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THX KYBEPNHZEQX

THX EAAHNIKHX AHMOKPATIAX

17 lavouapiouv 2024

ANOOAZEIX

ApOp. 126/67445

‘Ekdoon EAAnvikoU KataAdyou Inaviwv Noon-
HATWV.

O YOYTNOYPIOx YTEIAX

‘Exovtag unéyn:

1) Tnv map. 6 Tou ApBpou TTPpWToU Tou V. 4286/2014
(A"194).

2)To apBpo 12 Tou v. 4213/2013 (A’ 261).

3) Tnv umo otolyeia 126/10748/27.02.2021 umtoupytkn
anépaon «Ekdoon Katahdyou Kwdikwv tng AleBvoug
>tatioTikAS Ta&ivounong Noowv kat Xuvagwv Mpo-
BAnudtwv Yyeiag (ICD-International Classification of
Diseases)» (B’ 782).

4) Tnv umd oTolxeia 128/82848/02.03.2021 umoupyikn

TEYXOX AEYTEPO

Ap. DUMoU 248

amégaon «Ekdoon Katahoyou Kwdikwv tng ENANVIKNAC
Ta&ivounong latpikwv Mpd&ewv» (B'814).

5) Tnvun’ap. 37310/2023 koivrj amd@aon tou Mpwbu-
TToUPYOoU Kal Tou Yroupyou Yyeiag «AvaBeon appodio-
TATWV oToV Ypuroupyo Yyeiag, Mdplo OeIoTOKAEOUG»
(B’ 4435).

6) Tnv um’'ap. 672/2023 elorjynon tou Kévtpou Tekunpi-
wong kat KootoAoynong Noookopelakwy Yrnpeotwv A.E.

7) Tnv uno otolixeia B1a/1485/10.01.2024 eiorjynon
¢ Mevikng AlevBuvong OIKOVOUIKWY YTTNPECLWY TOU
Ynoupyeiou Yyeiag, cUp@wva e TNV omoia amno To TEPLE-
XOUEVO TNS TTapoucag amo@aong dev TpoKUMTEL Samdavn
o€ BAPOG TOU TAKTIKOU TpolmmoAoyIo ol Tou YrToupyeiou
Yyeiag, amo@acifoupe:

Tnv ékdoon Tou EAAnvikoU Katahdyou Zmaviwv No-
onuatwyv (ORPHAcodes). O katdhoyog mapatifetal oto
TTAPAPTNMA, TO OTTOIO ATTOTEAEI AVATTOOTIOOTO PEPOC TNG
mapovoag.
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IMPOAOI'OX

[Tave omd 10 10% tov TANBVGLOV 6To KOGHO, TEpimov 475 ek AvOpTOl TAGYOLVV ATO
pla omévia acBéveln. Mia acBéveln, otnv Evponn, yopokmmpiletor omdvia dtov
npocParrer Myotepo and 5 ota 10.000 dropa. Ot mepiocdtepeg onavieg achéveleg
elvan yevetikng uong ko propet va ekdnAmBolv gite katd T YEVVNON 1] TNV TOLOIKT)
nAiia, gite oty evilikn Con. To Orphanet givot £vag vpomaikdc 16T6TOTOG 0 0TO10g
TOPEYEL TANPOPOPIEG VIO OTAVIEG TAONGES KOt Y10 TIG OVTIOTOLYEG Ol0lYVGELS, Yo
0pPOVA PAPLLAKA, KAVIKEG OOKIHEG Ko HIKTLO EWOTKAOV EMAYYEALATIOV GTOV TOUEN TNG
vyelag. O Evpomaikdc otoétomog 10pvonke otn Nodrio and to INSERM (Iodiikd
EBvikd Ivotitovto yio v Yyeio ko v latpwkn Epsgova) 1o 1997. Avti n
TpoToPovAio. €ytve evpomaikny mpoomddeia omd to 2000, vmootnplopevn oamod
entyopnynoeig ¢ Evponaikng Enttporng: To Orphanet otadiakd e€eliybnke oe pia
Kowomnpa&ia 40 yopmv, evidc kot ektdc Evpomng. Zmv EAAGda cOhppwva pe to vopo
v’ apdp. 4213/2013 (OEK 261/A/3-12-2013) to Orphanet opietoar g 1 emionun
Baon dedopévav yia tig Endvieg abnoelg. ITlpdkertan yio moAd coPapéc ypdvieg
acBéveleg mov pmopel va emeEPOLV anmAieto {ong N avamnpio. X10 HeyoADTEPO HEPOGC
ToVG eivat avioTeg, EVO € KATOLEG TEPUTTAGELS Umopel va epappootel Oepaneio dote
va BedtiwBel n wordtnta oAAd Kot To TPocsddKipo emPimong Tov achevi). ZvvoAlKd
&yovv Kataypagei taykoopimng 6.000 — 8.000 oravia voonpata. To Orphanet Aowtov,
OTOYEVEL GTNV TOPOYN TANPOPOPLOV VYNANG TOLOTNTOS YIo GTAVIEG ACHEVEIEG KO GTN
dto@aiion iong mpdcsPaocng otn yvoon ywo. OAovg Tovg evolapepOpEvovs. To
ORPHAcode givar évac povadikde aptbpog mov datnpel eniong v ovopatoloyio
omdviov oaoBeveidv Orphanet amapaitntn yw ™ Pektioon g opatdTNTAC TOV

OTAVIOV aGHEVELDV GTO, GLGTILLOTO, TANPOPOPLDY VYELNG KOl EPEVLVOC.

Anmovpyia EOvikod Mntpdov Xnaviov Noonpatwv

H xotaypaen tov otaviov ntadncewv arotedel mpoteporotta oe Evpomnaikod eninedo,
®0T000 Ol TpoomAbeleg mov  €yovv  yivel €mg TOpo  yapaktmpilovtol g
aroonacpoatikés. H avantuén evdg eBvikov apyeiov onaviov madncewv sivor Bacikn

TPOTEPALOTNTOL Y10, TT) YDPO. OGS, AOY® TNG SVGKOAING TOL EYYEIPTLATOG, 1| ETAOYT| TOV
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VOGO UAT®V Kol 0 TPOTOG KOTOYPOPNG TOVG OMOTEAEGE OVTIKEILEVO EAETNG. APYIKA KO
péxpt va amoktnOel n katdAANAN eumelpio. amoocicOnke 1M MAOTIKY KOTAypopn
1e660pwV onaviov voonudtov: g Ivokvotikng Nocov (opykd yo moudid), g
Notoioag Mvikfg Atpoeiag, tng Nocov Gaucher kot g Nocov Pompe.

To Kévtpo Texunpimong koar Kostohdynong Nocokopeiokdv Yanpeoidv — EAANviko
Ivetitovto DRG mg popéag vrevhuvog yio TG 10Tptkés KmIKomomaoelg avéAafe
LETAPPOOT] Kol KATAPTIGT TOV KOTAAOYOL TV GIOVIMV VOOT|UAT®V, TNV Omoio Kot
glonynonke oto Ymovpyeio Yyelag mpog dnpocicvon tov. O EXinvikog Kartdloyog
Eroaviov NoonUatov amroTurmovel T AMoTta e OA0 To GTAVIO VOGTIUOTO, TO LOVOSIKO
kodikod Orphacode mov avtiotoryilovial Kab®C Kol GLVAOVLUA KOl EVOALOKTIKOVG
OpPOVE TTOL YPNGIUOTOLOVVTIOL 6TV amotOHTmon Kabe vosov. O kwdikdc Orphacode
kabng kot o kwdwog ICD-10 6o amotvmdvovior 610 €Bvikd PNTP®O OTOViOV
ToONoEOV TOV ETOUALETAL, PE KVPLO GTOYO TO OPELOG TOV TEMKOD OMOOEKTN, TOV JEV

glval GALog amd Tov actevn.
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Tomnou 4

ORPHAc ICD Juvwvupa
PreferredTerm Synonyms Mpotuwpevog Opo
i ynonyl e potipwuevos Opog
166024 MulthIe epiphyseal dysplasia, Al- Q773 I'IloMotn)\n ET(Ld?UGlO.KI’] Suomiaoia,
Gazali type tornou Al-Gazali
Multiple epiph | lasia- 30 Wy |
Multiple epiphyseal dysplasia, Al- ultiple epip yseal d\{sp asrc? MoMarAi emubuotakn Suomiaocia, UVBDO“? noAaniig Enl(!)UUlaKI']Q
166024 . macrocephaly-distinctive facies , ’ Suomhaoiag-pakpokedaliog-
Gazali type Tumou Al-Gazali ) |
syndrome SLOKPLTIKOU TIPOCWIELOU
58|Alexander disease E75.2 |No6oog Alexander
58|Alexander disease AxD Néoog Alexander AxD
166032 M.ul.tlpl.e epiphyseal dysplasia, with a77.3 NoMarn Fﬂl¢UGlaKn Suomhaoia, pe
miniepiphyses HIKpOETULDUOELG
61|Alpha-mannosidosis E77.1 |AAda-pavvooibwon
61|Alpha-mannosidosis Lys?s.omal alpha-D-mannosidase Mba-pawooiswon Avsr[o’(pke'w( AvoOOWHLIKAG GAda-D-
deficiency Havvooldaong
166029 Multiple epiphyseal dysplasia, with Q773 MoMar\i emubuotakn Suomiaoia, pe
severe proximal femoral dysplasia "~ |ooBapn Suomhacia Tou eyylg unptaiov
Metaphyseal chondrodysplasia, Metaduotakr xovdpoduomAacia, Tmou
166038| PV vep azgs |VEradvowki xovbp
Kaitila type Kaitila
93|Aspartylglucosaminuria E77.1 |AcomaptuloyAukolapvoupio
AveTapKeLa
A Igl inuri A Igl ini fici A A i
93Aspartylglucosaminuria spartylglucosaminidase deficiency onaptuAoyAukolapvoupio AOTUPUAOYAUKOTUVISEONC
20vépopo 5 Alog-kovtoU
Brachydactyly-short stature-retinitis Lvon ’H Braxudartuhias K, veou
166035 . Q87.8 |avaoTANATOG-HEAQYXPWOTLKNAG
pigmentosa syndrome ,
apdBAnotpoetditidog
585[Multiple sulfatase deficiency E75.2 |NMoAAamAr avendpkela couAdatdong
585|Multiple sulfatase deficiency Juvenile sulfatidosis, Austin type MoMar\f avendpkela couldatdong Neavikr) couhdatidwon, tomou Austin
585[Multiple sulfatase deficiency MSD MoAarAn avendpkela couApatdong MSD
585[Multiple sulfatase deficiency Mucosulfatidosis MoMar\f avendpkela couldatdong BAevvooouldatibwon
118|Beta-mannosidosis E77.1 |BAta-pavvooidwon
118|Beta-mannosidosis Beta-mannosidase deficiency BAta-pavvooidwon AvemdpkeLa BrAta-pavvooldaong
141|Canavan disease E75.2 |Ndoog Canavan
141|Canavan disease ACY2 deficiency Néoog Canavan Avertapkela ACY2
141|Canavan disease Aminoacylase 2 deficiency Nooog Canavan AVETIAPKELQ AUWVOXKUAGONG 2
141|Canavan disease Aspartoacylase deficiency Néoog Canavan AVETIAPKELQ QOTIAPTOAKUAAONG
141|Canavan disease Spongy degeneration of the brain Nooog Canavan Zroyywdng ekdUAion tou eykedalou
¥ ALSIKH Aaot
166063|Pontocerebellar hypoplasia type 4 Qo4.3 ebuponapaykepakidu unomasia

166063

Pontocerebellar hypoplasia type 4

Fatal infantile encephalopathy with
olivopontocerebellar hypoplasia

redpuponapaykedpaiidikn vmomacia
Tonou 4

Oavatndopa Ppedikr eykedaromnabela
pe ehatoyedupomnapaykepalSikr
vnomAacia
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ORPHACc ICD Tuvwvupa
PreferredTerm Synonyms Mpotipwpevog Opo
il ynony! @S potipwpevog Upog
I ALK Aaot EA ALS LK
166063|Pontocerebellar hypoplasia type 4 Olivopontocerebellar hypoplasia E'd)UpDT(on.VKEd)O( 1Otk unomaota QLOVEd)’UpOTLO(poviEd)C( 1oL
turou 4 unomhacio
repuponapaykedalidikn unomiacio
166063 |Pontocerebellar hypoplasia type 4 PCH4 'cbup mapaykedabik unomaot PCH4
TuTou 6
I ALK Aaot
166073|Pontocerebellar hypoplasia type 6 Qo4.3 E’¢UpDT(up(1VKE¢0( 1oL Unoriaeia
Tomou 6
, . Oavatndopa Bpedikn eykeparondabeia
166073|Pontocerebellar hypoplasia tybe 6 Fatal infantile encephalopathy with repupomnapaykepaldikr unoniacia . ‘;)\;2:3; pt Po l(T‘)OlKZVSVKLUT(' TACE
ypop P mitochondrial respiratory chain defects TUTIOU 6 M n r]q H X, pLaKng
QVATIVEUOTIKNAG aAuaidag
I ALK Aaot
166073|Pontocerebellar hypoplasia type 6 PCH6 E’¢UpDT(ﬂpU.VKE¢0( 1) unomiaota PCH6
Tonou 6
213|Cystinosis E72.0 |Kuotivwon
EAA .
213|Cystinosis Protein defect of cystin transport Kuotivwon Efllm TIPWTEVNG 0T HETAPOpAs
Kuotivng
333(Farber disease E75.2 |N6oog Farber
333|Farber disease Acid ceramidase deficiency Nooog Farber Avemapketa 6§vng kepapLdaong
333|Farber disease Farber lipogranulomatosis Noéoog Farber AUToKOKKLWwpATwon Farber
349|Fucosidosis E77.1 |®oukocibwon
349|Fucosidosis Alpha-L-fucosidase deficiency Doukooibwon Avendpketa dhda-L-poukootdaong
365 Glycogen storage disease due to acid £74.0 Néoog anobrikeuong tou yAukoyévou
maltase deficiency " |Aéyw avendpkelag tng 6§vng paktdong
365 Glycogen stf)r.age disease due to acid Alpha-1,4-glucosidase acid deficiency Nécoq ano?ﬁkeucnc \'o'u v}xUKovév?u Avendpks}u 66vng dAda-1,4-
maltase deficiency AOyw avemapkeLag tng 6§vng paitacng |yAukooldaong
Glycogen storage disease due to acid No6oog anobnkeucng Tou yAukoyovou GSD AOyw QVEMAPKELAG OV
365 yeos . & GSD due to acid maltase deficiency X S ) n ns , v v , , v P G 6wng
maltase deficiency AOyw avemdpkelag tng 6§lvng paAtaong |HaAtdong
365 Glycogen stf)r.age disease due to acid 5D type 2 Nécoq ano?ﬁkeucnq \'o'u vAUKovév?u GSD 0oL 2
maltase deficiency AOyw avemapkeLag Tng 6§vng paAtaong
Glycogen storage disease due to acid N6oog anobnkeucng Tou yAukoyovou
365 Yco8en storag GSD type Il 000G ANOUKELGNG TOU YAUKOYOVO GSD wmou Il
maltase deficiency AOYyw QVETIAPKELAG TNG 6§LVNG HOATACNG
365 Glycogen stf)r.age disease due to acid Glycogen storage disease type 2 Nécoq ar(o(?r']Keucnq \'o'u vAUKovév?u Néoog arnoBrikeuong yAukoyovou tunou
maltase deficiency AOyw avemapkeLag tng 6§wvng paitaong |2
Glycogen storage disease due to acid N6oog anobnkeucng Tou yAukoyovou N6oog anobrikeuong yAukoyovou TUmou
365 ycos - & Glycogen storage disease type Il A S ) n ns , v v , S n ney v
maltase deficiency Aoyw avemdpkelag tng 0§lvng paitaong |l
365 Glycogen storage disease due to acid |Glycogenosis due to acid maltase Néoog anoBrikeuong tou yAukoydvou Mukoyéveon AOoyw avemdpKeLag 6§wvng
maltase deficiency deficiency AOyw avemdpkelag tng 6§vng paAtdong |paitdong
Glycogen storage disease due to acid NG6oog anobnkeucng Tou yAukoyovou
365 ycos - & Glycogenosis type 2 , c . n ns , v v , Mukoyéveon turmou 2
maltase deficiency AOyw avemdpkeLlag TG 6§lvng HaAtaong
365 Glycogen st(_)r.age disease due to acid Glycogenosis type Il Nécoc ano?ﬁksucnq \'0}) vAuKovév?u PuKoyéveon torou I
maltase deficiency Aoyw avemapkeLag tng 6§vng paAtaong
Glycogen storage disease due to acid No6oog anobnkeucng Tou yAukoyovou
365 veoe - & Pompe disease . < ) n ne ) v v . Nooog Pompe
maltase deficiency AOyw avemdpKeLag TG 6§lvng HaAtaong
Glycogen storage disease due to Nooog arnoBrikeuong yAukoyovou Adyw
366(glycogen debranching enzyme E74.0 |avendpkelag eviUpou arnodlakAddwong
deficiency yAukoydvou
Glycogen storage disease due to N6oog anoBrikeuong yAukoydvou Aoyw
366|glycogen debranching enzyme Amylo-1,6-glucosidase deficiency avemndapkeLag eviupou anodtakAadwong |Avendpkela apulo-1,6-yAukootdaong
deficiency yAukoy6vou
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deficiency

yAukoydvou

ORPHAc ICD , ., Juvwvupa
ode PreferredTerm Synonyms codes Mpotipwpevog Opog
Glycogen storage disease due to Néoog arnobrikeuong yAukoyovou Adyw
366|glycogen debranching enzyme Cori disease avernapketag ev{pou anodlakAadwong |Nooog Cori
deficiency yAukoydvou
Glycogen storage disease due to Nooog anobrikeuong yAukoyovou Adyw
366|glycogen debranching enzyme Cori-Forbes disease avemndpkelag eviupou anodlakAddwong |Nooog Cori-Forbes
deficiency yAukoydvou
Glycogen storage disease due to Néoog arnobrikeuong yAukoyovou Adyw
366|glycogen debranching enzyme Forbes disease avemndpkeLag eviupou anodlakAddwong |Nocog Forbes
deficiency yAukoydvou
Glycogen storage disease due to Nooog anobrikeuong yAukoyovou Adyw
366|glycogen debranching enzyme GDE deficiency avemndpkelag eviupou anodlakAddwong |Avendpkeia GDE
deficiency yAukoydvou
Glycogen storage dnlsease due to GSD due to glycogen debranching Nooos anoenksulcnq v)\ukovovm') Aoyw GSD Aoyw avendpKeLac eviopou
366|glycogen debranching enzyme . avenapkelag ev{ipou amnodlakAadwong , A
. enzyme deficiency , anodtakAadwaong yAukoydvou
deficiency yAukoydvou
Glycogen storage disease due to Nooog anobrikeuong yAukoyovou Adyw
366|glycogen debranching enzyme GSD type 3 avemndpkelag eviupou anodltakAddwong |GSD tumnou 3
deficiency yAukoydvou
Glycogen storage disease due to Néoog anobrikeuong yAukoyovou Adyw
366|glycogen debranching enzyme GSDIIl avemndpkeLag eviupou anodlakAddwong |GSDIII
deficiency yAukoydvou
Glycogen storage disease due to Nooog anobrikeuong yAukoyovou Adyw , , . ,
366|glycogen debranching enzyme Glycogen storage disease type 3 avemndpkeLag eviupou anodlakAdswong I;OUOC amobrikevons yAukoyévou Tirou
deficiency yAukoydvou
Glycogen storage dllsease due to . Nooos aT[OBI’]KEU,GI’]Q v)\ukovovm') Aoyw N6GOC artoBiiKeuaNC YAUKOY6VOU TOTou
366|glycogen debranching enzyme Glycogen storage disease type Ill QVEMApPKELaG eVIUpOU amodLakAddwong m
deficiency yAukoydvou
Glycogen storage d.|sease due to Glycogenosis due to glycogen Nocos unoenxeuycnq v)\uxovovoxf Aoyw FAUKOYEVEGN ASYe QVETApKELaC
366|glycogen debranching enzyme ) . QVemAapkeLag eviUpou amoSlakAadwang 8 . .
. debranching enzyme deficiency ) evlupou anodlakAadwaong yAukoyovou
deficiency yAukoydvou
Glycogen storage disease due to Néoog anobrikeuong yAukoyovou Adyw
366|glycogen debranching enzyme Glycogenosis type 3 avemndpkeLag eviupou anodlakAddwong |MAukoyéveon tomou 3
deficiency yAukoydvou
Glycogen storage disease due to Nooog anobrikeuong yAukoyovou Adyw
366|glycogen debranching enzyme Glycogenosis type IlI avemndpkelag eviupou anodlakAddwong |Mukoyéveon tomou I
deficiency yAukoydvou
Glycogen storage disease due to Néoog anobrikeuong yAukoyovou Adyw
366|glycogen debranching enzyme Limit dextrinosis avemndpkeLlag eviupou anodlakAadwong |Meploplotikr de€tpivwon
deficiency yAukoydvou
Glycogen storage disease due to Nooog anobrikeuong yAukoyovou Adyw
368|muscle glycogen phosphorylase E74.0 |avendpkelog puikng pwodopuddong
deficiency yAukoydvou
Glycogen storage disease due to GSD due to muscle glycogen Nooo'c ananKsEm'nq v?\ukovovo? Aoyw GSD Adyw avendpKeac puikic
368|muscle glycogen phosphorylase phosphorylase deficiency QVETIAPKELOG MUTKNG dwodopuldong $wobopUALONC YAUKOYSVOU
deficiency yAukoydvou
Glycogen storage disease due to Nooog arnobrikeuong yAukoyovou Adyw
368|muscle glycogen phosphorylase GSD type 5 QVETIAPKELAG MUTKAG dwodopuldong GSD tonou 5
deficiency yAukoydvou
Glycogen storage disease due to Néoog anobrikeuong yAukoyovou Adyw
368|muscle glycogen phosphorylase GSD type V QVETIAPKELOG MUTKNG dwodopuldong GSD tumnou V
deficiency yAukoydvou
Glycogen storage disease due to Nooog arnobrikeuong yAukoyovou Adyw , , . ,
368|muscle glycogen phosphorylase Glycogen storage disease type 5 QVETIAPKELAG MUTKAG dwodopuldong EOUOC amnobrikevons yAukoyévou tirou
deficiency yAukoydvou
Glycogen storage disease due to . NOUO'C ananKsEJclnq v}\ukovovo? Aoyw NGO artoBriKeuoNC YAUKOY6VOL TOTou
368|muscle glycogen phosphorylase Glycogen storage disease type V QVETIAPKELG MUTKNG dwodopuldong v
deficiency yAukoydvou
Glycogen storage disease due to . Nooog arnobrikeuong yAukoyovou Adyw , , . L
Glycogenosis due to muscle glycogen , o . Fukoyéveon AOyw aVEMAPKELOG HUTKAG
368|muscle glycogen phosphorylase - QVETAPKELOG HUTKNAG dwodopuldong , ,
o phosphorylase deficiency , dwodopuldong yAukoyovou
deficiency yAukoydvou
Glycogen storage disease due to No6oog anoBrikeuong yAukoyovou Adyw
368|muscle glycogen phosphorylase Glycogenosis type 5 QVETIAPKELG MUTKNAG dwodopuldong Mukoyéveon tumnou 5
deficiency yAukoydvou
Glycogen storage disease due to N&oog arnobrikeuong yAukoyovou Adyw
368|muscle glycogen phosphorylase Glycogenosis type V QVETIAPKELAG HUTKAG dwodopuldong Mukoyéveon tonou V
deficiency yAukoydvou
Glycogen storage disease due to No6oog anoBrikeuong yAukoyovou Adyw
368|muscle glycogen phosphorylase McArdle disease QVETIAPKELG MUTKNAG dwodopuldong Nooog McArdle
deficiency yAukoydvou
Glycogen storage disease due to Néoog anobrikeuong yAukoyovou Adyw
368|muscle glycogen phosphorylase Myophosphorylase deficiency QVETIAPKELAG MUTKAG dwodopuldong Averdpkela puodwodpopurdong
deficiency yAukoydvou
Glycogen storage disease due to No6oog anobrikeuong yAukoyovou Adyw
367|glycogen branching enzyme E74.0 |avendpkelag eviupou StakAadwong
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mitochondrial encephalomyopathy

T0 FASTKD2

ORPHACc ICD , , Tuvwvupa
ode PreferredTerm Synonyms codes MNpotiuwpevog Opog
Glycogen storage disease due to Nooog arnoBrikeuong yAukoyovou Aoyw
367|glycogen branching enzyme Amylopectinosis avendpketag eviupou StakAddwong Apvdonnktivwon
deficiency yAukoydvou
Glycogen storage disease due to Nooog anoBrikeuong yAukoyovou Adyw
367|glycogen branching enzyme Andersen disease QVETAPKELAG EVIUMOU SLakAGSwong Néoog Andersen
deficiency yAuKoy6vou
Glycogen storage disease due to . Nooog arnoBrikeuong yAukoyovou Aoyw , . ,
X GSD due to glycogen branching enzyme ) , ) GSD Adyw avemapkeLag ev{UpouU
367|glycogen branching enzyme - QVETIAPKELAG EVIUHOU SLaKAGSWONG X ,
. deficiency , StakAadwong yAukoyovou
deficiency yAukoydvou
Glycogen storage disease due to Nooog arnoBrikeuong yAukoyovou Adyw
367|glycogen branching enzyme GSD type 4 QVenapkeLag eviupou StakAadwong GSD tumnou 4
deficiency yAukoyovou
Glycogen storage disease due to Nooog arnoBrikeuong yAukoyovou Aoyw
367|glycogen branching enzyme GSD type IV QVETIAPKELAG EVIUHOU SLaKAGSWONG GSD tomnou IV
deficiency yAukoydvou
Glycogen storage disease due to Nooog anoBrikeuong yAukoyovou Adyw , , , .
367|glycogen branching enzyme Glycogen storage disease type 4 QVenapKeLag eviupou SlakAadwong 2‘000( arodrikevang yAukoyovou timou
deficiency yAukoyovou
Glycogen storagé disease due to ) Nouo'q unoenkzuvcnq V}\UKOV?VOU Aoyw N60C aoBiiKeuonC YAUKOYGVoU ThTou
367|glycogen branching enzyme Glycogen storage disease type IV QVenApKeLag eviUpoU StakAadwong "y
deficiency yAukoydvou
Glycogen storag? disease due to Glycogenosis due to glycogen branching Noco'Q anoenksugnc VAUKOVPVOU Ay ukoyéveon AOoyw aVETAPKELAG
367|glycogen branching enzyme . avemnapkelag eviupou SlakAddwong | . ,
A enzyme deficiency , evi{Upou SLakAadwaong yAukoyovou
deficiency yAukoyévou
Glycogen storage disease due to Nooog arnoBrikeuong yAukoyovou Aoyw
367|glycogen branching enzyme Glycogenosis type 4 QVETIAPKELAG EVIUHOU SLaKAGSWONG Mukoyéveon turmou 4
deficiency yAukoydvou
Glycogen storage disease due to Nooog anoBrikeuong yAukoyovou Adyw
367|glycogen branching enzyme Glycogenosis type IV QavenapkeLag eviupou StakAadwong Mukoyéveon turou IV
deficiency yAukoydvou
Autosomal dominant AUTOCWLLKI ETILKpATOVOQ
166100|otospondylomegaepiphyseal Q87.0 |wtoomovSuhopeyaemipUOLaKT
dysplasia Suomhaoio
Autosomal dominant AUTOCWLLKT ETILKPATOVOA
166100|otospondylomegaepiphyseal AD OSMED WTOOTIOVEUNOUEYAETILPUOLAKT AD OSMED
dysplasia Suomhaoio
Autosomal dominant AUTOCWLLKI ETIKpATOVOQA
166100|otospondylomegaepiphyseal Stickler syndrome type 3 WTOOTOVSUAOHEYQETILDUTLAKT ZUvSpopo Stickler tomou 3
dysplasia Suomhaoio
Autosomal dominant AUTOCWLLKI ETILKPATOVOQA , . .
166100|otospondylomegaepiphyseal Stickler syndrome, non-ocular type WTOOTIOVEUAOUEYAETILGUOLAKT fz:{izono Stickler, un o¢Bapko?
dysplasia Suomhaoio
Glycogen storage disease due to Nooog anoBrikeuong yAukoyovou Aoyw
371|muscle phosphofructokinase E74.0 |avendpkelag Huikng
deficiency dwododpouKTOKLVATNG
Glycogen storage dlseas'e dueto GSD due to muscle phosphofructokinase NOUOF anoenke?cr]c ¥hukoybvou Aéyw GSD AOyw QVEMAPKELOG HUTKAG
371|muscle phosphofructokinase - QVETIAPKELOG MUTKAG .
L deficiency . dwododpouktokvdong
deficiency dwodoppoukToKvacng
Glycogen storage disease due to Nooog arnoBrkeuong yAukoyovou Aoyw
371|muscle phosphofructokinase GSD type 7 QVETIAPKELAG LUTKNAG GSD tumnou 7
deficiency dwodhodpouKTOKLVATNG
Glycogen storage disease due to Nooog anoBrikeuong yAukoyovou Adyw
371|muscle phosphofructokinase GSD type VII QVETIAPKELAG LUTKAG GSD tumou VIl
deficiency dwodoppoukToKvacng
Glycogen storage disease due to N6oog anoBrikeuong yAukoydvou Aoyw , , X ,
R . | L, No6oog anobrikeuong yAukoyovou TUmou
371|muscle phosphofructokinase Glycogen storage disease type 7 QVETIAPKELAG LUTKAG 7
deficiency dwodhodpouKTOKLVATNG
Glycogen storage disease due to Néoog anoBrikeuong yAukoyovou Adyw , , , .
. . A - No6oog armoBrikeuang yAukoyovou timou
371|muscle phosphofructokinase Glycogen storage disease type VI QVETAPKELOG LUTKAG Vil
deficiency bwodoppoukToKvacng
Glycogen storage dlsea%e dueto Glycogenosis due to muscle Noco'q ttT(OGI’]KEI‘..JG'r]Q VAuKoyovou Aoyw Mukoyéveon AOyw QVEMAPKELAG HUTKAG
371muscle phosphofructokinase phosphofructokinase deficiency QVETLAPKELAG HULKNG dwododpouktoKvaong
deficiency dwodhodpouKTOKLVATNG
Glycogen storage disease due to Nooog anoBrikeuong yAukoyovou Adyw
371|muscle phosphofructokinase Glycogenosis type 7 QVETIAPKELAG LUTKAG Mukoyéveon turnou 7
deficiency bwodoppoukToKvacng
Glycogen storage disease due to N6oog anoBrikeuong yAukoydvou Aoyw
371|muscle phosphofructokinase Glycogenosis type VII QVETIAPKELAG LUTKAG Mukoyéveon turmou VII
deficiency dwododpoukToKLVATNHG
Glycogen storage disease due to Nooog arnoBrikeuong yAukoyovou Adyw
371|muscle phosphofructokinase Tarui disease QVETIAPKELAG LUTKAG Néoog Tarui
deficiency bwodoppoukToKIVacng
FASTKD2-related infantile Bpedun piroyovbpuak )
166105 G71.3 |eykedpahopuondBbela mov oxetiletal pe
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NG on A ¢ AO
Glycogen storage disease due to liver oco'q oo nKEUUnc,v ukoyovou ,va
369 L E74.0 |avendpkelag nratikig dwodopuldong
glycogen phosphorylase deficiency ,
yAukoydvou
. Nooog anobrke AUKOyOVoU AO . . ,
Glycogen storage disease due to liver |GSD due to liver glycogen phosphorylase o C TobnK UUV]C'V vkoyovou ) v GSD AOyw QVETAPKELAG NTTATIKNAG
369 L - QVETAPKELG NIATIKAG pwodopuAdong . .
glycogen phosphorylase deficiency deficiency , dwodopuldong yAukoyovou
yAukoyovou
. . No6oog anoBrikeuong yAukoyovou Adyw
Gl t d duetol
369 yeogen storage clsease u.e_ o iver GSD type 6 avenapkelag nratikrs dwodopurdong  |GSD tomou 6
glycogen phosphorylase deficiency ,
yAukoydvou
Noéoog anobrike AUKOYOVOU AO
Glycogen storage disease due to liver o C TobnK ucr]q’v vkoyovou 'vw ,
369 . GSD type VI QVEMAPKELAG NIaTikAG pwodopuAdong |GSD turou VI
glycogen phosphorylase deficiency ,
yAukoydvou
NoO or A ¢ Ao ,
Glycogen storage disease due to liver X ocos ane nKEUGnC,V tkoyovou F:vw No6oog anobrikeuong yAukoyovou Tumou
369 .- Glycogen storage disease type 6 QVETAPKELAG NIATIKAG pwodopuAdong
glycogen phosphorylase deficiency , 6
yAukoydvou
Noéoog anobrike AUKOYOVOU AO X ! . .
Glycogen storage disease due to liver . o C ToonK ucr]q’v vkoyovou 'vw N6oog anobrikeuong yAukoyovou tumou
369 . Glycogen storage disease type VI QVETIAPKELAG NIATKiG dwodopuldaong
glycogen phosphorylase deficiency , Vi
yAukoydvou
NG or A ¢ Ao , .
Glycogen storage disease due to liver |Glycogenosis due to liver glycogen ocos oo nksucnq'v ukoyovou F:vw Mukoyéveon AOyw avemdpKeLag
369 - . QVETIAPKELAG NIATIKIG wodopuldong A , ,
glycogen phosphorylase deficiency phosphorylase deficiency \AUKoyovou nratkng dwopopurdong yAukoyovou
Noéoog anobrike AUKOYOVOU AO
Glycogen storage disease due to liver . o C TounK UUF]Q'V vKoyovou 'vw . |
369 - Glycogenosis type 6 QVEMAPKELOG NTaTikAG pwodopurdong  [FAukoyéveon tomou 6
glycogen phosphorylase deficiency ,
yAukoydvou
NG or A ¢ Ao
Glycogen storage disease due to liver . ocos oo nksucnq'v ukoyovou ?vw . X
369 . Glycogenosis type VI QVEMAPKELaG NIaTikiG pwodopuddaong  |MAukoyéveon tumou VI
glycogen phosphorylase deficiency ,
yAukoydvou
Noéoog anobrike AUKOYyOVOU AO . ! .
Glycogen storage disease due to liver |Hepatic glycogen phosphorylase o C TobnK UUF]Q'V vkoyovou 'vw Averapkela nratiknig pwodopuAdong
369 L - QVETAPKELAG NITIKAG wodopuldong .
glycogen phosphorylase deficiency deficiency , yAukoydvou
yAukoydvou
NG or A ¢ Ao
369 Glycogen storage disease due to liver Hepatic phosphorylase deficienc w‘[’::; O:;[Tankf:;?:'v ;:‘21;‘0’0:’)\;;/‘” Avernapkela nratiknig pwodopuAdo
glycogen phosphorylase deficiency P phasphory v p' <N ne P ns P n ne P ns
yAukoyovou
No or A ¢ Ao
Glycogen storage disease due to liver . ocos ano ”KEUUHQ.V vKoyovou f)vw ,
369 L Hers disease QVEMApKeLag Nratkng dwodopuldaong |Ndoog Hers
glycogen phosphorylase deficiency ,
yAukoydvou
i . Néoog anobrikeuong yAukoyovou Adyw . , .
Glycogen storage disease due to liver AVETAPKELOL NTTOLTIK| wodopuAdo
369 ycos & L Liver glycogen phosphorylase deficiency QVETIAPKELAG NIATIKAG PwodopuAdong p, n A dwodop ns
glycogen phosphorylase deficiency , yAukoydvou
yAukoyovou
n ! ,
447|Paroxysmal nocturnal hemoglobinuria D59.5 apofuopki VU)'(TEPlVr]
atpoodalpvoupio
n , .
447 |Paroxysmal nocturnal hemoglobinuria|Marchiafava-Micheli disease apofuopk VU),(TEprn N6oog Marchiafava-Micheli
atpoodatpvoupia
n ! !
447|Paroxysmal nocturnal hemoglobinuria|PNH apofuopkii VU)'(TEPlVr] PNH
atpoodatpvoupio
166108|Intellectual disability, Birk-Barel type Q87.8 [Nontuwn votépnon, tumou Birk-Barel
Intellectual disability-hypotonia-facial SOV A é -
166108|Intellectual disability, Birk-Barel type ntetiec ua. sability-hypotonia-tacia Nontwkr uotépnon, turmou Birk-Barel o poyuo vonmns ucn'ep'r]onq .,
dysmorphism syndrome unotoviag-6ucpopdLopol TPocwou
166113|Bazex syndrome 20vSpopo Bazex
166113|Bazex syndrome Acrokeratosis of Bazex SUvSpopo Bazex Akpokepdtwon Bazex
166113|Bazex syndrome Acrokeratosis paraneoplastica SUvépopo Bazex MapaveomAaoHATIKY AKPOKEPATWON
n A ! .
166113|Bazex syndrome Acrokeratosis paraneoplastica of Bazex SUvépopo Bazex B:ZF::(VEOH OUATUMN QKpOKEPQTWON
166119|Isolated osteopoikilosis Q78.8 [Mepovwpévn ooteonokilwan
487|Krabbe disease E75.2 |Nboog Krabbe

487

Krabbe disease

GALC deficiency

Nooog Krabbe

Avernapkela GALC
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487|Krabbe disease Galactocerebrosidase deficiency Nooog Krabbe AvendpkeLa yohaktokepeBpoalddong
487|Krabbe disease Galactosylceramidase deficiency Néoog Krabbe AVETIAPKELXL YOAAKTOOUAKEPAULEAONG
A i it Su
487|Krabbe disease Globoid cell leukodystrophy Nooog Krabbe EUK,O votpodia opaipoetdiv
KUTTAPWV
583[Mucopolysaccharidosis type 6 E76.2 |BhevvonoAuoakyapidwon tumou 6
583|Mucopolysaccharidosis type 6 ARSB deficiency BAevvortoAucakxapidwaon tomou 6 Avendpkela ARSB
583|Mucopolysaccharidosis type 6 ASB deficiency BAevvonoAuoakxapibwon tumou 6 Averdpkela ASB
583|Mucopolysaccharidosis type 6 Arylsulfatase B deficiency BAevvomnoAuoakyapibwon tumou 6 Avendpkela apuloouidatdaong B
583|Mucopolysaccharidosis type 6 MPS6 BAevvonoAvoakxapibwon tumnou 6 MPS6
583|Mucopolysaccharidosis type 6 MPSVI BAevvomnoAuoakxapibwon tumou 6 MPSVI
583|Mucopolysaccharidosis type 6 Maroteaux-Lamy disease BAevvonoAuoakxapibwon tumnou 6 Néoog Maroteaux-Lamy
583|Mucopolysaccharidosis type 6 Mucopolysaccharidosis type VI BAevvomnoAuoakyapibwon tumou 6 BAevvonoAuoakyapidwon tumou VI
N-acetylgalactosamine 4-sulfat § Avendpkela N-akeTuloyahaktoloui
583|Mucopolysaccharidosis type 6 a'c? vigalactosamine 4-sullatase BAevvonohucakxapidwon tomou 6 VETLapK lu, aketoyahaktolautvng
deficiency 4-couhdatacng
166272|0dontochondrodysplasia Q78.8 |0&ovtoxovépoduomiacia
Chondrodysplasia-denti i . S0v8 Spoduomaciag-ateAov
166272|0dontochondrodysplasia . onero ys.p .aS|a .en {nogenesis 0Obovtoyovépoduomhacio oV pouf) XOVOpoouoTL 'actaq w.:s U6
imperfecta-joint laxity syndrome o8ovtoyéveang-apBpLkng xahapotntag
166272|0dontochondrodysplasia Goldblatt chondrodysplasia Obovtoxovdpoduomiaaoio Xovépoduomhaaoia Goldblatt
166272|0dontochondrodysplasia Goldblatt syndrome 0ObovtoxovSpoduomhacio SUvSpopo Goldblatt
166272|0dontochondrodysplasia 0oDCD 0ObovtoxovdpoduomAacia ODCD
576|Mucolipidosis type Il E77.0 |BhevvoAutiSwon turmou II
576|Mucolipidosis type Il |-cell disease BAevvoAutibwon torou Il Nooog twv Kuttapwv |
576|Mucolipidosis type Il Mucolipidosis type Il alpha/beta BAevvoAutidwon tumou Il BAevvoAutidwon tumou Il dAda/BrAta
N-acetylglucosamine 1- Avemndpketa N-akeTuloyAukoZapivng 1-
576|Mucolipidosis type Il Ve - BAevvoAuiSwon tumou |l P 3 v fanivng
phosphotransferase deficiency dwodotpavodepdong
Wormian bone-multiple fractures- Wormian 0oto-TtoManAd Katdypota-
166277|dentinogenesis imperfecta-skeletal Q78.8 |oSovtivoyévean oteAG-OKEAETIKA
dysplasia Suomhaoio
Wormian bone-multiple fractures- Wormian 0oto-ToAarAd KaTdypata-
166277|dentinogenesis imperfecta-skeletal ~ |Suarez-Stickler syndrome odovtvoyéveon ateAG-oKEAETIKNA SUvSpopo Suarez-Stickler
dysplasia Suorhaoio
812|Sialidosis type 1 E77.1 |ZaAidwon tomou 1
SUVEPOHO OTIOPOL KEPAGLOU-
812|Sialidosis type 1 Cherry-red spot-myoclonus syndrome JaAidwon tunou 1 POl P P

HUOKAWVOU
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812|Sialidosis type 1 Lipomucopolysaccharidosis SoAiSwon torou 1 AutoBAevvonohucakxapibwon
812|Sialidosis type 1 Normomorphic sialidosis SaAidwon tomnou 1 Noppopopdikn otaAibwon
166282|Familial sick sinus syndrome 149.5 |Otkoyevég oUVEPOHO GPPWOTOU KOATIOU
578|Mucolipidosis type IV E75.1 |BAevoAutiSwon turmou IV
166286 Porokeratotic eccrine ostial and 0825 Mupunkujo&nq' EKKvanc OTOMATIKOG Kat
dermal duct nevus SepHATIKOG TTOPOG oTtiAou
Porokeratotic eccrine ostial and M 06NG € 1G OTOMATIKOG Kal , ,
166286 ! ' ! Comedo nevus of the palm uppnkufu T]C' KKPlVT]C OTOMOTIKOG Kat Comedo omilog tng maAdpung
dermal duct nevus SePUATIKOG TTOPOG OTtiAou
Porokeratoti i tial and M 06! \ ¢
166286 orokeratotic eccrine ostial an Porokeratotic eccrine nevus upunKuju nq, EKKpW,nc CTOHOTIKOG Kat MupunKuwdnG EKKPLVAG OTtAOG
dermal duct nevus SepHATIKOG TTOPOG oTtiAou
577|Mucolipidosis type Il E77.0 |BAevvoAutiwon tomou Il
577 |Mucolipidosis type Il Pseudo-Hurler polydystrophy BAevvoAnidwon tumou il MoAuduotpodia Peudo-Hurler
166291 |Dirofilariasis B74.8 |Apodapiwon
Kohor 61 A 1 emAn
16630g|2enien infantile focal epilepsy with 640.0 c:l os'n ::ﬁzed)t:aw;qm ST: wli::d
midline spikes and waves during sleep ’ A ,C HHoTa NG YPUKNG
tn SidpkeLa Tou Umvoy
Kahor 61 A | emAn i
166308 2enien infantile focal epilepsy with g, . : Os'n ::Lif'fd)::uw;um ST: ”*Li:rsd BIMSE
midline spikes and waves during sleep A 'C . ; HEGNG YRaULIC
n StdpKeLa Tou Umvou
Benign infantile seizures associated Ku}\onﬁafq Bpsd)“(s,c ennrriké Kpl,cﬂc
166305| . . . G40.4 |mou oxeti{ovtal Pe AL YAoTPEVTEPLTLO O
with mild gastroenteritis .
ue evapén
2912|Poliomyelitis A80.4 |MoAopuehitida
2912(Poliomyelitis A80.2 |MoMopueritda
2912|Poliomyelitis A80.3 |MoAopuehitida
2912 (Poliomyelitis A80.9 |MoAopueritida
2912|Poliomyelitis A80.0 |MoAopuehitida
2912|Poliomyelitis A80.1 |MoAwopueditida
Benign partial epilepsy with KaAoriOng pepikn erAndio pe
166302|secondarily generalized seizures in G40.1 |8eutepoyeveig YeVIKEUPEVEG KpLoELg oTn
infancy Bpedikr nAkio
166299 Benign partial epilepsy of infancy with G40.2 Kahor|Ong pepikn emiAnia tng Bpedikrg
complex partial seizures  |nAwiag pe oUvBeTeg emAnTTIKEG Kploelg
796|Sandhoff disease E75.0 |N6oog Sandhoff
796|Sandhoff disease GM2 gangliosidosis 0 variant No6oog Sandhoff GM2 yayyAooidwon 0 mapalayn
796|Sandhoff disease Hexosaminidases A and B deficiency Néoog Sandhoff Averndpkela e§ooapvidocwy A koL B
166409|Photosensitive epilepsy G40.5 |Dwrtoevaiodntn emAnpia
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461|Recessive X-linked ichthyosis Q80.1 |YroAeunopevn puroouvdetn xBuaon
461|Recessive X-linked ichthyosis RXLI Yrioheutopevn duloolvsetn xBvaon RXLI
461|Recessive X-linked ichthyosis Steroid sulfatase deficiency Yroheutopevn uhoovsetn xBvaon Avendpkela 6ouAPATAONG OTEPOELSWV
461|Recessive X-linked ichthyosis X-linked ichthyosis YroAeutdpevn dpulocivéetn xBuaon Dulooivdetn Bvaon
461|Recessive X-linked ichthyosis XLl Yroheutopevn duloolvsetn xBvaon XLl
166421|0rgasm-induced seizures G40.5 zzz‘lg:sﬁ;pwac Tiou pokedobvTal
166418|Eating reflex epilepsy G40.5 |Awatpodikn avravakAaotkn eminia
166418|Eating reflex epilepsy Eating epilepsy Atatpodikn avtavakiaotikn emAndio  |Awatpodikr erAndio
166418|Eating reflex epilepsy Eating seizures Atotpodikr avtavakAaotikn emAndia  |Alatpodikég EMANTTIKES KploELg
166415|Audiogenic seizures G40.5 |AKouoyevelg ETUANTITIKEG KPLOELG
584|Mucopolysaccharidosis type 7 E76.2 |BAevvomnoAuoakyapidwon tumouv 7
584|Mucopolysaccharidosis type 7 Beta-glucuronidase deficiency BAevvonoAuoakxapibwon tumnou 7 AverndpkeLla Brita-yAoukoupovidaong
584|Mucopolysaccharidosis type 7 MPS7 BAevvonoAvoakxapibwon tumnou 7 MPS7
584(Mucopolysaccharidosis type 7 MPSVII BAevvonoAvoakyapidwon tumou 7 MPSVII
584|Mucopolysaccharidosis type 7 Mucopolysaccharidosis type VII BAevvonoAvoakyapibwon tumou 7 BAevvonoAuoakyapidwon turou VII
584(Mucopolysaccharidosis type 7 Sly disease BAevvoroAucakxapidwon tonou 7 Néoog Sly
166412|Hot water reflex epilepsy G40.5 C:;ZVQKM{OTLKﬁ ennpia aré feoto
166433|Reading seizures G40.5 |EniAnyia emaydpevn anod avayvwon
166430|Micturation-induced seizures G40.5 |EniAnia emayopevn anod vuktoupio
881|Turner syndrome Q96.0 [ZUvSpopo Turner
881|Turner syndrome 45,X syndrome Q96.1 [ZUvépopo Turner Z0vSpopo 45,X
881|Turner syndrome 45,X/46,XX syndrome Q96.8 [Z0vSpopo Turner SUvEpopo 45,X/46,XX
881|Turner syndrome Q96.9 [20vSpopo Turner
881|Turner syndrome Q96.2 [ZUvSpopo Turner
881|Turner syndrome Q96.3 [ZUvSpopo Turner
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881|Turner syndrome Q96.4 |zUvSpopo Turner
166427 |Startle epilepsy G40.5 |EmiAnyia Startle
166424|Thinking seizures G40.5 |EmiAnia emaydpevn amno oképn
95|Friedreich ataxia G11.1 |Friedreich ata§ia
95|Friedreich ataxia FA Friedreich ata§ia FA
95|Friedreich ataxia FRDA Friedreich ata§ia FRDA
848|Beta-thalassemia D56.1 |B-pecoyelakr avatpio
846|Alpha-thalassemia D56.0 |AAda-Bahacoatpia
586|Cystic fibrosis E84.0 |Kuotwkr ivwon
586/|Cystic fibrosis CF E84.1 |Kuotwkr ivwon CF
586|Cystic fibrosis Mucoviscidosis E84.8 |Kuotwkn ivwon BAevvoicookidwon
586|Cystic fibrosis E84.9 |Kuotikr ivwon
261|Emery-Dreifuss muscular dystrophy G71.0 |Muikn uotpodia Emery-Dreifuss
261|Emery-Dreifuss muscular dystrophy (EDMD Muikr Suotpodia Emery-Dreifuss EDMD
550|MELAS G71.3 |MELAS
. . Mutoxovéprakn eykeparopvonddeta,
Mitochondrial hal thy, L e .
550|MELAS ' '.x o_n rl.a encepha orr_wopa. ¥ MELAS YOAQKTIKA 0&€wan Kat EMELCOSLA TTOU
lactic acidosis and stroke-like episodes ) ,
Holafouv pe eyKeDAALKO
. . . MutoxovSplakn eykeparonddeta,
Mitochondrial halopathy, lact . el .
550|MELAS I oc .on ne encep_ 8 opa. v, lactic MELAS YOAQKTIKY 0§€won Kat EMeELcOdLa Tou
acidosis, and stroke-like episodes , ,
HOLAoUV UE eYKEGANKO
Mitochondrial myopathy, MutoxovSpLakr puonddeLa,
550|MELAS encephalopathy, lactic acidosis and MELAS eykedarondbeLa, yohakTkn o§€éwaon Kot
stroke-like episodes EMELOOGLA TIOU HOLATOUV PE EYKEDOAAKO
269|Facioscapulohumeral dystrophy G71.0 |Npoéowrno-wpo-PpaxLéviog ductpodia

269

Facioscapulohumeral dystrophy

FSH dystrophy

Mpoowrno-wpo-PBpaxLdviog Suotpodia

FSH Suotpodia

269

Facioscapulohumeral dystrophy

FSHD

Mpodowrno-wpo-Ppaxtoviog Suotpodia

FSHD

269

Facioscapulohumeral dystrophy

Facioscapulohumeral muscular
dystrophy

Mpoowrno-wpo-Bpaxtdviog Suotpodia

Mpoowrno-wpo-Ppaxtoviog
puikn Suotpodia

269

Facioscapulohumeral dystrophy

Facioscapulohumeral myopathy

Mpdowro-wpo-Ppaxtoviog Suotpodia

Mpoowro-wuo-Ppaxtoviog puondadeta

269

Facioscapulohumeral dystrophy

Landouzy-Dejerine dystrophy

Mpdowrno-wpo-Bpaxtdviog Suoctpodia

Landouzy-Dejerine Suotpodia




1426

EQHMEPIAA THX KYBEPNHZEQX

TelUyxo¢ B'248/17.01.2024

ORPHACc ICD Tuvwvupa
PreferredTerm Synonyms Mpotipwpevog Opo
il ynony! @S potipwpevog Upog
269|Facioscapulohumeral dystrophy Landouzy-Dejerine myopathy Mpoowro-wpo-Ppaxtoviog Suctpodia Landouzy-Dejerine puonaBeta
480|Kearns-Sayre syndrome H49.8 |2UvSpopo Kearns-Sayre
163898 Classic pa.r.aneoplastlc limbic 6131 KAaown rm!aotvsor()\ufsuaukn
encephalitis HETOLXHLOKT EYKEPOALTISO
Classi lastic limbi KA | A A
Classic paraneoplastic limbic assic pa.rlanegp astic .|m ic KAaotkn mapaveonAaopatiki aoum naPaveon ufmanm , ,
163898 . encephalitis, with or without , ) HeTaxpiakn eykepalitda, pe f xwpis
encephalitis X . HeTaxpLakr eykedaitida h ,
intracellular antigens £VSOKUTTOPLKA OVTLYOVaL
Limbi itis with LGI1 1 t
163908 |m.b|c gncephalltls with LGI G048 ME\'LIL?(HL(XKI] eykedpoAitda pe
antibodies aviliowpata LGI1
M \ Aitda mhov
Limbic encephalitis with LGI1 Limbic encephalitis with leucine-rich Metaypokn eykepaAitida pe Etclu)(uwtkn evkepahin ‘,1 Tiovola o8
163908 . ) . i ) : . ¥ Aeukivn pe adpavomonpéva
antibodies glioma-inactivated 1 antibodies avtiowpata LGI1 ) .
yYAoLWpOTA QVTIOWHATWY 1
551(MERRF G71.3 [MERRF
551|MERRF Fukuhara syndrome MERRF SUvdpopo Fukuhara
551|MERRE Myoclonus e.pllepsy associated with MERRE MUOK}\O\tLKI’] ’ST[LAHLI)!.C( ToU oxeTileTaL
ragged-red fibres UE TPOXLEG-KOKKLVEG (VEG
597|Central core disease G71.2 |NOoOG TOU KEVIPLKOU Ttuprival
Peripheral demyelinating neuropathy- MNepdeptkn amopveAVwWILKA
163746|central dysmyelinating E75.2 |veupondBela-Kevipikh SUCHUEAWVWTIKA
leukodystrophy-Waardenburg AeukoSuotpodia-cuvépopo
Peripheral d linati thy- n A A |
eriphera emYe |nla ing neuropathy Neurologic Waardenburg-Shah Ep@sp,lm amopue l'VLUTlKI'] . |Neupohoyiké civSpopo Waardenburg-
163746/|central dysmyelinating syndrome VEUPOTIABEL-KEVTPLKT) SUCUUEAVWTLKA Shah
leukodystrophy-Waardenburg Y AeukoSuotpodia-cuvEpopo
Peripheral demyelinating neuropathy- Nepideptkn amopveAvwWILKA
163746|central dysmyelinating PCWH veuporndBeta-kevtpikr SuopueAvwtiky |PCWH
leukodystrophy-Waardenburg AeukoSuotpodia-cuvSpopo
Peripheral demyelinating neuropathy- MNepLdePIKr AMOPUEAVWTLKA
163746/|central dysmyelinating WS4 plus VeUpPOTABELa-KeVTPLKT SuopueAVwWTKA  |WS4 plus
leukodystrophy-Waardenburg AeukoSuotpodia-cuvEpopo
684 Paramyotonia congenita of Von 6711 Zuyyevng mapapuotovia tov Von
Eulenburg Eulenburg
Paramyotonia congenita of Von Suyyeviig tapapuotovia tou Von
684 Eulenb\;rg & Paramyotonia congenita Eu:/!nbﬂfg pak JUYYEVAG apapuotovia
163931|Acrodermatitis continua of Hallopeau L40.2 |Zuvexng akpodeppatitida tou Halopeau
273|Steinert myotonic dystrophy G71.1 |Muotovikn Suotpodia Steinert
273|Steinert myotonic dystrophy Myotonic dystrophy type 1 Muortovikr Suatpodia Steinert Muortovikr) Suotpodia timou 1
273|Steinert myotonic dystrophy Steinert disease Muortoviki Suotpodia Steinert Nooog Steinert
163927|Pustulosis palmaris et plantaris L40.3 |NoAaptaia kat teApatiaio dAvktaivwon
163927|Pustulosis palmaris et plantaris LPP NoAapaia kot eApatiaia pAuktaivwon |LPP
163927|Pustulosis palmaris et plantaris Localized pustular psoriasis MoAapaio kat tedpatiaia dpAuktaivwon |Torkn dAuktawwdng Ywpiaon
163927|Pustulosis palmaris et plantaris PPP Nohaptaio kat teApatiaia dpAuktaivwon [PPP
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163927|Pustulosis palmaris et plantaris Palmoplantar pustulosis MNaAapiaia kat teApatiaia dAuktaivwon [ModaponeApatiaia dAuktaivwon
163937 X-linked intellectual disability, Najm Q04.3 G)l{)\ocﬂvﬁstn VONTIKH UOTEPNON, TUTIOU
type Najm
163937 X-linked intellectual disability, Najm MICPCH (Du‘?\ocuvésrn VONTLKA VCTEPNON, TUTIOU MICPCH
type Najm
X-linked intellectual disability- S0vEpop0 PUAOGUVEETNG VONTIKN
X-linked intellectual disability, Najm . v DUAOCUVEETN VONTIKA UOTEPNON, TUTIOU 'p Ho ¢ n,q e
163937 tvpe microcephaly-pontocerebellar Naim votépnong-pikpokedahiag-
P hypoplasia syndrome ) yeduponapaykepoAsikrg uromhaoiag
163934 |Atopic keratoconjunctivitis H16.2 |Atorukn kepatoemunedukitida
Non-h . Jimbi M Lo ,
163924 on erggtlc acute limbic G048 n Epﬂl']'\'lKI'] ofeia petaypiakn
encephalitis eykedaitda
614[Thomsen and Becker disease G71.1 |N6oog Thomsen and Becker
614[Thomsen and Becker disease Myotonia congenita Nooog Thomsen and Becker SUyyevig puotovia
163921 Posttrans.p.lant acute limbic 6048 Ofela ue'rauocxaunkr'] HETaX LKA
encephalitis eykedaAitda
| S . ! !
163921 Posttrans'p. ant acute limbic PALE Ofeia us'muocxsuuxn HETaXHLaKNA PALE
encephalitis eykedaAitida
. . . DUAOCUVEETN EMIKPATHG
X-linked dominant chondrodysplasia, L
163966 X vsp Q87.8 [xov6poduomiacia timou
Chassaing-Lacombe type .
Chassaing Lacombe
AooOvs \ S0v6 AooOvs 0
X-linked dominant chondrodysplasia, |X-linked dominant chondrodysplasia- Guhoabvdemn ETSLKP(,“”C budpopo du O('JUV s EMKP‘.HOUUGQ
163966 X . . xovépoduomAacia Tumou xov6poduomiaoiag-udpokedaliog-
Chassaing-Lacombe type hydrocephaly-microphthalmia syndrome . .
Chassaing Lacombe HikpodBapiag
163971 X-linked intellectual disability, Cilliers 087.8 (I).u.}\ocﬂvésrn VONTIKI LOTEPNON, TUTOU
type Cilliers
X-linked intell | disability- 30 v !
X-linked intellectual disability, Cilliers Am ed inte ectué dlsabl,lty DUAOCUVEETN VONTIKY LUCTEPNON, TUTTOU uvn?pouo ¢U}‘°°U‘I&m,c vonru«]c
163971 type microcephaly-testicular failure Cilliers UOTEPNONG-HKpOKEPaAiaG-avemdpkeLag
VP syndrome OpXEWV
163976 X-linked intellectual disability, Van Q87.8 DuloolVSETN voNnTik UOTEPNON, TUTTOU
Esch type Van Esch
163979 X-Iin.ked ihtellectual disability- 087.8 Zl’)vépouo HUAOCUVEETNG VONTLKAG )
craniofacioskeletal syndrome UOTEPNONG, KPOAVLOTIPOOWITOOKEAETIKO
163956 X—Ilnlfed intellectual disability, 087.8 (Duht?cuvﬁzrn VONTIKI) UOTEPNON, TUTIOU
Nascimento type Nascimento
. . L . . - . , , , , 2Uv8popo GULoGUVEETNG VONTLKAG
X-linked intellectual disability, X-linked intellectual disability-nail DUAOCUVEETN VONTIKN UCTEPNON, TUTIOU , ) .
163956 . . . votépnong, Suotpodia vuxtwv-
Nascimento type dystrophy-seizures syndrome Nascimento . |
EMANTITIKWY KPioEWV
163961 X-linked cerebral-cerebellar- 0878 ®uloclvéeto ch'Bpouo syksd)ozhkoo-
coloboma syndrome TapeykePaiLdikov-kohopwpaTog
163961 X-linked cerebral-cerebellar- X-linked intellectual disability, Kroes Dulocivdeto cUvEpopo eykedaiikol-  |DuAocUVEETN vonTikr uaTEPnoN, TUTIOU
coloboma syndrome type napeykeHaALSIkoU-koAoBWHATOG Kroes
Acute myeloid leukemia and Ofeia puehoyevrg Aeuyatpio Kot
164726|myelodysplastic syndromes related to D46 |puehoSuomhaotikd oUVEpopa ou
radiation oxetifovrat pe tnv aktwoBolia
Acute myeloid leukemia and . Ofeia puehoyevrg Aeuxatpio kot -
. AML and myelodysplastic syndromes . AML kat pughoSuoTAaoTIKA cUVEpopa
164726|myelodysplastic syndromes related to - pueloduomiactikd cUvEpoua ou i} ,
o related to radiation , i Tou oxetilovtal pe TNV aKTtvoBoAia
radiation oxetilovral pe tnv aktwoBoAia
324|Fabry disease E75.2 |Ndoog Fabry

324

Fabry disease

Alpha-galactosidase A deficiency

Néoog Fabry

Averdpkela dAda-yalaktoodaong A
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324|Fabry disease Anderson-Fabry disease Nooog Fabry No6oog Anderson-Fabry
324(Fabry disease Angiokeratoma corporis diffusum Noéoog Fabry ALAXUTO QYYELOKEPATWLLOL
324|Fabry disease Diffuse angiokeratoma Nooog Fabry ALAXUTO QLYYELOKEPATWHOL
324(Fabry disease FD Noéoog Fabry FD
163985|Hyperekplexia-epilepsy syndrome G25.8 |ZUvbpopo unepekmAngiag-eminiag
778|Rett syndrome F84.2 |zUvépopo Rett
72|Angelman syndrome Q93.5 |zvépopo Angelman
307|Juvenile myoclonic epilepsy G40.3 |Neaviki puokloviki emnia
307|Juvenile myoclonic epilepsy IME Neaviki) puokAovikr emAndia IJME
307|Juvenile myoclonic epilepsy Juvenile myoclonus epilepsy Neavikr puokAoviki emAnbia Neavikr) puokhovikr ertAndio
1941Juvenile absence epilepsy G40.3 |Neavikn adatpetikn emAndio
1941{Juvenile absence epilepsy JAE Neaviki adatpetikr erthndio JAE
892|Von Hippel-Lindau disease Q85.8 [N6oog Von Hippel-Lindau
o] \ Nt Al Sk
892|Von Hippel-Lindau disease Familial cerebelloretinal angiomatosis No6oog Von Hippel-Lindau LKOVSV“,C evkegatoaudipAnotpoetduc
QYYELWHATWON
892|Von Hippel-Lindau disease Lindau disease Nooog Von Hippel-Lindau Noéoog Lindau
892|Von Hippel-Lindau disease VHL Néoog Von Hippel-Lindau VHL
892|Von Hippel-Lindau disease Von Hippel-Lindau syndrome Nooog Von Hippel-Lindau SUvSpopo Von Hippel-Lindau
731 Autosomal recessive polycystic kidney Q611 AUTOCWLLKT UTTOAEUTOEV TTOAUKUOTLKN
disease ™ |véoog Twv vedpiv
731 A}Jtosomal recessive polycystic kidney AR-PKD AI,JTOG(UHLKI"] uno')\xambusvn TLOAUKUOTLKE AR-PKD
disease V000G TWV VEGPWY
164736 Familial advanced sleep-phase G472 OI.'KOVEV’SQ oUVEPOO TIPOXWPNHEVNG
syndrome daong unvou
164736 Familial advanced sleep-phase FASPS Ol'KOVEV'E'Q GUVSPOHO TIPOXWPNHEVNG FASPS
syndrome $aong urvou
138|CHARGE syndrome Q87.8 |fUvSpopo CHARGE
138|CHARGE syndrome CHARGE association SUvSpopo CHARGE CHARGE oUvbeopog
0 a N 7
Coloboma-heart defects-atresia choanae Uv5p'ouo KO)\O,B“’WTOC, Kapdlokiv
retardation of growth and development Phapiv-arpnolag xoaviv-
138|CHARGE syndrome B P ZUvSpopo CHARGE KkaBuoTtépnong avdmtugng kat av§nong-

OUPOYEVVNTIKWY TPOBANUATWY-BAABWY
QUTLWV
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138|CHARGE syndrome Hall-Hittner syndrome SUvSpopo CHARGE 2Uv8popo Hall-Hittner
558|Marfan syndrome Q87.4 [s0vbpopo Marfan
558|Marfan syndrome MFS sUv8popo Marfan MFS

s e o) e croq [oseers monbiionwrsbuc
803|Amyotrophic lateral sclerosis G12.2 |MAdyta apuotpodikr okAfipuvon
803|Amyotrophic lateral sclerosis ALS MAdyla apuotpodikr okApuvon ALS
803|Amyotrophic lateral sclerosis Charcot disease MAdyta apuotpodikr okAfjpuvon No6oog Charcot
803|Amyotrophic lateral sclerosis Lou Gehrig disease MAdyla apuotpodikr okAfpuvon N6oog Lou Gehrig
100|Ataxia-telangiectasia G11.3 |Ataia-tnAayyetektaoio
100|Ataxia-telangiectasia Louis-Bar syndrome Atagia-tnAayyelektaoio 20vSpopo Louis-Bar
733|Familial adenomatous polyposis D12.6 |Owoyevrg adevwpatwdng noAunodiaon
733|Familial adenomatous polyposis Colorectal adenomatous polyposis Owoyevrg adevwpatwdng moAunodiaon :2)8(::;:\::223 nohurodiacn Tou
733|Familial adenomatous polyposis FAP Owoyevng adevwpatwdng moAunodiaon |FAP
733|Familial adenomatous polyposis Familial polyposis coli Owoyevrg adevwpatwdng moAunodiaon |Owkoyeviig moAunodiaon coli
399|Huntington disease G10 [AcBévela Huntington
399|Huntington disease Huntington chorea AcBévela Huntington Xopeia Huntington
165955|Wound myiasis B87.1 |Muiaon tpadpatog
165955|Wound myiasis Traumatic myiasis Mvuiaon tpavpartog Tpavpatki puiaon
501|Lafora disease G40.3 |Ndoog Lafora
501|Lafora disease EPM2 Néoog Lafora EPM2
501(Lafora disease PME type 2 No6oog Lafora PME tUmou 2
501|Lafora disease Progressive myoclonic epilepsy type 2 Néoog Lafora Eop::fszunm Hoorhovikii emAnyia
501|Lafora disease Progressive myoclonus epilepsy type 2 Nooog Lafora Tﬂﬁp:;nfazunkr'] HuoKhovu emAndic
870|Down syndrome Q90.0 (ZUvSpopo Down
870|Down syndrome Trisomy 21 Q90.1 [ZUvépopo Down Tplowpia 21
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870|Down syndrome Q90.2 [Z0v8popo Down
870|Down syndrome Q90.9 |[ZUvSpopo Down
165958|Cavitary myiasis B87.8 [ZmnAawwdng puiaon
512(Metachromatic leukodystrophy E75.2 |Metoxpwpatiki Aeukoduotpodia
512|Metachromatic leukodystrophy Arylsulfatase A deficiency Metaxpwpatikr Aeukoduotpodio Avendpkela apuhocouidatdong A
512(Metachromatic leukodystrophy MLD Metaxpwpoatiki Asukoduotpodia MLD
166011 Ml:||tlp|e epiphyseal dysplasia, Q773 I'I'oMom?\r‘] empuolakn Suomhaoia,
Beighton type TUrou Beighton
166011 Multiple epiphyseal dysplasia, Multiple epiphyseal dysplasia-myopia- NoMar\ry eruduotakr Suomhaoia, ZUvSpopo oManig emuduotakig
Beighton type deafness syndrome TtUrou Beighton Suomlaoiog-puwniog-kwowong
166011 Multiple epiphyseal dysplasia, Multiple epiphyseal dysplasia-myopia- NoMar\r eruduotakry Suomhaoia, 3UvSpopo oManig emiduoLlakig
Beighton type hearing loss syndrome TOmou Beighton Suomhaciag-puwniag-anmwAeLag akomng
567|22q11.2 deletion syndrome D82.1 |22g11.2 ouvSpopo EMNewdng
567|22q11.2 deletion syndrome 22q11DS 22q11.2 ovvdpopo ENewpng 22q11DS
567(22q11.2 deletion syndrome CATCH 22 22q11.2 oUvépopo ENewhng CATCH 22
567|22q11.2 deletion syndrome Cayler cardiofacial syndrome 22q11.2 oUvdpopo ENewhng KapSionpoowrikd cuvdpopo Cayler
. , , ZUvSpopo opdtpudng avwpaAiog
567(22q11.2 deletion syndrome Conotruncal anomaly face syndrome 22q11.2 cbvépopo ENeupng ,
TIPOCWITOU
567|22q11.2 deletion syndrome DiGeorge sequence 22q11.2 oUvdpopo ENewpng AkolouBia DiGeorge
567(22q11.2 deletion syndrome DiGeorge syndrome 22q11.2 oUvépopo ENewdng SUvSpopo Digeorge
567|22q11.2 deletion syndrome Microdeletion 22q11.2 22q11.2 ovvSpopo ENewpng MukpoéMeupn 22q11.2
567(22q11.2 deletion syndrome Monosomy 22q11 22q11.2 oluvSpopo ENeudng Monosomy 22q11
567|22q11.2 deletion syndrome Sedlackova syndrome 22q11.2 ouvSpopo ENeudng ZUvSpopo Sedlackova
567(22q11.2 deletion syndrome Shprintzen syndrome 22q11.2 oUvpopo ENewhng 3Uv8popo Shprintzen
567|22q11.2 deletion syndrome Takao syndrome 22q11.2 ouvSpopo ENeupng JUvSpopo Takao
567(22q11.2 deletion syndrome Velocardiofacial syndrome 22q11.2 olvépopo ENewhng YriepwiokapSlonpoowrnikd cuvEpopo
166016 Multiple epiphyseal dysplasia, Lowry Q788 I'I'oMar[?\r'] enpuotakn duomiaoia,
type Tunou Lowry
166016 Multiple epiphyseal dysplasia, Lowry |Multiple epiphyseal dysplasia with Robin MoMar\r eruduotakr Suomhaoia, MoMar\i emuduotakn Suomhaocia pe
type phenotype TOrou Lowry dawoturo Robin
232|Sickle cell anemia D57.0 [ApemavokuTTapLKy avotpio
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232|Sickle cell anemia D57.1 |Apemavokutrapiki avatpia
232|Sickle cell anemia D57.2 |ApEMAVOKUTTAPLKN avatpio
536|Systemic lupus erythematosus M32.0 |Zuotnpatikog epuBnpatwdng AUkog
536|Systemic lupus erythematosus Disseminated lupus erythematosus M32.1 |Zuotnpatikdg epuBnuatwdng AUkog ALdXUTOG epUBNUATWENG AUKOG
536|Systemic lupus erythematosus SLE M32.8 |Zuotnpatikog epuBnpatwdng AUkog SLE
536|Systemic lupus erythematosus M32.9 |Zuotnpatikog epuBnpatwdng AUkog
166002 Multiple epiphyseal dysplasia due to a77.3 I'IoMom)'\n emLpuoLaKn '5UUT(NJGLO( Aoyw
collagen 9 anomaly avwpaAiag tou KoAayovou 9
534|Oculocerebrorenal syndrome of Lowe E72.0 OdBaptoeykedaovepirs ahvbpono
Lowe
OdBaApoeykedarovedpikd cOVEpopo
534|Oculocerebrorenal syndrome of Lowe [Lowe disease ch’ve HoeyKed e oM No6cog Lowe
OdBaApoeykedarove 6 ouvpopo  [OdBaApo-eykedato-ve \
534|Oculocerebrorenal syndrome of Lowe |Lowe oculo-cerebro-renal dystrophy bBopoeyKedaRovebpirs abvBpon ¢ u, veed vedpu
Lowe Suotpodia Lowe
OdBaApoeykedarovedpikd cuvdpopo  |OpBarpo-eykedaro-vedpikd cOVEPOHO
534|Oculocerebrorenal syndrome of Lowe |Lowe oculo-cerebro-renal syndrome bBoduoeyKed b Pou bBodpo-gyKed o POl
Lowe Lowe
OdBaApoeykedarove 6 ouvpopo  |OdBaApoeykedarove N & odia
534|Oculocerebrorenal syndrome of Lowe [Lowe oculocerebrorenal dystrophy bBopoeyKedatovepirs abvBpon bBodpoeykedatovedpuch Suatpodi
Lowe Lowe
OdBaApoeykedarovedpikd cOVEpopo
534(Oculocerebrorenal syndrome of Lowe [Lowe syndrome L::Ne HoeyKed e oM ZUvbpopo Lowe
OB n 6 oUVE
534|Oculocerebrorenal syndrome of Lowe |OCRL L:‘)N: Hoeykepatovedpikd ovbpopo OCRL
Phosphatidylinositol 4,5-biphosphate 5- 0dBaAposykedarovedpikd cUVEpopo Avendpkela pwodatt§ulvoottodng 4,5-
534|Oculocerebrorenal syndrome of Lowe P v L phosp bBoduoeyKed e Pou P d) ¢ , ns
phosphatase deficiency Lowe Sipwaodopikig 5-dpwodardong
790|Retinoblastoma C69.2 |PetvopAdotwpa
\ A 5 Aet 5
165991 |Exercise-induced hyperinsulinism E16.1 REQWGOU {VLOHOG TEoU TpoKaettal arto
v doknon
A A ¢ Aei ¢
165991 |Exercise-induced hyperinsulinism EIHI nsp}vcou (VIOHOG TOU Tipokanetta amo EIHI
v doknon
165991 |Exercise-induced hyperinsulinism Exercise-ind_uced hyperinsulinemic Yneelvaou?ukubg oV TipoKaAeitaL and Ynsplvaolu)\waq'ukr'] U'T(DVT\UKO(I.IJ(C( oy
hypoglycemia v doknon TipokaAeiTal ard tnv doknon
165991 Exercise-induced hyperinsulinism Hyp?e.rinsulinism due to SLC16A1 Yneelvcou?\wtuuéc 0V TipoKaAeitaL amd |YEepWooUAVIOUAG AOyw QVETIAPKELAS
deficiency v doknon SLC16A1
Hyperinsulinism due to X , . P .
L L YTtepIVooUAVIGHOG Ttou Tipokaeitat amd |YIePVOOUALVIOHOG AOYW QVETIAPKELDG
165991 |Exercise-induced hyperinsulinism monocarboxylate transporter 1 . | .
L v doknon povokapBofuAikov petadopéa 1
deficiency
MoA\arAr evé \ Aaoia tv
652|Multiple endocrine neoplasia type 1 D44.8 10 QT EVOOKPLVLKT VEOTIAQOTa TUTOY
MNoA\arAr evd | Aaoia v
652|Multiple endocrine neoplasia type 1 |MEN1 1° QAN EVOOKPLLN VEOTAQGLALTUTIOU. |y g
MoA\arAr evé \ Aaoia tv
652|Multiple endocrine neoplasia type 1 |Wermer syndrome 10 QT EVOOKPLVLKT VEOTUAAOta TUTOY 30vSpopo Wermer
908|Fragile X syndrome Q99.2 [ZUvdpopo tou elBpavaoTtou X
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908|Fragile X syndrome FRAXA syndrome SUv8popo Tou elBpavctou X SUvSpopo FRAXA

908|Fragile X syndrome FXS ZUvSpopo tou evBpavotou X FXS

908|Fragile X syndrome FraX syndrome ZUvSpopo tou evBpavotou X ZUvdpopo FraX

908|Fragile X syndrome Martin-Bell syndrome JUvSpopo tou evBpavotou X SUvSpopo Martin-Bell
3099|Rheumatic fever 100 [PEUHATIKOG TTUPETOG
3099|Rheumatic fever Acute rheumatic fever 101.0 |Peupatikdg MUPETOG 08U PEUULATIKOG TIUPETOG
3099|Rheumatic fever 101.1 |PEUMATIKOG TTUPETOG
3099|Rheumatic fever 101.2  |Peupatikdg MUPETOG
3099|Rheumatic fever 101.8 |PEUMATIKOG TTUPETOG
3099|Rheumatic fever 101.9 |Peupatikdg MUPETOG

739|Prader-Willi syndrome Q87.1 [20vSpopo Prader-Willi

739(|Prader-Willi syndrome Prader-Labhart-Willi syndrome 3UvSpopo Prader-Willi 3UvSpopo Prader-Labhart-Willi
580|Mucopolysaccharidosis type 2 E76.1 |BAevvomoAuoakyapidwon tumou 2

580(Mucopolysaccharidosis type 2 Hunter syndrome BAevvortohucakyapidwon tunou 2 SUvSpopo Hunter
580|Mucopolysaccharidosis type 2 Iduronate 2-sulfatase deficiency BAevvomnoAuvoakyapibwon tumou 2 180upovikd 2-couldatdaon
580(Mucopolysaccharidosis type 2 MPS2 BAevvonoAuoakyapidwon tumou 2 MPS2

580|Mucopolysaccharidosis type 2 MPSII BAevvonoAuoakyapidwon tumou 2 MPSII

580[Mucopolysaccharidosis type 2 Mucopolysaccharidosis type Il BAevvonoAuoakxapibwon tumou 2 BAevvonoAuoakyapidwon turmou I
579|Mucopolysaccharidosis type 1 E76.0 |BAevvonoAuoakxapidwon tumou 1

579|Mucopolysaccharidosis type 1 Alpha-L-iduronidase deficiency BAevvonoAuoakxapibwon tumou 1 Avendpkela dAda-L-16oupoviddong
579|Mucopolysaccharidosis type 1 MPS1 BAevvonoAvoakxapibwon tomou 1 MPS1

579|Mucopolysaccharidosis type 1 MPSI BAevvonoAuoakyapidwon tumou 1 MPSI

579|Mucopolysaccharidosis type 1 Mucopolysaccharidosis type | BAevvonoAvoakxapibwon tomou 1 BAevvonoAuoakyapidwon turmou |
905|Wilson disease E83.0 |Ndoog Wilson

905|Wilson disease Hepatolenticular degeneration Nooog Wilson g:;;:i?]ahmkri/merod)akostér’]c
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792|X-linked retinoschisis Q14.1 [®uloocVvdeTn peTvooxion
792|X-linked retinoschisis X-linked juvenile retinoschisis DulocUvSetn petvooyion Neavikr} puhocUVEETN peTvooxLon
792(X-linked retinoschisis XLRS DuAocVVEETN pETIVOOXLON XLRS

163525 z::)tahceur;eatc;:j:eous lupus 193.1 |Yro&ug Seppatikdg epubnuatwsdng AUkog
827|Stargardt disease H35.5 [No6oog Stargardt
827|Stargardt disease Fundus flavimaculatus Nooog Stargardt QxpoknAswdng ubog
827|Stargardt disease Stargardt 1 Nooog Stargardt Stargardt 1
906|Wiskott-Aldrich syndrome D82.0 [2UvSpopo Wiskott-Aldrich
906|Wiskott-Aldrich syndrome F;f::ozher:c':‘e:icyyxsj:‘;e 0vBpopo Wiskott-Aldrich i‘\’;‘;‘i‘;ﬁg:{;‘i‘;‘i"ep°”B°“EV"°‘"
906|Wiskott-Aldrich syndrome WAS 30vSpopo Wiskott-Aldrich WAS
904|Williams syndrome Q93.8 [20vSpopo Williams
904|Williams syndrome Deletion 7q11.23 SUvépopo Williams 'EMewpn 7q11.23
904|Williams syndrome Monosomy 7¢q11.23 Z0v8popo Williams Movoowpia 7q11.23
904|Williams syndrome Williams-Beuren syndrome SUvépopo Williams ZUvSpopo Williams-Beuren
280[Wolf-Hirschhorn syndrome Q93.3 [20vSpopo Wolf-Hirschhorn
280|Wolf-Hirschhorn syndrome 4p- syndrome 3UvSpopo Wolf-Hirschhorn 30vSpopo 4p
280|Wolf-Hirschhorn syndrome Distal deletion 4p 20vSpopo Wolf-Hirschhorn MNepidpepkn ENewpn 4p
280|Wolf-Hirschhorn syndrome Distal monosomy 4p 30vSpopo Wolf-Hirschhorn Mepidepikn povoowpia 4p
280|Wolf-Hirschhorn syndrome Telomeric deletion 4p SUvdpopo Wolf-Hirschhorn Telopepikry ENAewn 4p

162516 Ls:;a;tiicsotr;iizzzal nasal pyriform Q308 Tl\(/lj;:;\ztggj:r;j:{\\/[nz/j:@mévwcn pWIKOD

162516 Isolated congenital nasal pyriform Isolated nasal pyriform aperture MeUOVWHEVN CUYYEVAG OTEVWON PWIKOU [MEHOVWHEVN GUYYEVHG UTOTAaGiaL

aperture stenosis hypoplasia TPOELSOUG avolypatog PLVLKOU TTUPOELSOUG avoiypatog
15(Achondroplasia Q77.4 |AxovSpomAaacio

96|Ataxia with vitamin E deficiency G11.1 |Atagia pe avendpkela Brrapivng E

©

6

Ataxia with vitamin E deficiency

AVED

Atafia pe avendpkela Brrapivng E

AVED
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Atoi . .
96|Ataxia with vitamin E deficiency Ataxia with isolated vitamin E deficiency Atatia pe avendpketa Brrapivng E BLT\'O:::V;[? Eeuokusvn QUETGpkELa
. . . OLKOYEVHG HEUOVWHEVN AVETIAPKELDL
96(Ataxia with vitamin E deficiency Familial isolated vitamin E deficiency Ataia pe avendpkela Brrapivng E Bll:a:i\;lr?:; HOVWHEVN QVETAPKEL
96|Ataxia with vitamin E deficiency Friedreich-like ataxia Atagia pe avendpkela Brrapivng E Ata§ia opolafovoa e Friedreich
96|Ataxia with vitamin E deficiency Isolated vitamin E deficiency Ataia pe avendpkela Brrapivng E Mepovwpévn avendapketa Brrapivng E
162526 Isolated co.ngenltal auditory ossicle Q163 Msuokus)/n cuvvvevnc Suomiaoia
malformation QKOUOTIKOU ooTapiou
Congenital auditory ossicle . i . Juyyevig Suomhacia aKos ou
Isolated congenital auditory ossicle gen! . vt R ¥ 0ssl Mepovwpévn ouyyevig Suomiacia vy \{HC um" ot ax , vatuoy
162526 X malformation without external ear , , ootapiou xwpig avwpaiio Tou
malformation X QKOUCTIKOU 0oTapioy .
abnormality e§wtepLkol wtdg
101|Dentatorubral pallidoluysian atrophy G11.8 |O&ovtoepuBpo-wypolouictavi atpodio
101(Dentatorubral pallidoluysian atrophy |DRPLA 0O8ovtoepuBpo-wxpohoviolavr atpodia |DRPLA
101|Dentatorubral pallidoluysian atrophy |Dentatorubropallidoluysian atrophy 0ObovtoepuBpo-wxpohouiotavr atpodia |OSovtoepuBpowxporoviolavr atpodia
101|Dentatorubral pallidoluysian atrophy |Naito-Oyanagi disease 0ObovtoepuBpo-wxpohoviolavr atpodia |Néoog Naito-Oyanagi
783|Rubinstein-Taybi syndrome Q87.2 [20vSpopo Rubinstein-Taybi
783 |Rubinstein-Taybi syndrome Broad thumb-hallux syndrome 3UvSpopo Rubinstein-Taybi JUVEPOHO EVPUYWVLOU AVTIXELPQL
783|Rubinstein-Taybi syndrome Broad thumbs-halluces syndrome ZUvSpopo Rubinstein-Taybi ZUVEPOHO EVPUYWVLOU QVTIXELPQ
. ) 5 ! P
163649 S;_)or?dyloeplphyseal dysplasia, Q77.7 r.wv.éuhosmd;ucmm Suomhaoia, tomou
Nishimura type Nishimura
Spondyloepiph | dysplasia- 20v8 SUA )
Spondyloepiphyseal dysplasia, porT yioepip Ysea ysplasla Snovéuloemuduotakn Suomhaocia, TUTIOU v pout? onovou oemd)ucvmknc
163649 Nishimura type craniosynostosis-cleft palate-cataract- Nishimura SUOTAXLOLOG-KPAVIOCUVOOTEWONG-
VP intellectual disability syndrome OXLOUNG UTTEPWAG-KATAPPAKTN-VONTIKAG
631 Non-acquired isolated growth £23.0 Mn €MKTNTN LELOVWHEVN QVETIAPKELL
hormone deficiency " |awgnTikAg oppovng
Non-acquired isolated growth Mn emikTNTN HELOVWHEVN QVETIAPKELR
631 quirec i 8 Congenital IGHD N EMTNTN HEPOVILEN ° Suyyeviic IGHD
hormone deficiency QUENTLKAG OPHOVNG
Non- ired isolated th M i é i
631 on-acquire X I.SO ated grow Congenital isolated GH deficiency n SmK,mm pfuokusvn avenapketa JUYYEVAG HEPOVWHEVN avertapkela GH
hormone deficiency QuENTIKAG OppHOVNG
631 Non-acquired isolated growth Congenital isolated growth hormone Mn €MiKTNTN LELOVWHEVN QVETIAPKELL  [ZUYYEVAG LELOVWHEVN AVETIAPKELQ
hormone deficiency deficiency QUENTLKAG OPHOVNG QUENTLKAG OPHOVNG
T-B+ severe combined JoBapn cuvSUAOUEVN OVOCOAVETIAPKELD
276|immunodeficiency due to gamma D81.2 T-B+ ;\)2 ® avenc’(uketqu oS Z o
chain deficiency v ° ¢ ¢ VaHK
T-B+ severe combined JoBapn cuUVSUAOUEVN OVOCOOVETIAPKELD
276/immunodeficiency due to gamma  |SCIDX1 o ;’2 . avgnd“KE‘”u . ‘; o |scioxa
chain deficiency v P S S vaup
T-B+ bined
. severe.c?m ine T-B+ SCID due to gamma chain ZoBapn cuvbuaopévn avoooavemndpketa |T-B+ SCID Aoyw avendpketag aAvoidag
276|immunodeficiency due to gamma deficienc T-B+ AOyw avendpkelag aAuoiSag yappa [yappo
chain deficiency v v P ¢ G VORKA VA
T-B+ severe combined . . . . . .
. - T-B+ severe combined JoBapn cuvduaopévn avoooavendpkela |T-B+ coBapr ouvSuaouévn
276|immunodeficiency due to gamma X - . . . ; . . ,
R L immunodeficiency, X-linked T-B+ Aoyw avemdpkelag ahuoidag yappa |avocoavendpketa, Guloouvsetn
chain deficiency
163654 Spondyloepiphyseal dysplasia, Cantu Q777 InovSuloemipuatakn Sucmhacia, TUTOU

163654 N

Spondyloepiphyseal dysplasia, Cantu
ype

SED-BDS

Inovéuloempuotakn Suomhaocia, TuTOU
Cantu

SED-BDS
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. . Spondyloepiphyseal dysplasia- , , | 2UvEpopo omovBUNOETILPUOLIKIG
Spondyl h | dysplasia, Cant A 2MovEUA SUOTTA ’ . ,
163654 tpo: vieepiphyseal cysplasia, Lantu brachydactyly-speech disorder CZEZUU oeruuatakf suomaoia, trou Suomhaoiag-Bpaxudaktuliog-
s syndrome Slatapayrg Adyou
Spondyloepiphyseal dysplasia, Cant . SnovSulog akn Suomhaoia, TUTO! ,
163654 pondyloepiphy: ysplasi Y Tattoo dysplasia rovburoerpuotaki suomaoia, tirou Avormhaoia Tattoo
type Cantu
481|Kennedy disease G12.2 |Ndoog Kennedy
481|Kennedy disease SBMA Nooog Kennedy SBMA
481|Kennedy disease SMAX1 Nooog Kennedy SMAX1
481|Kennedy disease X-linked BSMA No6oog Kennedy Dulocivoeto BSMA
AooOvd Al i
481|Kennedy disease X-linked bulbospinal amyotrophy Nooog Kennedy GuAooty 'ern PorBovwaia
apuotpodia
. AooUvdetn BoABovwriaia puikn
481|Kennedy disease X-linked bulbospinal muscular atrophy Nooog Kennedy ou O.UV  BorBovwriaia puikd
atpodia
X-linked spinal and bulbar muscular , Duloolvdetn vwriaia kat BoABKA
481|Kennedy disease P Nooog Kennedy L n BoABuc
atrophy HUikn atpodia
664 Orn.itAhine transcarbamylase £72.4 AvemapkeLa opvn?(vnc
deficiency TpavokapBapuAdong
Ornithine transcarbamylase Avemnadpketa opviBiv
64| v OCT deficiency PKELE opuLEunG Avendpketa OCT
deficiency TpavokapBapuAdong
Ornithine transcarbamylase Avemndpketa opviBi
664 _l_ ' ¢ v OTC deficiency VETAPKEL p‘“, wne Avernapkela OTC
deficiency TpavokapBapuAdong
664 Ornithine transcarbamylase Ornithine carbamoyltransferase Avertdpkela opviBivng Averdpkela KapBapoiAotpavodepdong
deficiency deficiency TpavokapBapuAdong opviBivng
. . 5 i P
163668 Spondyloepiphyseal dysplasia, Q7.7 movduhoemduotakn Suomacia, TvTOU
MacDermot type MacDermot
. . . . 5 , . 2UVEpopo oTovSUNOETILGUGLAKAG
Spondyloepiphyseal dysplasia, Spondyloepiphyseal dysplasia-myopia- snovduloemidpuotakr Sucmhacia, Tuou . ,
163668 . Suomaoiag-puwrniog-
MacDermot type sensorineural deafness syndrome MacDermot L
VELPOOLGONTNPLAKAG KWdWONG
, N S0v6 SUA A
Spondyloepiphyseal dysplasia, Spondyloepiphyseal dysplasia-myopia- SnovSuloemnidpuotakr Suomhaoia, TUTOUL o pOH('J orovou 'OETll(bUUL(IKr]Q
163668 . . Suomhaoiag-puwniog-
MacDermot type sensorineural hearing loss syndrome MacDermot , . ,
VEUPOALOONTNPLAKAG AMWAELAG QKOG
163662 Spondyloepiphyseal dysplasia, a77.7 snovduloemidpuotakr Sucmhacia, Tuou
Reardon type Reardon
394|Classic homocystinuria E72.1 |KAaowkn opokuotvoupia
. - - - , s AvendpkeLa Brita-cuvBetdong
394|Classic homocystinuria Cystathionine beta-synthase deficiency KAaowr opokuotwoupia ,
KuotaBelovivng
H tinuria due t tathioni (o] o Ao G
394|Classic homocystinuria omocystinuria ue o cystathionine KAaowkr opokuotwoupia HOKU“WOU,‘JL“ ovw (IVET[(I;?KELC(Q
beta-synthase deficiency Brita-ocuvBetdong kuotabelovivng
163665 Spondyloepiphyseal dysplasia tarda, a77.7 Zl:[ovéu}\osnld)uolakr'] Suomhaoia tarda,
Kohn type tunou Kohn
508|Leprechaunism E34.8 |Aempexaouviopog
508|Leprechaunism Donohue syndrome N\ETPEXOLOLVIOHOG 20vSpopo Donohue
436|Hypophosphatasia E83.3 |Ynodwodataocio
436|Hypophosphatasia HPP Yrnodwodataoio HPP
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436|Hypophosphatasia Phosphoethanolaminuria Yrnodwodarascia Dwodatisoatbavorapvoupia
436|Hypophosphatasia Rathbun disease Yrnodwodataoia Nooog Rathbun
429|Hypochondroplasia Q77.4 |YrmoxovSpomhaoio
KAnpovoutkn o ) VEUPOTIABELQ TO
104 (Leber hereditary optic neuropathy H47.2 NPOVOULKT OTTTLKN VEUPOTATELX TOU
Leber
K\ g ) (¢}
104|Leber hereditary optic neuropathy LHON Leg::?VOHlKﬂ OTFTL VEUpOTATELa Tou LHON
KAnpovoptk o | VEUPOTIABELQ TO . .
104 (Leber hereditary optic neuropathy Leber optic atrophy Legzr VORLKT OTTTLKR VEUPOTABELA TOU Otk veupomndBeta tou Leber
163634 |Maffucci syndrome Q78.4 [320vSpopo Maffucci
163717 Be.nign familial mesial temporal lobe 640.0 Kahonong glkovsv'r']q enAndio éow
epilepsy kpotadikol Aofol
163717 Be.nign familial mesial temporal lobe Benign FMTLE Kahonong l?lKOVEVVI"]Q enAndia éow KahoriBne FMTLE
epilepsy Kkpotadikol AoBol
ic late- ilenti K . . .
163708 Cryptogenic late-onset epileptic Ga0.4 ’puntov’evuc emANTTIKOL oMt ol
spasms oYung évapéng
163708 Cryptogenic late-onset epileptic Late-onset infantile spasms Kpurtoyeveig emnmrtikol ornaopot Bpedurol oacyol sUL évap§
spasms P OPung évapéng P H HNG psne
636(Neurofibromatosis type 1 Q85.0 |Neupoivwpdtwon tumou 1
636|Neurofibromatosis type 1 NF1 Nevpoivwpdtwon tumou 1 NF1
636(Neurofibromatosis type 1 Von Recklinghausen disease Neupoivwpdtwon turnou 1 Néoog Von Recklinghausen
163703 Febrile infection-related epilepsy 6405 IUV(S'DDUO ET(,I)\T]{IJ(GQ ToU oxetileTal pe
syndrome eunUpetn Aoipwén
163703 Febrile infection-related epilepsy AERRPS ZuvtS'pouo Eﬂ,l)\l’]l],ll(lc ToU oXeTileTaL pE AERRPS
syndrome gpnUpeTn Aolpwén
163703 Febrile infection-related epilepsy Acute encephalitis with refractory SUvSpopo emtAndiag rou oxetiletal pe  |Ofeia eykedalitiba pe avOeKTIKES
syndrome repetitive partial seizures eunupetn Aolpwén enavaAapBavOUEVEG UEPLKEG KPLOELG
Febrile infection-related epileps Acute non-herpetic encephalitis with JUvSpopo emtAndiag mou oxetiletal pe Ofect un epronruc eyedoinibda pe
163703 pliepsy P P I 'p " . nwtas o K coPapr avOEKTLKN ETUANTITIKY
syndrome severe refractory status epilepticus gpnUpetn Aolpwén )
Katdotaon
Febrile infection-related epileps S0vSpopo emAniog mou oxetiletat pe
163703 PIEPSY | pESC syndrome PPoHO emAnblag nou oxeTiCETALKE |5 o pESC
syndrome eunUpetn Aoipwén
Febrile infection-related epileps Devastating epileptic encephalopathy in Z0vSpopo ermtAndiag mou oxetiletal pe Karaorpoduch ennrrrich
163703 pllepsy 6 p‘ P P pathy 'p M | nwiag R H eykepalondOela o€ adLd OO
syndrome school-aged children gpnUpeTn Aoipwén ,
nAuiog
163703 Febrile infection-related epilepsy FIRES Zuvz?pouo zn})\ntbw(g TIOU OXETI{ETAL HE FIRES
syndrome gumupetn Aolpwén
Avb: ) eTUA \ Aord6:
Febrile infection-related epilepsy Fever-induced refractory epileptic Z0vSpopo ertAndiag mou oxetiletal pe VOEKTLKN sn' nrmKr'] EVKE¢(,1 ona Emf
163703 syndrome encephalopathy in school-aged children egunupetn Aolpws| TIoU MPOKaAELTOUL ATt6 TUPETS o MU
Y phalopathy g HrtupeTn Aotuwen oxoric nhikiac
163703 Febrile infection-related epilepsy Idiopathic catastrophic epileptic JUvSpopo emtAndiag mou oxetiletal pe  |16t0mabrg KATaoTPOdIKN EMUANTITIKY
syndrome encephalopathy gpnUpetn Aolpwén gykepohondOeLa
S . " I , s , SoBapn avBektikn eMANTTIKA
Febrile infection-related epilepsy Severe refractory status epilepticus Z0vSpopo ermtAndiog mou oxetiletal pe ) , A
163703 syndrome owing to presumed encephalitis eunupetn Aolpws| Kadotaon Adyw etkagépevng
4 gtop P HTUPETN AOtWEN eykepoAitidog
649(Norrie disease H35.5 |N6oog Norrie
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649|Norrie disease Atrophia bulborum hereditaria No6oog Norrie KAnpovopk BoABikr atpodia
649|Norrie disease Episkopi blindness Néoog Norrie Eruokorukr tudAwon
649|Norrie disease Norrie-Warburg disease Nooog Norrie Nooog Norrie-Warburg
Rolandic epilepsy-paroxysmal J0vSpopo Poddvdelou emAniac-
163727|exercise-induced dystonia-writer's G40.4 |mapofUOLKAG ALoKNONG TTOU TiPOKaAELTaL
cramp syndrome a6 Suotovia-kpdpra tou cuyypadéa
Rolandic epilepsy-paroxysmal . . - SUvEpopo Pordvselou emhnpiag- | b .
L . o Rolandic epilepsy exercise-induced L , Avotovia Tou TpoKaAeiTaL and acknon
163727|exercise-induced dystonia-writer's . TIOPOSUOHLKIG GLOKNONG TTOU TIPOKAAELTaL , , |
dystonia . , , i Katd tnv PoAdvdeto emAnio
cramp syndrome arno ugtovia-KPAuma Tou cuyypapEn
163721 Rolandic epilepsy-speech dyspraxia SUvSpopo Pordvdetou emhniag-
syndrome Suompatiog ophiog
163684 Leukoencephalopathy-dystonia- £75.2 SUvSpopo Aeukoeykedahonabetag-
motor neuropathy syndrome " |duotoviag-kntikig veupondBetag
Avartu§lakn Kot EAnTTkn
CNTNAP2-related developmental and . )
163681 epilentic encephalopath Q04.8 |eykedalomdbela mou oxeTileTal pe TO
prep phalopathy CNTNAP2
A g A )
CNTNAP2-related developmental and VaT[TUﬁlO(K{'] KoL e nrmK'n )
163681 . CDFE syndrome eykepaAondOeLa o OXETI(ETAL PE TO SUvSpopo CDFE
epileptic encephalopathy
CNTNAP2
A A A )
CNTNAP2-related developmental and V(lT[TUELdK'r] Ko en r]rmK'n
163681 epileptic encephalopath CDFES eykedpalondbela ov oxetiletal ue To CDFES
pilep P pathy CNTNAP2
Avartu§lakn Kot EAnTTkn
CNTNAP2-related developmental and . . .
163681 . . velop CNTNAP2-related DEE eykedpalondbela ov oxetileTal pe To DEE mou oxetiletal pe to CNTNAP2
epileptic encephalopathy
CNTNAP2
A g A ) , i .
CNTNAP2-related developmental and |Cortical dysplasia-focal epilepsy V(IT[TUELC(K{] KaLen nrmkln 20v6popo dAotikrg Suomhaoiog-
163681 . eykedalondbeLla mov oxetileTal pue To , |
epileptic encephalopathy syndrome eotlakng emAniag
CNTNAP2
379|Chronic granulomatous disease D71  |Xpovia KOKKLWHATWENG VOOOG
379|Chronic granulomatous disease CGD XpOVLa KOKKLWHATWENG VOGOG CGD
379|Chronic granulomatous disease Chronic septic granulomatosis XpOVLa KOKKLWHATWENG VOTOG XPOVLaL ONTTTLKT KOKKLWHUATWON
16(Blue cone monochromatism H53.5 |MovoxpwHaTIOHOG TV MITAE Kwviwv
16|Blue cone monochromatism Atypical X-linked achromatopsia MOVOXPWHATIONOG TWV UIAE KWwViwv Aturin duloouvdetn axpwpatoia
16(Blue cone monochromatism Blue cone monochromacy MOVOXPWHATIONOG TWV UITAE KWVIiwV Movoxpwpatia UITAE KWVwY
Color blindness, blue monocone , | A atoia, UAe povokwvo
16|Blue cone monochromatism ' . N MOVOXPWHATIOHOG TwV UITAE KWViwy xpgju Topl .Hn HovoKwyou
monochromatic type LOVOXPWHOU TUTIOU
16(Blue cone monochromatism S cone monochromacy MOVOXPWHOTIOHOG TWV UIAE KWVIiwV Movoypwpartia S kwviwv
16|Blue cone monochromatism S cone monochromatism MoVOoXpWHOTIONAG TWV UITAE Kwviwy MovoxXpwHATIONOG S Kwviwy
16(Blue cone monochromatism X-linked incomplete achromatopsia MOVOXPWHATIONOG TWV MITAE Kwviwy Duloolvdetn atehng axpwpatodia
163699|Alveolar soft tissue sarcoma C49.9 |[Zdpkwpa KupeASikol polakou LoTov

163699

Alveolar soft tissue sarcoma

ASPS

Sapkwpa KUPEALSIKOU paiakol LoTol

ASPS

163699

Alveolar soft tissue sarcoma

Alveolar soft part sarcoma

Sapkwpa KVYeASIKOU pakakol LoTtol

Zapkwpa KUPEASIKOU pokakou
THApaTog
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644|NARP syndrome E88.8 |zUv&popo NARP
0 D —
Neurogenic muscle weakness-ataxia- , UVGPOHO vsUpo,vEVOUc Hotkng ,
644(NARP syndrome L ZUvSpopo NARP aduvapiag-atagiag-peAayXpwoTikig
retinitis pigmentosa syndrome ,
apdBAnotpoetditidog
. AT SUv8popo veupondetag-atagiag-
N thy-at: -retiniti t
644|NARP syndrome s i\udrz)ﬁe Y-ataxia-retinitis pigmentasa ZUvSpopo NARP HEAQYXPWOTLKAG
i apdBAnotpoelSonddeLag
637|Neurofibromatosis type 2 Q85.0 |Neupoivwpdtwon TUmou 2
637|Neurofibromatosis type 2 NF2 Neupoivwpdtwon tomnou 2 NF2
163696 Action myoclonus-renal failure G404 Zﬂvﬁeouo 8paong HUOKAWVOG-VEDPLKAG
syndrome QVETIAPKELAG
163696 Action myoclonus-renal failure AMRE Zuv&p'ouo 8pdong HUOKAWVOG-VEDPLKNG AMRE
syndrome QVETIAPKELAG
Acti | - | fail 50 ¢ Gong- A
163696 ction myoclonus-renal failure EPM4 uvéeouo HUOKAWVOU SpAacnG-veDPLKAG EPMA4
syndrome QVETIAPKELAG
Action myoclonus-renal failure S0VEPOHO HUOKAWVOU SpAonG-vedpLKn
163696 v Myoclonus-nephropathy syndrome p HO W paonG-veppLc SUVEpopO HUOKAWVOU-VEPPOTABELaG
syndrome QVETIAPKELAG
163696 Action myoclonus-renal failure Progressive myoclonic epilepsy type 4 XUVEp'OLlO HUOKAWVOU SpAcNG-vEDPLKAG ﬂ'pooézunkr'] HuokAwVLKN eTtAnio
syndrome QVETIAPKELAG tonou 4
Action myoclonus-renal failure S0vEpopo puoKAwvou Spaonc-vedpikig |Mpoodeutikr emAnbia puoKAwvou
163696 4 Progressive myoclonus epilepsy type 4 p HO phonc-vedpuic p n nbia
syndrome QVETIAPKELAG Tonou 4
163693|2p21 microdeletion syndrome Q93.5 [Z0vEpopo uikpoéAAewpng 2p21
163693|2p21 microdeletion syndrome 2p21 deletion syndrome SUvEpopo pikpogMeupng 2p21 2p21 oOvEpopo ENewpng
163693|2p21 microdeletion syndrome Del(2)(p21) SUVEpopO HIKpoENEWPNG 2p21 Del(2)(p21)
163693|2p21 microdeletion syndrome Monosomy 2p21 JUvSpopo pikpogMeupng 2p21 Movoowpia 2p21
163690|Hypotonia-cystinuria syndrome E72.0 |ZUvdpopo unotoviag-kuotivoupiag
163690|Hypotonia-cystinuria syndrome HCS ZUVSPONO UTIOTOVIG-KUOTIVOUPLaG HCS
337|Fibrodysplasia ossificans progressiva M61.1 |Mpoodeutikr ooteomnoldg woduomhaoia
337|Fibrodysplasia ossificans progressiva |FOP Mpoodeutikn ooteomnoldg woduomhaoia |FOP
337|Fibrodysplasia ossificans progressiva |Myositis ossificans progressiva Mpoo&euTikr ooteonoldg oduomhacia  |MpoodeuTiky 0oTEONOLOG puooitida
337|Fibrodysplasia ossificans progressiva |Stone man syndrome Mpoodeutiki ooteomnoldg woduomhaoia  [ZUvSpopo Stone Man
377|Gorlin syndrome C44.9 |zdvSpopo Gorlin
377|Gorlin syndrome Basal cell nevus syndrome SUvSpopo Gorlin JUvSpopo Bacikokuttaptkol omilou
377|Gorlin syndrome Gorlin-Goltz syndrome ZUvSpopo Gorlin ZUvdpopo Gorlin-Goltz
377|Gorlin syndrome NBCCS JUvSpopo Gorlin NBCCS
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377|Gorlin syndrome Nevoid basal cell carcinoma syndrome sUv8popo Gorlin o poHo Pactkokvtaptko?
KOPKLVWUOTOG
648|Noonan syndrome Q87.1 [Z0vSpopo Noonan
281|Monosomy 5p Q93.4 |Movoowpia 5p
281|Monosomy 5p Cri du chat syndrome Movoowpia 5p JUvSpopo Cri du chat (Kpauyrg yatag)
281|Monosomy 5p Deletion 5p Movoowpia 5p €Newpn S5p
46,XY disorder of sex development 46, XY Slatapayn TG oe60VaNKAG
752|due to 17-beta-hydroxysteroid E29.1 |avamtuéng Adyw avendpkelag 17-Brta-
dehydrogenase 3 deficiency udpoguotepoeldolg apudpoyovdong 3
46,XY disord f devel t . 46, XY & g ALK , ,
Sorder ol sex deve o;?men 17-beta-hydroxysteroid dehydrogenase . LC(TC(;?C()(I’] me ?Eioua NG , Avenapkela 17-prta-
752|due to 17-beta-hydroxysteroid 3 deficienc avdmntugng Adyw avendpketag 17-Brta- UBPOEUOTEPOELBOUC abuBPOYOVATNG 3
dehydrogenase 3 deficiency v udpoguaotepoetdoug apudpoyovdong 3 P P < pov ne
46,XY disorder of sex development 46, XY Sratapayn tng 6e§OUAAKNG
752|due to 17-beta-hydroxysteroid 17-ketoreductase deficiency avartuéng Adyw avendpkelag 17-Brta-  |Avendpkela 17-ketopeSouktdong
dehydrogenase 3 deficiency udpoguotepoeldolg apudpoyovdong 3
46,XY disorder of sex develo;?ment . B 46',XY Slurueuxr'] mg ?Eiouahtkr']g ) Avendpreta 17-KkeTooTepoei800G
752|due to 17-beta-hydroxysteroid 17-ketosteroidreductase deficiency avdmntugng Adyw avendpketag 17-Brta- Aayeydo
dehydrogenase 3 deficiency udpoguaotepoetdoug apudpoyovdong 3 ywyaons
214|Cystinuria E72.0 |Kuotwoupia
214|Cystinuria Cystinuria-lysinuria syndrome Kuotwoupia 20vSpopo kuotwoupiag-Auooupiog
510|Lesch-Nyhan syndrome E79.1 |ZUv8popo Lesch-Nyhan
510|Lesch-Nyhan syndrome HPRT complete deficiency 20vSpopo Lesch-Nyhan MArpng avendpkela HPRT
510|Lesch-Nyhan syndrome HPRT deficiency grade IV SUv8popo Lesch-Nyhan Averndapkelag HPRT Babpou IV
Hypoxanthine guanine MAApNG avendpkeLa
510|Lesch-Nyhan syndrome phosphoribosyltransferase complete SUvdpopo Lesch-Nyhan dwodoptBooultpavodepdong
deficiency urto§avOivng youvavivng
Hypoxanthine guanine AvenapkeLa
510|Lesch-Nyhan syndrome phosphoribosyltransferase deficiency, SUv8popo Lesch-Nyhan dwodoptlBooultpavodepdong
grade IV uno§avBivng youvavivng, Babuou IV
524|Li-Fraumeni syndrome C97 |ZOvépopo Li-Fraumeni
699|Pearson syndrome D64.0 |ZUvSpopo Pearson
640 Hereditary neuropathy with liability 660.0 KAnpovopikn veupondBela pe

npodLdBeon mapdiuong rieong

640 .
to pressure palsies

Hereditary neuropathy with liability

Current pressure-sensitive neuropathy

KAnpovopkr veupondBeta pe
mubavdtnta napdluong nieong

Owoyevrg evaiodntn otnv nieon
veuporndBela

640 )
to pressure palsies

Hereditary neuropathy with liability

HNPP

KAnpovopikn veupondBeta pe
TuBavdtnta napdiuong nieong

HNPP

640 .
to pressure palsies

Hereditary neuropathy with liability

Heterozygous microdeletion 17p11.2p12

KAnpovouikr veupondBeia pe
muBavotnta napdAuong nieong

Etepoluyn pikpoéMeuwpn 17p11.2p12

640 )
to pressure palsies

Hereditary neuropathy with liability

Potato-grubbing palsy

KAnpovopkr veuponadeto pe
npodLdBeon mapdiuong ricong

MapdAvon epdavi{opevn katd to
£epilwpa matdrag (Potato-grubbing)
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640 Hereditary neurf)pathy with liability Tomaculous neuropathy Khnpoyoutkr'] vsu[]pondGELo’. He AMotvrolsLBr']c (Tomaculous)
to pressure palsies npodLdBeon napdiuong nieong veupomndOeia
Hereditary neuropathy with liabilit KAnpovoutkr veuporndBeia pe Mapd ou ekokadéaa BoABu
640 ftary neu . pathy with fiability Tulip-bulb digger's palsy e V Hun v U',) ™ l. K p' von U oK ¢ .B Biov
to pressure palsies npodLdBeon napdiuong nieong TouAinag (Tulip-bulb digger's palsy)
60|Alpha-1-antitrypsin deficiency E88.0 |Avemdpkela aAda-1-aviiBpuivng
. . s Avemdpkela avaotohéa dAda-1-
60(Alpha-1-antitrypsin deficiency Alpha-1-proteinase inhibitor deficiency Avendpkela dhda-1-avtibpuipivng Ver pK La avaor ¢
TPWTEIVAONG
60|Alpha-1-antitrypsin deficiency Alphal-antitrypsin deficiency Avendpkela dAda-1-avtbpupivng Avendpkela dAdal-avubpuivng
857|Townes-Brocks syndrome Q87.8 [UvSpopo Townes-Brock
| forat -hand, foot and 20v8 ALV ad
857|Townes-Brocks syndrome mper o.ra € anus-hand, footand ear ZUvSpopo Townes-Brock oV °°‘f° cwiuvot v 0(, 1atpnou ,
anomalies syndrome TPWKTOU-XEPLOV, TTOSLOU KAt QUTLOU
857|Townes-Brocks syndrome REAR syndrome JUvSpopo Townes-Brock SUvSpopo REAR
20v8 - - 0-
857|Townes-Brocks syndrome Renal-ear-anal-radial syndrome ZUvSpopo Townes-Brock oV pouov veppol-avtiol-mpwktos
QKTVWTOU
Sensorineural deafness with imperforate A6 QKr KW £ adLd o
857|Townes-Brocks syndrome ineu . with imp JUvSpopo Townes-Brock o nt,npl A Kipwon H' y }'pm’
anus and hypoplastic thumbs TIPWKTO KOl UTIOTAQLOTLKOUG OVTIXELPEG
Sensorineural hearing loss with NeupoatoBntrpLa anwAeLa akong Pe
857|Townes-Brocks syndrome imperforate anus and hypoplastic ZUvSpopo Townes-Brock ASLATPNTO TPWKTO KAL UTIOTAQCTLIKOUG
thumbs QVTIXELPEC
857|Townes-Brocks syndrome TBS JUvSpopo Townes-Brock TBS
857|Townes-Brocks syndrome Townes syndrome ZUvSpopo Townes-Brock ZUvSpopo Townes
682 [Hyperkalemic periodic paralysis G72.3 |Yrmepkahlatpikr mepLodikn mapdiuon
682|Hyperkalemic periodic paralysis Adynamia episodica hereditaria YriepkoaALa ik epLodikn mapdiuon Emneloodiakr kKAnpovopkr aduvapio
682 [Hyperkalemic periodic paralysis Familial hyperPP YriepkaLla ik TepLodiki mapdiuon Owoyevrg hyperPP
OLKOYEVIG UTTEPKOALAULLLKT TIEPLOSIKT)
682|Hyperkalemic periodic paralysis Familial hyperkalemic periodic paralysis YriepkoLa ik tepLodikn mapdiuon napg}\ugrc] P Hua nep n
682 [Hyperkalemic periodic paralysis Gamstorp disease YriepkaLla ik tepLodikn mapdiuon Néoog Gamstorp
682|Hyperkalemic periodic paralysis Gamstorp episodic adynamy YriepkoaALla ik epLodikn mapdiuon Gamstorp eneloodiakn aduvapia
682 [Hyperkalemic periodic paralysis HYPP YriepkaALa ik TiepLodikn mapdiuon HYPP
682|Hyperkalemic periodic paralysis HyperkPP YTEPKOALQULULKT TIEPLOS KT TtapdAucn HyperkPP
682 [Hyperkalemic periodic paralysis HyperPP YriepKaALaL LK TiepLodikn mapdiuon HyperPP
682|Hyperkalemic periodic paralysis Hyperkalemic PP YTEpKOALOULULKT TIEPLOSIKA TTapdAuon YrepkoAtaupkr PP
682 [Hyperkalemic periodic paralysis Primary hyperPP YriepkoaALaLpLkn eploikn mapdAuon Mpwrtoyevrig hyperPP
. - . . . - . . . , Mpwtonadr|g unepKaALALULKH TTEPLOSIKN
682|Hyperkalemic periodic paralysis Primary hyperkalemic periodic paralysis YriepkoaALapikr epLodikn mapdiuon

napdiuon
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800|Schwartz-Jampel syndrome Q78.8 |zuvbpopo Schwartz-Jlampel

800|Schwartz-Jampel syndrome Aberfeld syndrome G71.1 |IUvépopo Schwartz-Jampel 20vSpopo Aberfeld

800|Schwartz-Jampel syndrome Burton skeletal dysplasia SUvdpopo Schwartz-Jampel Skeletkny SuomAacia Burton

800|Schwartz-Jampel syndrome Burton syndrome 20vSpopo Schwartz-Jampel 2UvSpopo Burton

800|Schwartz-Jampel syndrome Catel-Hempel syndrome SUvdpopo Schwartz-Jampel SUvépopo Catel-Hempel

800|Schwartz-Jampel syndrome rz\;izs:;ijshj:ac::ngarta;:?Hempel type 20vbpoplo Schwartz-Jampel iueiaé:;?;zgsea:ic:orr\]'::(l:ll.'is(iatel—Hempel

800|Schwartz-Jampel syndrome Myotonic chondrodystrophy 20vSpopo Schwartz-Jlampel Muotovikr xovépoduotpodia
Myotonic myopathy, dwarfism, )’Zﬁtg;z‘gsi;lgg{ze;ié;;::;éc’

800|Schwartz-Jampel syndrome chondr(_)dystrophy, ocular and facial SUvSpopo Schwartz-Jampel avepohie kat otvulouu)\ieq Tou
anomalies npooioy

800|Schwartz-Jampel syndrome Osteochondromuscular dystrophy SUvdpopo Schwartz-Jampel Oocteoxovdpopuikn Suotpodia

800|Schwartz-Jampel syndrome SIS 30vSpopo Schwartz-Jampel SIS

800(Schwartz-Jampel syndrome SJS1 ZUv8popo Schwartz-Jampel SJs1

800|Schwartz-Jampel syndrome Schwartz-Jampel syndrome type 1 30vSpopo Schwartz-Jampel sUvpopo Schwartz-Jampel tunou 1

800|Schwartz-Jampel syndrome Schwartz-Jampel-Aberfeld syndrome SUvdpopo Schwartz-Jampel Schwartz-Jampel-Aberfeld syndrome

628|Diastrophic dwarfism Q77.5 |AL0OTPOPLKOG VAVIGHOG

628|Diastrophic dwarfism Diastrophic dysplasia ALaoTPODIKOG VAVIOHOG Awaotpodikn Suomhaoia

673|Malaria B54 |EAovooia

673|Malaria B51.8 |EAovooia

673|Malaria B51.9 |EAovooia

673|Malaria B52.0 |EAovooia

673|Malaria B52.8 |EAovooio

673|Malaria B52.9 |EAovooia

673|Malaria B53.0 |EAovooia

673|Malaria B53.1 |EAovooia

673|Malaria B53.8 |EAovooia
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673|Malaria B50.0 [EAovooia
673|Malaria B50.8 [EAovooia
673|Malaria B50.9 [EMovoocia
673|Malaria B51.0 [EAovooia
681|Hypokalemic periodic paralysis G72.3 |YmokoAtatpikn eplodikn mapdAuon
681|Hypokalemic periodic paralysis Westphall disease YriokaAtaptkn epLodikn mapdAuvon Néoog Westphall
126 Blepharophimosis-ptosis-epicanthus Q103 JUvSpopo BAedapodipwong-rrwong-
inversus syndrome "~ |enikavBou avtiotpodng
126 _Blepharoph|rn05|s—pt05|s—ep|canthus BPES Zuyﬁpouo BAE?&pod)Luwcnq—nrwong— BPES
inversus syndrome enikavBou avtiotpodng
107(BOR syndrome Q87.8 [UvSpopo BOR
107|BOR syndrome Branchiootorenal syndrome SUvSpopo BOR Bpayxtowtovedptkd cUVEpopo
774 Hereditary hemorrhagic 178.0 KAnpovopukn a}uoppavm’]
telangiectasia TnAayyelektaoia
774 Heredlltary h_emorrhaglc HHT KAnpovopkn (IllploppaVLKl'] HHT
telangiectasia TnAayyelektaoia
Hereditary h hagi KA \ \
774 ere I an ‘emorr Bl Rendu-Osler disease NIPOVORLKN a'moppavtkr] N6oog Rendu-Osler
telangiectasia TnAayyelektaoio
Hereditary h hagi K\ g |
774! ere I ary _emorr agic Rendu-Osler-Weber disease TIPOVORLLKTY otlluoppavLKn Néoog Rendu-Osler-Weber
telangiectasia TnAayyelektaoia
794 (Saethre-Chotzen syndrome Q87.0 [ZUvSpopo Saethre-Chotzen
794|Saethre-Chotzen syndrome ACS3 SUvSpopo Saethre-Chotzen ACS3
794(Saethre-Chotzen syndrome Acrocephalosyndactyly type 3 ZUvSpopo Saethre-Chotzen Akpokedaroouvdaktuia tumou 3
794|Saethre-Chotzen syndrome N SUv8popo Saethre-Chotzen N
710(Pfeiffer syndrome Q87.0 |zUvSpopo Pfeiffer
710|Pfeiffer syndrome ACS5 ZUvSpopo Pfeiffer ACS5
710(Pfeiffer syndrome Acrocephalosyndactyly type 5 SUvSpopo Pfeiffer Akpokedahloouvdaktuia tumou 5
2869|Peutz-Jeghers syndrome Q85.8 [3UvSpopo Peutz-Jeghers
2869|Peutz-Jeghers syndrome Hamartomatous intestinal polyposis JUvSpopo Peutz-Jeghers Apaptwpatwdng evteptkn oAunodiaon
2869|Peutz-Jeghers syndrome PJS ZUvSpopo Peutz-Jeghers PJS
2869|Peutz-Jeghers syndrome Polyps and spots syndrome JUvSpopo Peutz-Jeghers JUvSpopo oAUTIoSwv Kat KNAISwv
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893|WAGR syndrome C64 |z0vdpopo WAGR
893|WAGR syndrome Del(11)(p13) 20vSpopo WAGR Del(11)(p13)
893|WAGR syndrome Deletion 11p13 20v6popo WAGR €éNewpn 11p13
893|WAGR syndrome Monosomy 11p13 SUvépopo WAGR Movoowpia 11p13
Wilms tumor-aniridia-genitourinary 20vSpopo dykou Wilms-aviptdiog-
893|WAGR syndrome anomalies-intellectual disability SUvdpopo WAGR OUPOYEVVNTIKWY OVWHAALWV-VONTIKAG
syndrome votépnong
912(Zellweger syndrome Q87.8 |[zUvSpopo Zellweger
912|Zellweger syndrome Cerebrohepatorenal syndrome ZUvSpopo Zellweger Eykedadonmatovedpikd cvvépopo
912(Zellweger syndrome VA 30vSpopo Zellweger VA
50(Aicardi syndrome Q04.0 [20vSpopo Aicardi
50| Aicardi syndrome Ager?esis pf corpus call?sum with Sov6poyo Aicardi Aveveoia pecohoBiouv u'e avwpoAia
chorioretinal abnormality XoploapdiBAnctpoetsolg
53|Albers-Schonberg osteopetrosis Q78.2 |Octeonétpwon Albers-Schonberg
Osteopetrosis autosomal dominant t Ooteoné of ou
53|Albers-Schénberg osteopetrosis Opetrosis autosom minant type Ooteonétpwon Albers-Schénberg oreor t';JwUr] u,Ut OWHKOD
2 £MIKpATOUVTOG TUTIOU 2
14|Abetalipoproteinemia E78.6 |ABntoAutonpwreivatpio
14|Abetalipoproteinemia Bassen-Kornzweig disease ABntaAutonpwteivatpio Nooog Bassen-Kornzweig
. . . Homozygous familial . , OuATuyn OKOYEVHG
14|Abetalipoproteinemia ) R . ABntaAutonpwteivatpia N ,
hypobetalipoproteinemia uropnTaAuTonpwteivatpio
52|Alagille syndrome Q44.7 |OvSpopo Alagille
52|Alagille syndrome Alagille-Watson syndrome SUvépopo Alagille 20vSpopo Alagille-Watson
52|Alagille syndrome Arteriohepatic dysplasia 0vSpopo Alagille Aptnplonmnatikr Suomhaocia
52|Alagille syndrome Syndromic bile duct paucity 20vSpopo Alagille ZuvSpoptkn ENewpn xoAndopou mopou
167|Chédiak-Higashi syndrome E70.3 |ZUv8popo Chédiak-Higashi
167|Chédiak-Higashi syndrome Chédiak-Higashi disease SUvdpopo Chédiak-Higashi Nooog Chédiak-Higashi
167|Chédiak-Higashi syndrome Chédiak-Higashi-Steinbrink syndrome 30vSpopo Chédiak-Higashi SUvSpopo Chédiak-Higashi-Steinbrink
195|Cat-eye syndrome Q92.8 [ZUVEPOMO MATLWV YATOG
195|Cat-eye syndrome CES ZUVEPOHO ATV YATAG CES
207|Crouzon disease Q75.1 [20vSpopo Crouzon
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207|Crouzon disease Crouzon craniofacial dysostosis SUv8popo Crouzon Kpavionpoowrtiki ucdotwon Crouzon
205(Crigler-Najjar syndrome E80.5 |ZUvSpopo Crigler-Najjar
Bilirubin uridinediphosphate Avendpkeia
205|Crigler-Najjar syndrome posp . ZUvSpopo Crigler-Najjar yAukoupovoculotpavodepdong
glucuronosyltransferase deficiency , |
ouptSodipwodopikig xohepubpivng
205(Crigler-Najjar syndrome Bilirubin-UGT deficiency 3UvSpopo Crigler-Najjar Avemndpkela xoAepuBpivng-UGT
Heredit jugated KA ) >
205|Crigler-Najjar syndrome ere |.§ry u.ncon!uga € ZUvSpopo Crigler-Najjar NPOVOLKN LN GU(,EUWEVH
hyperbilirubinemia urnepxohepuBptvatpio
205(Crigler-Najjar syndrome UGT deficiency SUvSpopo Crigler-Najjar Averndpkela UGT
160148|Cap polyposis D12.6 |®Aeypovwdng moAumnodioon
. . . MoAunodiaon pe woruwdeg kdAupa tou |OAeypovwdng moAunodiaon pe
160148|C I C fl t I . . . . .
ap polyposis ap Inflammatory polyposis BAevvoyodvou (Cap polyposis) kdAuppa (Cap inflammatory polyposis)
160148|Cap polyposis Eroded polypoid hyperplasia Mohunodiaon ke WoruGES Kihupa Tou Alapwpévn MOAUTIOELSNG UTtEpTAaaiol
P polyp polyp yperp BAevvoyovou (Cap polyposis) POHEVD ne o
MoAurtodia £ Wwonuwdeg KAAupa To , ,
160148|Cap polyposis Inflammatory myoglandular polyps BAE:VT;vé;oT(Eapwp;\l/):’osi:)Ku vkatou DAeypovwSeLg puoadevikol moAUmodeg
. . . MoAurtodiaon pe womuwdeg kdAupa tou [MoAumoeldeic mpoefexouoeg
160148|Cap polyposis Polypoid prolapsing folds X X . .
P polyposi ypoid prolapsing BAevvoyodvou (Cap polyposis) BAEVVOYOVIKEG TITUXES
201|Cowden syndrome Q85.8 [ZUvSpopo Cowden
201|Cowden syndrome Cowden disease SUvSpopo Cowden Nooog Cowden
201|Cowden syndrome Multiple hamartoma syndrome SUvSpopo Cowden SUVEPOPO TIOAMATAWV XOUAPTWHATWY
192|Coffin-Lowry syndrome Q87.0 |z0vpopo Coffin-Lowry
192(Coffin-Lowry syndrome CLS ZUvSpopo Coffin-Lowry CLS
562|McCune-Albright syndrome Q78.1 |z0vSpopo McCune-Albright
T - , -
. Gonadotropin-independent female- . . UVQLKELOE nsptoptc;{svn osiou?t)\lkr]
562(McCune-Albright syndrome L 5 Z0vSpopo McCune-Albright TPOWPLHOTNTA AVEEAPTNTN amd
limited sexual precocity |
yovadotporivn
565(Menkes disease E83.0 |Nboog Menkes
565|Menkes disease MD Ndoog Menkes MD
565|Menkes disease Menkes kinky hair disease No6oog Menkes AcBévela eAkoelswv partwv Menkes
565|Menkes disease Menkes syndrome Noéoog Menkes JUvSpopo Menkes
474|Jeune syndrome Q77.2 |zbvSpopo Jeune
Asphyxiating thoracic dystrophy of thi A 6VOG 6! 16 i
474]eune syndrome sphyxiating thoracic dystrophy of the SovBpopo Jeune o¢u§Lovovoc wpakkr Suctpodia Twv
newborn VEOYVWV
474|Jeune syndrome JATD SUv8popo Jeune JATD
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A 6vog N6 i
474(Jeune syndrome Jeune asphyxiating thoracic dystrophy SUvSpopo Jeune J:jd:]:&tovovoc wpakik Suotpodia
540 Familial hemophagocytic D76.1 OLKOYEVNG Ao ayOKUTTAPLKN
lymphohistiocytosis " |Aepdoictiokuttdpwon
540 Familial her_nophag‘ocytic Familial HLH OLKovsﬂvr’]q aluod')otvcmurmplkr'] Ouwoyeviic HLH
lymphohistiocytosis AepdoioTiokuTtapwon
568|Microphthalmia, Lenz type Q11.2 [MwpodBaipia, TUnouv Lenz
568|Microphthalmia, Lenz type Lenz microphthalmia MikpodBaApia, Tumouv Lenz MikpodBaipia Lenz
564|Meckel syndrome Q61.9 [ZOvSpopo Meckel
564|Meckel syndrome Dysencephalia splanchnocystica 20vSpopo Meckel ZrmAaxvokuoTiki Suoeykedalia
564|Meckel syndrome Meckel-Gruber syndrome 0v6popo Meckel 20vSpopo Meckel-Gruber
289|Ellis Van Creveld syndrome Q77.6 |ZUvépopo Ellis Van Creveld
289|Ellis Van Creveld syndrome Chondroectodermal dysplasia 20vSpopo Ellis Van Creveld XovépoekSeppatikr SuoThaoio
289|Ellis Van Creveld syndrome Mesodermic dysplasia 20vSpopo Ellis Van Creveld Meoodeppikr) Suomhaoio
Laminin subunit alpha 2-related 2vyevilc puik Suotpodia rou
258 N P G71.2 |oxetiletat pe v umtopovada tng GAda 2
congenital muscular dystrophy i
Aapvivng
. . Suyyevng puikn Suotpodia mou
L bunit alpha 2-related
258 amlner supunit aipha Z-retate CMD1A oxetiletat pe tnv uropovada g dAda 2 [CMD1A
congenital muscular dystrophy ,
Aapwivng
s : S -
Laminin subunit alpha 2-related Congenital muscular dystrophy due to UWFVnQ HUtkn Ucrpod)lfl v . Juyyevig puikn Suctpodia Adyw
258 . o - oxetiletal e Tnv umopovada g dAda 2 R , .
congenital muscular dystrophy laminin alpha2 deficiency Aavivne avenapketag Aapwivng dAda2
1 ] ki & i
258 Laminin subunit alpha 2-related Congenital muscular dystrophy type 1A ”Z:;‘QZ:*“ELKT’] V‘[’)‘:;"j"/‘;é’;otu GAda 2 Zuyyevhg puikn Suotpodia tomou 1A
congenital muscular dystrophy 8 ystrophy typ o , Hem W ne YYEVAG Ut P
Aapwivng
. . Suyyevng puikn duotpodia mou
L bunit alpha 2-related
258 amlner supunit aipha Z-retate MDC1A oxetiletat pe tnv uropovada g dAda 2 [MDC1A
congenital muscular dystrophy .
Aapwivng
5 ; e -
Laminin subunit alpha 2-related Merosin-negative congenital muscular UW,EVM Hutkn UOTpod)lfl Tov , Juyyevig puikn Suotpodia apvntikh
258 5 oxetiletal e tnv unopovada e dAda 2 !
congenital muscular dystrophy dystrophy i otn pepolivn
Aapwvivng
1247|Schistosomiasis B65.0 |Ixiotoowpiaon
Bhapliwon (Bilharziasis) / Mupetdg twv
1247|Schistosomiasis Bilharziasis B65.1 |Ixiotoowpiaon - n ( X )/ Muperés
ooAykaplwv / Mupetde Katayama
1247|Schistosomiasis B65.2 |Ixiotoowpiaon
1247|Schistosomiasis B65.3 |Ixiotoowpiaon
1247|Schistosomiasis B65.8 |Ixiotoowpiaon
1247|Schistosomiasis B65.9 |Ixiotoowpiaon
112|Bartter syndrome E26.8 |ZUvSpopo Bartter
Renal tubular normotensive Nedptkr) owWANVaPLAKE VOPHOTAOLKN
112|Bartter syndrome hypokalemic alkalosis with SUvdpopo Bartter UTIOKOALQULULKT) OAKGAWON pE

unepacBeatioupio
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112|Bartter syndrome Salt-losing tubular disorder, Henle's loop S0vpopo Bartter Zw}\nva’pux,Kr'] 5LaraPaxﬁ AMWAELOG
type aAatiov, TOmog aykUANG tou Henle
Salt-wasting tubulopathy, Henle's loo , SwAnvaplonadeta pe anwleta AAatog,
112(Bartter syndrome wasting tubulopathy, P ZUvSpopo Bartter u) nvae 'n {0 ME aTtRet 05
type TUTOG ayKUANG Tou Henle
1646|Partial chromosome Y deletion Q98.6 |Mepikri ENelpn xpwpoowpatog Y
Male sterility due to chromosome Y L, . Avbpikn otelpotnTa Adyw ENAe|
1646(Partial chromosome Y deletion . ity du Mepikr) ENAelPn xpwpoowpatog Y vopu OT Lo v Wne
deletion XpwHooWHaTOG Y
169464|Primary CD59 deficiency D84.1 [Mpwtomnadng avendpketo CD59
116(Beckwith-Wiedemann syndrome Q87.3 |zUvdpopo Beckwith-Wiedemann
116|Beckwith-Wiedemann syndrome BWS ZUvSpopo Beckwith-Wiedemann BWS
Exomphalos-macroglossia-gigantism , S0v8popo e§dpudatov-pakpoylwaoiog-
116(Beckwith-Wiedemann syndrome xomp glossia-giganti 20vépopo Beckwith-Wiedemann UVOpou ,E Hbohou-pakpoyAwooias
syndrome ylyavtiopou
116|Beckwith-Wiedemann syndrome Wiedemann-Beckwith syndrome ZUvbpopo Beckwith-Wiedemann SUvSpopo Wiedemann-Beckwith
87|Apert syndrome Q87.0 |zvSpopo Apert
87|Apert syndrome ACS1 ZUvSpopo Apert ACS1
87|Apert syndrome Acrocephalosyndactyly type 1 JUvSpopo Apert Akpokedahoouvdaktulia tumou 1
97|Familial paroxysmal ataxia G11.8 |Owkoyevig mapouopikn atagia
97|Familial paroxysmal ataxia Episodic ataxia type 2 OwKoYevrG Tapo§UopLK atagio Enewoodiakn atagia tonou 2
169467 Recurrent Nvel.sserla infections due to D841 Yt[orpoma{'oucsq }\muufislq Neisseria
factor D deficiency Aoyw avendpketag napdyovta D
313|Lamellar ichthyosis Q80.2 |ZehMbwtr BUaon
313|Lamellar ichthyosis Classic lamellar ichthyosis ZeMbwtr Bvaon KAhaown ehaopatikn ixduaon
313|Lamellar ichthyosis Congenital lamellar ichthyosis TeMbwth yOvaon Juyyevig ehaopatikr xBuoon
313|Lamellar ichthyosis Ll ZeMbwtr Bvaon LI
171220|Rectal duplication Q43.4 |Authactacpog tou opBou
1000 Ocular albinism with late-onset £70.3 OPOAAPIKOG AABWLOUOG e OPiun
sensorineural deafness " |veupoawoBbntrpla kwdwon
1000 Ocular albinism with late-onset Ocular albinism with late-onset OdBAAUKOG AABVIOUOG Le Oipn ObBAAUIKOG AABVIOUOG pe OPpn
sensorineural deafness sensorineural hearing loss veupoaloOntripla kwdwon VEUPLKN QTMWAELD OKORG
999|Ermine phenotype E70.3 |®awdtunog eppivng
999|Ermine phenotype O'Doherty syndrome Dawvétumnog eppivng SUv8popo O'Doherty
999|Ermine phenotype Pigmentary disorder with deafness Davotumnog eppivng MeAayxpwotiki Statapaxn pe kwdwon
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. . . . . , , MeAayxXpwoTikn Statapoxr HeE amwAeL
999|Ermine phenotype Pigmentary disorder with hearing loss DavoTtumnog ppivng axofig
Severe congenital nemaline . ! . .
171430 m\\/lopathy gen! ! G71.2 |ZoBapr) ouyyevig puondBeta vepaAivng
171433|Intermediate nemaline myopathy G71.2 |Ev8idpeon puondbeta vepaiivng
171436|Typical nemaline myopathy G71.2 |Turukn puonddeia vepadivng
. . MuondBeta vepahivng pe évapén otnv
171439|Childhood-onset nemaline myopathy G71.2 , |
oSk nAKio
. . " . MuondBeta vepaivng pe évapén otnv |, , ,
171439|Childhood-onset nemaline myopathy [Mild nemaline myopathy , , Hra puomnadela vepaivng
oS ki nAwkio
. MuomndBeta vepahivng pe évapén otoug
171442|Adult-onset nemaline myopathy G71.2 ,
€VAALKES
171445|Muscle filaminopathy G71.8 |MuoivondBeia
DUAOCUVSETN OMACTIKI TapamAnyia
171607|X-linked spastic paraplegia type 34 G114 |, n nmap nv
tonou 34
AooUvde a | maparAnyio
171607|X-linked spastic paraplegia type 34 |SPG34 Guoolvem onaotn naparnyt SPG34
Tomnou 35
2771|Bruck syndrome M21.8 |Z0vSpopo Bruck
Osteogenesis imperfecta-congenital § S0vEpOpO aTENOUG OOTEOVEVEDNG-
2771|Bruck syndrome . Benesis Imp cta-congenita ZUvépopo Bruck ovop ll ot O,UC oteoy v' ong
joint contractures syndrome GUYYEVWV CUCTIACEWY apOpWOEWY
171612 Autosom{al dominant spastic G114 Aurocwuu'm EI:[leO(TOUGa OTOLOTIKN
paraplegia type 37 mapamAnyia tonou 37
171612 Autosom-al dominant spastic <PG37 Autocwuufn er’quaroucu OTOLOTIKN <pG37
paraplegia type 37 mapaninyia tunov 37
171617 Autosom{al dominant spastic G114 Aurocwuu'm EJ:[leO(TOUCFa OTOLOTIKN
paraplegia type 38 mapamAnyia tonouv 38
171617 Autosom-al dominant spastic $PG33 Autocwuufr’] EI:!le(ITO\’JO(I OMOOTIKNA spG3s
paraplegia type 38 maparninyia tunov 38
1349 Mitochondrial DNA-related £88.8 KapSiopuondbetla kat anwleta akong
cardiomyopathy and hearing loss " |nou oxetiZetal pe o ptoxovéplaksd DNA
1349 Mitochondrial DNA-related Maternally-inherited cardiomyopathy KapSlopuondBeta kat anwleta akong MnTpLKr KANPOVOULKA
cardiomyopathy and hearing loss and deafness ToU oxetileTal e To ptoxovéplakd DNA |puokapdlondBeta kot kwpwon
1349 Mitochondrial DNA-related mtDNA-related cardiomyopathy and KapSiopuonabeta kat anwleta akong Muokap&londabeta kat Kwdwaon mou
cardiomyopathy and hearing loss deafness ToU oxeTi{eTal pe To prtoxovSplakd DNA |oxetiletal pe 1o mtDNA
1349 Mitochondrial DNA-related mtDNA-related cardiomyopathy and KapSiopuondbeia kat anwleta akong Muokap8LondBeLa Kot amWAELX aAKORG
cardiomyopathy and hearing loss hearing loss Tou oxetileTal e To ptoxovplako DNA |rou oxetiletat pe to mtDNA
1349 Mitochondrial DNA-related tRNA-LYS-related cardiomyopathy- KapStopuonddeta Kot anwAela akorg 3Uv8popo puokapslonddetag nov
cardiomyopathy and hearing loss hearing loss syndrome ToU oxeTi{eTaL pe To ptoxovoplakd DNA |oxetiletal pue tRNA-LYS
171622 Autosom-al recessive spastic 6114 Autocwuufn urto)\stnousvn OTOOTIKN
paraplegia type 32 Taparninyia tonouv 32
171622 Autosom{al recessive spastic $PG32 Aurocwuufr’] Urto}\sméuevn OTOLOTLKA SPG32
paraplegia type 32 maparAnyia tonou 32
171629 Autosom.al recessive spastic _— Autocwuufn UT‘[O)\ELT(OHSVT] OTOOTIKN
paraplegia type 35 Taparninyia tonov 35
Autosomal recessive spastic AUTOCWHLKI UTIOAELTTOUEVN OTIACTIKI
171629 P SPG35 Hu Hevn " |spa3s
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861|Treacher-Collins syndrome Q75.4 [20v8popo Treacher-Collins

861|Treacher-Collins syndrome Franceschetti-Klein syndrome JUvSpopo Treacher-Collins JUvSpopo Franceschetti-Klein
861|Treacher-Collins syndrome :/:]Zr::iji::)fa(:ial dysostosis without imb 20vSpopo Treacher-Collins ;\:lof:;}ﬁzzfg\tkzkiizbmwcn xwple
308|Unverricht-Lundborg disease G40.3 |Ndéoog Unverricht-Lundborg

308|Unverricht-Lundborg disease PME type 1 Nooog Unverricht-Lundborg PME tUrou 1
308|Unverricht-Lundborg disease Progressive myoclonic epilepsy type 1 Néoog Unverricht-Lundborg ?f;:jiunm wooKkhwvik emAnpia
308|Unverricht-Lundborg disease Progressive myoclonus epilepsy type 1 Nooog Unverricht-Lundborg :ll;)rl[);)fslUTlKﬁ Huorhwwe emAntic
308|Unverricht-Lundborg disease uLb Néoog Unverricht-Lundborg uLD

199|Cornelia de Lange syndrome Q87.1 [ZuvSpopo Cornelia de Lange

199(Cornelia de Lange syndrome Brachmann-de Lange syndrome JUvSpopo Cornelia de Lange JUvSpopo Brachmann-de Lange
2162|Holoprosencephaly Q04.2 |OhompooeykedaAia
2162|Holoprosencephaly HPE OMonpooeykedahia HPE

930|ldiopathic achalasia K22.0 |I6omabrg axaAacia

930|lIdiopathic achalasia Achalasia cardia 16tomtafr ¢ axaAaoia Axahaotia kapsiog

930|ldiopathic achalasia Idiopathic achalasia of esophagus 181o0madng axalaoio 1810mabng axalaocia owodpdyou
930|lIdiopathic achalasia Primary achalasia 16tomtadri¢ axaiaoia Mpwrtonadrig axaaoia
998|Albinism-deafness syndrome H90.5 |2UvSpopo aABiopou-kwdwong

998|Albinism-deafness syndrome Albinism-hearing loss syndrome JUvSpopo aABwiopol-kwdwong ANDLOPOG-CUVEPOLO OMWAELOG OKONG
1727|22q11.2 duplication syndrome Q92.3 |z0vSpopo Suthactacpol 22q11.2

1727|22q11.2 duplication syndrome 22q11.2 microduplication syndrome JUvSpopo Suthaotacpol 22q11.2 JUvSpopo pikpoduthaotacpol 22q11.2
1727{22q11.2 duplication syndrome Dup(22)(q11) ZUvSpopo Suthaotaopol 22q11.2 Dup(22)(q11)

1727|22q11.2 duplication syndrome Duplication 22q11.2 3UvSpopo Suthactacpol 22q11.2 Authaolaopog 22q11.2
1727{22q11.2 duplication syndrome Trisomy 22q11.2 ZUvSpopo Suthaotaopol 22q11.2 Tplowpia 22q11.2

169079|Cernunnos-XLF deficiency D81.1 [Avendpkela Cernunnos-XLF

169079

Cernunnos-XLF deficiency

Cernunnos XLFD

Averndpkela Cernunnos-XLF

Cernunnos XLFD
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169079|Cernunnos-XLF deficiency Cernunnos deficiency Avendpkela Cernunnos-XLF Avendpketa Cernunnos
S0V 5 ¢
Combined immunodeficiency- uvopouo o'uv VOoREVNG |
microcephaly-growth retardation- AVOTOAVETGPKELAG- HUKkPOKEpahiag-
169079|Cernunnos-XLF deficiency L o o Avertdpkela Cernunnos-XLF kaBuotepnpévng avamntuéng-
sensitivity to ionizing radiation , ,
gvatobnotiag otnv Lovifovca
syndrome ,
aktvoBolia
169079|Cernunnos-XLF deficiency NHEJ1 deficiency Avendpkela Cernunnos-XLF Averapketa NHEJ1
1716|Distal trisomy 18q Q92.3 |Mepidpepik TpLowpia 18q
1716|Distal trisomy 18q Distal duplication 18q Nepipepikn Tplowpia 18q ATOpaKpUOEVOG Suthactaopog 18q
1716|Distal trisomy 18q Telomeric duplication 18q MNepudepikn) Tplowpia 18q TehopePLKOG SuTAaoLaopog 18
1716|Distal trisomy 18q Trisomy 18qter MNepipepikn Tplowpia 18q Tplowpia 18qter
1715|Trisomy 18p Q92.2 (Tplowpia 18p
1715|Trisomy 18p Duplication 18p Tplowpia 18p Authaotaopuog 18p
1715|Trisomy 18p Duplication of the short arm of Touowpia 18p Am)\o.ctol(cudq Tou Kovtou Bpaxiova tou
chromosome 18 Xpwpoowpatog 18
Trisomy of the short arm of , T (o Tou KovtoU Bpaxiova Tol
1715|Trisomy 18p ! v Tplowpia 18p p\cwull Tou Kovrol Bpayiova Tou
chromosome 18 Xpwpoowpatog 18
3380|Trisomy 18 Q91.0 |Tptowpia 18
3380|Trisomy 18 Chromosome 18 duplication Q91.1 |Tpowpia 18 AutAaoLaopog ToU XpWHOOWHATOG 18
3380(Trisomy 18 Edwards syndrome Q91.2 (Tpowpia 18 S0vSpopo Edwards
3380|Trisomy 18 Q91.3 (Tplowpia 18
168984|CLAPO syndrome Q87.3 [z0vSpopo CLAPO
168999|Malignant melanoma of the mucosa D03.9 |Kakonbeg peddvwpa tou BAevvoydvou
3378|Trisomy 13 Q91.4 |Tplowpia 13
3378|Trisomy 13 Patau syndrome Q91.5 (Tpowpia 13 SUvSpopo Patau
3378|Trisomy 13 Q91.6 (Tplowpia 13
3378|Trisomy 13 Q91.7 (Tpowpia 13
169110 ImrTu.mogIobuIin heavy chain D80.8 AveTapKELQ Papldc aluoibag
deficiency avocoodatpivng
169100 Immunodeficiency due to CD25 D298 AVOCOQVETIAPKELA AOYW QVETIAPKELOG

CD25

169100

Immunodeficiency due to CD25
deficiency

Interleukin-2 receptor alpha chain
deficiency

AVOCOQVETIAPKELA AOYW OVETIAPKELOG
CD25

Averdpkela ahuoidag dAda urtoSoxéa
WrepAEUKivNG-2
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169105|Good syndrome D81.8 |ZUvSpopo Good
. - , ZUVEpOpO BUHWHATOG-
169105|Good syndrome Thymoma-immunodeficiency syndrome ZUvépopo Good .
QVOCOVETIAPKELAG
169090 Combined immunodeficiency due to D818 JuvSUaOpEVN AVOCOaVETAPKEL AOyw
CRAC channel dysfunction " |8uchettoupyiag tou kavaAlol CRAC
. . - . A , , Avoooloyikr SucAettoupyia Aoyw
Combined immunodeficiency due to |Immune dysfunction due to T-cell ZuvSuaopévn avocoavenapkeLa Adyw , , .,
169090 . . - . , § adpavornoinong T-kuTtdpwy Adyw
CRAC channel dysfunction inactivation due to calcium entry defect Suohettoupylag tou kavaiiol CRAC ) , N
BAGBNG elod8ou aoBeatiou
236|Trisomy 9p Q92.2 |Tpowpia 9p
236|Trisomy 9p Duplication 9p Tplowpia 9p Authaolaopdg 9p
Duplication of the short arm of AUTAaOLAGULOG TOU KovTol Bpaxiova Tou
236(Trisomy 9p P Tplowpia 9p , HOS Bpo
chromosome 9 XPWHOOWHATOG 9
236|Trisomy 9p Trisomy of the short arm of Totowyiia 9p Tplowu'u?( Tou Kovtou Bpaxiova tou
chromosome 9 XPWHOOWHOTOG 9
169095 Severe combined Frrl\munodeficiency D82.8 Z?Bapr’] chéuacuévn OVOOOOVETIAPKELA
due to FOXN1 deficiency Aoyw avendpketag FOXN1
Severe combined immunodeficiency . . . . SoBapn cuvduacuévn avocoavendpketa [AAepudoeLdNG KUoTIKY Buptkn
169095 Al hoid cystic th d
due to FOXN1 deficiency ymphod cystic thymic dysgenesis Aoyw avemdpketag FOXN1 Suoyeveoia
Severe combined immunodeficiency SoBapn cuvduaouévn avoooavENapKeLa |_,
169095 Nude/SCID . . T Nude/SCID
due to FOXN1 deficiency ude/ Aoyw avendpketag FOXN1 drou Nude/
169095 Severe combined immunodeficiency |Nude/severe combined JoBapn cuvuaopévn avoooavendpkela |ZoBapr cuvduaopévn
due to FOXN1 deficiency immunodeficiency Aoyw avendpketag FOXN1 avoooavemndpkela tunou Nude
Severe combined immunodeficiency - JoBapr CUVEUAGHEVN QVOCOOVETAPKELD . ,
169095 - SCID due to FOXN1 deficiency X . SCID Aoyw avendpketag FOXNL
due to FOXN1 deficiency Aoyw avendpketag FOXN1
. . - Severe T-cell immunodeficiency- , A , ZUVEpOpO 0OPAPNG AVOTOAVETTAPKELQAS
169095 Severe combined immunodeficiency congenital alopecia-nail dystroph SoBapr cUVSUACHEVN AVOCOAVETIAPKELR (UL OV-GUVYEVOLC OhwEKioC
due to FOXN1 deficiency 8 P ystrophy Aoyw avendpketag FOXN1 p, W, < <
syndrome Suotpodiag vuxtwv
169095 Severe combined immunodeficiency Winged helix deficienc JoBapn cuUVEUAOUEVN AVOCOOVETIAPKELD Averdpreia drepwric Ak
due to FOXN1 deficiency g 4 Aoyw avemndpketag FOXN1 o pwme ¢
169082 Combined immgr_\odeﬁciency due to D812 Zuvé\{aopévn OVOOOQVETIAPKELD AOYW
CD3gamma deficiency avendapkelag CD3gamma
Susceptibility to respiratory infections EvaioBnoia oe avamveuotikég AoLpWwEELG
169085|associated with CD8alpha chain D84.8 |mou oxetifovtal ue PETAAAAEN TNG
mutation aluoibag CD8alpha
Susceptibility to respiratory infections EvaioBnoia oe avanveuoTikég AOLUWEELG
169085|associated with CD8alpha chain Familial CD8 deficiency Tou oxetilovtal pe petdAaén tng Owoyevrg avendpketa CD8
mutation oaAvaibag CD8alpha
168829|Primary peritoneal carcinoma C48.2 |MpwtonaBég MepLtovaikod KapKivwpa
168829|Primary peritoneal carcinoma EOPPC Mpwtonabég nepLtovaikd KapKivwpa EOPPC
Extra-ovarian pri itoneal n 0¢ ik i
168829|Primary peritoneal carcinoma X rz.i ovarian primary peritonea MpwtornaBég meptrovaikd Kapkivwpa pwrona 5]( TEPLTOVALKO KapKivwa
carcinoma g§wwobnkwv
168829|Primary peritoneal carcinoma PPC Mpwtonabég neptrovaikd Kapkivwpa PPC
n 0¢ K6 0pwd
168829|Primary peritoneal carcinoma Primary peritoneal serous carcinoma MpwtonabEg MePLTOVAIKO KapKkivwpa Ku?::'ttztl:q TIEPLTOVALKO OPWOEG
Opwbdeg emubavetakd ONALSE
168829|Primary peritoneal carcinoma Serous surface papillary carcinoma Mpwtonabég neptrovaikd Kapkivwpo thpk'tvzxua 4 n S
168816|Peritoneal cystic mesothelioma C45.1 |Meprrovaikd KUoTIKG pecoBNAlwpa
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168816|Peritoneal cystic mesothelioma enien m,u cystic perttonea NepLrovaikd KUOTIKO pecoBnAiwpo aron E,C TIGAUKUGTO TIEPLTAVELKO
mesothelioma pHecodnAiwpo
168816|Peritoneal cystic mesothelioma Multicystic mesothelioma MepLtovaikd KuoTkd pecodnAiwpa MoAuKUOTIKO pecoBnAiwpa
MoA | WHRTIN
168816|Peritoneal cystic mesothelioma Multilocular peritoneal inclusion cyst MepLrovaikod KUoTIKO pecoBnAiwpo K;;:uunkn TIEPLTOVALKT] SyKAsLOT
46, XY g \
753|46/XY disorder of sex development £29.1 asémf{mi?ﬁ”&lﬁfiulgmskfmm
due to 5-alpha-reductase 2 deficiency ) 'ﬂC i4 p ¢
avaywyaong 2
. 46, XY Slatapayr tng 0e§0UANKAG . . .
46,XY disorder of sex development 46,XY DSD due to 5-alpha-reductase 2 ; , 3 ) 46,XY DSD Adyw avendapkelag 5-dhda-
753 - - avantuéng Ayw avendpkelag 5-dAda- )
due to 5-alpha-reductase 2 deficiency |deficiency , pedouktdong 2
avaywyaong 2
46, XY & g AWK
46,XY disorder of sex development Pseudovaginal perineoscrotal ! mmeuxn ™ms ?EEOUG u<n'q WeudokoAmkdg untoomadiag tou
753 - N avantugng Ayw avendpkelag 5-aAda- N i
due to 5-alpha-reductase 2 deficiency |hypospadias , TEEPWEOU-00XEOL
avaywydong 2
46, XY & g ALK . . .
46,XY disorder of sex development . - ., \ataeaxn e ?eﬁouu lm,q AvemnapkeLa otepoeldolg 5-aAda-
753 . Steroid 5-alpha-reductase deficiency avamntu§ng Adyw avendpkelag 5-dhda- ,
due to 5-alpha-reductase 2 deficiency , pedouktdong
avaywyaong 2
368 Triols? phosphate-isomerase D55.2 Avenu’tplkemt dwodoptkig TPLOTNG-
deficiency Loopepdong
168811|Malignant peritoneal mesothelioma C45.1 |KakonBeg nmeptrovaikd pecodnAiwpa
Diffuse malignant peritoneal ALGXUTO KaKONBEeg MEPLTOVAIKO
168811|Malignant peritoneal mesothelioma N e P KakonBeg mepttovaikd pecobnAiwpa X s neecnep
mesothelioma pecodnAiwpo
Pri li t perits | n 0¢ ¢! KO
168811|Malignant peritoneal mesothelioma rimary n'1a 'gnant peritonea KakonBeg meptrovaikd pecobniwpa pwrono't 6 KAKONBEC TEpLTovVatio
mesothelioma HecoBnAlwpa
218|Darier disease Q82.8 [Nooog Darier
218|Darier disease Darier-White disease Néoog Darier Noéoog Darier-White
218|Darier disease Keratosis follicularis Nooog Darier OuAaklwdng kepatwon
0v8 5146+ 0, O\ y
168796|Heart-hand syndrome, Slovenian type Q87.2 L,N POHO KapSIdG-xepLol, ohoBevikol
Tonou
. I . . 20V8popo KapSLaG-xepLoy, GAoBevikoy , , .,
168796|Heart-hand syndrome, Slovenian type |Atriodigital dysplasia, Slovenian type Wrou KoArukr) Suorhaoia oAoBevikol TUrou
Cardiac conduction disease-dilated S0VEPOHO KapBLAC-XEPLOT, GAOBEVIKOD 20vSpopo kapSlopuondOeLag-
168796|Heart-hand syndrome, Slovenian type [cardiomyopathy-brachydactyly TCIT[O‘L)) s POLACXEPLOY, Bpayxudaktuliog pe latatikr vooo tng
syndrome KAPSLAKIG oywylLoTnTag
1465|Coffin-Siris syndrome Q87.1 [20vSpopo Coffin-Siris
1465|Coffin-Siris syndrome CSS sUv8popo Coffin-Siris CSS
168782|Childhood disintegrative disorder F84.3 |Maudikn amoouvdetikn Statapaxn
168782|Childhood disintegrative disorder Dementia infantilis Maudikh amocuvsetiky Statapayn Bpedikr dvola
168782|Childhood disintegrative disorder Heller syndrome Mok anoouvsetikn Satapaxr JUvSpopo Heller
1642|Distal monosomy 9p Q93.5 [Mepidpepikri povoowpio 9p

1642

Distal monosomy 9p

Distal deletion 9p

MNepidpepikn povoowpia 9p

MNepidpepkr) ENewdn 9p

1642

Distal monosomy 9p

Monosomy 9pter

Mepubepikr) povoowpia 9p

Movoowpia 9pter
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1642|Distal monosomy 9p Telomeric deletion 9p MNepidepkr povoowpia 9p Telopepik ENewdn 9p
168966|Composite lymphoma C81.7 |20vBeto Aépdwpa
C ite Hodgkin and -Hodgki JOvOEeTO A€ Hodgki -
168966|Composite lymphoma omposite Hodgkin and han-Hocgkin C85.7 |2UvBeTo Aépdpwpa o er.o euduwpa Hodgkin katnon
lymphoma Hodgkin
168960 Befractory angmia with excess blasts D46.3 AVGEKI"lKr'] avatpio 'ue neplooela
in transformation BAaotwv og petapopdpwaon
168960 _Refractory ane_mla with excess blasts RAEB-t Avesn’lm avatpio 'us neplooela RAEB-t
in transformation BAaotwy oe petapopdwon
8|47,XYY syndrome Q98.5 [ZUvSpopo 47,XYY
8|47,XYY syndrome Double Y syndrome Z0vSpopo 47, XYY ZUvSpopo Sutho Y
8|47,XYY syndrome XYY syndrome 3UvSpopo 47,XYY SUvSpopo XYY
8|47,XYY syndrome Y disomy ZUvSpopo 47, XYY Y Sowpio
1636(Distal monosomy 7q36 Q93.5 |Mepidepikr| povoowpia 7936
1636|Distal monosomy 7q36 Distal deletion 736 Mepudepikr povoowpia 7936 Mepubepikr ENeubn 7q37
1636(Distal monosomy 7q36 Monosomy 7qter Mepidpepikr povoowpia 736 Movoowpia 7qter
1636|Distal monosomy 7q36 Telomeric deletion 7936 MNepidepikn povoowpia 7936 Tehopepikr) ENewbn 7936
168953 Myeloid/lymphoid neoplasm Daz.1 Mughoeldég/AepdoeldEG vedmAaopa ou
associated with FGFR1 rearrangement " |oxetiZetou pe avasdidragn tou FGFR1
168953 Myel?id/lymphoid neoplasm 8p11 myeloproliferative syndrome Musl)\OELBéq/Aeud)oleGéq vedmMAaopa o 8?11 HUENOTIOMATAACLOOTIKO
associated with FGFR1 rearrangement oxetiletal pe avadidragn tov FGFR1 olUvépopo
Myeloid/lymphoid neoplasm . Mugehoelbéc/AepudoeldEG vedTAaoHA TIOU L ,
168953 Stem cell leukemia/lymphoma . i Aeuxatpia/Aé a BAaoTokuTTd|
associated with FGFR1 rearrangement Y ia/lymp oxetiletal pe avadidradn tov FGFR1 vxepio/Aéudwia BraotokuTtapwy
1600|Monosomy 18q Q93.5 |Movoowpia 18q
1600{Monosomy 18q 18q deletion syndrome Movoowpia 18q TUvEpopo ENeuding 18q
1600|Monosomy 18q 18g- syndrome Movoowpia 18q 189- ouvSpopo
1600{Monosomy 18q Deletion 18q Movoowpia 18q £Newpn 18q
Myeloid/I hoid |
ve (,)I /ymlp oid neoplasm Mugloeldég/AepdoeldEG vedTAaopa oy
168950|associated with PDGFRB D47.1 . .
oxetiletal pe avadidtagn tou PDGFRB
rearrangement
Myeloid/lymphoid neoplasm . . ,
Mughs A
168947|associated with PDGFRA D47.1 us' OEléEC/AEH¢O§l5£C VEOTAAOHG TTO
oxetiletal pe avadidtaén PDGFRA
rearrangement
1598(Monosomy 18p Q93.5 |Movoowpia 18p

1598

Monosomy 18p

18p- syndrome

Movoowpia 18p

20vSpopo 18p-

1598

Monosomy 18p

De Grouchy syndrome

Movoowpia 18p

SUv8popo De Grouchy




Tevyog B'248/17.01.2024 EOHMEPIAA THE KYBEPNHZEQX 1453

ORPHAc ICD Juvwvupa
PreferredTerm Synonyms Mpotuwpevog Opo
ode ynonyl codes potiuwpevos Bpog
168940|Chronic eosinophilic leukemia D47.5 [Xpdvia nwowodhikr Aeuxatpuia
Osteogenesis imperfecta-retinopathy- SUVEpOpO aTENOUG OOTEOYEVEDN G-
2773|seizures-intellectual disability Q87.8 |apdtPANCTPOEISONAOELOG-OMACHWY-
syndrome VONTLKAG UOTEPNONG
Osteogenesis imperfecta-retinopathy- SUvEpopo ateNOUG 0OTEOYEVEDN G-
2773|seizures-intellectual disability Al Gazali-Nair syndrome ApPLBANOTPOELSOTIADELAG-OTOO WV JUvSpopo Al Gazali-Nair
syndrome VONTLKAG UOTEPNONG

. L SUVEpOO cUYYEVOUG aTteNOUG
2772 Congenital osteogenesis imperfecta- Q78.0 |ooteoyéveonc-pikpokedbahia
microcephaly-cataracts syndrome : v NG-Hikp <

KOTOPPAKTN
M . .
2609|Isolated complex | deficiency G71.3 UUS:T?}:/;/ﬁZ\;Z:I‘IEHQPKSlQ tov
M 3 ¢ M 3 . .
2609|lsolated complex | deficiency Isolated NADH-CoQ reductase deficiency ngisx:lﬁz\gslvmup“m tou N:;:\_/g):évn GUETApKELG auayLyaans
2609 Isolated complex | deficienc Isolated NADH-coenzyme Q reductase MEHOVWHEVN QVETIAPKELD TOU Arnopovwpévn averndpkeia NADH-
P ¥ deficiency ouprAéyparog | GUVEVIUHOU avaywydong Q
- Isolated NADH-ubiquinone reductase Mepovwpévn aVENApKELX TOU Mepovwpévn avendpketoa NADH-
2 Isol lex | defi
609 Isolated complex | deficiency deficiency ouprAéypartog | ouBLkvovng avaywyaong
. . MepOVWHEVN avemdapKeLa
- Isolated mitochondrial respiratory chain MEeUOVWHEVN QVETIAPKELL TOU HOVLLL Vn, VETapKeL .
2609|Isolated complex | deficiency - , HLTOXOVEPLAKIG QVOVEUCTLKAG
complex | deficiency oupmnAéyparog |

aAuoiSag cupTAéypatog |

MeyG&AoG GUYYEVIG LEAQVOKUTTAPLKOG

626|L. ital mel. ti 82.5
arge congenital melanocytic nevus Q onihog

MeydAoG GUYYEVG LEAAVOKUTTAPLKOG

. 3 NG HEA 6 A
oniro UYYEVIG HEAQYXPWOTLKOG OTtiAOG

626|Large congenital melanocytic nevus  |Congenital pigmented nevus

MeyGAoG GUYYEVIG LEAQVOKUTTAPLKOG

GMN
orilog

626|Large congenital melanocytic nevus  |GMN

MeydAoG GUYYEVG HEAAVOKUTTAPLKOG Myavtiaiog cuyyevrg HEAQVOKUTTOPLKOG

626(Large congenital melanocytic nevus  [Giant congenital melanocytic nevus B .
8 8 4 8 v orilog orilog

MeyGAoG GUYYEVIG LEAQVOKUTTAPLKOG MyovTlaiog XpWHATLOMEVOG TPXWTOG

626|L. ital mel ti Giant pi ted hai
arge congenital melanocytic nevus iant pigmented hairy nevus onihog omitog

MeydAoG GUYYEVG LEAAVOKUTTAPLKOG

626|Large congenital melanocytic nevus  [LCMN onidoc LCMN

773|Refsum disease G60.1 |N6oog Refsum

773|Refsum disease Adult Refsum disease Nooog Refsum N6oog Refsum gvnAikwv
773|Refsum disease Classic Refsum disease Nooog Refsum KAaowkr vooog Refsum
773|Refsum disease HMSN 4 Nooog Refsum HMSN 4

773|Refsum disease HMSN IV Nooog Refsum HMSN IV

Hereditary motor and sensory
neuropathy type 4

KANPOVORLK KVNTIKA Kot atontnplakn

773[Refsum disease . .
veuponaBeia tumou 4

Nooog Refsum

Hereditary motor and sensory KANpOVOLLKF KVNTIKA Kat atontnplakn

773 Ref: di \[e Ref:
efsum disease neuropathy type IV 000G Refsum veupornaBela tomou IV

773|Refsum disease Heredopathia atactica polyneuritiformis Nooog Refsum Heredopathia atactica polyneuritiformis
773|Refsum disease Phytanic-CoA hydroxylase deficiency Nooog Refsum Avernapkela Phytanic-CoA udpofuAdong
11|Pentasomy X Q97.1 |Mevtacwpia X
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11|Pentasomy X 49,XXXXX syndrome Nevtaowpia X SUVEpopo 49, XXXXX
11{Pentasomy X Penta-X MNevtaowpio X Mevra-X
11{Pentasomy X Poly-X Mevtaowpio X MoAu-X
T-B+ severe combined ZoBapn cuVSUAOUEVN VOCOQVETIAPKELD
169154 |immunodeficiency due to IL-7Ralpha D81.2 pr'] 'H n e
- T-B+ Aoyw avemnadpkelag IL-7Ralpha
deficiency
T-B+ severe combined JoBapn cuVBUAOUEVN OVOCOOVETIAPKELDL
169154 |immunodeficiency due to IL-7Ralpha |T-B+ SCID due to IL-7Ralpha deficiency pr'] 'H n P T-B+ SCID Aoyw avendpkelag IL-7Ralpha
. T-B+ Aoyw avendpkelag IL-7Ralpha
deficiency
169150 Immunodeficiency due to a late D841 AVOCOQVETIAPKELXL AOYW QVETIAPKELAG
component of complement deficiency " |6You cuoTaTKOU CUUTANPWHOTOG
169150, Immunodeficiency due to a late Immunodeficiency due to C5 to C9 AVOOOQVETIAPKELX AOYW QVETIAPKELOG AVOOOQVETIAPKELX AOYW QVETIAPKELAG
component of complement deficiency|component complement deficiency OYLpou cUOTATIKOU CUUTANPWHATOG OUOTOTIKWY SUMMANpwHaTog C5 éwg C9
169150 Immunodeficiency due to a late Terminal complement pathway AVOCOQVETIAPKELXL AOYW QVETIAPKELAG Teppatikr avendpkela 0600
component of complement deficiency|deficiency OYLpoU oUOTATIKOU CUUTANPWHATOS OCUUTANPWLATOG
T-B+ severe combined JoBapn cuVSUAOUEVN OVOCOOVETAPKELD
169160|immunodeficiency due to psL2 Lo ;’2 . CD3deﬁa/2D3e Silon/CD"szeta
CD3delta/CD3epsilon/CD3zeta v P
T-B+ severe combined . . . .
169160 immun;defizienc mdue to T-B+ SCID due to JoBapn ocuvduaopévn avoooavendpkela |T-B+ SCID Adyw
CD3delta/CD3eps\i/Ion/C032eta CD3delta/CD3epsilon/CD3zeta T-B+ Aoyw CD3delta/CD3epsilon/CD3zeta [CD3delta/CD3epsilon/CD3zeta
T-B+ severe combined JoBapn cuVBUAOUEVN OVOCOOVETIAPKELD
169157 |immunodeficiency due to CD45 D81.2 PN THEVN P
. T-B+ Aoyw avendpketag CDAS
deficiency
T-B+ severe combined SoBapr CUVEUAGHEVN AVOCOOVETIAPKELD
169157|immunodeficiency due to CD45 T-B+ SCID due to CD45 deficiency pf] X HEVD e T-B+ SCID Aoyw avendpketag CD4A5
- T-B+ AOyw avendpkelag CDA5
deficiency
169139 Tran5|ent hypogammaglobulinemia of D80.7 I'IapocSufn unoyuuuacd)mpwmula ™mg
infancy Bpedikng nAwiag
1947 Progressive epilepsy-intellectual £75.4 SUv8popo mpoodeutikig emAniog-
disability syndrome, Finnish type © |vontkrg votépnong, dvAavsikol Tumou
1947 Progr_e.ssive epilepsy—il.'\te!lectual CLNS disease, Northern epilepsy variant ZUszpoluo np?oﬁEUTlKﬁC em}\ntb't’aq—' Nécos CLNS, maparayn emindiog tou
disability syndrome, Finnish type VONTIKAG UoTEPNONG, dvAavdikoul TuTou |Boppd
Progressive epilepsy-intellectual " . SUvBpopo mpoodeutikig emAniog- , , ,
1947 NCL, North [ t , . . NCL, A\ A B
disability syndrome, Finnish type orthern epliepsy varian VONTIKAG UOTEPNONG, GLvAavdikol TuTou rapaayn enniog rou Boppd
1947 Progressive epilepsy-intellectual Neuronal ceroid lipofuscinosis, Northern JUVEpopo MpoodeuTikig emAnyiag- Neupwvikn kepoeldng Autodouokivwon,
disability syndrome, Finnish type epilepsy variant VONTIKAG UoTEPNONG, dvAavdikol turou |rmapaiayn eminiag tou Boppd
Progressive epilepsy-intellectual " SUvBpopo mpoodeutikig emAniog- , ,
1947 North [ , , . Emu B
disability syndrome, Finnish type orthern epliepsy VONTIKAG UOTEPNONG, GLVAavikol TuTou Ty iato Boppd
Immunodeficiency due to a classical AVOCOQVETIAPKELXL AOYW QVETIAPKELOG
169147|component pathway complement D84.1 |kAaotkov cuctatikol 0500
deficiency OUMTTANPWHATOG
Immunodeficiency due to a classical Immunodeficiency due to C1, C4, or C2 Avoooa\{sndpksta MfV“’ C(YET[deELmq Avouoaverfdpkz—:la A(’Jv'm uvsndpksLaS
169147|component pathway complement - KAQOLKOU GUOTATIKOU 050U ouoTaTkoU cupmAnpwpatog C1, C4 1
L component complement deficiency ,
deficiency OUUMANPWHATOG C2
Immunodeficiency due to a classical - AVOCOQVETIAPKELXL AOYW QVETIAPKELOG . . .
Immunodeficiency due to an early A , ) AVOOOQVETIAPKELX AOYW QVETTAPKELAG
169147|component pathway complement - KAaGlkoUL cuoTtatikol 080l , ) ,
. component of complement deficiency . TIPWLKLOU CUCTOTIKOU GUHTIANPWHATOG
deficiency CUUMANPWHOTOG
169142 Recurrent |r}f_ectnon due to specific b71 Ynoreom?(ouca Aolpwén Aoyw éNeudng
granule deficiency ELOLKWV KOKKWV
Recurrent infection due to specific YnotporudZovoa Aot Aoyw éNNe EWSK yia oudetepddila avemapkeLo
169142 u ! - ! Y pecit Neutrophil-specific granule deficiency s tp, m ,( Vo (Hwin Adyw wne L i vl ouBeTepody VETLAPKEL
granule deficiency ELOIKWV KOKKWV KOKKWV
. DUAOGUVSETN KEVIPOTUPNVLKN
596(X-linked centronuclear myopathy G71.2

596

X-linked centronuclear myopathy

X-linked myotubular myopathy

DUAOCUVSETN KEVIPOTIUPNVLKN
HuomndBeta

DuAooOvEeTn puoowAnvaptakn
HuomndaBetla
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. DUAOGUVSEETN KEVTPOTIUPNVIKN
596|X-linked centronuclear myopathy XLCNM X XLCNM
puondBeia
. DUAOGUVEETN KEVTPOTIUPNVIKN
596|X-linked centronuclear myopathy XLMTM ) XLMTM
puomndBeia
610|Bethlem myopathy G71.0 |MuondBeia Bethlem
. Kahon®ng auto | emikpatovoa
610|Bethlem myopathy Benign autosomal dominant myopathy MuondBeia Bethlem ﬂ 6 QUTOOWHIKN ETLKpatolo
puomnaBela
169186 Autosomal recessive centronuclear 6712 AUTOCWHLKN ur('o}\smot,lsvn
myopathy KEVTPOTIUPNVLKI HUOTABEeLa
Al | i | Al A ¢
169186 utosomal recessive centronuclear AR-CNM UTOOWHLKN un'o}\smo!lsvn AR-CNM
myopathy KEVTPOTUPNVIKY HUOTaBeLa
464|Incontinentia pigmenti Q82.3 [AKPATELX XPWOTIKAG
464|Incontinentia pigmenti Bloch-Siemens syndrome AKPATELA XPWOTLIKAG JUvSpopo Bloch-Siemens
464|Incontinentia pigmenti Bloch-Sulzberger syndrome AKPATELQ XPWOTIKAG ZUvSpopo Bloch-Sulzberger
3307|Tetrasomy 18p Q99.8 |[Tetpacwpic 18p
3307|Tetrasomy 18p Isochromosome 18p Tetpacwpia 18p looxpwpoowpa 18p
169189 Autosomal dominant centronuclear 6712 AUTOOWHLIKNA snymputonfcu
myopathy KEVTPOTUPNVLIKN HUOTABeLa
169189 Autosomal dominant centronuclear AD-CNM AUTOCWHLKN sn'LKparot‘:ica AD-CNM
myopathy KEVTPOTUPNVLKI HUOTdBEeLa
44|Neonatal adrenoleukodystrophy E71.3 |Neoyviki adpevoheukoduotpodio
44|Neonatal adrenoleukodystrophy NALD Neoyvikiy adpevoheukoduotpodia NALD
56|Alkaptonuria E70.2 |Ahkarntovoupia
56|Alkaptonuria Hereditary ochronosis AAKarttovoupio KAnpovopikn oxpévwon
Avena 8a 0
56|Alkaptonuria Homogentisic acid oxidase deficiency Alkarttovoupia 0:;::‘]'(8[“ ofe1déang oployevriowol
963|Acromegaly E22.0 |Akpopeyalio
1059(Blue rubber bleb nevus Q27.8 2idog ,EV €ldn kvavig ekaotik
duoalidag
Iridog ev €i6n KuavrG EAAOTIKN
1059 (Blue rubber bleb nevus BRBN q, n ne ne BRBN
duoahidag
Inihog ev €i6n Kuavig EAAOTIKAG :
1059|Blue rubber bleb nevus Bean syndrome , 20vpopo Bean
duoalidag
1006|Alopecia antibody deficiency AVETIAPKELA AVTLOWUATWY QAWTEKLOG
1006|Alopecia antibody deficiency Ipp-Gelfand syndrome AVETIAPKELX AVTLOWHATWY oAwTEKiaG SUvSpopo Ipp-Gelfand
1046 Lethal hemolytic anemia-genital D58.8 SUvSpopo Bavatndopou apoAUTIKAG
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Lethal hi lyti ia-genital S0v6 [¢] 6 A \
1046 €tha _emoy ' anemia-genita Water-West syndrome oV pf:uo avarnd?opou QLo ,Um(nc SUvSpopo Water-West
anomalies syndrome QVAULULAG-YEVWNTIKWY QVWHOALWY
2 Succinic semialdehyde £72.8 Avemndapkela NAEKTPKAG NULAASELSNG
dehydrogenase deficiency " |adudpoyovaong
Succini ialdehyd Avend A g ASeU S|
22 uccinic semiaice y .e 4-hydroxybutyric aciduria VEHGPKELQ,H EKTPLAIG NHIGASELONG 4-uSpofuBoutuptkn o§Eéwan
dehydrogenase deficiency adudpoyovaong
Succinic semialdehyde N Avemnapkela NAEKTPKAG NULAASELSENG . e
22 G -hyd but d , I -ud)
dehydrogenase deficiency amma-hydroxybutyric aciduria abuSpoyovaonC appa-uSpofuBoutupikn oféwan
Succini ialdehyd Avend A g ASeU S|
gp[Puccinic semiaidenyde SSADH deficiency VETAPKELA NASKTPUAG MMAASETONG |\ e gpKeLal SSADH
dehydrogenase deficiency adudpoyovaong
29|Mevalonic aciduria E88.8 |MeBalovikr oééwon
N . - o MAfRpPNG averndpkela HEBOAOVIKIG
29|Mevalonic aciduria Complete mevalonate kinase deficiency MeBahovikr o&éwon Kavéong
29|Mevalonic aciduria MVA MeBalovikn o§éwon MVA
245|Nager syndrome Q75.4 [ZUvSpopo Nager
Mandibulofacial dysostosis with preaxial fvaBormpor | 5uco £
245|Nager syndrome X ou . aray 15 with preaxi SUvSpopo Nager vaonp! qwmkn Uc{ OT“’U”, s
limb anomalies TPOAEOVLKEG AVWHOALEG TWV AKPWV
245|Nager syndrome NAFD SUvSpopo Nager NAFD
245(Nager syndrome Nager acrofacial dysostosis SUvSpopo Nager Akpompoowrikr ducdotwon Nager
245|Nager syndrome Preaxial acrodysostosis ZUvSpopo Nager Mpoagovikr akpoducdotwan
30|Hereditary orotic aciduria E79.8 |KAnpovopikr opotikr oféwon
30|Hereditary orotic aciduria Orotidylic decarboxylase deficienc KAnpovopkn opotikr 0&éwaol Avertdpieia opotiduikiig
y y! Y Y NPOVOULKT OPOTIKN n anokapBoEuAdong
" o Uridine monophosphate synthetase , L o AVETIAPKELX OUVBETAONG
30|Heredit: ti d KA
ereditary orotic aciduria deficiency NPOVOULKI 0POTIKK 0§Ewan LOVOdWOdOPLKTC OUPLEIVNC
36|Acrocallosal syndrome Q04.0 |AkpokaAloliko cUvEpopo
36|Acrocallosal syndrome ACS AkpoKaALo{kd cUVEpopo ACS
915|Aarskog-Scott syndrome Q87.1 |Zuvépopo Aarskog-Scott
915|Aarskog-Scott syndrome Aarskog syndrome 3UvSpopo Aarskog-Scott SUv8popo Aarskog
915|Aarskog-Scott syndrome Faciodigitogenital syndrome ZUvSpopo Aarskog-Scott MpoowrnodaktuAoyevwntikd cUVEpopo
915|Aarskog-Scott syndrome Faciogenital dysplasia SUvSpopo Aarskog-Scott MNpoowrnoyevvntikh SuomAacia
2614|Nail-patella syndrome Q87.2 |Ovuyo-emyovatidiko cUVEpopo

2614

Nail-patella syndrome

Onychoosteodysplasia

OVUX0-ETLYOVOTIEKO CUVEPOLO

Ovuyxo-ooteoduomhacia

2614

Nail-patella syndrome

Turner-Kieser syndrome

OvUX0-£TLYOVATLE KO CUVSPOHO

SUvSpopo Turner-Kieser




Tevyog B'248/17.01.2024 EOHMEPIAA THE KYBEPNHZEQX 1457

ORPHAc ICD Juvwvupa
PreferredTerm Synonyms Mpotipwpevog Opo
i ynonyl e potipwuevos Opog
33|Isovaleric acidemia E71.1 |looBaAepikn o§uatpia
Isovaleric acid CoA dehydrogenase X s Avendpkela apudpoyoviong CoA
33|lIsovaleric acidemia v . ‘cad Yerog looBolepikr) o§uatpio VETIAPKEL , ¢U, poyovaong
deficiency LooBakepkol 0§€og
819|Smith-Magenis syndrome Q93.5 [20vSpopo Smith-Magenis
819|Smith-Magenis syndrome 17p11.2 microdeletion syndrome ZUvSpopo Smith-Magenis 17p11.2 oOvEpopo pikpoEAeWbNg
Retinitis pigmentosa-intellectual SUVEPOHO HEAAXPWOTLKAG
3085|disability-deafness-hypogonadism Q87.8 |apdipAnotpostdondabelag - vonTikig
syndrome VOTEPNONG - KWHWONG - UTIOYOVASLOHOU
PV A )
Retinitis pigmentosa-intellectual Retinitis pigmentosa-intellectual SUVEPOHO HEAQXPWOTIKAG UVOPOLO axpwc'mmq ,
A . o - 5 , apdtPANCTPOELSONABELAG - VONTIKAG
3085|disability-deafness-hypogonadism disability- labyrinthine deafness- apdLBAnoTpoelSonddeLag - vonTikig , ) 8
. R , , |uotépnong - SadaAwdoug kwdwong -
syndrome hypogenitalism syndrome voTtépnong - kwdwaong - urtoyovadiopol A
uroyovasLopol
Retinitis pigmentosa-intellectual Retinitis pigmentosa-intellectual SUVEPOHO HEAOXPWOTLKAG ZUVEPOUO HEAAXPWOTLKAG
3085|disability-deafness-hypogonadism disability-sensorineural hearing loss- apdPANCTPoEISONABELAS - VONTIKAG apdPAnoTpoelsondbeLag - VONTIKAG
syndrome hypogenitalism syndrome VOTEPNONG - KWHWONG - UTIOYOVASIOHOU  |UOTEPNONG - KWHWONG - UTIOYoVASLOKOU
9|Tetrasomy X Q97.1 |Tetpacwpio X
9|Tetrasomy X 48,XXXX syndrome Tetpacwpio X 48,XXXX oUvbpopo
9|Tetrasomy X Quadruple X Tetpacwpia X TetpamAdoto X
9|Tetrasomy X Tetra X Tetpacwpio X Tetpa X
168615 Heredltary persistence of alpha- R77.2 KAnpovopkn imuovn ™me dAda-
fetoprotein euBpuonpwreivng
168612 Congenitél deficiency in alpha- R77.2 JUYyeVAG avarxdpketa otnv dAda-
fetoprotein £UPpPUOTPWTETVN
1442|Ring chromosome 18 syndrome Q93.2 [Z0VEpOHO KUKALKOU XPWHOCWHOTOG 18
1442|Ring chromosome 18 syndrome Ring 18 ZUVSPOUO KUKALKOU XpwHooWwHaTtog 18 |KukAko 18
1442|Ring chromosome 18 syndrome Ring chromosome 18 ZUVEPOpO KUKALKOU XpwHoowHatog 18  [KukAkd xpwpodowpa 18
168621 Dysplasia of head of femur, Meyer Q78.8 A'uur[?\aoiu kebaAng unplaiov ootol
type Tumou Meyer
Dysplasia of head of f , M Auomhaot A { v - . . .
168621 Vsplasia ot head ot femur, Meyer Dysplasia epiphysealis capitis femoris }JOH asia kegori pnptaiou 0otol Avormhaocia epiphysealis capitis femoris
type Tumou Meyer
Dysplasia of head of femur, Meyer . Avomhaoia kepalr Laiou ootol ,
168621 VP 4 Meyer dysplasia , bakic une Avorhaoia Meyer
type Tumou Meyer
1452|Cleidocranial dysplasia Q74.0 |KAewdokpaviakn SucmAacia
1452|Cleidocranial dysplasia Cleidocranial dysostosis KhetSokpaviakn Suomiacia KAetSokpaviakn Sucdotwon
168624 Faml_lle_zl scaphocephaly syndrome, 087.0 O}Kovsvzc ?u_vépouo okadpokedpahiag,
McGillivray type Tunog McGillivray
Scaph haly- haly-maxill PV Alog-
Familial scaphocephaly syndrome, cap ?CEF,’ aly macrocgp ,a,y maxfllary Owoyeveg ouvSpopo okadokedaliag, UvopoLo UK,ad)OKEdm mq, .
168624 . retrusion-intellectual disability , . pakpokedpaAiag- onobodpopunong dvw
McGillivray type tonog McGillivray , ) ,
syndrome YVABou-voNnTIKig UoTEPNONg
193|Cohen syndrome Q87.8 |zOvSpopo Cohen
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1488|Cooper-Jabs syndrome Q87.8 |zuvSpopo Cooper-Jabs
Aural atresia-multiple congenital SUVEPOpO WTLKAG atpnoiag-ToAaAég
1488|Cooper-Jabs syndrome anomalies-intellectual disability ZUvSpopo Cooper-Jabs OUYYEVELG avWHOALEG-VONTIKAG
syndrome votépnong
200(lIsolated corpus callosum agenesis Q04.0 |Amopovwpévn ayeveoia pecoloBiou
168632 Generalized basaloid follicular Q825 Fsv$Ksuuévo Baowoeldég Bulakwdes
hamartoma syndrome QUApTWHA
1334|Chronic mucocutaneous candidiasis B37.2 Xpovia P}\SVVOVOVOSSPHGHK”
Kavtwtioon
Xpo A 5 \
1334{Chronic mucocutaneous candidiasis  |CMC pOVlO('B EVVOYOVOSEPHATIKT CcMC
Kavtwtioon
Congenital cataract-hypertrophic ZUVEPOpO OUYYEVOUG KATAPPAKTN-
1369|cardiomyopathy-mitochondrial Q87.8 |umepTtpodLkig puokapSLondbeLag-
myopathy syndrome HLTOXOVEPLAKAG HUOTIAOELOG
Congenital cataract-hypertrophic ZUVSPOUO OUYYEVOUG KATAPPAKTN-
1369|cardiomyopathy-mitochondrial Sengers syndrome UTEPTPODLKAG pUOKapSLOTABELaG- SUvSpopo Sengers
myopathy syndrome LTOXOVEPLaKG LUOTIABDELOG
168577 Hereditary cryohydrocytoms with D58.8 KAnpoYouLKn Kpucy:u&pot(urto.pwcn HE
reduced stomatin Helwpévn oTopativn
Hereditary cryohydrocytosis with KAnpovoputkr 00 6poKUTT €
168577 tary cryonycrocytosts wi CHC type 2 NPOVOLLIN KPUOUOPOKUTIAPWON HE oy e o
reduced stomatin UEWwEVN oTOHATIV
168577 Hereditary cryohydrocytosis with Hereditary cryohydrocytosis type 2 KAnpoYouLKﬁ Kpucy:i)&pot(urtdpwon HE K?\npovouu(r'] KPUOUSPOKUTIAPWON
reduced stomatin Helwpévn oTopativn Tonou 2
Hereditary cryohydrocytosis with KAnpovoutkr 00 6poKUTTY € Kpuoipokutrd, € ENAel
168577 tary cry .y yeosts wi Stomatin-deficient cryohydrocytosis ne V HUn Kpu' LopoKuTTapwan W puoy 'p KUTHapwon K wn
reduced stomatin HewpEVn oTopaTiv otopativng
168577 Hereditary cryohydrocytoms with dCHC KAnpoYouLKn Kpucy:u&pot(urtupwon HE sdCHC
reduced stomatin HEWwHEVN oTOpATIVN
inf. h- is of 50 i 0 dtou-
168593 Sudden infant death-dysgenesis o 690.8 uvép?ouo at¢vt§tou Bpedikov Bavdtou
the testes syndrome Suoyéveon Twv OpxeWV
168593 Sudden infant death-dysgenesis of SIDDT Zuvép')ouo Clld)vl,&lou Bpedikol Bavdtou- SIDDT
the testes syndrome Suoyéveon Twv OpXEWV
1406|Charlie M syndrome Q87.0 [20v8popo Charlie M
168588 Hyperandroge{nﬂsm due to cortisone £25.8 Ynspuvépovovtcuéql Aoyw avenmdpkelag
reductase deficiency avaywydong koptiiovng
Hyperandrogenism due to cortisone |11-beta-hydroxysteroid dehydrogenase Yepav8poyovIopHos AOyw avemapKeLa Avendpkeia 11-rta-
168588 VP 8 - - v A varoe P ’p v W C v P < ubpofuotepoeldoug adpudpoyovaong
reductase deficiency deficiency type 1 avaywyaong Kopti{ovng )
tonou 1
168601 Congenital fenteropa.tl'{y due to K90.8 Zuvvslvr']q evieponddela }\()v'w
enteropeptidase deficiency QVETIAPKELAG EVIEPOTEMTLEAONG
C ital ent: thy due t b1 \ GBeLa A
168601 ongenita 'en eropa. 'y ueto Congenital enterokinase deficiency vae'vnq Evieponavewa ov'w SUYVEVNG QVETIAPKELDL EVIEPOKLVAONG
enteropeptidase deficiency QVETIAPKELOG EVIEPOTIEMTLEAONG
1414|Cholestasis-lymphedema syndrome Q82.0 |Zuvdpopo xohdotaong-Aepdoldnpatog
1414|Cholestasis-lymphedema syndrome |Aagenaes syndrome JUvSpopo xohdotaonc-Aepdotdipatog  |TuvSpopo Aagenaes
Brain demyelination due to Arnopuelivwon gykepdlou Aoyw
168598|methionine adenosyltransferase E72.1 |avendpkelag adevooulotpavodepdong

168598

Brain demyelination due to
methionine adenosyltransferase
deficiency

MAT I/11l deficiency

Arnopughivwon gykeparou Aoyw
avendapkeLag adevooulotpavodepdong
pebetovivng

Avendpkela MAT I/11I
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Brain demyelination due to Arnopuglivwon gykedpdiou Aoyw
168598|methionine adenosyltransferase MAT deficiency avendpkelag adevooulotpavodepdong  |Averdpkela MAT
deficiency peBetovivng
Brain demyelination due to Anopuehivwon eykeddlou Aoyw
- v Methionine adenosyltransferase “, n evked v , Averndapkela adevooulotpavadepaong
168598|methionine adenosyltransferase L QVETIAPKELAG ASEVOCUAOTPAVODEPATNG |
- deficiency ) nebelovivng
deficiency peBelovivng
168606 Seborrhea-like dermatitis with Junypatoppoikn Seppatitida pe
psoriasiform elements Ywplacopopda oTolxeio
. . Agovikn orovdulopetadpuotakn
168549|Axial dyl taph | dyspl 77.8 .
xial spondylometaphyseal dysplasia Q Suoraoia
Spondylometaphyseal dysplasia- JUVEPOO OTIOVSUNOPETADUOLKIAG
168552|bowed forearms-facial dysmorphism Q77.8 |Suomhaoiag-to§otwy avtBpoxiwv-
syndrome SuopopPLOUOU TIPOCWTTOU
Arthro; osis-oculomotor limitation 20vBpopo apBpoyplmwans:
1154 gryF . Q68.8 [0pOaAUOKIVNTIKOU TIEPLOPLOHOU-
electroretinal anomalies syndrome . .
NAEKTPOAUPLBANCTPOELSIKWY AVWHOALWY
. o SUvdpopo apBpoypunwong-
1154 Arthrogryposis-oculomotor limitation- Distal arthrogryposis type 5 0pOANUOKLVNTIKOU TIEPLOPLOOU- Mepidpepkn apBpoypUunwon tomnou 5
electroretinal anomalies syndrome Bryp P H n pop ) H , PLOEPUM QpBpOYD n
NAEKTPOOUPLBANCTPOELSIKWY AVWHAALWY
Arthrogryposis-oculomotor limitation: 20vBpopo apBpoyplmwonc-
1154 Distal arth i 1B y )- n \ O y 1B
5 electroretinal anomalies syndrome istal arthrogryposis type 0pOaAUOKIVNTIKOU neptopu'mou ) epLdepiki apBpoypunwon tunou
NAekTPoapdLBANCTPOELSIKWY AVWHOALWY
S0v6, 6 0 - ! ,
Arthrogryposis-oculomotor limitation-|Distal arthrogryposis with UVOPOHO ap pov’punwcnq , MNepubepikn apBpoypunwon pe
1154 . . . 0pOAAUOKLVNTIKOU TIEPLOPLOHOUV- ,
electroretinal anomalies syndrome ophthalmoplegia ) . |odBaApomAnyia
NAEKTPOAUPLBANCTPOELSIKWY AVWHOALWY
Arthro| osis-oculomotor limitation 20v8polo apBpoyplrwonc-
1154 gryp_) . Oculomelic amyoplasia 0pOAAUOKIVNTIKOU TIEPLOPLOOU- OdpOaApkr apuomiaacio
electroretinal anomalies syndrome ., ;
NAektpoapdLBANCTPOELSIKWY aVWHOALWY
168555 Spondylometaphyseal dysplasia, A4 Q778 Zrl(ovéu)\ouzrud)uclam Suomhaoia,
type Tunou Ad
46,XY disorder of sex development- 46, XY Slatapayn ™G oe60ualkig
168558|adrenal insufficiency due to CYP11A1 Q56.1 |avdmtugng-enwvedptdiakn avendpkeLo
deficiency Aoyw avendpketag CYP11A1
46,XY disorder of sex development- 46, XY Slatapayn tng 0e§0UaNKAG . ,
XY Aou- )
168558|adrenal insufficiency due to CYP11A1 |XY sex reversal-adrenal failure QVATTTUENG-eTLVEPPLELOKE OVETIAPKELOL quxmpod)n bUrov-emvebpiBLaKn
. . A QVETTAPKEL
deficiency Aoyw avenapketag CYP11A1
168563 46,XY gonadal dysgenesis-motor and a56.1 SUvSpopo 46, XY yovadikrg Suoyéveong-
sensory neuropathy syndrome " |KwnTkrg kat aoBnTkrg veupordBeLag
124|Blackfan-Diamond anemia D61.0 |Avaipia Blackfan-Diamond

124

Blackfan-Diamond anemia

Aase syndrome

Avaupia Blackfan-Diamond

20vSpopo Aase

124

Blackfan-Diamond anemia

Aase-Smith Il syndrome

Avatpia Blackfan-Diamond

3UvSpopo Aase-Smith Il

124

Blackfan-Diamond anemia

Congenital PRCA

Avatpia Blackfan-Diamond

Zuyyevrig PRCA

124

Blackfan-Diamond anemia

Congenital hypoplastic anemia, Blackfan-|
Diamond type

Avatpia Blackfan-Diamond

ZUYYEVAG UMIOMAQOTIKY avatpia, TUou
Blackfan-Diamond

124

Blackfan-Diamond anemia

Congenital pure red cell aplasia

Avaupia Blackfan-Diamond

Juyyevnig kaBapn epuBpokuTTapikn
amaoia

124

Blackfan-Diamond anemia

Diamond-Blackfan anemia

Avatpia Blackfan-Diamond

Avatpia Diamond-Blackfan
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Fatal mitochondrial disease due to Oavatndopa ptoxovdpLakn vooog Aoyw
168566 |combined oxidative phosphorylation E88.8 |ouvSuaoHoU ENATTWLATOG OEELBWTLKAG
defect type 3 PpwodopuAiwong turnou 3
Fatal mitochondrial disease due to Oavatndopa ptoxovspLakr vosog Adyw
. - X Fatal mitochondrial disease due to nd p' K X, paki < ,v Oavatndopa ULTOXOVEPLAKT VOOOG
168566|combined oxidative phosphorylation OUVEUOOHOU EAATTWHATOG OEELBWTLKAG )
COXPD3 | , Aoyw COXPD3
defect type 3 dwodopuliwong tumou 3
1310|Caffey disease M89.8 |Ndoog Caffey
1310|Caffey disease Infantile cortical hyperostosis Noéoog Caffey Bpedikr untepdotwon tou ool
168569|H syndrome D76.3 |ZUvSpopo H
168572|Native American myopathy G71.2 |18ayevrig Apepikavikn puorndadeta
N SUVEpopo cuyyevoug puomdBeLag-
C tal thy-cleft palate-
168572|Native American myopathy moarlliggenr:n: hrcgz:]t?\er\:ni:sy::rz;e 18ayevrG ALEPLKAVLKY HUOTIAOELL OXLOHAG urltspdjac-mkor']eouc
unepBeppiag
125|Bloom syndrome Q82.2 |Zuvépopo Bloom
125(Bloom syndrome BSyn 3UvSpopo Bloom BSyn
90(Argininemia E72.2 |Apywwatpio
90|Argininemia Arginase deficiency Apywwatpia AVETIAPKELO apyLVAONG
90(Argininemia Hyperargininemia Apywuwatpia Yrepapywvatpio
. . 50 .
168443 Spond\'/loep!metaphyseal dysplasia Q77.7 chSpou(yJ 0nov6uAf)enLustu¢uclaKnc
hypotrichosis syndrome Suom\aciag-umotpiywong
1065 Aniridia-cerebellar ataxia-intellectual 611.0 SUvBpopo avipldiag-rtapeykedoASIKAg
disability syndrome " |atagiag-vontikig votépnong
1065 A.r1irid>i‘a-cerebellar ataxia-intellectual Gillespie syndrome ZUV&,‘)OHO C(leLVG(C(Q-T(VEXDEVKEd)C()\LﬁlKI'V]Q S0vbpopo Gillespie
disability syndrome ATagloG-vonTIKNAG UCTEPNONG
. . 3UVEpPOpO OTIOVEUNOETUHETAPUOLAKIG
Spondyloepimetaphyseal dysplasia- . i
168451 pondyloepi . phy ysplasi Q77.7 |Suomhaciag-pun GUCLOAOYLKAG
abnormal dentition syndrome
obovtoduiag
1135 Ar_rhlnla—choar?al atresia- 087.0 Z0vépopo ueplvtac—xoavtkng atpnotog-
microphthalmia syndrome HikpodOaApiag
163454 SpondY‘IoepimetaphyseaI dysplasia, Q77.7 ZT,[OV&U)\OET[[HEY(IQ)UOL&KI"] Suom\aoia,
Geneviéve type TuTou Genevieve
Spondyloepimetaph | dysplasia, N SmovSuA | SuomAaoia, , N
168454 pon Y‘oeplme aphyseal dysplasia SEMD, Geneviéve type ry(ov v OET(I.-H\E\'O.(‘)UGL(IKI] vomhagia, SEMD, tumou Geneviéve
Geneviéve type TUTou Genevieve
168454 Spond\_/‘loeplmetaphyseal dysplasia, SEMDG Zry{ovéuhosmﬁem(buclm(n Suom\aoia, SEMDG
Geneviéve type TUTou Genevieve
1146|Distal arthrogryposis type 1 Q68.8 |Mepidepikn apbpoypunwon tumou 1
1146|Distal arthrogryposis type 1 DAl Mepidpepikr apBpoyplnwon tomnou 1 DAl
1146|Distal arthrogryposis type 1 Digitotalar dysmorphism Nepidepiki apbpoypunwon turmou 1 Aotpayaho-SaktuAkn Suopopdia
1143 Neurogenic arthrogryposis multiplex Q74.3 JuyyeviG TOAQITAR VEUPOYEVIG

apBpoypunwon




Telxog B'248/17.01.2024

EOHMEPIAA THE KYBEPNHZEQX

1461

ORPHAc ICD Juvwvupa
PreferredTerm Synonyms Mpotuwpevog Opo
i ynonyl e potipwuevos Opog
168486 (.Zongenl.tal r?euronal ceroid £75.4 Juyyevng VE,Upu)VlKn KEPOELSNG
lipofuscinosis Autodpoucokivwon
Congenital neuronal ceroid JUYYEVAG Ve ) KEPOELSN s
168486|,. s I. . Y ' Congenital NCL vy vr]cv'upu)vu(r] Kepoetone Zuyyevég NCL
lipofuscinosis Autodouokivwon
168491 L‘ate |nfa.mtllfe neuronal ceroid £75.4 otepn BPE'@KH VEUPWVLKA
lipofuscinosis Autopouokivwon
Late infantile neuronal ceroid € ePLkr Ve ) , .
168491|,. I . IA Y ! Jansky-Bielschowsky disease oten B '¢u<r]v vpwva No6oog Jansky-Bielschowsky
lipofuscinosis Autodouokivwon
168491 L‘ate |nfa.mtllfe neuronal ceroid LINCL otepn Bpeldnm VEUPWVLKA LINCL
lipofuscinosis Autopouokivwon
Late infantile neuronal ceroid € ePLkn Ve ) i
168491|,. ! . IA " ! Late infantile NCL otepn B '¢u<r]v vewvLa [Yotepn Bpedikn NCL
lipofuscinosis Autodouokivwon
168544 Spondylometaphyseal dysplasia, Q778 snovSulopetaduotkr Suomhacia, TUTIOUL
Golden type Golden
Spondylometaphyseal dysplasia, . X SnovSulopeta akn Suomhaoia, AooUvEe ovSUAopETa oK
168544 pondy phy ysplasi X-linked spondylometaphyseal dysplasia " vbulopetaduataki Suomhaot v (’U"' T orovSuAopetaduolakn
Golden type Tunou Golden Suomhaoia
1147|Sheldon-Hall syndrome Q68.8 [ZUvdpopo Sheldon-Hall
1147|Sheldon-Hall syndrome Distal arthrogryposis type 2B 20vSpopo Sheldon-Hall MNepidpepkn apBpoypunwon tomnou 2B
X 3 MapaAlayr) tou cuvdpopou Freeman-
1147|Sheldon-Hall syndrome Freeman-Sheldon syndrome variant SUvdpopo Sheldon-Hall Sheldon
MeTaagovikr akpomnpo \
246|Postaxial acrofacial dysostosis Q75.4 T, Sovikr) akponpoowrkn
Suoootwon
Acrofacial dysostosis, Genee- METAAEOVIKT) AKPOTIPOCWTTLKN AKPOTPOOWTILKY §UCOOTWON, TUTTOU
246|Postaxial acrofacial dysostosis ) v N § N axportp n pomp X i n
Wiedemann type Sucdotwon Genee-Wiedemann
246|Postaxial acrofacial dysostosis Mandi?uléfacial dysos_tosis with Msrfxaﬁovtkﬁ QKPOTPOCWITLKY Fvaeonpocu’orum' 6u0(")cmucr] !15
postaxial limb anomalies Sucootwon HETAAEOVIKEG AVWHAALEG TWV AKPWV
METQAEOVIKI OKPOTIPOCWITLKN
246|Postaxial acrofacial dysostosis Miller syndrome , Sovu akponp N ZUvSpopo Miller
Sucdotwon
M , ,
246|Postaxial acrofacial dysostosis POADS 5rf1a€0vu<r1 aKpOTPOWILKN POADS
Sucobotwon
METQaEOVIKI QKPOTIPOCWITLKN
246|Postaxial acrofacial dysostosis Postaxial acrodysostosis ) § N akporp! n Metaagovikr akpoduodotwaon
Sucdotwon
1770 XY type gonadal dysgenesis- Q99.1 SUVEPOHO AVWHOALWY TTOU OXETI{ETAL PE
associated anomalies syndrome " |tn yovadikn Sucyéveon timou XY
1775|Dyskeratosis congenita Q82.8 [Zuyyevng Suokepdtwaon
1775|Dyskeratosis congenita DC Juyyevig Suokepdtwon DC
1775|Dyskeratosis congenita DKC Juyyevng Suokepdtwon DKC
1775|Dyskeratosis congenita Zinsser-Engman-Cole syndrome Juyyevrg Suokepdtwon 30vSpopo Zinsser-Engman-Cole
1764|Familial dysautonomia G90.1 |Owoyevrig Sucautovopia

1764

Familial dysautonomia

HSAN3

Owoyevr¢ Sucautovopia

HSAN3

1764

Familial dysautonomia

Hereditary sensory and autonomic
neuropathy type 3

Owoyevrg Sucautovopia

KAnpovopiki atedntnptakn Kat
autévopun veupomnddeta turmou 3
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Heredit d aut i KA | aLo6! \
1764|Familial dysautonomia ereditary sensory and autonomic Owoyevrg Suoautovouia n?ovoulkn e ?ranaK’n Kt
neuropathy type IIl autovopn veuporndBeta tomou I
1764 |Familial dysautonomia Riley-Day syndrome Owoyevrig Sucautovopia SUvSpopo Riley-Day
235|Dubowitz syndrome Q87.1 |zOvépopo Dubowitz
239|Dyggve-Melchior-Clausen disease Q77.7 |N6oog Dyggve-Melchior-Clausen
1672|Diencephalic syndrome C72.8 |Aeykedaiikd cvvdpopo
1672|Diencephalic syndrome Diencephalic cachexia Ateykeahikod oUVSpopo Ateykedahkn Kaxe§io
A A6 o0V SN
1672|Diencephalic syndrome Diencephalic syndrome of childhood Aleykedaiikd cuVSpopo n)l\elle;?u e GOVOpope TAIBLKNG
1672 |Diencephalic syndrome Diencephalic syndrome of emaciation Ateykehahikod ouVSpopo Aleykedakod oUVEpopo LoxvotnTag
1672|Diencephalic syndrome Russell diencephalic cachexia Ateykedaiikd cuVSpopo Ateykedalkrn koxe§io Russell
1672 |Diencephalic syndrome Russell syndrome Ateykeahikod ouVEpopo 3UvSpopo Russell
833 Encephalopathy due to sulfite oxidase £72.1 EykedporondBeia AOyw avendpKeLag
deficiency 7 |Bewdboug oerddong
167635|Scleromyxedema L98.5 [ZkAnpopuéoidnua
167635|Scleromyxedema Arndt-Gottron disease SkAnpopugoidnua Nooog Arndt-Gottron
. X évn As 616 PAaTIEWS!
167635|Scleromyxedema Generalized lichenoid papular eruption ZkAnpopugoidnua éi‘::gs:uevn euxnvoetdiic ramdking
. X Tevikeupévog BAaTdwdng Kat
G lized | d sclerod d
167635|Scleromyxedema Ii:hn:r:e:r:;iedpean'?\:ti;:: sclerodermol SkAnpopuéoisnua okhqpoésppostﬁrﬁg pu€oldnpatwdng
Aewrvag
AVEMAPKELA TTUPOCTAGUALK
765|Pyruvate dehydrogenase deficiency E74.4 P , P ¢ ne
adubpoyovaong
- AVETIAPKELA TIUPOOTADUALKAG
765|Pyruvate dehydrogenase deficiency |PDH , PDH
adudpoyovdong
. AVETIAPKELA TIUPOOTADUALKAG
765|Pyruvate dehydrogenase deficiency [PDHC , PDHC
adubpoyovaong
765|Pyruvate dehydrogenase deficiency PyrIU\_/ate dehydrogenase complex AvsndesLuynupomud}uMKr’]q AVETIAPKELXL ou’un)\ékou ’
deficiency adudpoyovaong rupootadpuAikig adudpoyovaong
- OpokuoTwoupia AOyw QVETApKELaG
Homocystinuria due to methylene N ,
395 E72.1 |ueBulevo-tetpaidpodol
tetrahydrofolate reductase deficiency HEBY V, TetpabEpodohkic
avaywydong
[o] PN :
395 Homocystinuria due to methylene MTHFR deficienc Ell:lf;g‘::s?f%ovozg;\/?ﬂpKEWC Averdpkela MTHFR
tetrahydrofolate reductase deficiency v H , pavop ne °
avaywydong
Opo oupiat AOyw avemapkeLa .
Homocystinuria due to methylene Methylene tetrahydrofolate reductase HokuaTvoupt . vwav " prewas Avenapketa peBulevo-
395 - - pneBulevo-tetpaii SpodoAtkrg N . .
tetrahydrofolate reductase deficiency |deficiency , TeTpal&podoAikng avaywyaong
avaywydong
. - MepOVWHEVN QVETIAPKELD YAUKEPOA-
408|lsolated glycerol kinase deficiency E74.8 i
Kvaong
. - . MepovWHEVN QVETEPKELD YAUKEPOA- ,
408|lsolated glycerol kinase deficiency Hyperglycerolemia xvéong YriepyAukepoAatpia
147 Carbamoyl-phosphate synthetase 1 £72.2 Averndpkela kapBapoio-dwaodopikig
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147 Car.bz_lmoylfphosphate synthetase 1 CPS1 deficiency Avsnc’(plkau kapBapoilo-dwodoptkrg Avemdpketa CPS1
deficiency ouvBetaong 1
C I-phosph: h 1 AVETd OAo- A
147 arlb?moy phosphate synthetase cPSID VSTI(ID'KEl(I kapBapotro-pwodopikrg CPSID
deficiency ouvBetdong 1
147 Carbamoyl-phosphate synthetase 1  |Carbamoyl-phosphate synthetase | Avertdapkela kapBapoiio-dpwodopkig  |Avendpkela kapBapoilo-pwodoptkig
deficiency deficiency ouvBetaong 1 ouvBetaong |
147 Carbamoyl-phosphate synthetase 1  |Carbamoyl-phosphate synthetase Avernapkela kappapolo-dpwodopikis  |Avendpkeia kapBapoiro-pwodopikig
deficiency deficiency ouvBetdong 1 ouvBetdong
23|Argininosuccinic aciduria E72.2 |Apywivonhektpikn o§éwon
23|Argininosuccinic aciduria ASA deficiency ApywonAektpikr oééwon Averndpkela ASA
23|Argininosuccinic aciduria ASL deficiency APYWIVONAEKTPLKN 0§Ewaon Averdpkela ASL
23|Argininosuccinic aciduria Argininosuccinase deficiency ApYWLWVONAEKTPIKN 0§Ewan AVETIAPKELQ APYWVLVONAEKTPAONG
23|Argininosuccinic aciduria Argininosuccinatelyase deficiency ApYWIVONAEKTPLKN 0§€waon AVETIAPKELQ APYLVIVONAEKTPUAONG
. Avernapkela Aud Q onhe oU
23|Argininosuccinic aciduria Argininosuccinic acid lyase deficiency ApywiwvonAektpikr o§éwaon o;é:g PELCL AVAONS APYWIVONAEKTOIKOU
Adenosine monophosphate AVETIAPKELQ QTIOULVAONG
45 . . G71.3 X .
deaminase deficiency povodpwadoptkng adevoaoivng
Adenosine monophosphat AVETIAPKE . .
45 © . " ) _p phate AMP deaminase deficiency VETapKeLa omu’ulvozcnc | Averndpkela anapwdaong AMP
deaminase deficiency povodwodopikrg adevooivng
Adenosine monophosphate AVETIAPKELQ OTAULVEC] AVETIAPKELA HUOASEVUALKN
45 3 N ,p P Myoadenylate deaminase deficiency P ,u ns , p, s ne
deaminase deficiency povodpwadoptkng adevooivng anapwvaong
217|Isolated Dandy-Walker malformation Q03.1 [Mepovwpévn duomhacio Dandy-Walker
Cutis marmorata telangiectatica ZUYYEVEG TNAEAQYYELEKTATIKO
1556 . © Qs2.g [FUYVEVECTIRERAYY
congenita Hoppapoetdég Sépua
1556 Cutis mérmorata telangiectatica emTe JUYyeVEQ Tr]AFMIYVElEKTC(TlKO eMTe
congenita HapUapoelSEG Séppa
Craniosynostosis-Dandy-Walker JUVEPOO KPAVLOGUVOOTEWONG-
1538|malformation-hydrocephalus Q03.1 [Suomhaciag Dandy-Walker-
syndrome ubpokedaliog
Craniosynostosis-Dandy-Walker SUVEPOPO KPAVLOOUVOOTEWONG-
1538|malformation-hydrocephalus Braddock-Jones-Superneau syndrome Suom\aoiag Dandy-Walker- ZUvSpopo Braddock-Jones-Superneau
syndrome udpokedatiag
Corpus callosum agenesis- 20v8popo ayeveaiog uecordpiou-
1496 P ¢ G60.0 poko ayeveolag jeaokép
neuronopathy syndrome VeupomabeLag
Corpus callosum agenesis- SUvEpopo ayeveoiag HecoldBLou- §
1496 Andermann syndrome ., 20v8popo Andermann
neuronopathy syndrome veupomnaBeLag
Corpus callosum agenesis- 20v8popo ayeveoiog uecordplou-
1496 P 8 Charlevoix disease o H v oK B No6oog Charlevoix
neuronopathy syndrome VEUpOTAOELAG
Neonatal severe primary Neoyvikdg coPapdg mpwronadng
417 . E21.0 ,
hyperparathyroidism unepnapabupeoelSLopog
417 Neonatal severel Primary NSHPT Neoyvikog coBapog r[puljtor[aer']c NSHPT
hyperparathyroidism UTEPTAPAOUPEOELSIONOG
. . ZUVEPOO UTIOYOVASLOUOU-TIPOTTWONG
H adism-mitral valve prolapse- i
2233 ypogonacism-mitraf valve proiap Q87.8 |pitpoetsoug BarBidag-vontikig

2233

Hypogonadism-mitral valve prolapse-
intellectual disability syndrome

Cantalamessa-Baldini-Ambrosi
syndrome

SUVEPOO UTIOYOVASLOHOU-TIPOTTTWONG
pitpoetdolg BaABidag-vonTikig
uotépnong

2UvSpopo Cantalamessa-Baldini-
Ambrosi
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S0v6 A | \
2248|Hypoplastic left heart syndrome Q234 o p?uo UTIQTAQGTLKIIS ApLoTEphe
KapdLag
S0v&popo umomAa ¢ apLotepn
2248|Hypoplastic left heart syndrome HLHS oV p' HO UTOTAGOTIKIIS apioTERNS HLHS
KapSLag
446|Neonatal hemochromatosis E83.1 |Neoyviki aLpHOXpWHATWON
2135|Hennekam-Beemer syndrome Q82.2 [sUvSpopo Hennekam-Beemer
Mastocytosis-short stature-deafi S0V ¢ - O
2135|Hennekam-Beemer syndrome astocytosis-short stature-deainess ZUvSpopo Hennekam-Beemer o p?uo uo.o‘rc?Kurto.pwcsnc Kovtou
syndrome QVOLOTAHOTOG-KWHWONG
Mastocytosis-short stature-hearing loss , MaotokuTtd, -KOVTO avd a-
2135|Hennekam-Beemer syndrome viost Y ng 20v8popo Hennekam-Beemer | OTOKUTH pf»cr] Kove 'v otk
syndrome oUVSPOHO AMWAELOG AKONG
2140|Congenital diaphragmatic hernia Q79.0 |Zuyyevng Stadpaypatokiin
2140|Congenital diaphragmatic hernia CDH Juyyevig Stadpaypatokiin CDH
2185|Congenital hydrocephalus Q03.1 |Zuyyevng udpokédarog
2185|Congenital hydrocephalus Q03.8 |Zuyyevrig udpokédarog
2185|Congenital hydrocephalus Q03.9 |Zuyyevng udpokédarog
2185|Congenital hydrocephalus Q03.0 |Zuyyevrig udpokédarog
2116|Hartnup disease E72.0 |Nooog Hartnup
2116|Hartnup disease Aminoaciduria, Hartnup type Néoog Hartnup Apwo€uoupia, Tunou Hartnup
2116|Hartnup disease Hartnup disorder Ndoog Hartnup Awatapaxn Hartnup
2118|Hawkinsinuria E70.2 |2OvSpopo Hawkins
2118|Hawkinsinuria 4-HPPD deficiency SUvSpopo Hawkins 4-ENAeupn HPPD
Avendpkela 4-aAda-
4-alpha-hydroxyphenylpyruvate , . !
2118|Hawkinsinuria P v XYp. VIpyruv ZUvSpopo Hawkins vdpo&udatvulonupouPikng
hydroxylase deficiency ,
upouidong
4-hyd| henyl, ic acid Avend & . 4-
2118|Hawkinsinuria . Veroxyp eny_p.yruwc at SUv8popo Hawkins VETAPKELD Lo{uvsvaonq' s
dioxygenase deficiency udpogudatvuronupouPikol ogEog
351|Galactosialidosis E77.1 |FalaktootaAiSwon
351|Galactosialidosis Goldberg syndrome FaAaktootaAiswon SUvSpopo Goldberg
351|Galactosialidosis Neuraminidase dlef.iciency with beta- FehaxtootahiSwon AVER(:IpKEL(I vz;'upautvtédunq p]s
galactosidase deficiency avemndpkeLa Brita-yahaktoolddong
2020 Congenital fiber-type disproportion 6712 Zuyvzvng Huonaezla Suoavahoyiag
myopathy wwdoug tumou
2020 Congenital fiber-type disproportion CETOM Zuyvevr’]c Euondeem Suoavahoyiag CFTOM
myopathy wwdoug TUTou
2053|Freeman-Sheldon syndrome Q87.0 [Zvvdpopo Freeman-Sheldon
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2053 |Freeman-Sheldon syndrome Craniocarpotarsal dysplasia 2Uv8popo Freeman-Sheldon Kpaviokaprotapotkr Suomhacia
2053|Freeman-Sheldon syndrome Craniocarpotarsal dystrophy 20vSpopo Freeman-Sheldon Kpaviokaprotapoikn Suotpodia
2053 |Freeman-Sheldon syndrome Distal arthrogryposis type 2A 20vSpopo Freeman-Sheldon Mepidpepkn apBpoypunwon tomou 2A
2053|Freeman-Sheldon syndrome Freeman-Burian syndrome 20vSpopo Freeman-Sheldon JUvSpopo Freeman-Burian
2053 |Freeman-Sheldon syndrome Whistling face syndrome 20vSpopo Freeman-Sheldon 20vSpopo oduUPLOTIKOU TPOCWITOU
295|Fetal parvovirus syndrome P35.8 |ZUv8popo eppputkol apBoiol
Mother-to-child ti ission of MeTasd 5po 00
295|Fetal parvovirus syndrome ° e',' o-ehiic transmission o J0vSpopo epBputko mapBoiol E,m or’:n rou ouv 'pouou ntpfoiov
parvovirus syndrome ano puntépa o atdi
295|Fetal parvovirus syndrome Parvovirus antenatal infection SUvSpopo epPputkol mapBoiol Mpoyevvntikn Aoipwén and napPoio
Mitochondrial DNA depletion ZT::’:O\;D Sf::;)\gﬁzq tov
1933|syndrome, encephalomyopathic form G71.3 z Ks)t(ba)\g vorad \'u;' opbr e
with methylmalonic aciduria v M ) N ) 11 Hopon |
peBulopatovikr o§Ewon
0v8 QVTAl
Mitochondrial DNA depletion Ll)rvo po(z)go fj:ovg Sﬁ:ﬁ ov
1933|syndrome, encephalomyopathic form |Booth-Haworth-Dilling syndrome HLTOXOVOP ' , 2UvSpopo Booth-Haworth-Dilling
. o eykedalopuonadnukn popdn pe
with methylmalonic aciduria L,
peBuAopadoviki ofEwon
20v8 QVTAl
Mitochondrial DNA depletion . . uvopopo EEEXV'T nang rou , ,
. Mitochondrial encephalomyopathy- pttoxovéplakol DNA, ZUVSPOHO ULTOXOVEPLOKAG
1933|syndrome, encephalomyopathic form aminoacidopathy syndrome eykepalopuonadntkn popdn pe eykedpalopuondOelag-apvoseonddeia
with methylmalonic aciduria pathy sy v M ) n i 1 Hopon W ¥ M cau <
peBulopatovikr ofEwon
20v8popo e§AVTA (o] . .
Mitochondrial DNA depletion mtDNA depletion syndrome, L:TVO Zv: wi(c\g Sﬁzq ov ZUvSpopo §dvtAnang mtDNA,
1933(|syndrome, encephalomyopathic form |encephalomyopathic form with HLTOXovop ' , eykedalopuonadntkr popdn pe
. L PR, eykeparopuonadntikn popdn pe el
with methylmalonic aciduria methylmalonic aciduria e peBulopadovikr oéwon
peBuAopadoviki ofEwon
1880 Ebstein malformation of the tricuspid Q225 Auur['?\uo’w( Ebstein tng tpiyAwxwog
valve BaABidag
1880 Ebstein malformation of the tricuspid Ebstein anomaly of the tricuspid valve Aucn?\acia Ebstein tng tpiyAwxwog Aku’a?\ia Ebstein tng tpiyAwywag
valve BaABidag BaABidag
1915|Fetal alcohol syndrome Q86.0 [EpBpuikd aAkooAkod cUvpopo
1915|Fetal alcohol syndrome ARBD EuBpuikd aAkooAkd ouvSpopo ARBD
1915|Fetal alcohol syndrome ARND EuBpuikd aAkooAkd cuvSpopo ARND
. - . Juyyeveic BAGBeG mou oxetilovtal pe to
1915|Fetal alcohol syndrome Alcohol-related birth defects EpBpuikd ahkooAiko cuvEpopo AAKOBA
Alcohol-related neurodevelopmental Neupoavarntulakn Satapoxr mou
1915|Fetal alcohol syndrome ) P EpBpuikd aAkoolikd cuvspopo p o . paxn
disorder oxetiletal e To AAKOOA
1915|Fetal alcohol syndrome FAS EuBpuikd aAkooAkd cuvSpopo FAS
1915|Fetal alcohol syndrome FASD EpBpuikd aAkooAkd cuvSpopo FASD
A , .
1915|Fetal alcohol syndrome Fetal alcohol spectrum disorders EpBpuikd aAkooAikd civEpopo LC(TC(?C()(EF ov d)o.ou(’noq w,U
€UPpUikol aAKOOALKOU GUVEOHOU
1885|Isolated ectopia lentis Q12.1 |Mepovwpévn ektortio Gpakol




1466

EQHMEPIAA THX KYBEPNHZEQX

TelUyxo¢ B'248/17.01.2024

Oi::Ac PreferredTerm Synonyms ch:(::IDes Npotiuwpevog Opog ELABES
1885|Isolated ectopia lentis Ectopia lentis syndrome Mepovwpévn ektortia pakol SUvSpopo ektoniag pakol
1885|lIsolated ectopia lentis Familial ectopia lentis Mepovwpévn ektornia dpakov OwKoyevrG ekTomia Gpakol
1851|Multicystic dysplastic kidney Q61.4 [MOAUKUOTIKOG SUCTIAAOTIKOG VEPPOG
1851|Multicystic dysplastic kidney MCDK MOAUKUOTIKOG SUOTINALOTIKOG VEPPOG MCDK
1851|Multicystic dysplastic kidney Multicystic renal dysplasia MOAUKUOTIKOG SUCTIAQOTIKOG VEDPOG MoAukuotikn vedpikr Suomhaoio

660|Omphalocele Q79.2 |Opdarokniin
635|Neuroblastoma C74.9 [NeupoPAdotwpo
2612|Linear nevus sebaceus syndrome Q85.8 ii‘,:fsjuo YPAuHLKOD opnyHaToysvou
2612|Linear nevus sebaceus syndrome Nevus sebaceus of Jadassohn f:{‘,[’fgsuo ¥PauKoU opnyHaToyovou Zunypatoyovog omihog tou Jadassohn
2612|Linear nevus sebaceus syndrome Nevus sebaceus syndrome ii‘,:fgjuo YPAUHLKOD opnyHaToyévou JUVEPOHO CUNYHATOYOVOU oTtihou
2612|Linear nevus sebaceus syndrome Organoid nevus syndrome f:[\,:fgsuo ¥PayKoU opnyHaToyovou ZUvSpopo opyavoetsoug omilou
2612|Linear nevus sebaceus syndrome Schimmelpenning syndrome iﬂ[{fgﬁuo YPAuHLKOU opnyHaToyévou 3UvSpopo Schimmelpenning
2612|Linear nevus sebaceus syndrome Solomon syndrome ii\,:fssuo VPARLKOS opnyHaToydvou S0vSpopo Solomon
2635|Metatropic dysplasia Q77.8 |Metatpornikn SucmAacia
2635|Metatropic dysplasia Metatropic dwarfism Metatporukr Suorhaoio METATPOTUKOG VAVIOHOG
2655|Thanatophoric dysplasia Q77.1 |@avatodoptkr Sucmhacia
2655|Thanatophoric dysplasia D Qavatodoptkn SuomAacia TD
606|Proximal myotonic myopathy G71.1 |EyyUg puoTovikr puonddeta
606|Proximal myotonic myopathy Myotonic dystrophy type 2 EyyUG MUOTOVIKH puomdBeLa Muotovikn Suatpodia tvmou 2
606|Proximal myotonic myopathy Proximal myotonic dystrophy EyyUG HUOTOVLKH puoTtdBeLa EyyU¢ puotovikr Suotpodia
606|Proximal myotonic myopathy Ricker disease EyyUG MUOTOVLKH puOTtaOELaL Nodoog Ricker
606 |Proximal myotonic myopathy Ricker syndrome EyyUG HUOTOVLKH puoTtdOeLa SUv8popo Ricker
705|Pendred syndrome E07.1 |ZOvSpopo Pendred
705(Pendred syndrome Goiter-deafness syndrome 3UvSpopo Pendred SUvSpopo BpoyxoknAng-kwdwong
705|Pendred syndrome Goiter-hearing loss syndrome SUvSpopo Pendred Z‘:’(\;ZZOHO Brovxokiitng-ariheias
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2801 (Juvenile Paget disease M88.0 |Neavikr vooog Paget
2801|Juvenile Paget disease Familial osteoectasia M88.8 |Neavikn vooog Paget Owoyevrg ooteoektaoia
2801 |Juvenile Paget disease Hereditary hyperphosphatasia M88.9 |Neavikr vooog Paget KAnpovopikr unepdpwodatacia
Hyperostosis corticalis deformans ., AoLwd £p0! EQVIKW
2801|Juvenile Paget disease . VP L : cal Neaviki vooog Paget Ghowibng u'n pocTwon veaviwy
juvenilis TapaApopPWoOEWV
2801 Juvenile Paget disease JPG Neavikn vooog Paget IPG
884|Tetrasomy 12p Q99.8 |[Tetpacwpio 12p
884|Tetrasomy 12p Isochromosome 12p mosaicism Tetpaowpia 12p Muwoaiopog LlooxpwpHoowHaATog 12p
884|Tetrasomy 12p Isochromosome 12p syndrome Tetpaowpia 12p JUVSPONO LOOXPWHOOWHATOG 12p
884|Tetrasomy 12p Pallister-Killian syndrome Tetpacwuia 12p SUvbpoypo Pallister-Killian
2785 Os_teop')etrosis with renal tubular Q782 Oc'rsonérpwor] He VEPPLKT CWANVAPLOKT
acidosis oféwon
Osteopetrosis with renal tubular OOCTEOMETPWON UE VEPPLKT CWANVAPLOKT
2785 . p Carbonic anhydrase 2 deficiency , pwon pe vedpu fvepLaxn Avemnapkela avBpakikig avudpaong 2
acidosis oféwan
Osteopetrosis with renal tubular Ooteoné € Ve | SWA \
2785| . ¢ p s withre uby Guibaud-Vainsel syndrome G,TE TETPLON HE VEppL owhnVapLaK 3Uv8popo Guibaud-Vainsel
acidosis oééwaon
Osteopetrosis with renal tubular OOCTEOMETPWON UE VEPPLKT CWANVAPLOKT
2785 . p Marble brain disease , pwon pe vedpu nvepLaxn Mappdpvn eykepalikr vooog
acidosis oféwaon
2785 Os_teo;')etrosis with renal tubular Mixed RTA Oc'tsonérpwon He VEPPLKT CWANVAPLAKT Mucer RTA
acidosis oféwon
Osteopetrosis with renal tubular OOCTEOMETPWON UE VEPPLKT CWANVAPLOKT
2785 . p Mixed renal tubular acidosis , pwon pe vedpu fvoapaxn Mt} vedpikry cwAnvaptakn o§éwaon
acidosis oféwaon
Ost trosis with | tubul. (o] 3 | SWA \
2785 S eo;')e rosis with renat tubuiar Renal tubular acidosis type 3 G'TEOT[EprUH He vedpu owhnvaptaki Nedpikr) cwAnvaptakr oféwon tumou 3
acidosis oféwon
2744 Horlzont.al gaze Palfy with H49.4 MNapdAuon o'pllovr'\ou BAéppatog pe
progressive scoliosis TPOOSEUTIKY OKOAlwoN
9744 Horlzont:al gaze .pal_sy with HGPPS MNapdAvon O'pLZOVT’lOU BAEppOTOG pE HGPPS
progressive scoliosis TIPOOSEVTIKN OKOAlwan
2744 Horizontal gaze palsy with Progressive external ophthalmoplegia MNapdAuon opZévtiou BAEPHATOG HE Mpoodeutikn ewtepkn
progressive scoliosis and scoliosis TPOOSEUTIKA OKOALwoN odBaipomAnyia Kot oKoAiwon
2746|0psismodysplasia Q78.8 |Oyiopoduomiacia
2971 Per.c1>f|somal acyl-CoA oxidase €713 sz—:r[ufpketu UTEPOSUOWHLKNG akuAo-CoA
deficiency ofedaong
2971 Per.o>_<|somal acyl-CoA oxidase Pseudo-NALD AVET[CprElC( UTEPOSUOWHLKAG akuAo-CoA WeuSo-NALD
deficiency oéelbaong
Peroxisomal acyl-CoA oxidase AVETIAPKELQ UTIEPOEUOWHIKIG akUAO-COA (WeuSo-veoyvik
2971, . . v Pseudo-neonatal adrenoleukodystrophy 'p POt Hune Y .
deficiency oedaong adpevoheukoSuotpodia
P i | |-CoA oxid A ¢ g Ao-CoA
2971 er.o>_<|soma acy-toft oxidase Pseudoadrenoleukodystrophy VET[OSPKSW unepoguowhIKiiG akuro-Co Weudoadpevoheukoduotpodia
deficiency oéelbaong
2970|Prune belly syndrome Q79.4 [20vSpopo NG KOWLEG Prune
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2970|Prune belly syndrome Abdominal muscle deficiency syndrome SUVEPOO TNG KOWLAG Prune SUVEPOHO QVETIAPKELAG KOLAKWY HUWV
2970|Prune belly syndrome Eagle-Barret syndrome JUvEpopo G KOWLGG Prune JUvSpopo Eagle-Barrett

2970|Prune belly syndrome Obrinsky syndrome ZUvSpopo ™G KOAG Prune ZUvSpopo Obrinsky

2970|Prune belly syndrome Triad syndrome JUvEpopo ™G KOWGG Prune SUvSpopo Triad

744|Proteus syndrome Q87.3 |z0vdpopo Mpwtéa

e
2903|Familial spontaneous pneumothorax J93.1 |Owoyeviig auBoppnTog mveuvpoBwpakag

2901|Neuralgic amyotrophy G54.5 |Neupalyiki apvotpodia

2901|Neuralgic amyotrophy Acute brachial plexus neuritis Neupadyikn apuotpodia Ofela veupitida BpayLoviou AEypHaTOG
2901|Neuralgic amyotrophy Brachial plexus neuritis Neupahyikn apuotpodia Neupitda Bpaxtdviou mAéypatog
2901|Neuralgic amyotrophy Immune brachial plexus neuropathy Neupahyikn apuotpodia AV?UO}\OVlKﬁ veupordBeta Bpayioviou

TIAéYpaTOG

2901 |Neuralgic amyotrophy x:;:;:;:::is multiplex with brachial Neupayiki auvotpodia :Zrl:gge)\eﬁc;;ovovsupiuéac He Bpaxiovia
2901|Neuralgic amyotrophy Neuralgic shoulder amyotrophy Neupahyikn apuotpodia Neupadyikn apuotpodia wHou
718|(lIsolated Pierre Robin syndrome Q87.0 |Amopovwpévo cUvpopo Pierre Robin

718|lsolated Pierre Robin syndrome Isolated Pierre Robin sequence Arnopovwpévo ouvpopo Pierre Robin Aropovwpévn akohouBia Pierre Robin
290|Congenital rubella syndrome P35.0 |ZUv8popo ouyyevoug epubpdg

290|Congenital rubella syndrome CRS SUvSpopo cuyyevoug epubpag CRS

290|Congenital rubella syndrome Fetal rubella syndrome JUvSpopo cuyyevoug epubpdc JUvSpopo epBpuikng epubpdg
290|Congenital rubella syndrome :{I{z::z:‘t:-child transmission of rubella ZUvSpopo ouyyevoug epubpdg Z:;iiz:g;z:;zﬁg?uou epubpds
3071|Costello syndrome Q87.8 [ZUvSpopo Costello
3071|Costello syndrome FCS syndrome SUvSpopo Costello SUvdpopo FCS
3071|Costello syndrome Faciocutaneoskeletal syndrome SUvSpopo Costello MpoownodeppatookeAeTikd cUVEPOUO
763|Pycnodysostosis Q78.8 [MukvoSucdotwon

763 |Pycnodysostosis Pyknodysostosis Mukvoduodotwon Mukvoduodotwon
2983 Disorder of sex development- 056.3 SOvEpopo Slatapaxrg oe§OUaAKAG

QVATTTUENG-VONTIKAG UOTEPNONG
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Disorder of sex devel t- 20v8 &1 g ALKN
2983|. sorder o S?X ?YE opmen Verloes-Gillerot-Fryns syndrome U‘{ POHO Luro.pa,xnc GE,EOUQ e sUv8popo Verloes-Gillerot-Fryns
intellectual disability syndrome QVAMTUENG-VONTIKNG UCTEPNONG
2301|Congenital short bowel syndrome Q43.8 [Zuyyevég oUvSpopo Bpaxéog eviépou
469 |Hereditary fructose intolerance E74.1 |KAnpovopikn Sucaveia otn Gpouktoln
Hereditary fructose-1-phosphate i , , KAnpovopuikr avendpkelo aASoAd
469|Hereditary fructose intolerance aldolalse dyefi;ency phosp KAnpovoptkr ducaveéia atn dpouktoln d)prl‘:m‘;é‘(l;zr—]l—;u?o;;ptkﬁq one
469 |Hereditary fructose intolerance Hereditary fructosemia KAnpovopukr ducavesia otn ppouktoln  |KAnpovoptkn dpouktolatpio
2308|Jacobsen syndrome Q93.5 [ZOvSpopo Jacobsen
2308|Jacobsen syndrome Del(11)(q23.3) 20vSpopo Jacobsen Del(11)(q23.3)
2308|Jacobsen syndrome Del(11)(qter) 20vSpopo Jacobsen Del(11)(qter)
2308|Jacobsen syndrome Distal deletion 11q ZUv8popo Jacobsen Anopakpuopévn EMeunpn 11q
2308|Jacobsen syndrome Distal monosomy 11q 20vSpopo Jacobsen MNepidpepkn povoowpia 11q
2308|Jacobsen syndrome Monosomy 11qter 2UvSpopo Jacobsen Movoowpia 11qgter
2308|Jacobsen syndrome Telomeric deletion 11q 20vSpopo Jacobsen Tehopepikr) ENewn 11q
Joubert syndrome with oculorenal
2318 4 Q04.3 [Joubert syndrome with oculorenal defect
defect
Joubert synd! ith ocull |
2318 d(:;e:tr syndrome with oculorena Arima syndrome Joubert syndrome with oculorenal defect |ZUvSpopo Arima
2318 Joubert syndrome with oculorenal CORS vaépop'm Joubert pe odBaApo-vedpkég CORS
defect avwHaAieg
Joubert synd! ith ocull | 0v8 Joubert BaApo- é
2318 oubert syndrome with oculorena Cerebellooculorenal syndrome v pou'o oubert e opBato-veppikés Eykedahoayyelovedpikd cuvEpopo
defect avwpaieg
Joubert syndrome with oculorenal 20v8popo Joubert pe opOaApo-veDpLKE:
2318 v Dekaban-Arima syndrome o Ll He opBaru s ZUvbpopo Dekaban-Arima
defect avwHaAieg
2318 Joubert syndrome with oculorenal 1S type B ZL’JVépOHO Joubert pe opBaApo-vedpkég 1S tortou B
defect avwpaieg
2318 Joubert syndrome with oculorenal 15-0R ZL’JV&DOL,[O Joubert pe odBaApo-vedpikég 1S-OR
defect avwpaAieg
. Joubert syndrome with oculorenal Joubert syndrome with Senior-Loken SUvSpopo Joubert pe opBaApo-vedpikég |Z0vSpopo Joubert pe cuvSpopo Senior-
defect syndrome avwpaAieg Loken
2253 Foveal hypoplasia-presenile cataract H26.0 SUvSpopo ulnon}\uo'wfc BoBpiou-
syndrome TIPOYEPVIKOU KATAPPAKTN
F I h lasia- ile cataract 0v8 oot 6piou-
2253 oveal ypoplasia-presenile catarac O'Donnell-Pappas syndrome UVOPOHO U,mm aoLu’q Bobpiou 30vSpopo O'Donnell-Pappas
syndrome TIPOYEPVIKOU KATAPPAKTN
180188 Isolated c.ongenit'al breast 083.0 Msuovuu'lévr] cruvvvevr’]q )
hypoplasia/aplasia uromhaota/anmiacia paotol
Isolated congenital breast . . Mepovwpévn GUYYEVAG , , ,
180188 Isolated tal t M
hypoplasia/aplasia solated congenital amastia unorm\aoia/amhacia paotol EHOVIUEVN GUYYEVNC anadTia
180182|Supernumerary breasts Q83.1 |YnepapBuoi paotoi
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180182|Supernumerary breasts Accessory breasts YnepaptBpol paotot Accessory breasts
180182 |Supernumerary breasts Polymastia YriepapBpoi paotoi MoAupaotia
2300|Multiple intestinal atresia Q43.8 |MoM\armAn evtepikr atpnaio
! ! . OtKoyevEG CUVEPOLO EVTEPLKA
2300|Multiple intestinal atresia Familial intestinal polyatresia syndrome MoAharAr eviepikn atpnota Hovev ccruv POHO EVIEPLNG
moAvatpnoiag
180226|Embryonal carcinoma C22.7 |EuBpuikd Kapkivwpo
180226|Embryonal carcinoma C71.9 |EuBpuikd kapkivwpo
Trichorhinophal I synd t
502 2r|c orhinophalangeal syndrome type Q87.8 |Tpiyopvodaiayyké civspopo tomou 2
Trichorhinophalangeal syndrome type - , s
502 2 ! fnop s Y s Deletion 8q24.1 Tpixopwodalayykd cuvSpopo tumou 2 [éMewbn 8g24.1
Trichorhinophalangeal syndrome type
502 2 P g i s Langer-Giedion syndrome Tpxoptvodpaayyikd civépopo tuirouv 2 [SUvdpopo Langer-Giedion
Trichorhinophalangeal syndrome type
502 2 ! fnop 8 Y s Monosomy 8q24.1 Tpyopwodoalayykd cuvSpopo tunou 2 [Movoowpio 8q24.1
180229|Polyembryoma C80.9 |MoAuéuBpuwpa
2370 Larsen-like osseous dysplasia-short Q748 ZUvSpopo ootikig Suomiaciag Tumou
stature syndrome " |Larsen-pikpod avaotripatog
477|KID syndrome Q80.8 [3UvSpopo KID
477|KID syndrome Ichthyosis hystrix Rheydt type SUvSpopo KID Ichthyosis hystrix Rheydt type
477|KID syndrome KID/HID syndrome SUvSpopo KID SOvpopo KID/HID
- . o Kepatituda-txbvaon-
Keratitis-ichth: -deaf Hystrix-lik
477|KID syndrome icirtz\lliilsc-dea\;(r:::s s?/idr:'zsr:]/e ystrix-iike 3UvSpopo KID Klf)d)wan/cﬂ}/épouo xBvaong-kwowong
tonou Hystrix
Keratitis-ichthyosis-hearing loss/Hystrix: Kepariba-ixBlaon-amdiew
477|KID syndrome o . v . J ¥ ZUvSpopo KID akong/ouvSpopo yBuaong Tunou
like ichthyosis-hearing loss syndrome X " .
Hystrix-anwAeLog akong
477|KID syndrome Senter syndrome SUvSpopo KID SUv8popo Senter
SUVEPOHO UEHOVWHUEVOU Kpaviou
2343|lsolated cloverleaf skull syndrome Q75.0 POM I»l HOVIH o
TpLPUANLOU
2346|Angioosteohypertrophic syndrome Q87.2 |Z0VEpOUO QyYELO-0CTEO-UTPETPODLa
2346|Angioosteohypertrophic syndrome Klippel-Trénaunay-Weber syndrome ZUVSpOpO ayyELO-00TEO-UTPETPOdia 20vSpopo Klippel-Trénaunay-Weber
180247|Vaginal carcinoma C52  |KoAmukd kapkivwpa
180247|Vaginal carcinoma Vaginal malignant epithelial tumor KoAmukoé kapkivwpo KoAmkog kakorOng erubnAiakdg dykog
2430|Congenital macroglossia Q38.2 |Zuyyevng pakpoyAwooia
Congenital pulmonar
2414 8 P v Q33.8 |Zuyyevng IveUHOVLKN AepdayyeLektacia
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2414 f;?:i:z:;lei‘::;:nary Pulmonary lymphangiomatosis SUYYEVAG TIVEUHOVLKF Aepdayyetektaoia |Mveupovikr Aepdayyelwpdtwon
2373|Congenital laryngomalacia Q31.5 [Zuyyevrg Aapuyyopahakio
180234|Mixed germ cell tumor C80.9 |MIKTOG OYKOG YEVWNTIKWY KUTTAPWY
180237|Benign tumor of fallopian tubes D28.2 |KaAorBng dykog colrtiyywv
2377|Laurence-Moon syndrome Q87.8 [ZUvdpopo Laurence-Moon
2374|Congenital laryngeal web Q31.0 [ZuyyevAgAapuyyikdg LoTog
180242|Malignant tumor of fallopian tubes C57.0 |Kakon®ng oykog oaArtiyywv
180242|Malignant tumor of fallopian tubes Cancer of fallopian tubes Kakor|fng 6ykog oolmtiyywv Kapkivog twv coArtiyywv
180242|Malignant tumor of fallopian tubes  |Malignant tubal tumor KakoriOng 6ykog colrtiyywv Kakonng dykog twv coArtiyywyv
180242|Malignant tumor of fallopian tubes  [Tubal cancer Kakorfng 6ykog ooArtiyywv Tubal cancer
180275|Paget disease of the nipple C50.0 [No6oog Paget tng OnAng
180275|Paget disease of the nipple Mammary Paget disease N6oog Paget tng OnAng Mootk vooog Paget
180275|Paget disease of the nipple Paget disease of the breast Nooog Paget tng OnAng Nooog Paget tou paotol
180275|Paget disease of the nipple Paget's disease of the nipple Néoog Paget tng OnAng No6oog Paget tng OnAng
560[Marshall syndrome Q87.0 [20vSpopo Marshall
587|Muir-Torre syndrome L72.8 |20vSpopo Muir-Torre
587|Muir-Torre syndrome tMy:letiple keratoacanthoma, Muir-Torre S0v6popo Muir-Torre HMz};?frr;);feKEpurouKdvewua, Tonou
570(Moebius syndrome Q87.0 [zOvSpopo Moebius
570|Moebius syndrome M©obius syndrome 20vSpopo Moebius ZUvSpopo Mobius
180261|Phyllodes tumor of the breast D48.6 |DuAAoELSIG yKog Tou HaoToU
180261|Phyllodes tumor of the breast Cystosarcoma phyllodes of the breast DUANOELSIG BYKOG TOU HAoTOU DUANOELSEG KUCTOOAPKWLAL TOU HAGTOU
180267|Giant adenofibroma of the breast D24 |lMyavtiaio adevoivwpa tou pootol
2444 Congenital pulmonary airway Q33.0 SUYYEVAG TIVEUHOVLKY SuoThacia Twv

QEPAYWYWY

2444

Congenital pulmonary airway
malformation

CCAM

SUYYEVAG TIVEUPOVLKY SuoTAaoia Twv
aEpAYWYWY

CCAM

2444

Congenital pulmonary airway
malformation

CPAM

SUYYEVAG TIVEUHOVLKY SuoThacia Twv
QEPAYWYWY

CPAM
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2444 Congenital pulmonary airway Congenital cystic adenomatoid JUYYEVAG TVEUPOVLKY SuoTAaoia Twv JUYYEVAG KUOTIKH aSEVWHATOELSAG
malformation malformation of the lung aEPAYWYWV Suomhacia tou mvevpova
2444 Congenital pulmonary airway Congenital cystic adenomatous ZUYYEVIG TVEUHOVLKY SuoTAaoio Twv JUYYEVAG KUOTIKN adevwpatwdng
malformation malformation of the lung AEPAYWYWV Suomlaoia Tou velpova
C ital pul i b1 \ | SuomAact
2444 ongenita .pu monary ainway Congenital cystic disease of the lung vvvevie ,T[VEUrolKn vomiacia twv ZUYYEVNAG KUOTLKN VOOOG TOU VeV LOVA
malformation QEPAYWYWV
716|Phenylketonuria E70.0 |®awulketovoupia
716|Phenylketonuria PAH deficiency E70.1 |®awulkeTovoupia Avenapketa PAH
716|Phenylketonuria PKU Datvuhketovoupia PKU
. . . , Avendpkela uSpofuldong
716|Phenylketonuria Phenylalanine hydroxylase deficiency DatvuAketovoupia ,
dawuiadavivng
287|Classical Ehlers-Danlos syndrome Q79.6 |KAaoikd cUvSpopo Ehlers-Danlos
287|Classical Ehlers-Danlos syndrome Classical EDS KAaowod ouvSpopo Ehlers-Danlos Khaowo EDS
287|Classical Ehlers-Danlos syndrome cEDS KAaowoé oluvSpopo Ehlers-Danlos cEDS
180086|Didelphys uterus Q51.1 |AibeAdug untpa
180086|Didelphys uterus Bicervical bicornuate uterus AiSeAdug pitpa Autpaxnwkn Sikepn pitpa
180079|Pseudounicornuate uterus Q51.4 |Weubdopovokepn uitpa
180079|Pseudounicornuate uterus Incomplete unilateral Miillerian aplasia WeuSopovoKepn HATPO Ateliig povomieupn amhaocia Miillerian
Incomplete unilateral aplasia of the Atelrig povomAeupn amhaoia Twv
180079|Pseudounicornuate uterus N p P Weudopovokepn puntpa . s N ‘,m
Miillerian ducts nopwv tou Miillerian
Uni te ut ith rudi t Movo g 08
180079|Pseudounicornuate uterus nicornuate uterus with rudimentary Weubopovokepn puitpa ,OVOKEPH HITTPAHE LTOTUTWOEG
horn KépATo
180074|True unicornuate uterus Q51.4 |AAnBwn povokepn pntpa
180074|True unicornuate uterus Complete unilateral Miillerian aplasia AAnBwr povokepn pAitpa MAApng povémieupn amaocia Millerian
. Complete unilateral aplasia of the , , , MAApNG pHovomheupn amlaocio Twv
1
80074(True unicornuate uterus Millerian ducts AAnBwI} Hovokepn MUATPO Ttépwv Tou Millerian
Uni te ut: ithout rudi t Movo 1 1 1
180074|True unicornuate uterus nicornuate uterus without rudimentary ANnBwi ovéKepn wTpa 'ovokspn UATPA XWPLG UTIOTUNWEEG
horn KépATo
180114|Unicervical bicornuate uterus Q51.3 |MovotpaxnAwkn Sikepn pitpa
180139|Uterine hypoplasia Q51.8 |Ynom\aoia tng pATpag
180126|Complete septate uterus Q51.2 |NMAfpeg tddpaypa pitpag
180126|Complete septate uterus Total septate uterus MARpeg SLadbpaypa pATpog OAwr Stadpaypatiky HATpa
180129|Partial septate uterus Q51.2 |Mepko Stadpaypa puitpag
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180129|Partial septate uterus Subtotal septate uterus Mepikd Stddpaypa pATpag Subtotal septate uterus
180129|Partial septate uterus Uterus subseptus Mepikd Stadpaypa pitpag Uterus subseptus
Early-onset autosomal dominant MpWLUN €vapén AUTOOWHLKAG
1020 " X G30.0 | , .
Alzheimer disease enkpatovoag vooou Alzheimer
Early- | i Mpuw ¢ A
1020(E27Y ?nset .autosoma dominant EOFAD PWIUN e\'/ozpin fxuroowuuan EOFAD
Alzheimer disease eMnKpatovoag vooou Alzheimer
1020 Early-onset autosomal dominant Early-onset familial autosomal dominant MpWLUN €vapén AUTOOWHLKAG OLKOYEVIG AUTOOWHLKI ETILKPATOVOQ
Alzheimer disease Alzheimer disease enkpatovoag vooou Alzheimer vooog Alzheimer mpwipng évapéng
Early-onset autosomal dominant . X . MpWLUN €vapén AUTOOWHLKAG . ,
1020 . X Familial Alzheimer disease | . . Owoyevrg vooog AATOXALUEP
Alzheimer disease enKpatovoag vooou Alzheimer
63|Alport syndrome Q87.8 [Zuvdpopo Alport
63|Alport syndrome Alport deafness-nephropathy 20vSpopo Alport Alport kwdwon-vedponddeta
63|Alport syndrome Alport hearing loss-nephropathy Z0vSpopo Alport Alport anwAeLa akorg-vedpponadeta
54(X-linked recessive ocular albinism E70.3 CDUAOUUVB,ETOC UHOAESHOHEVOC
0dBaAUIKOG AABVIOHOG
AoaUvE AELTTO
54(X-linked recessive ocular albinism OA1l Guhoobv ,qu T El,T[OuEVOQ OA1
0pOaAULKOG OABVIOHOG
54|X-linked recessive ocular albinism Ocular albinism type 1 Ouhooiberog umoreutépevog OPOANUKOG CAUTVIOPOG TUTIOU 1
YP 0pOaAULKOG OABWLIOMOG HIKOG Qi Koc
DUAOCUVEETOG UTIOAETTOUEVO 0OdOAAUKEG AABLVIOPOE, TUTIOU
54|X-linked recessive ocular albinism Ocular albinism, Nettleship-Falls type , N X HEVOS d) u. s aABuoHOG
0pOaAULKOG OABWVIOMOG Nettleship-Falls
AooOvs AELTo
54|X-linked recessive ocular albinism XLOA Guhogiy 'eroc VT EI.’TIOHEVOC XLOA
0bBaAULIKOG AABLVLOHOG
180142|Absence of uterine body Q51.0 [Amoucia CWHATOG TNG HATPOG
Amaot i A
180145|Uterine cervical aplasia and agenesis Q51.5 n ol kat ayeveola tou tpaxniou e
pAtpag
154 Familial isolated dilated 142.0 OLKOYEVHG HEHOVWHEVN SlaTaTikh
cardiomyopathy : puokapdlondBeLa
154 Familial isolated dilated Familial or idiopathic dilated OLKOYEVIG LELOVWHEVN SLATATIKN Owoyevrg i tslomadrig Sratartikn
cardiomyopathy cardiomyopathy puokapdlondOeta HuokapdlondOeia
84|Fanconi anemia D61.0 |Avawpia Fanconi
84|Fanconi anemia Fanconi pancytopenia Avatpia Fanconi MNavkuttapornevia Fanconi
Tuyyeveg Stadpaypa tou kOATou
180154|Septate vagina Q52.1 VYEVEG .¢p A
[septate vagina]
70|Proximal spinal muscular atrophy G12.0 |EyyU¢ vwrtiaia puikn atpodia
70|Proximal spinal muscular atrophy SMA G12.1 |Eyyug vwrtiaia puikn atpodia SMA
180176 Familial juvenile hypertrophy of the N62 OLKOYEVIG VEQVLKT UTtEPTPOdia TOU

180176

Familial juvenile hypertrophy of the
breast

Familial juvenile gigantomastia

OLKOYEVIG VEQVLK UTtEPTPOdIa TOU
pootol

OLKOYEVIG VEQVLKN YLYQVTOUOLOTLOl
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Familial ile h trophy of th [o] g g It
180176 amilal juvenfle nypertraphy of the Virginal breast hypertrophy LKovzynq veavik uneptpodia tov MapBeviki uneptpodia tou paotol
breast Haotou
191|Cockayne syndrome Q87.1 |zvvSpopo Cockayne
No on Aev6: Ao
834|Free sialic acid storage disease E77.8 O,C'OQ QToBNkeLaNG EAEUDEROU Glalukoy
o&gog
3135|Familial Scheuermann disease M42.0 |Owoyeviig vdoog Scheuermann
o . -
3135|Familial Scheuermann disease Familial Scheuermann juvenile kyphosis Owoyevng vooog Scheuermann Koyevic veavikn Kigwan Tou
Scheuermann
P OtKoyevrG 00TEOXOVS
3135|Familial Scheuermann disease Familial spinal osteochondrosis Owoyevig vooog Scheuermann LKOVEVIG , ot ,X Vopwan e
omovSUAKNAG oTANG
799|Schizencephaly Q04.6 |Zxweykedpalio
30 A A —
3151 Multiple sclerosis-ichthyosis-factor G378 LUgfgg“?:\::g“&q;O:zgp:gcgcovw
VIl deficiency syndrome : \;(III ne P ¢ pay
813|Silver-Russell syndrome Q87.1 |z0vdpopo Silver-Russell
813|Silver-Russell syndrome Silver-Russell dwarfism JUvSpopo Silver-Russell Naviopog Silver-Russell
3169|Sirenomelia Q87.2 |Zelpnvopelia
816|Sjogren-Larsson syndrome Q87.1 |zvSpopo Sjogren-Larsson
Fatty acid alcohol oxidoreductase AVETAPKEL TNG OELSOaVAYWYAONG TWV
816|Sjogren-Larsson syndrome .v, ZUvSpopo Sjogren-Larsson p, ne of , V vaans
deficiency AAKOOAWY TWV AUTAPWV 0§EWV
821|Sotos syndrome Q87.3 [ZUvSpopo Sotos
821|Sotos syndrome Cerebral gigantism Z0vSpopo Sotos EYKEPOAAIKOG YLyaVTLOHOG
3173 Infantile spasms-broad thumbs Ga0.4 Zuvﬁp(?uo Bpedikwv onaopwv-papdiwv
syndrome avTixeipwv
Infantile spasms-broad thumbs S0VEPOHO BPEPIKWV OTIACUWV-PapSLOV
3173 P Tsao-Ellingson syndrome Dvl.l Beed Hov-gop S0vSpopo Tsao-Ellingson
syndrome QVTIXELpWY
Sty ken-Sjaastad-L. let
3204 ormorken-sjaastad-tangsie D69.8 |2UvSpopo Stormorken-Sjaastad-Langslet
syndrome
Stormorken-Sjaastad-Langslet
3204 syndrome ! 6 Stormorken syndrome ZUvSpopo Stormorken-Sjaastad-Langslet |Z0vSpopo Stormorken
3208 Stormorken-Sjaastad-Langslet Thrombocytopathy-asplenia-miosis S0v6popto Stormorken-Sjaastad-Langslet ZUvépoHo ep?uBOKUnupondSELuq-
syndrome syndrome aomAnviag-pvong
3205|Sturge-Weber syndrome Q85.8 [ZuvSpopo Sturge-Weber

3205

Sturge-Weber syndrome

Encephalofacial angiomatosis

SUvSpopo Sturge-Weber

Eykedpalomnpoowrtikh ayyelwpdtwon

3205

Sturge-Weber syndrome

Encephalotrigeminal angiomatosis

JUvSpopo Sturge-Weber

Eykeparotpldupikn ayyelwpdtwon

3205

Sturge-Weber syndrome

SWS

SUvSpopo Sturge-Weber

SWS

3205

Sturge-Weber syndrome

Sturge-Weber-Dimitri syndrome

SUvSpopo Sturge-Weber

Sturge-Weber-Dimitri syndrome
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3205|Sturge-Weber syndrome Sturge-Weber-Krabbe angiomatosis SUvSpopo Sturge-Weber Ayyewwpdtwon Sturge-Weber-Krabbe
3205|Sturge-Weber syndrome Sturge-Weber-Krabbe syndrome ZUvSpopo Sturge-Weber Sturge-Weber-Krabbe syndrome
3320 Thrombocytopenia-absent radius a87.2 Zuv6'pouo epoluBOKUTTC(pDT(EVLC(Q-
syndrome anoloag Kepkidag
Thrombocytopenia-absent radius 20v8popo BpopBokuttapomneviag- .
3320 ytopeni u TAR syndrome o 'p Ko e }15 KuTraporeviag 20vSpopo TAR
syndrome anovoag kepkidag
A i tog [A t
3346|Tracheal agenesis Q32.1 VEVE,GW 6 Tpayelag [Atpnota g
Tpayeiog]
858|Congenital toxoplasmosis P37.1 |Zuyyevrg tofomhdopwon
Mother-to-child ti ission of MeTasd AG ¢
858|Congenital toxoplasmosis other-to-c ,I ransmission o Suyyevng To§omAdopwon Et,q oo ro&or{l cojaong e
toxoplasmosis untépa oto madi
858|Congenital toxoplasmosis Toxoplasma embryofetopathy Zuyyevig tofomAdopwon EpBpuondBeta and tofomiaopa
858|Congenital toxoplasmosis Toxoplasma embryopathy Zuyyevng TofomAdopwon EuppuomndBeta and to§omiacpa
887|VACTERL/VATER association Q87.2 |Zuoxétion VACTERL/VATER
887|VACTERL/VATER association VACTERL association Suoxétion VACTERL/VATER Suoyétion VACTERL
887|VACTERL/VATER association VATER association Juoxétion VACTERL/VATER Juoxétion VATER
291|Congenital varicella syndrome P35.8 |ZUv8popO cuyyEVOUG QVEUEUAOYLAG
n | Aot 016
291|Congenital varicella syndrome Antenatal varicella virus infection ZUVEPONO OUYYEVOUG OVELEUAOYLAG povsvvnnK'n oluwtn ané o
QVEPEVAOYLAG
Mother-to-child transmission of varicella MeTdsoaon cuvEpOOU aveEUAOYLA
291|Congenital varicella syndrome SUVEPOHO CUYYEVOUG QVEUEUAOYLAG X n ) POw , " nas
syndrome and T untépa oto mandi
909|Cerebrotendinous xanthomatosis E75.5 |Eykedadotevéviia EavBwpdtwon
909|Cerebrotendinous xanthomatosis CTX Eykedparotevoviia {avBwpdtwon CTX
. . - , , AVETIAPKELQ TNG OTEPOANG 27-
909|Cerebrotendinous xanthomatosis Sterol 27-hydroxylase deficiency Eykedalotevovtia avbwpdtwon X
udpoguiaong
3447|Weaver syndrome Q87.3 [ZUvdpopo Weaver
20vSpopo Kapmtodaktuiiag-
Camptodactyly- th- |
3447|Weaver syndrome amp odactyly-overgrowth-unusua SUv6popo Weaver UTtepaVATTUENG-aouVHBLOTWY
facies syndrome ,
TPOCWIEIWV
1422 Chondrodysplasia-disorder of sex Q871 SUvSpopo xovpoduomhaciag-
development syndrome 7 |8latapaynig tng avdmntugng tou puAou
Chondrodysplasia-disorder of 20v8 Spoduomiaaiog-
1422 ondrodysplasia-cisorder of sex Nivelon-Nivelon-Mabille syndrome oV pouo'xov po ,UU" aalac ) 3UvSpopo Nivelon-Nivelon-Mabille
development syndrome Slatapaxng tng avantuéng tou puAou
178461 X-linked myopathy with postural 6710 tDqucrl’J'vésm uuyondeem ue atpodia
muscle atrophy TWV HUWV TNG 0TAoNG
178461 X-linked myopathy with postural XMPMA (Dqucl{vBsrn uu’onaesm pe atpodia XMPMA
muscle atrophy TWV LUWV TNG 0TAoNG
178464 Hereditary myopathy with early 6710 KAnpovopiki puondBeLa pe mpwipn
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Heredit: thy with earl K\ g o(¢] i
178464 erg ary m\_/opa v with early Edstrém Myopathy NPovoRL ’uuona, SLOHE TpWIN MuorndaBela Edstrém
respiratory failure QVATIVEUOTLKY) QVETIAPKELQL
Hereditary m hy with earl KA g ¢ i
178464 e gdl ary Yopat y with early HIBM-ERE npovoutxnyuuona'eem HE TPWLUN HIBM-ERE
respiratory failure QVATVEUOTLKN) QVETIAPKELDL
178464, Hergdltary m\_/opathy with early HMERE KAnpovoptkn ’uuonuyeslot HE TPWLKN HMERE
respiratory failure QVOATIVEUOTLKI) QVETIAPKELQ
" . . . . , . y KAnpovopikn puomndaBeta pe éykAeLota
Hereditary myopathy with earl Hereditary inclusion body myopath KAnpovo ondPela pe B} ., ,
178464 . rary y pathywi v . i u : ‘y yopathy npovoLm ’uu " . L HETLIN OWHATLA KE TIPWLUN QVATIVEUCTLKN
respiratory failure with early respiratory failure QVOTIVEUOTLKI| QVETIAPKELDL .,
QVETAPKELQL
Heredit: thy with earl K\ g (¢} i
178464| ' oo 'aTV myopathy with early MFM-titinopathy NIPGVOJLLKT] HUGTLALELL HE TRLIN MFM-titvonddeia
respiratory failure QVOATIVEUOTLKY) QVETIAPKELQ
178464 Hereditary myopathy with early Myofibrillar myopathy with early KAnNpovopLKki HUOTIABELDl PE TIPWILLN MuoiviSLakn HUOTIABELD HE TIPWLUN
respiratory failure respiratory failure QVATIVEUOTLK QVETIAPKELQL OVATIVEUOTLKI] QVETIAPKELQ
Heredit: thy with earl K\ | o(¢] i
178464 ere, ary m\_/opa v with early Myofibrillar myopathy-titinopathy NeovopLa vuuonuy SLOHE TEpWIKN MuoiviStakn puondadeta- titvonddeLa
respiratory failure QVATIVEUOTLKY] QVETIAPKELQ
178396 Hemorrhagic disease due to alpha-1- DEB.S Awoppaytkn vooog Adyw HeTEAagNG
antitrypsin Pittsburgh mutation " |Pittsburgh tng dAda-1 avti®pudivng
178400 Distal myopathy with anterior tibial 671.0 ﬂSpld)Ep'lKn puonqﬂetu'us évapén and
onset TOUG TIPOOOLOUG KVNLaioug
Distal myopathy with anterior tibial MNepidepikn puondBeta pe évapn and  |Mepidepikr puondabeia tol 006io
178400 ' yopathy wi fortibt Distal anterior compartment myopathy pub p,lm HooTaBEL 'H vapén an o1 'ler] HuoTABELa TOU TIpOoBtov
onset TOUG TIPOGOLOUG KvNpLaioug Slapepiopatog
178382|Congenital vertical talus Q66.8 |Zuyyevng kdBetog aotpdyaiog
178382|Congenital vertical talus Congenital convex foot Juyyevig KABeTOg aoTpdyalog JUYYEVAG KUPTOG AKpOg TOdag
178382|Congenital vertical talus Congenital convex pes valgus Juyyevig kaBetog aotpayalog JUYYEVAG KUPTOG, PAaLOOG TOS G
5 . . . , Juyyevig akpog odag Siknv Baong
178382|Congenital vertical talus Congenital rocker-bottom foot Juyyevig KaBetog aotpdyalog , ,
KOLVLOTHG TToAUBpOVaG
Osteopetrosis- SUVEPOHO OOTEOTETPWONG-
178389| r°%P . Q78.2 PoH pwong
hypogammaglobulinemia syndrome unoyappaocdalpvalpiog
. Autosomal recessive osteoclast-poor , , AUTOOWLLKT UTLOAELTIOMEVN
Osteopetrosis- - SUVEPOHO OOTEOTETPWONG- j ! .
178389 . . osteopetrosis with ) OCTEOMETPWON), LLE TIEVIOL OOTEOKAQOTWY,
hypogammaglobulinemia syndrome . . unoyappacdatpvatpiog ,
hypogammaglobulinemia HE uToyoppacdatpvatpio
178389 Osteopetrosis- Autosomal recessive osteopetrosis type JUVEPONO OOTEOTETPWONG- AUTOOWLLKY UTLOAEUTOHEVN
hypogammaglobulinemia syndrome |7 unoyappacdalpvalpiog 0OTEOMETPWON, TUTIOU 7
62 Alpha-sarcoglycan-related limb-girdle 6710 Zwviaia puikn duotpodia R3,
muscular dystrophy R3 " |oxetlopevn pe tv dAda-capkoyAukdvn
62 Alpha-sarcoglycan-related limb-girdle Alpha-sarcoglycan-related LGMD R3 Zwvtui'a puikn éucr;?o¢ia R3, ) LGMD R3 o)fstllbusvn HE TNV dAda-
muscular dystrophy R3 OXeTLWOHEVN HE TNV dAda-capkoyAuKAvn |oapkoyAukdavn
Alpha-sarcoglycan-related limb-girdle Zwviaia puikni duotpodia R3, , ,
62 Alpha-sarcoglycanopath X i i AApa-capkoyAukavonaBela
muscular dystrophy R3 P sl pathy oxetl{opevn pe tv dAda-capkoyAukdvn ba-oapkoyhuKavordBe.
62 Alpha-sarcoglycan-related limb-girdle|Autosomal recessive limb-girdle Zwviaia puikn Suotpodia R3, AUTOOWLKY UTIOAELTTOpEVN {wviaia
muscular dystrophy R3 muscular dystrophy type 2D oxetl{opevn pe tv dAda-ocapkoylukdvn |Luikf Suotpodia tomou 2D
62 Alpha-sarcoglycan-related limb-girdle|LGMD due to alpha-sarcoglycan Zwviaia puikni duotpodia R3, LGMD Adyw avendpkelog GAda-
muscular dystrophy R3 deficiency OXeTLW{OHEVN pE TNV AAda-capKoyAUKAvn |capKoyAuKAvng
Alpha-sarcoglycan-related limb-girdle Zwviaia puikf & odia R3, )
62| S 'MO-BIrYe ) M type 2D wvaia puikf uotpod  |LGMD tomou 2D
muscular dystrophy R3 OXETWOMEVN HE TNV dAda-capkoyAukavn
62 Alpha-sarcoglycan-related limb-girdle LGMD2D Zwku'u puikn éucr?odnu R3, ) LGMD2D
muscular dystrophy R3 OXETWOUEVN HE TNV GAd-CapPKOYAUKAVN
62 Alpha-sarcoglycan-related limb-girdle|Limb-girdle muscular dystrophy due to Zwviaia puikn Suotpodia R3, Zwviaia puikn duotpodio Aoyw
muscular dystrophy R3 alpha-sarcoglycan deficiency oxetl{opevn pe tv dAda-ocapkoylukdvn |avendpkelag GAda-capkoyAukavng
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Alpha-sarcoglycan-related limb-girdle| . . Zwviaia puikn Suotpodia R3, . - P
62 Limb-girdl lar dystrophy t 2D Z 8 2D
muscular dystrophy R3 imb-girdle muscufar dystrophy type oxeTl{Opevn pe TNV dAda-capkoyAukavn wuiaia pulkA Sustpodia tirou
178364|Syndromic microphthalmia type 5 Q11.2 [Suvdpoptkn pikpodBaApia tumou 5
178364|Syndromic microphthalmia type 5 MCOPS5 SuvSpoptkn pikpodBaApia turou 5 MCOPS5
Syndromic JuvSpoptkn pikpodOaipia/avodBaipio
178364|Syndromic microphthalmia type 5 microphthalmia/anophthalmia due to Suvdpoptkn pikpodOaApia tumou 5 , oM ,n HP - H
R Aoyw petaMagng tou OTX2
OTX2 mutation
Glycogen storage disease due to Nooog anobrikeuong yAukoyovou Adyw
715|muscle phosphorylase kinase E74.0 |avemdpKeLlog TG KWAoNng g
deficiency dwodhopuAEoNG TWV HUWV
Gl t di due t No or A ¢ AS . . .
ycogen storage |seas? ueto GSD due to muscle phosphorylase ocoty; oo ”KEUUHC,V vKoyovou Aoyw GSD AOyw QVEMAPKELAG TNG KWVAONG TNG
715|muscle phosphorylase kinase R - QVETIAPKELAG TNG KLVAONG TNG , ,
. kinase deficiency | | dwodpopuldong Twv puwv
deficiency dwodopUAATNG TWV HUWY
Glycogen storage disease due to Nboog arnobrikeuong yAukoyovou Adyw
715|muscle phosphorylase kinase GSD type 9D QVETIAPKELAG TNG KWVAONG TNG GSD tonou 9D
deficiency dwodopUAAONG TWV HUWY
Glycogen storage disease due to Néoog anobrikeuong yAukoyovou Adyw
715|muscle phosphorylase kinase GSD type 9E QVETIAPKELAG TNG KWVAONG TNG GSD tumnov 9E
deficiency dwodopUAAONG TWV HUWV
Glycogen storage disease due to Néoog anobrikeuong yAukoyovou Adyw
715|muscle phosphorylase kinase GSD type IXd QVETIAPKELOG TNG KWVAONG TNG GSD tunou IXd
deficiency dwodopUAAONG TWV LUWV
Glycogen storage disease due to Nooog anobrikeuong yAukoyovou Adyw
715|muscle phosphorylase kinase GSD type IXe QVETIAPKELOG TNG KWAONG TNG GSD tonou IXe
deficiency dwodopUAAONE TWV LUWV
Glycogen storage disease due to Néoog arnobrikeuong yAukoyovou Adyw , , . ,
) ) i A Nooog anobrikeuang yAukoyovou timou
715|muscle phosphorylase kinase Glycogen storage disease type 9D OVETIAPKELOG TNG KWAONG TNG 90
deficiency dwodopUAAONG TWV HUWY
I t i t N or| A ¢ A6
Glycogen storage dlseasg due to . OUO'C arol I']KEUUT]Q'V UKOYOVOU AOyw N6GOG anoBiKeanc YAUKoYSVoU Thrtou
715|muscle phosphorylase kinase Glycogen storage disease type 9E QVETIAPKELAG TNG KLVAONG TNG o
deficiency dwodopuAdong TwV HUWV
Glycogen storage disease due to Néoog arnobrikeuong yAukoyovou Adyw , , . ,
) ) i A Nooog anobrikeuang yAukoyovou Tomou
715[muscle phosphorylase kinase Glycogen storage disease type IXd QVETIAPKELAG TNG KVAGNG TNG Xd
deficiency dwodopUAAONG TWV HUWV
Glycogen storage disease due to Noéoog anobrike AUKOYyOVOU AO X X . |
Veos ge i X Y . o C TounK UUV]C'V VKOYOvoU Aoyw No6cog anoBrikeuong yAukoyovou Tunou
715|muscle phosphorylase kinase Glycogen storage disease type IXe QVETIAPKELAG TNG KLVAONG TNG Xe
deficiency dwodopuldong Twv HUWV
Gl t di duet No on A 6vou Ad . . .
yeogen storage |seas.e ueto Glycogenosis due to muscle ooo:; ane nKsucncyv VKOYOVoU A0Yw Mukoyoviaon Aoyw avendpkeLag tng
715|muscle phosphorylase kinase X - QVETIAPKELAG TNG KLVAONG TNG , , i
o phosphorylase kinase deficiency ) , Kwdong tng dwodpopuAdong Twv Huwv
deficiency dwodopUAAONG TWV HUWY
Glycogen storage disease due to Néoog anobrikeuong yAukoyovou Adyw
715|muscle phosphorylase kinase Glycogenosis type 9D QVETIAPKELAG TNG KWVEONG TNG Mukoyoviaon turou 9D
deficiency dwodOopUAAONG TWV HLUWV
Glycogen storage disease due to Néoog anobrikeuong yYAukoyovou Adyw
715|muscle phosphorylase kinase Glycogenosis type 9E QVETIAPKELOG TNG KWVAONG TNG Mukoyoviaon tonou 9E
deficiency dwodopUAAONG TWV LUWV
Glycogen storage disease due to Nooog anobrikeuong yAukoyovou Adyw
715|muscle phosphorylase kinase Glycogenosis type IXd QVETIAPKELOG TNG KWAONG TNG Mukoyoviaon tomou IXd
deficiency dwodopuAdong Twv HUWV
Glycogen storage disease due to Néoog anobrikeuong yAukoyovou Adyw
715|muscle phosphorylase kinase Glycogenosis type IXe QVETIAPKELAG TNG KVEONG TNG Mukoyoviaon turmou IXe
deficiency dwodopUAGONG TWV HUWV
20V8POHO 00TEOTKAN -
Osteosclerosis-developmental delay- uvop u o mf npuvong
178377 . . Q75.8 |kaBuotépnong avamtugng-
craniosynostosis syndrome .
KPAVLOOUVOCTEWONG
Fructose-1,6-bisphosphatase Avendapkela g ppouktolo-1,6-
348 - E74.1 .
deficiency Sipwodatdong
Fructose-1,6-bisphosphat: A ¢ -1,6- ,
348 ru.c -ose \sphosphatase FBPase deficiency VET[C(pKEl(f( ™S dpoukroto Avendpkela tng FBPase
deficiency Sipwodataocng
Fructose-1,6-bisphosphatase . L. AVETAPKELQL T ouKT0l0-1,6- AVETAPKELQL T ouktolo-1,6-
348|, . . pnosp Fructose-1,6-diphosphatase deficiency P , ns dp g P ) ns ¢p ¢
deficiency Supwodardong Supwodatdong
178345|Aromatase excess syndrome E30.1 |Z0vSpopo nepiooelag apwpatdong
178345|Aromatase excess syndrome AEXS SUVEPONO TEPIOOELAG apWHATAONG AEXS
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178345|Aromatase excess syndrome Familial hyperestrogenism SUvBpopo meplooelag apwpratdong OLKOYEVI|G UTIEPOLOTPOYOVLOHOG
178345|Aromatase excess syndrome Hereditary prepubertal gynecomastia SUvEPOO MEPIOOELOG APWHATAC! KAnpovopkr) rpoenpuc
Y Y prep gy PO P G QPR ng yuvatkopaotia
178355|Smith-McCort dysplasia Q77.7 |Avomiacia Smith-McCort
178338|UV-sensitive syndrome JUvSpopo UV-geuaiobnoiag
3137 AIphajl-N-acetngaIactosamlnldase £77.1 AVETIAPKELDL TNG QM)U:N-,
deficiency akeTUAOyaAaKTOZo VIS AoNG
Alpha-N-acetylgalactosaminidase Avendpkela tng aAda-N- ,
3137 p( R Ve n NAGA deficiency vendpeta g ird , Avemdpkelo NAGA
deficiency akeTuAoyahaktolapidaong
Alpha-N-acetylgalact inid Avend dAda-N-
3137 p. ? acetylgalactosaminidase Schindler disease VenapkeLa g dia , Nooog Schindler
deficiency akeTUAOYAQKTOZO VIS AoNG
178342|Inflammatory myofibroblastic tumor D48.7 |®Aeypovwdng LUOVOBAACTIKOG OYKOG
. . Mpwtornabég Seppatikd
P t diffuse | B-cell
178544|' "' MaTY cutaneous diffuse farge S-ce C83.3 |peyahokutraptkd Stdxuto Aépdwpa B
lymphoma, leg type . . N
KUTTAPWY, TUTIOU KATW GKPWY
. . Mpwtornabég Seppatikd
P t diffuse | B-cell
178544| ey cutaneous difiuse farge Bl oy pey 7 HEYAAOKUTIAPIKG BLéYUTo Aépbwpa B |PCDLBCLLT
lymphoma, leg type , ., L,
KUTTAPWY, TUTIOU KATW GKpWY
178540 Primary cutaneous follicle center 826 I'Ipwron'ueéq B'Spuotrlkb KEVTPOKUTTAPLKO
lymphoma Bulakiwdeg Aépdwpa
178540 Primary cutaneous follicle center PCECL I'Ipquon'aGéq élspuanké KEVTPOKUTTAPLKO PCECL
lymphoma Bulakiwdeg Aépdwpa
117|Behget disease M35.2 [N6oog ASapavtiddn-Behget
732|Polymyositis M33.2 |MoAvpuooitida
178536 Primary cutaneous marginal zone B- c83.0 I'Ipw\:orweeq 55p’|4l(XT’LKO Aépdwpa B-
cell ymphoma KUTTApWV 0pLAKAG {wvng
178536 Primary cutaneous marginal zone B- PCMZL I'Ipun"oncteéq SEEHM,lKé Aépdwpa B- PCMZL
cell ymphoma KUTTAPWV OPLaKNG {wvng
178533 Prlméry cutaneous gamma/delta- csaa ﬂpwrc?nueeq és’puarLKo Apdwpa y/6-
positive T-cell ymphoma Betikwv T-KUTTAPWY
221|Dermatomyositis M33.1 |Agpuatopuooitido
221|Dermatomyositis Adult dermatomyositis M33.0 |Aeppatopvoocitida AgPUATOHUOCITIE O TWV EVAALIKWY
598|Multiminicore myopathy G71.2 |MuomndBeta moANamAoU pikpomuprva
598|Multiminicore myopathy MmD MuorndBeta moANamAoU HikpoTuprva MmD
598|Multiminicore myopathy Multiminicore disease MuondBeta moAamoU pikponuprva N&6oog oMol pikponuprva
Primary cutaneous aggressive MNpwtonabég Seppatikd eMOETIKO
178528|epidermotropic CD8+ T-cell C84.5 |emubeppotporikd Aépdwpo CD8+ T-

178528

Primary cutaneous aggressive
epidermotropic CD8+ T-cell
lymphoma

Berti lymphoma

MNpwtonabég Seppatikd emOeTIKO
erubeppotpornikd Aépdwpa CD8+ T-
KUTTApWV

Népdwpa Berti

178528

Primary cutaneous aggressive
epidermotropic CD8+ T-cell
lymphoma

Primary cutaneous epidermotropic
cytotoxic CD8+ T-cell lymphoma

MNpwtonabég Seppatikd emOeTIKO
erubeppotporkd Aépdwpa CD8+ T-
KUTTApWV

Mpwtonabég Seppatikd
emubepHOTPOTUKO Aépdwpa

KUTTAPOTOEIKWY CD8+ T-KUTTApWV
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204|Sporadic Creutzfeldt-Jakob disease A81.0 |[Zmopadikr véoog Creutzfeldt-Jakob
204|Sporadic Creutzfeldt-Jakob disease Sporadic CJD Iropadiki vooog Creutzfeldt-Jakob Iropadiki CID
Primary cutaneous CD4+ Mpwtonabég Seppatikd Aépudwpo CDA+
178522|small/medium-sized pleomorphic T- C84.4 |ukpoU/petpiov peyéBoug
cell lymphoma TAELOROPDIKWV T-KUTTApWY
178517|Localized pagetoid reticulosis C84.0 |Evromiopévn maletoetdng Siktowon
Pagetoid reticulosis, Wori -Koll , X § n 66 SIKTY , TU Woringer-
178517|Localized pagetoid reticulosis agetoid reticulosts, Woringer-£olopp Evtomniopévn maletoeldng Siktvwon atetoeidiig dutbwon, tonog Woringer
type Kolopp
178512|Folliculotropic mycosis fungoides C84.0 |OUAKLOTPOMOG OTIOYYOELSG LUKNTioon
M is fi ides- iated follicul i , OUA ) BAewvi ¢
178512|Folliculotropic mycosis fungoides yC?SIS_ ungoldes-associated toflicular OUAAKLOTPOTIOG OTIOYYOELSAG HuKNTiaon vhakia B EWW({JUH OXeTlopevn ue
mucinosis omoyyoeLSn pukntioon
178509|Perry syndrome G31.8 |z0v6popo Perry
Parkinsonism with alveolar , Mapkvooviopog pe kKUPeMSIKO
178509|P d PRV P
erry syndrome hypoventilation and mental depression UvopoLo Ferry UTOAEPLOPO Kat KotdOAupn
178506|Brain calcification, Rajab type G93.8 |AoBectonoinon eykedpdrou, Tunou Rajab
611|Inclusion body myositis M60.8 |Muooitida pe éyKAELOTO CWHATLOL
611|Inclusion body myositis IBM Muooitida pe €YKAELOTO CWHATLOL IBM
. . L . - , , , Iropadikn puooitda pe éykAglota
611|Inclusion body myositis Sporadic inclusion body myositis Muoocitda pe éykAelota cwpdtia owpdma
611|Inclusion body myositis sIBM MuooitiSa pe EYKAELOTO CWHATLO sIBM
178493|Myopic macular degeneration H35.3 [Muwrkn ekdUALon tng wxpdg knAidog
178493 |Myopic macular degeneration Myopic maculopathy Muwrukn ekpUALon TG wxpdg kNAdag  [Muwrikr wxpondbela
581|Mucopolysaccharidosis type 3 E76.2 |BAevvonohuoakyapidwon tunou 3
581|Mucopolysaccharidosis type 3 MPS3 BAevvonoAuvoakyapidwaon tomnou 3 MPS3
581|Mucopolysaccharidosis type 3 MPSIII BAevvonohucakyapidwon tumou 3 MPSIII
581|Mucopolysaccharidosis type 3 Mucopolysaccharidosis type IlI BAevvonoAuoakxapidwon tunou 3 BAevvortohucakxapidwon tumou I
581|Mucopolysaccharidosis type 3 Sanfilippo disease BAevvornoAucakxapidwon tumou 3 No6oog Sanfilippo
666|Osteogenesis imperfecta Q78.0 |Atelrg ooteoyéveon/ OoteoPpabipwon

666

Osteogenesis imperfecta

Brittle bone disease

Atelrig ooteoyéveon/ Ooteopablpwon

NG6ooG Twv EVBPAUCTWV OCTWV

666

Osteogenesis imperfecta

Glass bone disease

Atelig ooteoyéveon/ Ooteopablpwon

NOOOG TWV yUGAWVWY 00TWV

666

Osteogenesis imperfecta

Lobstein disease

Atelnig ooteoyéveon/ Ooteoabipwon

Né6oog Lobstein
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666|0steogenesis imperfecta ol Atelrig ooteoyéveon/ Ooteopablpwon [0l
178029|Central diabetes insipidus E23.2 |Kevtpikdg amotog Stafrtng
178029|Central diabetes insipidus CDI Kevtpikog drotog Sapritng CDI
178029|Central diabetes insipidus Neurogenic diabetes insipidus Kevtpikodg dmotog Stapitng Neupoyevrg anotog Staprtng
Malignant hyperthermia of , , ,
423 anesthesia T88.3 |Kakori®ng unepBeppia tng avaiodnoiog
Malignant hyperthermia of . , . , .
423 aneﬁhesia s ' Hyperthermia of anesthesia Kakon®ng unepBeppia tng avaiobnoiag |YmepBeppia tng avaiobnaoiag
Glycogen storage disease due to NOGDF anobikeuong vAUK?VOVDU Aoy
364 .- E74.0 |avendpkelag tng dwodpataong g 6-
glucose-6-phosphatase deficiency A A
dwodopikrig yYAukoZng
. N6oog anoBrikeuong yAukoydvou Aoyw
Glycogen storage disease due to
364 yeog e L. G6P deficiency QVETIAPKELAG TNG pwodatdong tng 6- AvemndpkeLla tng G6P
glucose-6-phosphatase deficiency bwodopLric YAUKSING (GEPD)
. N6oog anoBrikeuong yAukoydvou Adyw
Gl t d due t
364 ycogen storage disease ue ° GSD due to G6P deficiency QVETAPKELAG TNG dwodatdong Tng 6- GSD Aéyw avendpkelog tng G6P
glucose-6-phosphatase deficiency bwodopLric YAUKSING (GEPD)
N6 on A ¢ Ao
Glycogen storage disease due to oco'q QTOSNKELONG v UK?VDVOU ovw 3
364 . GSD type 1 QVETAPKELAG TNG pwodatdong tng 6- GSD tomou 1
glucose-6-phosphatase deficiency bwodopLkric YAUKSING (GEPD)
. N6oog anobrikeuong yAukoyovou Adyw
Gl t d due t
364 ycogen storage disease ue ° GSD type | QVETAPKELAG TNG dwodatdong Tng 6- GSD tumou |
glucose-6-phosphatase deficiency bwodopLric YAUKSING (GEPD)
N6 on A ¢ Ao i , ,
Glycogen storage disease due to Glycogen storage disease due to G6P ouo'q QTOBRKEUGNG Y. UK(')VDVOU ovw Néoog anobrikeuong yAukoyovou Adyw
364 - - avemndpkelag tg pwodatdong g 6- |
glucose-6-phosphatase deficiency deficiency bwodopLric YAUKSING (GEPD) QVETAPKELAG GE6P
N6 on A ¢ A6
Glycogen storage disease due to . ooo'q QTOUNKEUGNG ¥ UK?VOVOU ovw Nooog arnoBrikeuong yAukoyovou tinou
364 .. Glycogen storage disease type 1 QVEMAPKELAG TNG dwodatdong Tng 6-
glucose-6-phosphatase deficiency bwohopikiic YAUKSINC (G6PD) 1
No on 2\ ¢ A6 . ’ , .
Glycogen storage disease due to . OUOF QroPnKevens v UK?VOVOU ovw Néoog arnoBrikeuong yAukoyovou tirnou
364 - Glycogen storage disease type | avendpkelag tng dwodatdong tng 6-
glucose-6-phosphatase deficiency bwodopLric YAUKSING (GEPD) |
Glycogen storage disease due to . Nouo'q anobikeuong VAUK?WVOU Adyw , ,
364 L Glycogenosis type 1 QVETAPKELAG TG pwodatdong tng 6- Mukoyoviaon tomnou 1
glucose-6-phosphatase deficiency bwobopLkric YAUKSING (GEPD)
Glycogen storage disease due to . NOUOF anobrikeuong VAUK?VWOU Aoyw . .
364 - Glycogenosis type | QVETAPKELAG TNG pwaodatdong tng 6- Mukoyoviaon tumnou |
glucose-6-phosphatase deficiency dwodopLric yAUKSING (GEPD)
Glycogen storage disease due to . Noco'q amobikeuong VAUK?VOVOU Adyw , ,
364 lucose-6-phosphatase deficienc Hepatorenal glycogenosis QVETIAPKELAG TNG pwodatdong tng 6- Hrnatovedpikr yAukoyoviaon
8 phosp! v dwodopikig yYAukdlng (G6PD)
. N6oog anoBrikeuong yAukoyovou Adyw
Gl t d due t . . )
364 ycogen storage disease ue ° Von Gierke disease QVETAPKELAG TNG dwodatdong Tng 6- Nooog Von Gierke
glucose-6-phosphatase deficiency , ,
dwodoptkig yAukdlng (G6PD)
355|Gaucher disease E75.2 |N6oog Gaucher
355(Gaucher disease Acid beta-glucosidase deficiency Nooog Gaucher AvemndpkeLa tng 6€vng B-yAukoolddong
AVETIAPKELA TNG
355|Gaucher disease Glucocerebrosidase deficiency Nooog Gaucher YAukokepeBpootddong/yAukooepeBpoat
8dong
388|Hirschsprung disease Q43.1 [Ndoog tou Hirschprung
AyayyALoViKO peydkolo / Zuyyeve
388|Hirschsprung disease Aganglionic megacolon Néoog tou Hirschprung quaYZw)\o Hey / 2oyyevés
388|Hirschsprung disease Congenital intestinal aganglionosis Néoog tou Hirschprung JUYYEVAG EVIEPLKN ayayyAldvwon
388|Hirschsprung disease HSCR N&oog tou Hirschprung HSCR
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354|GM1 gangliosidosis E75.1 |FayyAooiSwon GM1
354|GM1 gangliosidosis Beta-galactosidase-1 deficiency FayyAwooibwon GM1 Averndapkela g B-yohaktoolddong-1
354|GM1 gangliosidosis GLB1 deficiency FayyAwooidwon GM1 Avernapkela tng GLB1
354|GM1 gangliosidosis Landing disease FayyAooidwon GM1 Néoog Landing
178320|Acute lung injury Ofela mveupovikr BAGBN
178315 Undiffgrentiated embryonal sarcoma c49.9 /?\&ud)oponoinro £UPPUIKO OAPKWHID TOU
of the liver Anotog
Undifferentiated emb | AS i K6 06
178315 ndl e.ren fated embryonal sarcoma Embryonal sarcoma of the liver , \apoporainto euppuiks odpkwha Tou EuBpuikd odpkwpa Tou AMATOG
of the liver nnatog
178315 Undiffgrentiated embryonal sarcoma UES /}&ud)oponoinro £UPPUIKO OAPKWUA TOU UES
of the liver Anotog
Undifferentiated embryonal sarcoma ASL0popoToinTo EUBPUIKO CAPKWHA TOU
178315 ) v Undifferentiated sarcoma of the liver , bop d Hee KW AdLadopornointo oapKwHa TOU AIATog
of the liver fnatog
178333|Aland Islands eye disease H35.5 |O¢dBaApondBeia twv viowv QAavt
178333|Aland Islands eye disease AIED OdpBaiponabela Twv viiowv QAavt AIED
178333|Aland Islands eye disease Forsius-Eriksson syndrome OdBaiponddela twv viiowv QAavt SUvSpopo Forsius-Eriksson
ObOAULIKOG AAUTIVIOHOG TUTIOU Forsius-
178333|Aland Islands eye disease Forsius-Eriksson type ocular albinism OdBaAponddeta twv vijowv QAavt Er?ksso: ks Hos
Purine nucleoside phosphorylase AVETIAPKELQ TNG TIOUPLWLKAG
760 - D81.5 , ,
deficiency voukAeooldikng dwacdopulacng
Purine nucleoside phosphorylase AVETIAPKELQ TNG TIOUPLVLKI
760[ “™ phosphory PNP deficiency PRELE TG moUpWKING Avendpketa PNP
deficiency VvoukAeooLSLKkn G dwadopuAdong
Purine nucleoside phosphorylase - AVETIAPKELQ TNG TIOUPLVIKAG ,
760 - PNPase deficiency , , Avenadpkela PNPase
deficiency voukAeooldiknig dwaodopuiacng
270|Oculopharyngeal muscular dystrophy G71.0 |OdpBaipodapuyyikn puikni Suotpodia
270|Oculopharyngeal muscular dystrophy |OPMD OdOahpodapuyyikr puikr Suctpodio OPMD
178303|8q22.1 microdeletion syndrome Q93.5 [Z0vSpopo pikpoéAeupng 8q22.1
178303|8g22.1 microdeletion syndrome Monosomy 8g22.1 T0vEpopo pikpoeMewpng 8g22.1 Movoowpia 8q22.1
Z0VEPOHO TPOCWTIOU SikNV LACKAG TOU
178303|8g22.1 microdeletion syndrome Nablus mask-like facial syndrome SUvEpopo pikpoéMewpng 8g22.1 NabISs HoTp W S
244|Primary ciliary dyskinesia Q34.8 |Mpwrtonabrig Suckwnoia KPOoowWV
244|Primary ciliary dyskinesia PCD Mpwrtornadrig Suokivnoia kpooowv PCD
178311 Isolated sternocostoclavicular M85.8 Mepovwpévn otepvorAeupoKkAELSIKA

178311

Isolated sternocostoclavicular
hyperostosis

Isolated SCCH

MEeHOVWHEVN OTEPVOTIAEUPOKAELSIKY
UnEPOOTWON

Mepovwpévn SCCH
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Reticulat i tati f
178307 _e culate acropigmentation o L81.8 |Awktuwtr akpopeAdyxpwon tou Kitamura
Kitamura
Reticulate acropigmentation of . . y
178307(,,. cu P8 ! RAK Awctuwtr akpopeAdyxpwon tou Kitamura |RAK
Kitamura
589|Myasthenia gravis G70.0 |Bapeio puocBévela
589|Myasthenia gravis Acquired myasthenia Bapeia puaoBéveia Emiktntn puaobévela
589|Myasthenia gravis Autoimmune myasthenia gravis Bapeia puacBévela Autodvoon Bapeia puaocBévela
805|Tuberous sclerosis complex Q85.1 |Zopumheypa olwdoug okAfpuvong
805|Tuberous sclerosis complex Bourneville syndrome ZUpmAeypa olwdoug okAnpuvong ZUvdpopo Bourneville
805|Tuberous sclerosis complex Tuberous sclerosis SUpmAeypa olwdoug okAfRpuvong 0lwéng okApuvon
886|Usher syndrome H35.5 |ZUv8popo Usher
, JOvEpOpO pEA) A
886|Usher syndrome Retinitis pigmentosa-deafness syndrome ZUvépopo Usher a:\c;)l;)\ﬁctl;oElgz‘:{wdg::lfkd:d)wcnq
Retinitis pigmentosa-hearing loss 20vBpopo HeAayypuoTikiiG
886|Usher syndrome s ndromz 8 i Z0vSpopo Usher AUPLBANCTPOELSOTABE LAG-OUTTWAE LG
v QKONG
886|Usher syndrome USH JUvSpopo Usher USH
3440|Waardenburg syndrome E70.3 |2OvSpopo Waardenburg
702 (Pelizaeus-Merzbacher disease E75.2 |Nooog Pelizaeus-Merzbacher
. i . . . . , . ALAXUTN OLKOYEVAG eyKedaALKN
702|Pelizaeus-Merzbacher disease Diffuse familial brain sclerosis Nooog Pelizaeus-Merzbacher N
oKkArpuvon
702 |Pelizaeus-Merzbacher disease PMD Néoog Pelizaeus-Merzbacher PMD
EykedoAwkr) okArjpuvon Pelizaeus-
702|Pelizaeus-Merzbacher disease Pelizaeus-Merzbacher brain sclerosis Nooog Pelizaeus-Merzbacher vked n npuvan
Merzbacher
Sud hilic leukodystrophy, Paelizeus- , . Soud KA A 5
702 |Pelizaeus-Merzbacher disease ucanopnilic feukodystrophy, Faelizeus Nooog Pelizaeus-Merzbacher Ol{ avoduhu AeukoSuatpodia, Timo
Merzbacher type Pelizaeus — Merzbacher
o Mehayxpwaotikn
791|Retinitis ntos. H35.5 .
Initis pigmentosa apdpAnotpoetdonddeta
375 A_ntl»glomerular basement membrane M31.0+ Nooog uvnuut:uutwv E,VC(V(I. rnq'
disease OTELPANATIKAG BACLKAG LEMPBPAVNG
Anti-glomerular basement membrane . NOGOG AVTLOWRATWY EVaVTL TNG ,
375 . Anti-GBM syndrome NO08.5* K A , JUvSpopo avt-GBM
disease OMELPAPATIKAG BACIKNG HEUPBPAVNG
Anti-glomerular basement membrane NOOOG AVTLOWHATWY EVAVTL TNG A
375( . Goodpasture syndrome K , , sUvépopo Goodpasture
disease OTELPANATIKAG BACLKAG LEMPBPAVNG
183 Eosinophilic granulomatosis with M30.1 Hwoop\kn KOKKLWHATWON HE

ToAvayyetitida

183

Eosinophilic granulomatosis with
polyangiitis

Churg-Strauss syndrome

Hwowod\kr KOKKIwHATWon pe
moAuayyetitida

SUv8popo Churg-Strauss

183

Eosinophilic granulomatosis with
polyangiitis

EGPA

Hwowopkn KOKKLWHATWON HE
ToAvayyetitida

EGPA
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aldolase A deficiency

QVETAPKELAG TNG aASOAdoNnG A

ORPHAc ICD Juvwvupa
PreferredTerm Synonyms Mpotuwpevog Opo
i ynonyl e potipwuevos Opog
Eosinophili lomatosis with H ki ‘
183 OSIHOp,_I.IC granuiomatosis wi Granulomatous allergic angiitis wowogu 'u<n KoKKiwaTLan He KoKKLwpatwdng aAlepytkn ayyetitda
polyangiitis TIOAULYYELITIS O

1164 AIIergiF br?nchopulmonary 441+ AMsva'Kr'] BpoyXOMVELHOVLIKN
aspergillosis aonepyilwon

1164 AIIergl? br?nchopulmonary ABPA 199.8* AMsvalKn Bpoyxomveupovikr ABPA
aspergillosis aomnepyiMwon
Allergic bronchopulmonary . . AMN\EPYLKT) BPOYXOTIVEUHOVLKT , ,

1164 All Il i AN AN
aspergillosis ergic aspergillosis aomepyMwon £pYIKN aomepyiwon
Allergic b hopul AN \ )

1164 ergl? rt?nc opuimonary Hinson-Pepys disease EpVL'KI'] Broyxomveupovun Nooog Hinson-Pepys
aspergillosis aomnepyiMwon

2406|Locked-in syndrome G83.8 |2UvEpopo eykAELOUOU

2406|Locked-in syndrome Cerebromedullospinal disconnection ZUVSpOpO EYKAELOHOU Eykedalovwtiatopueikr arocvvéeon

509|Leptospirosis A27.8 |Aemtoomeipwon
509|Leptospirosis A27.9 |Aemtoomeipwon
509|Leptospirosis A27.0 |Aemtoomeipwon
761[Immunoglobulin A vasculitis D69.0 |Ayyetitida avocoodaipivng A
761|Immunoglobulin A vasculitis Anaphylactoid purpura Ayyelitida avoooodatpivng A Avadpulaktoeldig mopdupa
761|Immunoglobulin A vasculitis Henoch-Schénlein purpura Ayyetitida avocoodatpivng A Mopdupa Henoch-Schoénlein
761|Immunoglobulin A vasculitis 1gA vasculitis AyyetitSa avocoodatpivng A IgA ayyetitda
761|Immunoglobulin A vasculitis Purpura rheumatica Ayyelitdo avocoodatpivng A Pevpatiki mopdUpa
761|Immunoglobulin A vasculitis Rheumatoid purpura AyyelitSa avoooodatpivng A Peupatoeldrg nopdpupa
EvaAaooopev tmAnyia tng moudikn
2131 (Alternating hemiplegia of childhood G98 ) HEVN MRTANYLa e ne
nAwiag
EvaMaooo Anyi Sk
2131|Alternating hemiplegia of childhood |AHC voz' OOOKEVI MUUTANYLA TG TLALOUNG AHC
nAwiag
NG or A ¢ AO
713 Gcogen stoage disease e to 100 [avendperas i duoboroxepmcis.
phosphoglycerate kinase 1 deficiency . , P e v pwne
Kwvaong 1
Noéoog anobrike AUKOYOVOU AO . .
Glycogen storage disease due to GSD due to phosphoglycerate kinase 1 o C TLODNKELGNG YAUKOYOVOU 'vw GSD AOyw QVEMAPKELOG TNG
713 X - - QVETIAPKELAG TNG GWODOYAUKEPLVIKAG , .
phosphoglycerate kinase 1 deficiency |deficiency avdonc 1 dwodoyAukepvikig Kivaong 1
NG or A ¢ Ao . , .
713 Glycogen storage disease due to Glycogenosis due to phosphoglycerate m?;_?; C:::L)C( n:wirl?!(bz'(:x::oin;vw Mukoyoviaon Adyw avemdpKeLag TNG
phosphoglycerate kinase 1 deficiency |kinase 1 deficiency Klvo'zor]pc 1 e v pIVIKNG dwodoyAUKePLVIKAG Kvdong 1
57 Glycogen storage disease due to £74.0 Néoog anobrikeuong yAukoyovou Adyw

57

Glycogen storage disease due to
aldolase A deficiency

GSD due to aldolase A deficiency

Nooog anobrikeuong yAukoyovou Adyw
QVETIAPKELAG TNG aASoAdong A

GSD Adyw avemdpkeLlag tng aAdoAdong
A

57

Glycogen storage disease due to
aldolase A deficiency

GSD type 12

Néoog anobrikeuong yAukoyovou Adyw
QVeMapkeLag tng aAdordong A

GSD tomou 12

Glycogen storage disease due to
aldolase A deficiency

GSD type XII

Nooog anobrikeuong yAukoyovou Adyw
QVETAPKELAG TNG aASoAdong A

GSD tumou XII
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57 Glycogen storzflg‘e disease due to Glycogen storage disease type 12 Néuolc anobrikeuong V}\\,JKOV(’)VDU Moyw  [Ndoog amobrikeuong yAukoydvou Tumou
aldolase A deficiency QVETIAPKELAG TNG aASoAaong A 12
Glycogen storage disease due to No6oog anobrke Aukoy6vou Ao No6oog arobrke AUKoy6VoU TUTO
57 vcos g ' u Glycogen storage disease type XII ° C TIOBNKELONG ¥ th vovou Aoyw 00C ATOBNKEVONG YALKOYOVOL TOTTOU
aldolase A deficiency QavenapkeLag e ahSohdaong A Xl
57 Glycogen storage disease due to Glycogenosis due to aldolase A Nooog arnoBrikeuong yAukoyovou Adyw  [FAukoyoviaon Adyw avemdpkelag tng
aldolase A deficiency deficiency QVETAPKELAG TG aASoAdong A aAdohdong A
Glycogen storage disease due to . Nooog arnoBrikeuong yAukoyovou Adyw | ,
57 Gl t 12 . . A 12
aldolase A deficiency YCOgENosis type QvemapkeLag TG aAdoAdong A ukoyoviaan Turou
Gl 1 di due t NG on A ¢ Ao
57 yeogen s orég‘e sease due to Glycogenosis type XII ouo'q amoBnKeuons v ‘,JKOVOVOU ovw Mukoyoviaon tumou Xl
aldolase A deficiency QVETIAPKELAG TNG aASoAaong A
249|Fibrous dysplasia of bone Q78.1 |[lvwdng Suomhacio Twv ooTwv
2334|Autosomal dominant keratitis H16.8 |AUTOOWHLKN ETKPATAG KEpaTiTLSQ
2334|Autosomal dominant keratitis Hereditary keratitis AUTOCWLLKT ETUKPOTAG KEPATITIS O KAnpovouikn kepatitda
755|Leydig cell hypoplasia Q56.1 |YrmomAaoia Twv KuTtdpwy Leydig
46,XY DSD due to LH resist; LHB 46, XY DSD A6 ( LH 1
755|Leydig cell hypoplasia . ue toLhresistance or Yrom\aoia Twv Kuttdpwy Leydig - Oyw avtiotaonc oty EH A
deficiency QVETApKELaG TNG LHB
46, XY DSD A6 (
46,XY DSD due to luteinizing hormone YOO, 6n;)(\;u) Z‘:/“",thgi;“::m N
755|Leydig cell hypoplasia resistance or luteinizing hormone beta Yromhaoia twv kuttdpwy Leydig ?(p o . provn N P X 6 ne
. . BriTa UTOPOVASAG TNG WXPLVOTPOTIOU
subunit deficiency ,
opHovng
46, XY &1 g G
755|Leydig cell hypoplasia 46,XY disorder of sex development due Yriom\aoia twv Kuttdpwy Leydi $UAou )\frs‘;‘f/):(]ctrlqowogrm\)faj t'OU
velg ypop to LH resistance or LHB deficiency P velg ) v neom n
QVENAPKELAG TNG LHB
46, XY & A G
46,XY disorder of sex development due , uyxmpaxr’] TG avantuéng tou
. . $UAou Adyw avtictaong otnv
755|Leydig cell hypoplasia to luteinizing hormone resistance or YromAaoia Twv kuttdpwy Leydi WXPLVOTPOTIO OPHOVN 1 AVETIAPKELAG T
velg YPop luteinizing hormone beta subunit e velg B?(SC( ur(‘:: ovdg: \_n flw Lvorp c’mocu ne
deficiency N , M <TG Wxe P
opHovng
171929|Trisomy 10p Q92.2 |Tplowpia 10p
AVETApKELQ TG AU o
46(Adenylosuccinate lyase deficiency E79.8 VETAPKELR TG U, ong Tov
a8evuAONAeKTpLKOU
Avend Aud
46|Adenylosuccinate lyase deficiency ADSL deficiency VETOPKELE TG U?(GHC tov Avendpketo ADSL
abevulonAeKTpLKOU
AvemdpKeLa TG AU o Avemdpkela TG adevulonle A
46(Adenylosuccinate lyase deficiency Adenylosuccinase deficiency VENAPKELR TG U, ong Tou V," PRELTAS VUAONAEKTRLKNG
adevulonAekTpLlkol Avdong
43|X-linked adrenoleukodystrophy E71.3 |®uloolvdetn adpevoleukoduotpodia
43|X-linked adrenoleukodystrophy ALD DulocUvsetn adpevolevkoduotpodia  [ALD
43|X-linked adrenoleukodystrophy X-ALD ®DulooUvéetn adpevoleukoduotpodia  [X-ALD
43|X-linked adrenoleukodystrophy X-linked ALD Dulocivdetn adpevoleukoduotpodia  |Ouhocuvdetn ALD
3166|Sialuria E77.8 |Zioxhoupia
3166/|Sialuria Sialuria, French type Siahoupia Jlahoupia, FaMkoU tomou
2882|Sitosterolemia E78.0 |ZttootepoAatpia
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2882|Sitosterolemia Phytosterolemia Sitootepohatpio Dutootepohatpio
810|Shigellosis A03.8 |IykéNwon

810|Shigellosis A03.9 |ZykéNwon

810|Shigellosis A03.0 |ZykéNwon

810|Shigellosis A03.2 |ZykéNwon

810|Shigellosis A03.1 |ZykéMwon

810|Shigellosis A03.3 |ZykéNwon
3165|Eosinophilic fasciitis M35.4 |Hwowod\ikr arnovevpwoitida
3165|Eosinophilic fasciitis Diffuse fasciitis with eosinophilia Hwowod\ikr anovevpwoitida ﬁf;(izr;ﬁzvaupwuméu he
3165|Eosinophilic fasciitis Shulman syndrome Hwowod\ikn anovevpwoitida JUvSpopo Shulman
2420|Primary pulmonary lymphoma C85.7 |Mpwtonabég mveupoviko Aépdwua

727|Microscopic polyangiitis M31.7 |MikpooKOTUKI TTOAUQYYELITLE O

727|Microscopic polyangiitis MPA Mikpookortkr moAvayyetitdo MPA

727|Microscopic polyangiitis Micropolyangiitis Miukpookortkn ToAuayyetitida Miukportohuayyetitida
727|Microscopic polyangiitis Microscopic polyarteritis MikpooKOTLKF) TIOAVAYYELTLE 0L Mikpookortkn moAvaptnpitida
900|Granulomatosis with polyangiitis M31.3 |Kokkiwpdtwon pe mohuayyetitida

900(Granulomatosis with polyangiitis GPA KoKKIwHATWON e ToAvayyeLiTida GPA

863|Trichinellosis B75 |Tpwwélwon

863|Trichinellosis Trichinosis Tpywéwon Tpixivwon

171695|Parkinsonian-pyramidal syndrome G20  |MapKWVOOVIKO-TIUPapLELKO cUVEpOpHO
171695|Parkinsonian-pyramidal syndrome Pallidopyramidal syndrome MapKWVOOVIKO-TIUPApLELKO CUVEPOUO Qxporupaptdikd cuvspopo

134|Beta-ketothiolase deficiency E71.1 |Avendpkela tng Brita-ketoBelohdong

134|Beta-ketothiolase deficiency 3-ketothiolase deficiency Averapkela g Brita-ketobelohdong Avernapkela g 3-ketoBelohdong
134|Beta-ketothiolase deficiency 3-oxothiolase deficiency AveTtdpkeLla g Brita-ketoBelohdong Avendpkela tng 3-0§o0glo0Adong
134|Beta-ketothiolase deficiency Alpha methylacetoacetic aciduria Avenapkela g Brita-ketoBelohdong ALda peBuloguoteikn o§uoupia
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Alpha-methyl-acet tyl-CoA thiol Avend A a-peBuA-
134|Beta-ketothiolase deficiency p» ? methyracetoacetyl-LoA thiolase Avemndpkela tng Prita-ketoBetohdong VET(C!!,‘)KEUI e dAdar HE Y
deficiency ofuakétulo-CoA Betohdong
. - Mitochondrial acetoacetyl-coenzyme A , , X AVETIAPKELDL TNG ULTOXOVEPLAKAG
134|Beta-ketothiolase defi A -KETOOELO . A .
eta-ketothiolase deficiency thiolase deficiency venapketa m Bria-ketobetordong ofuakétulo-ouvéviupo A Belohdong
134|Beta-ketothiolase deficiency T2 deficiency AvenapkeLla g Brita-ketoBeloAdong Avendpkela T2
171700|Diffuse panbronchiolitis J44.8 | Agxutn avBpoyxloAitida
984|Pulmonary agenesis Q33.3 |Mveupovikn ayeveoia
S0V aAiog-
Microcephaly-polymicrogyria-corpus vvopoue “LKp,OKE(b lC((;'
171703 . Q04.3 |moAupikpoyupiag-ayevesiag tou
callosum agenesis syndrome X
pecoloBiou
XapunAo avd a-kaBuotepnpé
Short stature-delayed bone age due 005[2, A:IKLZT;;wZv;:Z ::Lz ‘gu
171706 |to thyroid hormone metabolism E03.1 nn ) v P! 'q
L HeTABOALOHOU TwV BUPEOELSIKWV
deficiency B
OpHOVWY
Aeppatoduon [Aeppatoxdiaon]-
171719|Cutis laxa-Marfanoid syndrome Pu n,[ 'PIJ X nl
Mapdavoeldég cuvspouo
1163 |Aspergillosis B44.0 |Aomepyilwon
1163|Aspergillosis B44.1 [Aomepyilwon
1163 |Aspergillosis B44.2 |Aomepyilwon
1163|Aspergillosis B44.7 |Aomepyilwon
1163 |Aspergillosis B44.8 |Aomepyilwon
1163|Aspergillosis B44.9 [Aomepyilwon
171723|White sponge nevus Q38.6 |Aeukdg omoyywdng omilog
KAnpovoutkr AEUKOKEPATWON TwV
171723|White sponge nevus Hereditary mucosal leukokeratosis NeuKOG omoyywdng omilog B)\Z\?vov:/wr\l P n
171723|White sponge nevus White sponge nevus of Cannon Neukog omoyywéng omilog Neukog omoyywséng ontiog tou Cannon
3467|Hereditary xanthinuria E79.8 |KAnpovopikn §avBwoupia
3467|Hereditary xanthinuria Classic xanthinuria KAnpovopikn EavBvoupia KAaootkr EavBvoupia
3467|Hereditary xanthinuria Xanthic urolithiasis KAnpovopkr §avBwoupia ZavBwikn oupoABiaon
3467|Hereditary xanthinuria Xanthine stone disease KAnpovopikn EavBoupia No6oog AiBwv EavBivng
Avend . .
171673|Limbal stem cell deficiency VETapKeLa oy upxsvolvu)v t(urmpmv
TOU OKANPOKEPATOELSOUG Opiou
171676|Periventricular leukomalacia P91.2 |Mepikothakn AeukopaAdkuvon
N6oog oopurg oUpwv Siknv ciporniou
511(Maple syrup urine disease E71.0 006 QOIS 0Up nv olport
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511|Maple syrup urine disease BCKD deficiency 0006 locunq ouptv Sty Giportou Avendpkela BCKD
odevdapou
Noéoog ooprig o0 &t ortiol .
511|Maple syrup urine disease BCKDH deficiency o C' OHIG 0UpwY Slkny alportiou Avenadpkeloa BCKDH
odevSapou
511|Maple syrup urine disease Branched-chain 2-k.et.oacid Néoog locur’]q oUpwv &iknv olporiou Avsno’fpkem wmg ad)uépo\l/ovo'(lcnq Twv 2-
dehydrogenase deficiency odevdapou KeTOEEWV pe Stakhadlopévn dAuco
Noéoog ooprig o0 &t ortiol , s iy
511|Maple syrup urine disease Branched-chain ketoaciduria o C' OHIG 0UpwY Slkny aiportiou Ketofuoupia Stakhadlopévwy aAloewv
odpevddapou
NG 15 oU &t i
511|Maple syrup urine disease MSUD 0006 'ocunq oupwy Sty Giaortou MSUD
odevsapou
Lissencephaly due to TUBALA Neteykedario Aoyw petdAagng tou
171680 mutation Qo3 TUBA1A
AveTd BeTd
32|Glutathione synthetase deficiency D55.1 VETmpKa?( TNE quVSETaonc e
yAoutaBeLovng
AVETApKELQ Betd .
32|Glutathione synthetase deficiency Pyroglutamicaciduria v)\\’o:rc‘:el(a‘bvrnrlc ouvbetaonc e Mupoyloutapiko&uoupia
161 on OTTA
171684|Idiopathic bilateral vestibulopathy H81.8 Lona nq'aud)orepon €uen
alBouvoondBeta
M li h | M | i ¢ G
171690 etabolic myopathy due to lactate 6728 eTaBoAwkn Huonaesm )\o'vw BAaBNg
transporter defect ToU peTadopea YAAAKTIKOU
Metabolic myopathy due to lactate MetaBoAtkr puonddeia Aoyw BAJ| BAABn tou petadopéa yaAakKTkol Twv
171690 yopathy Erythrocyte lactate transporter defect b " u .V BrdBnc én “, bopeay
transporter defect Tou HeTadopEa yaAQKTIKOU £pUBPOKUTTAPWY
2 Methylmalonic acidemia with E71.1 MeBuApadovikr o§uatpio pe
homocystinuria ) OpOKUOTLVOUpPLOL
Suvs! évn BAG OVO
Methylmalonic acidemia with Combined defect in adenosylcobalamin MeBuApalovikr o§uatpio pe vvbuackévn B Oanv ot GuvoEen e
26 L . . | adevooulokoBaAapivng Kat tng
homocystinuria and methylcobalamin synthesis OpOKUTTLVOUPLOL .
pebulokoBaiapivng
26 Methylmalonic acidemia with Methylmalonic aciduria with MeBuApadovikr o§uatpio pe MeBuApatovikn o§uoupia pe
homocystinuria homocystinuria OpOKUOTLVOUPLOL OpOKUCTLVOUPiaL
171863 Autosom{al dominant spastic G114 Aurocwuu'm sn'u(potrnq OTOLOTLKN
paraplegia type 42 mapaninyia, tunog 42
171863 Autosom.al dominant spastic SPGa2 Autocwuufn en]tharnq OTOOTIKN spGa2
paraplegia type 42 Tnapaminyia, Tunog 42
171860 Intellectual disability-cataracts- JUVEPOHO VONTLKAG UOTEPNONG-
kyphosis syndrome KATaPPAKTN-KUGWoNg
322|Exstrophy-epispadias complex Q64.1 [ZUpmAeypa ekotpodrg-entomadio
322|Exstrophy-epispadias complex BEEC SUpmAeypa ekotpodrig-emonadio BEEC
. . Bladder exstrophy-epispadias-cloacal , , | ZOpmAeypa ekoTpodrg oupodoxou
322|Exstrophy- d I ZOpunA - 1
xstrophy-epispadias complex extrophy complex UpmAeypa ekotpodrc-emonadia KOOTNC-EmoTaBla-exoTpodrC apdpac
322|Exstrophy-epispadias complex EEC SUpmAeypa ekotpodrig-emionadio EEC
171866 Spondyloepimetaphyseal dysplasia, Q7.7 Zv]‘[ov&u}xosmusm?)ucmkn Suomhaoia,
aggrecan type TUTIOG GUGCWPEUTIVNG
Spondyloepimetaphyseal dysplasia, SnovSuloerupetaduotakr Suoraoia, 3 ,
171866 pondyloep phy Vsp SEMD, aggrecan type , b ¢ n SEMD, tUnog cucowpeuTivng
aggrecan type TUTIOG CUCOWPEUTIVNG
2368|Gastroschisis Q79.3 |Faotpdoyion
2368|Gastroschisis Laparoschisis Faotpooyxon Aamnapdoxion
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171881|Cap myopathy G71.2 |MuondBela cap
171881|Cap myopathy Cap disease MuondBeia cap Nooog cap
171889 Myopathy with hexagonally cross- 6712 Muonaeslq'us siaywvma ouvbedepéveg
linked tubular arrays OWANVOELSELG SlaTdgeLg
797|Sarcoidosis D86.0 [Zapkoeibwon
797|Sarcoidosis Besnier-Boeck-Schaumann disease D86.1 [Zapkoeidwon Nooog Besnier-Boeck-Schaumann
797|Sarcoidosis Boeck sarcoid D86.9 |Zapkoeibwon JapkoeldEg Tou Boeck
797|Sarcoidosis D86.2 [Zapkoeidwon
797|Sarcoidosis D86.3 |[Zapkoeibwon
797|Sarcoidosis D86.8 [Zapkoeidwon
171886|Cylindrical spirals myopathy G71.2 |MuomndBeta pe KUAWSPLKEG OTElpeg
171829|6q16 microdeletion syndrome Q93.5 [ZUvSpopo pikpoéMeupng 6q16
171829|6q16 microdeletion syndrome Del(6)(q16) JUvSpopo pikpogMewpng 616 [ENewn (6)(g16)
171829|6q16 microdeletion syndrome Monosomy 6q16 ZUvSpopo pikpogMeuwpng 6q16 Movoowpia 6q16
. . Prader-Willi-like syndrome due to , , SUvSpopo tumou Prader-Willi Aoyw
171829|6q16 delet d 20V, AN 6q16
0 microceletion syndrome microdeletion 6q16 Ovépowo pkpoeMeLbnG 6 HIKpoENELPNG 616
1201|Atresia of small intestine Q41.0 |Atpnotia tou Aemtou eviépou
1201|Atresia of small intestine Apple peel syndrome Q41.1 |Atpnoio Tou Aemtol eviépou SUvSpopo pAovsag urlou
1201 |Atresia of small intestine Intestinal atresia type Illb Q41.8 |Atpnotia Tou AemTol eViEpou Evtepwkn atpnoia turou lllb
1201|Atresia of small intestine Jejunal atresia Q41.9 |Atpnoia Tou Aemtol eviépou Atpnoia tng vijoudag
1201 |Atresia of small intestine Jejunoileal atresia Q41.2 |Atpnotia Tou Aemtou eviépou Nnotudoekeikn atpnoia
1201|Atresia of small intestine Small intestinal atresia Atpnoia tou Aemtol eviépou Atpnoia tou Aemtol eviépou
171844 Blindness-scoliosis-arachnodactyly SUv8popo TUAwang-okoAiwong-
syndrome ApoXVOSAKTUALOG
Craniosynostosis-hydrocephalus- ZUVSPOHO KPAVLOOUVOOTEWONG-
171839|Arnold-Chiari malformation type I- Q87.8 |ubpokeddrou-Suomhaaiog Arnold-Chiari
radioulnar synostosis syndrome TUTIOU I-KEPKISWAEVLKIG GUVOOTEWONG
Craniosynostosis-hydrocephalus- JUVEPOHO KPOVLOOUVOOTEWONG-
171839|Arnold-Chiari malformation type I- Berant syndrome vdpokedarov-suomhaciag Arnold-Chiari [EUvépopo Berant
radioulnar synostosis syndrome TUTIOU |I-KEPKLEWAEVLKFG CUVOCTEWONG
Craniosynostosis-hydrocephalus- ZUVSPOHO KPOAVLOOUVOOTEWONG-
171839|Arnold-Chiari malformation type I- Capra-DeMarco syndrome vbpokeddarou-suomhaociag Arnold-Chiari [ZUvSpopo Capra-DeMarco

TUTIOU |-KEPKISWAEVLKIG CUVOCTEWONG
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Craniosynostosis-hydrocephalus- Familial scaphocephaly-radioulnar 20v8pojlo KpavioouvooTéwans: JUVEpopo oKoyevoUs okadokedalio:
171839|Arnold-Chiari malformation type I- R P phaly ubpokeddrou-suomhaciag Arnold-Chiari POM 'V N ) <
. . synostosis syndrome ) , ) KEPKISWAEVLKIG CUVOOTEWGNG
radioulnar synostosis syndrome TOTIOU |-KEPKISWAEVIKIG CUVOCTEWGCNG
1202|Larynx atresia Q31.8 |Atpnaia tou Adpuyya
1199|Esophageal atresia Q39.0 |Atpnoia Tou olsodayou
1199|Esophageal atresia Q39.1 |Atpnaia tou osodayou
171851|MEDNIK syndrome 20vSpopo MEDNIK
Intellectual disability-enteropathy- ZUVSpopOo VoNTIKNAG avamnnpiag-
171851|MEDNIK syndrome deafness-peripheral neuropathy- SUvSpopo MEDNIK £VIEPOMAOELAG-KWPWONG-TEPLDEPLKAG
ichthyosis-keratodermia syndrome veuporndBelag-txBuaong-kepatodepuiog
S0v6 A log-
Intellectual disability-enteropathy- s\l;;/z»: pg:;egznz?:;:;napis
171851|MEDNIK syndrome hearing loss-peripheral neuropathy- SUvSpopo MEDNIK P , S , S ﬂ?
N . . TEPLHEPLKNG VEUPOTABELG-LXBUaoNG-
ichthyosis-keratodermia syndrome "
kepatodepuiag
Polyneuropathy-hearing loss-ataxia- SUVEPOpO TIOAUVEUPOTIABELAG - ATTWAELG
171848|retinitis pigmentosa-cataract G60.1 |akong - ata§iag - pEAQyXPWOTLKAG
syndrome AUPLBANCTPOELSOTABELAS - KATAPPAKTN
Polyneuropathy-hearing loss-ataxia- ZOVEPOO TOAUVEUPOTIAOELAG - AMWAELOG
171848 retinitis pigmentosa-cataract PHARC syndrome akong - atagiog - LEAAYXPWOTIKAG SOvépopo PHARC
syndrome ApPLBANCTPOELSOTADELAG - KATAPPAKTN
Pol thy-hearing loss-ataxia- 20v8 Al T¢] - QWA
o.yrl\e.urt?pa y-hearing loss-ataxia Peripheral neuropathy, Fiskerstrand v 'pouo no' UVEUpOnaDELaG rfmm £1as Mepipepikn veupomndbeta, Tumou
171848 retinitis pigmentosa-cataract type akong - atagiog - LEAAYXPWOTIKAG Fiskerstrand
syndrome P apPLBANOTPOELSOTIADELAG - KATAPPAKTN
Pol.yrl\elurc?pathy-hearing loss-ataxia- Polyneuropathy-deafness-ataxia-retinitis ZL'JV5'DO|.10 no')\uveupondeemc - (?mu'))\smc Zl.'vapf)uo T[O?\UVEUpOT[C'(Q’ELO(q-KdeJu)UnC
171848|retinitis pigmentosa-cataract {amentosa-cataract syndrome QKON - atagiog - LEAQYXPWOTIKAG - atagiag - HEAAyXPWOTIKAG
syndrome Pig v apdLBAnotpoetsonddelag - katappaktn |apdiBAnotpoetdondOelag - katappdkn
1304|Brucellosis A23.3 [BpoukéMwon
1304|Brucellosis A23.8 |BpoukéAwon
1304|Brucellosis A23.9 |BpoukéNwon
1304 |Brucellosis A23.0 |BpoukéAwon
1304|Brucellosis A23.1 |BpoukéAwon
1304 |Brucellosis A23.2 |BpoukéAwon
173|Cholera A00.1 |XoAépa
173|Cholera A00.9 |XoAépa
173|Cholera A00.0 |XoAépa
OtKoyevrG XovEpopalds
1428|Familial chondromalacia patellae M22.4 Hoy V"]’CX VopoLaiakuvan e
enyovatidag
3303(Tetralogy of Fallot Q21.3 |Tetpaloyia tou Fallot
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200418 Immunodeficiency with factor | D841 Avogoavsnapkslu HE avwpaiia Tou
anomaly napdyovta |
Immunodeficiency with factor | AvoooavendpKeLa pe avwpoAia To § . .
200418 Y fclency wi Complete factor | deficiency v 0, VETIAPKELQ UE avuwpaiia Tou MARpng éMeuwbn tou mapayovra |
anomaly napayovra |
730 Autosomal dominant polycystic Q61.2 AUTOOWLLKT ETUKPOTHG TTOAUKUOTIKE
kidney disease " |véoog twv vedpwv
730 A.utosonrfal dominant polycystic ADPKD Af}roowutxr'] snufpc(rr']c TIOAUKUOTLKT ADPKD
kidney disease VOOOG TWV VEPPWY
200421 Immunodeficiency with factor H D841 Avocvoavsnapkslq HE avwpaiia Tou
anomaly napdyovta H
486 Autosomal dominant severe D70 AUTOCWLLKI ETUKPATHG Bapeia cUYYEVHS
congenital neutropenia oubeteponevia
1209(Tricuspid atresia Q22.4 |Atpnotia tng TptyAwxvag BaABidag
199647|lIsolated encephalocele Q01.0 |Mepovwpévn eykeharokniin
199647|Isolated encephalocele Q01.1 |Mepovwpévn eykeGaAokAn
199647|lIsolated encephalocele Q01.2 |Mepovwpévn eykeGarokniin
199647|Isolated encephalocele Q01.8 |Mgpovwpévn eyKeGaAoKAn
199647|lIsolated encephalocele Q01.9 |Mepovwpévn eykeharokniin
98 Autosomal recessive spastic ataxia of G111 AUTOCWLLKF UTTOAEUTOUEV OTIAOTIKN
Charlevoix-Saguenay " |atagia twv Charlevoix-Saguenay
98 Autosom_al recessive spastic ataxia of ARSACS Auro'cwptxn unoAerFouevn OTaOTIKN ARSACS
Charlevoix-Saguenay atafio twv Charlevoix-Saguenay
98 Autosomal recessive spastic ataxia of [Autosomal recessive spastic ataxia type AUTOCWLLKF UTIOAEUTOUEV OTIAOTIKA AUTOOWLKY UTLOAEUTOUEV OTIALOTIKE
Charlevoix-Saguenay 6 ata§io twv Charlevoix-Saguenay ataio tomou 6
98 Autosom_al recessive spastic ataxia of SPAXE AUYO,GUUHLKH’ unohetr.téusvn OTIALOTIKNA SPAXG
Charlevoix-Saguenay atagio twv Charlevoix-Saguenay
1478|Interatrial communication Q21.1 |MeOOKOATIKN ETLKOVWVIA
1478|Interatrial communication ASD MeOOKOATUKT] ETUKOWVWVICL ASD
BAGBN TOU HEGOKOATIKOU
1478|Interatrial communication Atrial septal defect MEGOKOATILK ETUKOLVWVIOL Bn, K
Stadpaypatog
1478|Interatrial communication Interauricular communication MEeOOKOATUKT ETULKOWVWVIA Meoowtiaia enkowwvia
330|Congenital factor Xl deficiency D68.2 |Zuyyeviig ENewpn tou mapdyovta Xl
5 - . - . , Suyyevig ENeupn tou mapdyovta
330(Congenital factor Xl deficiency Congenital Hageman factor deficiency Zuyyevig éMewbn tou mapdyovra Xl Hageman
1482|Gonococcal conjunctivitis A54.3+ [[OVOKOKKLKI emutepukitida
1482|Gonococcal conjunctivitis H13.1* [Fovokokkikn emutedukitida
1959|Evans syndrome D69.3 |2UvSpopo Evans
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1959|Evans syndrome Auto.immune hemolytic anemi_a and S0v8popo Evans Autoo:(vocn QUUOAUTIKA C(VC(lui.C!'KO(I.
autoimmune thrombocytopenia autodvoon Bpoppokuttapornevia
1959|Evans syndrome Immune pancytopenia SUvépopo Evans Avoon TayKuUTTapOoTEVia
284|Alveolar echinococcosis B67.6 |KueASikn extvokokkioon
. . . N L . , , Notpwén amnd Echinococcus
284|Alveolar echinococcosis Echinococcus multilocularis infection B67.7 |KugehSikn exvokokkiaon . .
multilocularis
284|Alveolar echinococcosis B67.5 |KueASikn extvokokkioon
n - - g
1177 Early-onset cerebellar ataxia with GiL1 é\fl;i\lKN):’glz:ﬂ atz%:;‘:/‘z‘l}:?:
retained tendon reflexes ! PSNG M ’HPHIJ
QaVTAVAKAQOTIKA
- MapeykedohSikn ataia mpwipng
Early-onset cerebellar ataxia with , , ,
1177 retained tendon reflexes EOCA €vapéng pe BLmtnpr]usvot TEVOVTLOL EOCA
QVTOVAKAQOTIKG
N NapeykedaAdiky ataio mpwipung
Early-onset cerebellar ataxia with
1177 EOCARR 3 3 0 EOCARR
retained tendon reflexes oc évaplng pe ﬁla\:npnpevu revovia oc
avTavakAaoTIKd
n - - ;
1177 Early-onset cerebellar ataxia with Harding ataxia E'\Z?EEVKN):?L?:H 0‘2‘3:;‘8‘:/‘;’3:?: Ataia Hardin
retained tendon reflexes e PSNG M ’npnu e
QVTAVAKAQOTIKA
828|Stickler syndrome Q87.0 [zuvSpopo Stickler
. Hereditary progressive , . KAnpovopkr mpoodeutikn
828|Stickl d 20v8 Stickl .
ickler syndrome arthroophthalmopathy UVOpOHO Stickier apBpoodBatponddeia
203 .Conge‘nltal herpes simplex virus P35.2 Z,uvvsvnq Aolpwén and 16 tou amiov
infection £prnta
Congenital herpes simplex virus Juyyevng Aoipwén amo 16 Tou amhol Mpoyevvntiki Aoipwén amno 16 tou
293|, 8 . P P Antenatal herpes simplex virus infection , vvevi Aoiuwen an * T P V, , nTkA Aotuwen an h
infection £pnnta amhou épnnta
293 Congenital herpes simplex virus Mother-to-child transmission of herpes JuyyevAg Aolpwén ard 16 tou arhol Metadoon Aoipwéng arnd 16 tou arnhov
infection simplex virus infection £pninta £printa and ™ pntépa oto madi
199340|Muscular dystrophy, Selcen type G71.8 |Muikn Suotpodia, Tumog Selcen
199337 Pancreatic {nsuffluency—anemla— £88.8 Zuvéplouo nuvklpzcmmg QVETTAPKELOG-
hyperostosis syndrome avapiog-unepootwong
234|Dubin-Johnson syndrome E80.6 |ZUvSpopo Dubin-Johnson
234|Dubin-Johnson syndrome Dubin-Sprinz disease 20vSpopo Dubin-Johnson Nooog Dubin-Sprinz
234|Dubin-Johnson syndrome Hyperbilirubinemia type 2 SUvSpopo Dubin-Johnson YriepxohepuBpvatpia tomnou 2
234|Dubin-Johnson syndrome Sprinz-Nelson syndrome 20vSpopo Dubin-Johnson 20vSpopo Sprinz-Nelson
S . Eykedadondbela pe avrandkpion otn
199348|Thiamine-responsive encephalopathy E51.2 ,
Betapivn
3287|Takayasu arteritis M31.4 |Aptnpitda Takayasu
199343|EAST syndrome H90.5 |ZUvSpopo EAST
. . . ZUvbpopo eminiag-atagiag-
Epil -ataxia- | deafness-
199343|EAST syndrome priepsy-ataxia-sensorineuiral ceatness SUv6popo EAST VELPOOLEBNTAPLAG KWPWONG-
tubulopathy syndrome ,
owANvapLonabeLag
. . . . ZUv8popo emniag-atagiag-
Epil -ataxia- I h
199343|EAST syndrome prlepsy-ataxia-sensorineural hearing SUvdpopo EAST veupoatoBntriptag Bapnkotag-

owAnvaplondadeLag
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199343|EAST syndrome SeSAME syndrome SUvSpopo EAST 20v6popo SeSAME
Seizures-sensorineural deafness-ataxia- SUVEPOHO OTIAGHWV-VELPOALGONTAPLAG
199343|EAST syndrome intellectual disability-electrolyte JUvSpopo EAST Kwdwong-atagiag-vontikng avannpiag-
imbalance syndrome NAEKTPOAUTIKWV SLatapaywyv
Seizures-sensorineural hearing loss- SUVEPOHO OTAOUWY-VEUPOALTONTHPLAG
199343|EAST syndrome ataxia-intellectual disability-electrolyte 3UvSpopo EAST Bapnkotag-atagiac-vontikig avannpiag
imbalance syndrome NAEKTPOAUTIKWY Statapaywv
2800|Extramammary Paget disease C44.5 |E¢wpaotiki Nooog Paget
199326 Isolated autosomal dominant €834 MepOVWHEVN AUTOOWHLKY ETUKPOTHG
hypomagnesemia, Glaudemans type " |unopayvnotawpia, tinog Glaudemans
199323 |Endophthalmitis H44.0 [EvSodBaApitida
199323|Endophthalmitis H44.1 [EvSodBoApitida
1928|Congenital lobar emphysema Q33.8 |Zuyyevég AoPwdeg epduonpa
1928|Congenital lobar emphysema Congenital lobar hyperinflation Juyyevég AoPwdeg epduonua Zuyyeviig AoPwéng urepSiartaon
1928|Congenital lobar emphysema Infantile lobar hyperinflation Juyyeveg AoBwdeg epdlonpua Neoyvikr AoBwéng unepSidtaon
199332 Endocrine-cerebro-osteodysplasia 087.8 ZL’Jvépouz') £VEOKPLVO-EYKEPANO-00TIKAG
syndrome Suomhaoiag
199332 Endocrine-cerebro-osteodysplasia ECO syndrome Zﬂvépou? £VE0oKPLVO-EYKEPANO-00TLKAG S0v6popo ECO
syndrome Suom\aciag
199329|Congenital myopathy, Paradas type G71.2 |Iuyyevng puondBela, tunog Paradas
2665|Congenital mesoblastic nephroma D41.0 [Zuyyevég pecoBAaOTIKO VEGpWHA
3463|Wolfram syndrome E34.8 |zUvdpopo Wolfram
3463|Wolfram syndrome DIDMOAD syndrome sUvépopo Wolfram SUvSpopo DIDMOAD
3463|Wolfram syndrome Dia?etes insipidus-diabetes mellitus- Sov6popo Wolfram ZUV&?OHO dnotvou SLQBjtn-GOkaupQBn
optic atrophy-deafness syndrome Staprtn-ontikig atpodiag-kwdwong
0v6 ‘ SapriT- 06
Diabetes insipidus-diabetes mellitus- , oV POHO omot'ou mBn}n oak?(upw n
3463|Wolfram syndrome ) X ZUvSpopo Wolfram Staprtn-ontikig atpodiag-anwlelag
optic atrophy-hearing loss syndrome A
aKorg
1549(Cryptosporidiosis A07.2 |Kpumtoomopidiwon
199642|lsolated congenital microcephaly Q02 |[Mepovwévn ouyyevhG pkpokedaio
549(Legionnaires disease A48.1 |Nooog twv Aeyewvapiwv
704|Pemphigus vulgaris L10.0 |Kown mépudrya
Cerebral autosomal recessive EykepaAkr) AUTOCWHLKT UTTOAELTONEVN
199354 |arteriopathy-subcortical infarcts- 167.8 |aptnplondBela pe urtoprotwdn

£udpoakta KoL AeukogykepolonddeLa
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Cerebral autosomal recessive EykedaAtkr) AUTOOWLLKY UTIOAETOMEVN
199354 |arteriopathy-subcortical infarcts- CARASIL aptnplondeta pe urtodAolwsdn CARASIL
leukoencephalopathy éudpakta kat AeukoeykedparomnabeLo
Cerebral autosomal recessive EykepaAtkr) AUTOCWHLKT UTTOAELTOUEVN
199354 |arteriopathy-subcortical infarcts- Maeda syndrome aptnplonddetla pe umtodAowsdn 3UvSpopo Maeda
leukoencephalopathy £udpakta kat Aeukoeykedalondbela
A . . .
199351|Adult-onset dystonia-parkinsonism G24.1 UOTOVL,O( nO(pKl\{GOVlGuOQ He évaptn
otV eviiAko wr
Avotovia-na, 0! G He évay Avotovia-na, s} 6¢, TUTIOG Paisan
199351|Adult-onset dystonia-parkinsonism Dystonia-parkinsonism, Paisan-Ruiz type Vot VL, " pKw,U VoS pe évaptn u‘(r( VIGTIAPKIVOOVIOHOG, TG Pal
otnv evijAko {wn Ruiz
A . . .
199351|Adult-onset dystonia-parkinsonism  |PARK14 UOTOVIATIAPKIVOOVIONSG HE Evapin 1o\ oyq
otV eviiAko wr
Augtovia-Tay OVIOWOG UE évay PLA2G6-0xeTI{opeVN SuaTovia-
199351|Adult-onset dystonia-parkinsonism PLA2G6-related dystonia-parkinsonism Lot VL, " pKW.U ViouSe pe évaptn X u(' Hevn SuaTovl
otV eviAko {wn TILPKIVOOVIOHOG
356 Gerstmann-Straussler-Scheinker ASLS ZOVSPouo Gerstmann-Straussler-
syndrome Scheinker
356 Gerstmann-Straussler-Scheinker Subacute spongiform encephalopathy, SUvdpopo Gerstmann-Straussler- Yrogeia onoyywéng eykepalonddeia,
syndrome Gerstmann-Straussler type Scheinker tomnog Gerstmann-Straussler
466|Fatal familial insomnia A81.8 |Owoyevrig Bavatndopog avmvio
Mepovwue omAaoia To O
199630|Isolated cerebellar vermis hypoplasia Qo4.3 HOVWHEVD Un, Tihacta Tou okwhnka
™G napeykebaiibag
199627|Atypical autism F84.1 |ATuTOG QUTIOMOG
199293|Congenital microgastria Q40.2 [Zuyyevng pkpoyaotpia
3452(Whipple disease M14.8* |Nocog Whipple
3452|Whipple disease Intestinal lipodystrophy K90.8+ [N6oog Whipple Evtepwkn AutoSuotpodia
199282|Harlequin syndrome G90.8 |2UvSpopo apAekivou
P ive isolated tal Npooé: \ é \
199282|Harlequin syndrome rogre55|‘ve isolated segmenta SUvSpopo aphekivou poo EU,TLK” HEHOVIWHEVD THNHATIKN
anhidrosis avipwoia
199285 Heredﬁtary h\(pércarotenemia and £50.8 |'<)\npov0|.m<r’] u'r[epmponvmuia Kat
vitamin A deficiency €Mewpn Brrapivng A
2331|Kawasaki disease M30.3 |N6oog Kawasaki
BAevvoyovodeppatiko Aepdadeviko
2331|Kawasaki disease Mucocutaneous lymph node syndrome No6oog Kawasaki v Pu Ho
ouvSpopo
199276|Familial multiple lipomatosis E88.2 |Owoyevig moAAamAr Autwpdtwon
199279|Familial angiolipomatosis D17.9 |Owoyevig ayyeloAmwpdtwon
199260|Calcifying aponeurotic fiboroma M72.8 |AcBectomnold amoveupwtké ivwpa

199260

Calcifying aponeurotic fibroma

Juvenile aponeurotic fibromatosis

AcBECTOMOLO ATMOVEUPWTLKO (VWO

NEeQVLKR IMOVEUPWTLKT WVWHATWON

199260

Calcifying aponeurotic fibroma

Keasby tumor

AcBECTOMOLO AMOVEUPWTLKS (VWL

‘Oykog Keasby
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A Autod
3002|Immune thrombocytopenia D69.3 voon [ UTDO.VOGI’]]'
BpopBokutrapomnevia
A Autod
3002{Immune thrombocytopenia ITP voon [ UIO&VOOI’]]' ITP
Bpoppokutraponevia
A Autod A AuTod
3002|Immune thrombocytopenia Immune thrombocytopenic purpura voon [ UTDO.VOGI’]]V voon [Avtodvoon] , ,
BpopBokutrapomnevia BpopPokutrapornevikr mopdupa
199267|Infantile digital fibromatosis M72.8 |Bpedikr SaKTUALKA WwpdTtwon
199267|Infantile digital fibromatosis Inclusion body fibromatosis Bpedikr SaKTUALKY WwHATWON IVWHATWON HE EYKAELOTO CWHATLO
Recurring digital fibrous tumor of X , , Ynotpordlwv SaktuAKog vwdng dyko
199267|Infantile digital fibromatosis chilclijh;oi ‘el fhrous tu Bpedikr Saktulkn wwupdtwon rr:[q :[F;lgtkéz)‘r’]?\w;(;s KOG VLONG Oykog
199267|Infantile digital fibromatosis Reye tumor Bpedikr) SaKTUALKA WwpATWon [Oykog tou Reye
199315| amilial clubfoot with or without Q66.8 Z:WZT(ZUZSEB}:\Z) 5;;;8 Soﬁw:d:w
associated lower limb anomalies : , oX HEVEC M <
AQKpou
2040|Congenital respiratory-biliary fistula Q32.4 |ZuyyevEG QVOTVEUOTLKO-XOALKO GUPiyyLo
199318|15q13.3 microdeletion syndrome Q93.5 [ZUvSpopo pikpoéAewpng 15q13.3
199318|15q13.3 microdeletion syndrome Del(15)(q13.3) SUvSpopo HikpoéMewpng 15q13.3 Del(15)(q13.3)
199318|15q13.3 microdeletion syndrome Monosomy 15q13.3 JUvSpopo pikpogMeupng 15q13.3 Movoowpia 15g13.3
199310|Tetragametic chimerism Q99.0 |TETPAYAUETIKOG XLLALPLOUOG
199310|Tetragametic chimerism 46,XX/46,XY chimerism TETPAYAUETIKOG XLLALPLOHOG 46,XX/46,XY XLHoLpLopog
2357|Bronchogenic cyst 198.4  |Bpoyyoyevig kbotn
274(Bernard-Soulier syndrome D69.1 |2UvSpopo Bernard-Soulier
274|Bernard-Soulier syndrome Giant platelet syndrome ZUvSpopo Bernard-Soulier ZUVSpopo ylyavtiaiwy aLtponetaiiny
H hagi| thrombocyti ] 16 It
274(Bernard-Soulier syndrome emorrhagiparous thrombocytic 3UvSpopo Bernard-Soulier pOHBOKun,uplt(n votpodia pe
dystrophy atpoppayikn Stdbeon
1195|Congenital atransferrinemia E88.0 |Iuyyevrg atpavodepvatpia
1195|Congenital atransferrinemia Congenital hypotransferrinemia Juyyevig atpavodepvatpio Juyyevig urtotpavodepvatpia
199302|Isolated cleft lip Q36.0 |Mepovwpévn xeltheooxtotia
199302|Isolated cleft lip Q36.1 |Mepovwpévn xeltleooxtotia
199302|Isolated cleft lip Q36.9 |Mepovwpévn xeltheooxtotia
199306|Cleft lip/palate Q37.0 |Xeeooytotia/unepwiooyLotia
, , Oatviakrn xetheooyotia kat
199306|Cleft lip/palate Alveolar cleft lip and palate Q37.4 |Xeleooxiotia/unepwiooytotia X X

unepwiooxLotia
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199306|Cleft lip/palate Cleft lip and palate Q37.5 [Xeleooyiotia/unepwiooytotio Xel\eooyLotia Kat unepwiooyLotia
199306|Cleft lip/palate Cleft lip-alveolus-palate syndrome Q37.8 [Xekeooytotia/unepwlooxLotia Juyyevig XeW\eo-yvaBo-UTEPWLOOKLOTIOL
199306|Cleft lip/palate FLP Q37.9 [Xe\eooyiotia/unepwiooytotia FLP
199306|Cleft lip/palate Q37.1 [Xelheooyiotia/unepwlooxLotia
199306|Cleft lip/palate Q37.2 |Xel\eooyiotia/unepwiooytotia
199306|Cleft lip/palate Q37.3 [Xelheooylotia/unepwlooxLotia
926|Acatalasemia E80.3 |AkatoAacatpio
926|Acatalasemia Catalase deficiency Akatohaoatpio AVETIAPKELA KOTAAGONG
3020|Ramsay Hunt syndrome B02.2+ |Z0vSpopo Ramsay-Hunt
. , Mdapeon mpoowrnikoy vevpou
3020|R Hunt d F | Isy due to VzV G53.0* |20V R -Hunt
amsay Hunt syndrome acial nerve palsy due to UvSpopo Ramsay-Hun odEyEVN GTov V2V
Facial nerve palsy due to herpes zoster , MNdpeon mpoowrkol vevpou Adyw
3020|Ramsay Hunt syndrome . . SUvdpopo Ramsay-Hunt A L A
infection Aoipwéng amnd épnn {wotrpa
. . , Mapd&Avon mpoowrnikol velpou
3020|R Hunt d F | I due to VzVv 0V R -Hunt
amsay Hunt syndrome acial nerve paralysis due to Uv6popo Ramsay-Hun odeyEVN OTov V2V
199296|Congenital isolated ACTH deficiency E23.6 |Zuyyevig pepovwuévn avendpketa ACTH
o . .
199299|Late-onset isolated ACTH deficiency E23.6 |OWHHNG Evaping pepovwpévn
avendpkela ACTH
1675 Dihydropyrimidine dehydrogenase £79.8 Avertdpkela g adudpoyovaong tng
deficiency 7 |8wsporupyuidivng
Dihyd imidine dehyd! AVETG 5 G
1675 d(lefi\::ier:::)\\/mml ine dehydrogenase Familial pyrimidinemia Brjgsg:ji:‘gfv(:}fu poyovaone e OWKOYEVHG TTUpLULS VAL o
Cushing syndrome due to ZUV5pDuC? Cushing o¢et?\ou£vo og
189427 . E24.8 |pakpoolwdn unepmiaocio twv
macronodular adrenal hyperplasia |
emvedpLdiwv
20v8 Cushi Y n on OTTA
Cushing syndrome due to Primary bilateral macronodular adrenal oV pou(? ushing ode , OHEVO 08 pu)TOTUl' ne uud)orsporf £upn
189427 . . pakpoolwsdn unepmiacia Twv Hakpoolwdng uneprAacio Twv
macronodular adrenal hyperplasia hyperplasia s ,
enwvedpLdiwv eMWVeDPLSLwV
. . AVETIAPKELD TNG
Adenine phosphoribosyltransferase
976|, .. . pnosp v E79.8 |dwodopiBolurotpavadepdong tng
deficiency N
adevivng
X X AVETIAPKELQ TNG . Ly
Ad hosphoribosyltransfi OupoAibi AiBoug 2,8-
976 defei:ilennecs osphoribosyltransterase 2,8-dihydroxyadenine urolithiasis d)waq)optﬁo(u}\orpavmbepdcnq g (Sll:J‘;(;OlEL'J.ZZ:V?\:‘:Q t0ue
adevivng
. . AVETIAPKELQ TNG
Ad hosphoribosyltransfi
976 defei:i::cp osphoriosyliransierase APRT deficiency dwodopiBolulotpavadepdons tng Avendpkela APRT
y adevivng
3129|Sarcosinemia E72.5 |Iapkoowatpio
3129|sarcosinemia Sarf:o.sine dehydrogenase complex Sapkoowayiio Avsno’(sztu’tou UuunAévuatloq
deficiency adudpoyovdong tng capkooivng
215 Hyperornithinemia-hyperammonemia £72.4 ZUvbpopo unepopviBvatpiog-

415

Hyperornithinemia-hyperammonemia
homocitrullinuria syndrome

HHH syndrome

SUvEpopo unepopviBVaLpiog-

UTEPAppWVLALpHiag-oLoKITpouNVoupiag

20vSpopo HHH
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215 Hyperc{rnithinemia—hyperammonemia ORNT1 deficiency JUvSpopo Unspc?pVLelvmu'Lac— | avendpreta ORNTL
homocitrullinuria syndrome UTTEPAUHWVLALHLAG-OHOKITPOUAALVOU pLaG
Hyperornithinemia-hyperammonemia S0vEpopo umepopvIBLVaLpiaG- AVEMApKELQ TOU PeTadopéa
415 VP 5 ' AI . a-hyp ! Ornithine carrier deficiency UVOpOHo LTt p,p‘“ aKiag s v n,pK aTou petadopea T
homocitrullinuria syndrome unepappwviatpiag-opokitpouAwoupiag [opvibivng
215 Hyperc{rnithinemia-hyperammonemia Ornithine translocase deficiency JUvSpopo Unspc?pVLelvmu'mc- ) AVET((‘:'tpKElu ™G pHetdBeong tng
homocitrullinuria syndrome UTtEpapHwVLALpiag-opokitpouAAvoupiag [opviBivng
Hyperornithinemia-hyperammonemia: SUvEpopo umepopvIBLVaLpiaG- , .
415 VP . ' AI . a-hyp ! Triple H syndrome UVOPOHO LTTER ,le aKiag . |2vvépopo tputhov H
homocitrullinuria syndrome UTTEPAUUWVLALILIOG-OLOKLTPOUAALVOUpLaG
2494|Ménétrier disease K29.6 |Nooog tou Ménétrier
2494|Ménétrier disease Giant hypertrophic gastritis Néoog tou Ménétrier MNyavtuaia unteptpodikn yaotpitda
H tei ic hypertrophi Y) il g \
2494|Ménétrier disease ypoproteinemic hypertrophic Négoc Tou Ménétrier nonpwt'avmutm umeptpodLkr
gastropathy yaotponddeia
171(Primary sclerosing cholangitis K83.0 |Mpwtonabrig okAnpuvtikr xohayyeltido
171|Primary sclerosing cholangitis PSC Mpwtonadrg okAnpuvtikn xoAayyetitda (PSC
199251|Ledderhose disease M72.2 |N6oog Ledderhose
199251|Ledderhose disease Plantar fibromatosis Nooog Ledderhose MNeApatiaia wwpdtwon
199247 CorFl.coster0|d»b|ndlng globulin E£27.8 AVETIAPKELA TNG Bscpfunmc odatpivng
deficiency TWV KOPTLKOOTEPOELS WV
Corticosteroid-binding globulin AVETAPKELA TNG SECHEVTIKAG odatpiv
199247| . Ee Transcortin deficiency P ns u, A obaipivne AVETIAPKELX TNG TPAVOKOPTIVNG
deficiency TWV KOPTIKOOTEPOELS WV
199244|Nelson syndrome E24.1 |3OvSpopo Nelson
MVEUHOVLKN TPLXOELSIKNA
199241|Pulmonary capillary hemangiomatosis D18.0 Hovtn . P f
QULHOYYELWHATWON
2134|Atypical hemolytic uremic syndrome D58.8 |Atumo atpoAUTIK ouPaALULKO cUVEPOpO
2134|Atypical hemolytic uremic syndrome |Atypical HUS ATUTIO QUHOAUTLKO OUPALUIKO oUVEpopo  |Atumo HUS
2134|Atypical hemolytic uremic syndrome |aHUS ATUTIO QULOAUTIKO OUPaLUKO oUVEpopo  |aHUS
17 Fatal infantile lactic acidosis with E71.1 Oavatndopog Bpedikr) yaAakTik
methylmalonic aciduria "7 |o&won pe peBulpatovikn ofuoupia
189439 Primary plg_ment_ed nodular E24.8 MNpwtonabrg d))\OlOyST[L,VEd)pLéLC(KI’] VvO0o0G
adrenocortical disease HE HEAQYXPWHOTIKA OTiSLa
189439 Primary pigmen%ed nodular PPNAD Mpwtornadrg d)}\OlO'ET[lYEd)plélﬂKr'] V600G PPNAD
adrenocortical disease HE HEAQYXPWHATIKA OliSta
189439 Primary pigmented nodular Primary pigmented nodular adrenal MNpwrtonadrg dphotoemvedpidiakr vooog [Mpwrtonadiig emvedpidiakr Suomhaocio
adrenocortical disease dysplasia UE HEAQYXPWHOTIKA olidLa HE HEAQYXPWHATIKA olidLa
3006|Pyridoxine-dependent epilepsy G40.8 |Mupido§vo-e€aptwpevn emindia
3006|Pyridoxine-dependent epilepsy Antiquitin deficiency MNupdo&wo-g§aptwpevn ertAnia AVETIAPKEL TNG AVTIKOULTIVNG
Snacpoi e§apTwHeVOL amd TN Prrapivi
3006|Pyridoxine-dependent epilepsy Vitamin B6-dependent seizures MNupdogvo-gfaptwpevn emtAnbio 86 Hot efaptiom n Burapivn
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780|Rhabdomyosarcoma C49.9 [PaBSopuocapkwpa
3111|Rotor syndrome E80.6 |ZUvSpopo Rotor
3111|Rotor syndrome Hyperbilirubinemia, Rotor type 20vSpopo Rotor YriepxohepuBptvatpia, Tunog Rotor
2382|Lennox-Gastaut syndrome G40.4 |1Ov8popo Lennox-Gastaut
2806|Subacute sclerosing leukoencephalitis A81.1 |Ymogeia okAnpuvtikr Aeukoeykedaiitda
2806|Subacute sclerosing leukoencephalitis | Dawson encephalitis Yroeia okAnpuvtikr Aeukoeykedahitida |Eykedalitida tou Dawson
2806|Subacute sclerosing leukoencephalitis [SSPE Yrogeia okAnpuvtiki Aeukoeykepahitidoa |SSPE
. R , Yrogeia eykedoAitida pe EykAgiota
2806|Subacute sclerosing leukoencephalitis |Subacute inclusion body encephalitis Yro€eia okAnpuvtikn AeukogykedaAittda art:)ugd:m vKepahitida pe éykheior
2806 (Subacute sclerosing leukoencephalitis [Subacute sclerosing panencephalitis Yno€eia okAnpuvtikr Aeukogykedahitda |Yrogeia okAnpuvtiki naveykepaiitda
2806|Subacute sclerosing leukoencephalitis | Van Bogaert disease Yrio€eia okAnpuvtikr) Aeukoeykedahitida [Ndoog tou van Bogaert
2806|Subacute sclerosing leukoencephalitis [Van Bogaert encephalitis Yroeia okAnpuvtikr Aeukoeykedahitida |EykedaAitida tou van Bogaert
1934 arly infantile epileptic 6403 Mpwiun Bpsyd)u(r] ETUANTITKA
encephalopathy eykedalonabeia
1934 Early infantile epileptic EIEE Mpwipn Bpevdnkn erAnmTKn EIEE
encephalopathy eykedpaomnabela
Mpwipn Bpedikr emAnmTkn
1934 Early infantile epileptic Early infantile epileptic encephalopathy Mpwiun Bpedikn erAnmuikn eykepaAomABEeLA UE KATAOTOAR TNG
encephalopathy with suppression-bursts eykepalomndOela $Aoukng SpaotnplotnTag e
ekdopTioeLg
Early infantile epileptic Npawy EPLKT ETUANTITIKA
1934 v pllep Ohtahara syndrome pln fp ,¢ n n n 20vSpopo Ohtahara
encephalopathy eykedpaomnabela
845|Tay-Sachs disease E75.0 |Nboog Tay-Sachs
845|Tay-Sachs disease GM2 gangliosidosis, B, B1 variant Nooog Tay-Sachs GM2 yayyAwooiSwon, B, mapalayn B1
845|Tay-Sachs disease Hexosaminidase A deficiency No6oog Tay-Sachs Averndpkela e§olapidaong A
1942|Myoclonic-astatic epilepsy G40.4 | MuoKAOVIKA-aoTaTkr emAngia

1942

Myoclonic-astatic epilepsy

Doose syndrome

Muokoviki-aotatikr erAndio

3UvSpopo Doose

1942

Myoclonic-astatic epilepsy

EMAS

MuokAoviki-aotatikr erAndio

EMAS

1942

Myoclonic-astatic epilepsy

Epilepsy with myoclonic-astatic seizures

MuokAovikA-aotatikr erAndio

EriAniia e pUOKAOVIKOUG-QOTATIKOUG
onacpoUg

1942

Myoclonic-astatic epilepsy

Epilepsy with myoclonic-atonic seizures

MuokAoviki-aotatikr erhndio

ErtAnyia pe puokAoviKoUG-aTovikoUg
omaopoUg

1942

Myoclonic-astatic epilepsy

MAE

Muokoviki-aotatikr erhndio

MAE
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1942|Myoclonic-astatic epilepsy Myoclonic atonic epilepsy MuokAOVIKA-aoTatkr emAnia MuokAovikr| atovikr erihnio
Myoclonic-astatic epilepsy in earl i X s MuoxkAoviki-aotatiky ermAnyio
1942 |Myoclonic-astatic epilepsy ch\‘llldhootlzi c epllepsy | v MuokAoviki-aotatikr eminia npfi)tﬁnqv:(:\&:rt']qtr;;li;; niiaTg
1935|Early myoclonic encephalopathy G40.4 |Mpwiun puokAovikn eykedaromnadeto
Mpwy vokAovikr eykedpadomnabela
. Early myoclonic encephalopathy with , , . PO W . N eV ¢
1935|Early myoclonic encephalopathy suppression-bursts Mpwipn puokAovikr eykepalonddeia He KataotoAn Tng GAOLKAG
PP Spaotnplotntag pe ekdoptioelg
Early-onset progressive Mpwiung évapéng mpoodeutikn
1943|encephalopathy with migrant G40.4 |eykedpaAomABELO HE LETAVOOTEUTLKES
continuous myoclonus OUVEXEIG LUOKAOViE
3451|Infantile spasms syndrome G40.4 |ZUvEpopo BpedKWY OTACHWY
3451|Infantile spasms syndrome West syndrome ZUVEPOHO BPEPIKWY OTIACHWY SUvSpopo West
3299|Tetanus A33  [Tétavog
3299|Tetanus A34  |Tétavog
3299|Tetanus A35 [Tétavog
2302|Asbestos intoxication J61  |AnAntnpiaon and apiavto
2302|Asbestos intoxication Asbestosis AnAntnpiaon and apiavto Aptdvtwon
770|Rabies A82.0 |Abooa
770|Rabies A82.1 |Abooa
770|Rabies A82.9 |Abooa
3386|American trypanosomiasis B57.0 [Apepikavikr Tpunavoowpiaon
3386|American trypanosomiasis Chagas disease B57.1 |AMEPLKAVLKY TPUTIAVOCWHLINON Nooog tou Chagas
3386|American trypanosomiasis B57.2 |Apepikavikr Tpunavocwuiacn
3386|American trypanosomiasis B57.3 [Apepikavikr Tpumavoowpiaon
3386|American trypanosomiasis B57.4 [Apeplkavikr Tpunavoowpiaon
3386|American trypanosomiasis B57.5 [Apepikavikr tpunavoowpiaon
267 Calpain-3-related limb-girdle 671.0 Zwviaia puikn Suotpodia R1,

oxetl{dpevn pe TV Kahmaivn-3

267

Calpain-3-related limb-girdle
muscular dystrophy R1

Autosomal recessive limb-girdle
muscular dystrophy type 2A

Zwviaia puikn duotpodia R1,
oxetl{opevn pe Ty Kahmaivn-3

AUTOCWULKN UTIOAEUTOpEVN {wviaia
puiki Suotpodia tomou 2A

267

Calpain-3-related limb-girdle
muscular dystrophy R1

Calpain-3-related LGMD R1

Zwviaia puikn Suotpodia R1,
oxetl{Opevn pe tTnv Kahmaivn-3

LGMD R1 oxet{Opevn pe tnv KaAraivn-
3
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267 Calpain-3-related limb-girdle LGMD type 2A Zwvto.'tla Huiki 5U0‘rpo¢iamR1, LGMD Trtou 2A
muscular dystrophy R1 oxeT{OpeVN pe TNV KoArtaivn-3
Calpain-3-rel limb-girdl Zi i io R1

267 alpain-3-related limb-girdle LGMD2A wku'oz Huikn éuorpod)lum ) LGMD2A
muscular dystrophy R1 OXETWOUEVN HE TNV KaATaivn-3

267 Calpain-3-related limb-girdle Limb-girdle muscular dystrophy due to Zwviaia puiki Suotpodia R1, Zwviaia puiki Suotpodia Aoyw
muscular dystrophy R1 calpain deficiency OXETLW{OMEVN HE TNV KoATaivn-3 avemdpkelag kaAmaivng
Calpain-3-related limb-girdle . . Zwviaia puikn duotpodia R1, , L .

267 Limb-gird| lar dystrophy type 2A R Zi 6 2A
muscular dystrophy RL imb-girdle muscular dystrophy type OXETITOEVN JE TV KoATIOivN-3 wviaia puikn Suotpodia ToMOU
Calpain-3-related limb-gird| Zi i KA & o R1,

267 aipain--related imb-girdle Primary calpainopathy mvtou'a Hotkn uo‘rpod)tam Mpwtonadng kaAnaivondOeio
muscular dystrophy R1 oxeTl{Opevn pe tnv KoAraivn-3

1329 Complete atrioventricular septal Q12 I‘I}\r']pns BAG&BN Tou KOATTOKOALAKOU
defect Sladppaypatog
1329 Complete atrioventricular septal CAVC I'I}\npns BAGBN tou KoATtokoLakol CAVC
defect Stadpaypotog
Complete atrioventricular septal MAR AGBN TOU KOATTOKOIALAKOU X
1329|-°MP foventricular sep Complete AVSD fipng BAABN tou koknokotiako MAfipeg AVSD
defect Sadppayparog
C lete atri tricul tal MAR AG A WAl 0
1329 omplete atrioventricular septa Complete atrioventricular canal HPHS BAdpn Tou koknokotakod MAfPeG KOATIOKOWALAKO KAVAAL
defect Stadpayparog
Complete atrioventricular septal MAR AGBN TOU KOATTOKOIALAKOU BAG Afipoug koAroko\lakoU
1329 P fov feu P Complete atrioventricular canal defect npn? BAABN tou koAnokoiako Bn n' POV KOATIOKOAaKOU
defect Sladpayparog KavaAlol
! . , MAR AG A A y
Complete atrioventricular septal Complete atrioventricular septal defect MARPNG BAGPN Tou KOATTOKOWLaKOU npn$ PAGEn Tou ko r(ot<o LaKoy ,
1329 5 . . X Sladpaypatog He KOATILKN Kot KOWALAK
defect with atrial and ventricular components Stadpaypotog )
ouvioTwoa

582|Mucopolysaccharidosis type 4 E76.2 |BAevvonohuoakxapidwon turnou 4

582|Mucopolysaccharidosis type 4 MPS4 BAevvonoAucakyapibwon tomnou 4 MPS4

582|Mucopolysaccharidosis type 4 MPSIV BAevvomnoAuoakyapibwon tomnou 4 MPSIV

582|Mucopolysaccharidosis type 4 Morquio disease BAevvonoAucakyapibwon tomnou 4 N6oog Morquio

582|Mucopolysaccharidosis type 4 Mucopolysaccharidosis type IV BAevvonohuoakyapidwon tunou 4 BAevvonoAuoakxapidwon turnou IV

2137|Autoimmune hepatitis K75.4 |Autodvoon nnatitida
2137|Autoimmune hepatitis AlH Autodvoon nratitdo AlH

186|Primary biliary cholangitis K74.3 |Mpwtonadng xoAwkn xohayyetittda

186|Primary biliary cholangitis Hanot syndrome Mpwrtornadrig xoAkn xoAayyetitda Z0vSpopo Hanot

186|Primary biliary cholangitis PBC Mpwtornadng xoAwkn xohayyetitida PBC

186|Primary biliary cholangitis Primary biliary cirrhosis Mpwrtonadng xoAwkn xohayyetitda Mpwtonadrig XoAkn Kippwon

1136|Arnold-Chiari malformation type Il Q07.0 |Avomhacia Arnold-Chiari tomou Il

1136

Arnold-Chiari malformation type Il

Arnold-Chiari malformation type 2

Avomaoia Arnold-Chiari tomou |1

Auomaoia Arnold-Chiari tinou 2

1136

Arnold-Chiari malformation type Il

Chiari malformation type 2

Avorhaoia Arnold-Chiari tomou Il

Avoraotia Chiari tomou 2




1500

EQHMEPIAA THX KYBEPNHZEQX

TelUyxo¢ B'248/17.01.2024

ORPHACc ICD Tuvwvupa
PreferredTerm Synonyms Mpotipwpevog Opo
il ynony! @S potipwpevog Upog
1136|Arnold-Chiari malformation type Il Chiari malformation type Il Avomhaotia Arnold-Chiari turou |I AvomAaotia Chiari tomov Il
397|Giant cell arteritis M31.6 [lyavtokuttapiki aptnpitida
397|Giant cell arteritis Horton disease Myavtokuttaptki aptnpitda Nooog tou Horton
397|Giant cell arteritis Temporal arteritis Myavtokuttaptkr aptnpitda Kpotadikn aptnpitda
2032 Chronic inflammatory demyelinating G618 Xpovia GpAeypovwdng amopueAVwWTLKY
polyneuropathy " [nohuveupondBela
2932 Chronic inflammatory demyelinating cIDp Xpovia d))\sv;'iovd)&nc QMOMUEAWVWTLKA aop
polyneuropathy ToAuveupondBeLa
2032 Chronic inflammatory demyelinating |Chronic inflammatory demyelinating Xpovia GpAeypovwdng amopueAVWTLKY Xpovia GAeypovwdnG amopUEAVWTLKY
polyneuropathy polyradiculoneuropathy ToAuveUpOTNABEL TioAupt{oveuponabeLa
2398|Multiple symmetric lipomatosis E88.8 |MoMar\n CUMHETPLKE AUTTwpATWoN
2398|Multiple symmetric lipomatosis Cephalothoracic lipodystrophy MoANaTAr) CUHHETPIKA ATwHATWon KedaroBwpakikr Autoduotpodio
. - . - . L . , , , Owoyevrg KahorBng auxevikn
2398|Multiple symmetric lipomatosis Familial benign cervical lipomatosis MoA\arAr GUUHETPLKA AMwUdTWon ,
Amwpdatwon
2398|Multiple symmetric lipomatosis Launois-Bensaude lipomatosis MoAaTAr) GUHHETPIKA ATwHATWon Auwpdtwon Launois-Bensaude
2398|Multiple symmetric lipomatosis Madelung disease MoANaTAY CUUHETPLKE AUTwHATWON N6oog Madelung
1656|Dermatitis herpetiformis L13.0 |Eprintoetdng Seppatitida
1656|Dermatitis herpetiformis Duhring-Brocq disease Epnintoetbnig Seppatitido Néoog twv Duhring-Brocq
) . Ddopa Slatapaxwyv Tou SUCKAUTTOU
3198|Stiff person spectrum disorder G25.8 ,
atopou
. 5 . 56
3198|Stiff person spectrum disorder Moersch-Woltman syndrome Sr(:')iuot {ATAPAXWY TOU SUOKAMTTOU 3UvSpopo Moersch-Woltman
) . Ddopa Slatapaxwy Tou SUCKAUTTOU
3198|Stiff person spectrum disorder SMS , SMS
atopou
. . Ddopa Slotapaxwyv Tou SUGKAUTTOU
3198|Stiff person spectrum disorder SPS , SPS
atopou
. . . Ddopa Slatapoywy Tou SUCKAUTTOU , 3 ,
3198|Stiff person spectrum disorder Stiff man syndrome atépio ZUvSpopo SuoKapnTou avopwou
2929|Juvenile polyposis syndrome D12.6 |20OvSpopo veavikig roAunodiaong
2929|Juvenile polyposis syndrome Jp 20vSpopo veaviknig noAunodiaong JIP
2929|Juvenile polyposis syndrome JPS 20vSpopo veavikig moAunodiaong JPS
2929|Juvenile polyposis syndrome Juvenile gastrointestinal polyposis JUVEPOPO VEQVLKNG TTOAUTIOS0IoNG Neavikn yaotpevtepikri tohunodiaon
2929|Juvenile polyposis syndrome Juvenile intestinal polyposis JUVEpopo VEQVLKAG TToAuTtoSiaong Neavikn evtepikn moAunodiaon
131|Budd-Chiari syndrome 182.0 |2UvSpopo Budd-Chiari
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646|Niemann-Pick disease type C E75.2 |N6oog Niemann-Pick tumou C
654|Nephroblastoma C64 |NedppopAdotwpa
654|Nephroblastoma Renal embryonic tumor NedpopAaotwpo Nedpkog epBPULKOG OYKOG
654|Nephroblastoma Wilms tumor NedpopAdotwpa ‘Oykog tou Wilms
1489|Whooping cough A37.0 |KokkUTng
1489|Whooping cough Pertussis A37.1 |KokkUTng Kokk0tng
1489|Whooping cough A37.8 |KokkUTng
1489|Whooping cough A37.9 |KokkUtng
2764|0steochondritis dissecans M93.2 zﬁz;iﬁ:l;;r[gfxwmmlm]
2764|0steochondritis dissecans Konig disease i’é::‘i‘::;ﬁ\ﬁfxwmmlm] N6oog Konig
2587|Myeloperoxidase deficiency E80.3 |Avendpkela g puehoineposeldaong
2587|Myeloperoxidase deficiency MPO deficiency AVETIAPKELX TNG LUENOUTIEPOEELSAONG Averndapkela MPO
3389|Tuberculosis Al17 |(Qupatiwon
3389|Tuberculosis Al6 |Qupatiwon
3389|Tuberculosis A18 [Qupartiwon
3389|Tuberculosis A19 |Qupatiwon
3389|Tuberculosis A15  [Qupatiwon
1679|Diphtheria A36.1 |AupBepitiba
1679|Diphtheria A36.2 |AwpBepitibo
1679|Diphtheria A36.3 |AupBepitiba
1679|Diphtheria A36.8 |AwpBepitibo
1679|Diphtheria A36.0 |AupBepitiba
1679|Diphtheria A36.9 |AwpBepitiba
1267|Botulism A05.1 |AMavtiaon
2897|Pityriasis rubra pilaris L44.0 [EpuBpd 16vBLoG itupiaon
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Hyper-IgM syndrome without , . .
20V, -IgM (¢}
183666 /|susceptibility to opportunistic D80.5 tvopope ,UT[EP g’ Xuplc eundsila e
) ) EUKOLPLAKEG AOLUWEELG
infections
Hyper-IgM syndrome without . e , . . " . ;
HIGM without susceptibility to S0vépopo unep-IgM eundbela o [HIGM €UTIABELQ OE EVKALPLAKES
183666 |susceptibility to opportunistic w . ‘u . Y ‘p ity OVOpOH }m e g Xwels eomabewa o . XWPLG EUTIATELA OF EVKAIPLAKES
X . opportunistic infections EUKALPLOKEG AOLHWEELG Aowwéetg
infections
2070|Eosinophilic gastroenteritis K52.8 |Hwowodkr yaotpeviepitdo
2070|Eosinophilic gastroenteritis EGE Hwowod\ikr yaotpeviepitido EGE
2070|Eosinophilic gastroenteritis Eosinophilic enteritis Hwotvodikn yaotpeviepitida Hwowvodhikn eviepitido
2070|Eosinophilic gastroenteritis Eosinophilic gastroenterocolitis Hwowodikn yaotpeviepitida Hwowod\ikr yootpeviepokoAitida
Hyper-IgM syndrome with , .
20V, -IgM 0
183663 |susceptibility to opportunistic D80.5 tvopape vum:p g HE sunatELa 68
N N EUKOLPLAKEG AOLUWEELG
infections
Hyper-IgM syndrome with . . . .
i g " v Wi L HIGM with susceptibility to Z0vSpopo umep-IgM pe eundbela o HIGM pe gundBela og EUKALPLAKES
183663 |susceptibility to opportunistic o . . . .
. . opportunistic infections EUKALPLAKEG AOLLWEELG AolLwéeLg
infections
2312 Tran5|e.nvt far'mllal'neonatal P5o.8 Napodikn OLKOVEVI]Q' VEOYVIKN
hyperbilirubinemia urnepxohepuBptvatpiio
Transient familial neonatal Mapodikr OKOYEVAG veo \ §
2312 ns! o N _n Lucey-Driscoll syndrome APOOLKN OOy vnq'v v ZUvdpopo Lucey-Driscoll
hyperbilirubinemia umepxoAepuBpvatpia
183707 Neutrophil immunodeficiency b71 0vépopo (X'VOGDQVET(EXDKElC(Q wv
syndrome oudetepodilwy
) IgE . P ~
2314 Autosomal dominant hyper-Ig| D824 AUTOOWHLKO ETUKPATEG CUVSPOUO UTIEP:
syndrome IgE
2314 Autosomal dominant hyper-IgE AD-HIES AUTOOWLKO ETUKPATEG CUVEPOO UTIEP- AD-HIES
syndrome IgE
Aut I dominant h -IgE Al ¢ £G oLV, - s
2314 utosomat dominant hyper-ig Autosomal dominant HIES UTOOWHLKO ETUKPATES OOVOPOHO LTIED AUTOOWWLKO eTukpatég HIES
syndrome IgE
2314 Autosomal dominant hyper-IgE Autosomal dominant AUTOOWWLKO ETUKPATEG CUVEPOLO UTIEP- |AUTOOWHLKO ETIKPATEG CUVEPOUO
syndrome hyperimmunoglobulin E syndrome IgE unepavocoodatpivng E
2314 Autosomal dominant hyper-IgE Buckley syndrome AUTOOWLKO ETUKPATEG CUVEPOO UTIEP- S0v6popo Buckley
syndrome IgE
2314 Autosomal dominant hyper-IgE Hyperimmunoglobulin E syndrome type AUTOOWWLKO ETUKPATEG oUVEpOpO UTEP- |ZUVEpopo untepavocoodatpivng E
syndrome 1 IgE Tomou 1
2314 Autosomal dominant hyper-IgE Hyperimmunoglobulin E-recurrent AUTOOWLKO ETUKPATEG OUVEPORO UTtEP- |ZUVEpopO untepavocoadatpivng E-
syndrome infection syndrome IgE uTOTPOTILA{OVOWY AOLUWEE WV
Autosomal dominant hyper-IgE AUTOOWULKO ETUKPATEG CUVEPOHO UTEP-
2314 yper-ig Job syndrome W PoTES Pou P SUvSpopo Job
syndrome IgE
2314 Autosomal dominant hyper-IgE STAT3 deficiency AUTOOWLKO ETUKPATEG GUVEPOO UTIEP- Avendpeta STAT3
syndrome IgE
449|Hepatoblastoma C22.2 [HnotopAdotwua
Recurrent infections associated with Yrotporntd{ovoeg AoUWEELG OXETL{OMEVES
183675|rare immunoglobulin isotypes D80.8 |ue avemdpKeLa oTaviwy LoOTUTTWY

Qv0o0odaALPVWY

183675|rare immunoglobulin isotypes
deficiency

Recurrent infections associated with

1gG subclass deficiency with IgA subclass
deficiency

Yrotporntdlovoeg AopwEEL; OXETL{OMEVES
UE QVETIAPKELA OTIAVIWV LOOTUTIWV
QVoo0oohaLPVWY

AVETApKELXL UTIOTAENG 18G pe
QVETIAPKELX UTLOTAENG IgA

183675|rare immunoglobulin isotypes
deficiency

Recurrent infections associated with

Isolated IgG subclass deficiency

Yrotporntdlovoeg AopwEEL; OXETL{OMEVES
HE QVETIAPKELA OTTAVIWY LOOTUTIWY
QVOo00PpaALPVWY

AVETIAPKELQ LEMOVWHUEVNG UTTOTAENG I8G

183675|rare immunoglobulin isotypes
deficiency

Recurrent infections associated with

Kappa-chain deficiency

Yrotporntdlovoeg AoUWEELG OXETL{OMEVES
HE QVETIAPKELQ OTIOVIWV LOOTUTIWV
V0000 aALPVWY

AVETAPKELL K-0AUCEWY
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Recurrent infections associated with Yrotpormta{ouoeg AOLUWEELG OXETL{OMEVES
183675|rare immunoglobulin isotypes Selective 1gG subclass deficiency LE QVETIAPKELX OTIOVIWV LOOTUTIWY EKAEKTIKA QVEMdpKeLa LTTOTAENG 1gG
deficiency QAV0C00hALPVRV
2177|Hydranencephaly Q04.3 |Y&paveykedoAia
533|Listeriosis A32.0 |Awtepiwon
533|Listeriosis Listeria infection A32.1 |Awtepiwon Notlpwén and Aotépla
533|Listeriosis A32.7 |Awotepiwon
533)|Listeriosis A32.9 |Awtepiwon
533|Listeriosis A32.8 |Awotepiwon
Eumd6: £G Aot
Bacterial susceptibility due to TLR Emu e G,E Baxnpuaké Dluw&lq,
183713| . . - D84.8 [AOyw QVETAPKELAG OTN ONHUATOSOTIKN
signaling pathway deficiency .
066 TLR
2372|Laryngocele Q31.3 [Aapuyyoknin
2380|Legg-Calvé-Perthes disease M91.1 |Nooog Legg-Calvé-Perthes
Asepti is of th ital f | A 3 ‘ it
2380|Legg-Calvé-Perthes disease s.ep ¢ 'necr05|s ot the capital temora No6oog Legg-Calvé-Perthes U,HT[m VEKPLWON TG Qvw Knpratag
epiphysis enipuong
Osteochondrosis of the capital femoral 0oTEOXOVEPWON TG AVW Lot
2380|Legg-Calvé-Perthes disease X . P Nooog Legg-Calvé-Perthes , Xovopwan e HnpLatae
epiphysis eniduong
2380|Legg-Calvé-Perthes disease Perthes disease Néoog Legg-Calvé-Perthes No6oog Perthes
683|Progressive supranuclear palsy G23.1 |Mpoiovoa umepmupnviki mapdiuon
683|Progressive supranuclear palsy PSP syndrome MpoioUoa uTtepTUPNVIKA TTapdAuon SUvSpopo PSP
677|Pancreatoblastoma C25.1 |MaykpeatoPAdoTwua
897|Waardenburg-Shah syndrome Q87.8 |zuvbpopo Waardenburg-Shah
897|Waardenburg-Shah syndrome Shah-Waardenburg syndrome SUvSpopo Waardenburg-Shah 20vSpopo Shah-Waardenburg
897|Waardenburg-Shah syndrome Ws4 3Uv8popo Waardenburg-Shah Ws4
897|Waardenburg-Shah syndrome Waardenburg syndrome type 4 SUvSpopo Waardenburg-Shah 20vSpopo Waardenburg tirnou 4
897|Waardenburg-Shah syndrome Waardenburg-Hirschsprung syndrome SUvSpopo Waardenburg-Shah 2Uv8popo Waardenburg-Hirschsprung
808|Seckel syndrome Q87.1 |zOvSpopo Seckel
844|Lown-Ganong-Levine syndrome 145.6 |2U0vdpopo Lown-Ganong-Levine

844

Lown-Ganong-Levine syndrome

Atrial tachyarrhythmia with short PR
interval

SUvdpopo Lown-Ganong-Levine

KoAmukn taxuappuBpia pe Bpaxy
Sudotnpa PR

844

Lown-Ganong-Levine syndrome

LGL syndrome

3Uv8popo Lown-Ganong-Levine

SUvbpopo LGL
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3027|Caudal regression sequence Q76.0 |ZUvSpopo oupaiag urootpodrg
3027|Caudal regression sequence Caudal dysplasia JUvSpopo oupaiag urootpodig Oupaia SuomAacia
3027|Caudal regression sequence Sacral agenesis syndrome S0vSpopo oupaiag umtocTpodrg J0vSpopo ayeveoiag Tou Lepol 0oTol
3027|Caudal regression sequence Sacral regression syndrome JUvSpopo oupaiag urootpodrig JUvEpopo UTOoTPOdNG TOU LEPOU 00TOU
676|Hereditary chronic pancreatitis K86.1 |KAnpovopukr xpovia maykpeatitida
NeupomndBela pe yyavtiaio
643|Giant axonal neuropathy G60.8 up' TAVELR HE yyavTialoug
VEUPAEOVEG
N ¢} it
643|Giant axonal neuropathy GAN EUprT(C( ELE PE yiyavTialoue GAN
VEUPALOVES
634(Netherton syndrome Q80.8 |zUvSpopo Netherton
634|Netherton syndrome Bamboo hair syndrome ZUvSpopo Netherton ZUVEPOHO TPLXWV SNV PITapIol
634(Netherton syndrome Comeél-Netherton syndrome JUvSpopo Netherton 3UvSpopo Comel-Netherton
634|Netherton syndrome NS SUvSpopo Netherton NS
140({Campomelic dysplasia Q87.1 |Kaumtopehkr Suomhacia
140|Campomelic dysplasia Campomelic dwarfism KaprtopeAkn Suomiaoio Ko UTTopeALKOG VavIopog
2828|Young-onset Parkinson disease G20 |Neavikig évapéng vooog Parkinson
2828|Young-onset Parkinson disease Early-onset Parkinson disease Neaviknig évap§ng vooog Parkinson Mpwipng évapéng vooog Parkinson
2828|Young-onset Parkinson disease YOPD Neaviknig évapéng vooog Parkinson YOPD
642 Hereditary sensory and autonomic 660.8 KAnpovopkn aLobntikr KoL autovopn
neuropathy type 4 " |veupondBera tomou 4
642 Hereditary sensory and autonomic . K}\ﬂpOV(?MLKH mycennm KaL QUTOVOUN aPA
neuropathy type 4 VeupornaOeta tumou 4
642 Hereditary sensory and autonomic Congenital insensitivity to pain with KAnpovopkn aLobntikr KoL autovopn Juyyevig avalodnoia otov évo pe
neuropathy type 4 anhidrosis veupomndBeta tumou 4 avidpwaia
642 Hereditary sensory and autonomic HSANA K}\r]povt?uu(r'] mycer]m(r'] Ko autdvopn HSANA
neuropathy type 4 veuporndOeta tumou 4
642 Hereditary sensory and autonomic Hereditary sensory and autonomic KANpOVORLKY aLoBNTIKY Kat QuTOvopn KAnpovoptkn atentikn kat autdvopn
neuropathy type 4 neuropathy type IV veupomndaBeta tumou 4 veupomndBeta tumou IV
627[Nance-Horan syndrome Q87.0 [sUvSpopo Nance-Horan
638|Neurofibromatosis-Noonan syndrome Q87.1 [Neupoivwpdtwon-cUvSpopo Noonan
638[Neurofibromatosis-Noonan syndrome |NFNS Neupoivwpdtwon-cuvdpopo Noonan NFNS
Neurofibromatosis type 1-Noonan Neupoivwpdtwon tunou 1-cUvSpopo
638|Neurofibromatosis-Noonan syndrome s Nevpoivwpdtwon-cuvSpopo Noonan P a n Pou

Noonan
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326|Congenital factor V deficiency D68.2 [Zuyyevig avemdpkeLa Tou apdyovta V
326|Congenital factor V deficiency Owren disease Juyyevig avendpkela tou mapdyovia V. [N6oog Owren
326|Congenital factor V deficiency Parahemophilia Juyyevng avemndpketa tou mapdyovia V - [Mapaatpoppodihia
326|Congenital factor V deficiency Proaccelerin deficiency ZUyYEVAG aVeETdpKeLa Tou Ttapdyovta V  |Avendpkela tng mpoatelepivng
526/|Liddle syndrome 115.1 |ZOvSpopo Liddle
526|Liddle syndrome Pseudoaldosteronism 20vSpopo Liddle Weub0aAE00TEPOVIONOG
526|Liddle syndrome Pseudohyperaldosteronism type 1 ZUvpopo Liddle Weudounepar§o0Ttepoviopog tumou 1
650|LCAT deficiency E78.6 |Avendpkeia LCAT
650|LCAT deficiency (I;eei:tri]ei:-c(;holesterol acyltransferase Avendpketo LCAT 2\:3:2(5:2;0;222{22:}1@-)(0}\no‘tepé)\nq
427|Familial hypoaldosteronism E27.4 |Owoyeviig urtoaA800TePOVIONAG
215|Congenital stationary night blindness H53.6 |Zuyyevig otaBepr) vuktepwr TUGAwon
215|Congenital stationary night blindness |Congenital essential nyctalopia Zuyyevig otaBepr vuktepwr) TUGAwon  |Zuyyevrg tSlomadng vuktahwrtia
342|Familial Mediterranean fever E85.0 |OKOyEV G HECOYELAKOG TIUPETOG
342|Familial Mediterranean fever Benign paroxysmal peritonitis OLKOYEVIG LECOYELOKOG TIUPETOG KaAorOng mapo&uopikn meptrovitido
342|Familial Mediterranean fever Benign recurrent polyserositis OLKOYEVIG LECOYELOKOG TIUPETOG Kaoring ur'[orpomdloucu

TioAuopoyovitda

342|Familial Mediterranean fever FMF OLKOYEVIG LECOYELOKOG TIUPETOG FMF
342|Familial Mediterranean fever Familial paroxysmal polyserositis OLKOYEVIG LECOYELUKOG TIUPETOG S;;?f::;;i‘:gzwwm
342|Familial Mediterranean fever Periodic disease OLKOYEVAG LECOYELOKOG TUPETOG MepLodikn véoog
180|Choroideremia H31.2 |Xoplosdepnpio
180|Choroideremia CHM Xoploetdepnpia CHM
180|Choroideremia Tapetochoroidal dystrophy Xoploetdepnpia Tanntoxoploetdikn Suotpodia
327|Congenital factor VIl deficiency D68.2 [Zuyyevig avendpkela tou apdyovta Vil
327|Congenital factor VII deficiency Congenital proconvertin deficiency JUYYEVAG QVEMAPKELD TOU Ttapdyovta VI il;‘g{;\:’hﬁizzfvr:ip“m me
327|Congenital factor VIl deficiency Hypoproconvertinemia Juyyevig avendpketa tou mapdyovta VI |YronpokovBeptivatpio
373|Simpson-Golabi-Behmel syndrome Q87.3 [20vSpopo Simpson-Golabi-Behmel
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373|Simpson-Golabi-Behmel syndrome DGSX SUvSpopo Simpson-Golabi-Behmel DGSX
373|Simpson-Golabi-Behmel syndrome Golabi-Rosen syndrome JUvSpopo Simpson-Golabi-Behmel JUvSpopo Golabi-Rosen
373|Simpson-Golabi-Behmel syndrome SDYS ZUvdpopo Simpson-Golabi-Behmel SDYS
373|Simpson-Golabi-Behmel syndrome SGBS SUvSpopo Simpson-Golabi-Behmel SGBS
373|Simpson-Golabi-Behmel syndrome SGBS1 ZUvSpopo Simpson-Golabi-Behmel SGBS1
373|Simpson-Golabi-Behmel syndrome Simpson dysmorphia syndrome JUvSpopo Simpson-Golabi-Behmel SUvSpopo Suopopdiag Simpson
Si -Golabi-Behmel synd t 20v8 Si -Golabi-Behmel
373|Simpson-Golabi-Behmel syndrome impson-Golabl-Sehmel syncreme type 2UvSpopo Simpson-Golabi-Behmel ‘,JV pOLo Simpson-Gofabl-Behme
1 tonou 1
i . . J0v8popo puroouvdetng Suomhacia
373|Simpson-Golabi-Behmel syndrome X-linked dysplasia gigantism syndrome 20vépopo Simpson-Golabi-Behmel UVOROL d')u OuvoETnG duoThastag
ylyavtiopou
403|Familial hyperaldosteronism type | E26.0 |Owoyevig unepaAdoatepoviopdg Tumou |
403|Familial hyperaldosteronism type | Dexamethasone-sensitive hypertension Owoyevrg urtepardootepoviopdg Tumou | |Yriéptaon euaiobntn otn Se§apebalovn
403|Familial hyperaldosteronism type | FH-I Otkoyevig uepaAS0oTEPOVIOOG TUTIOU | |FH-I
403|Familial hyperaldosteronism type | FH1 Owoyevrg urtepaAd00TepOVIoHAG TUTOUL | [FH1
OLKoYevG UTEPAASOOTEPOVIOUOG TUTIOU
403|Familial hyperaldosteronism type | Familial hyperaldosteronism type 1 Owoyevng urtepaidootepoviopdg Turou | 1 Yevne P P Hos
403|Familial hyperaldosteronism type | GRA Owoyevrg urtepaAdooTtepoviopdg tumou | [GRA
. . Glucocorticoid-remediable , .. ANS0CTEPOVLOUOG BEpameVoLOG e
403|Familial h | | |
03|Familial hyperaldosteronism type aldosteronism OLKOYEVNG UTEPAASOOTEPOVIOHOG TUTIOU VAUKOKOPTLKOELSH
- . Lo - . , - Ynéptaon guaiobntn ota
403|Familial h Idost: type | Gl rticoid- tive h t (o] AS | .
amilial hyperaldosteronism type ucocorticoid-sensitive hypertension LKOYEVNAG UTLEPAASOOTEPOVIOHAG TUTIOU VAUKOKOPTLKOELSH
574|Monosomy 21 Q93.0 |Movoowpia 21
574|Monosomy 21 21q deletion syndrome Movoowpia 21 SUvSpopo ENewdng 21q
574|Monosomy 21 21g- syndrome Movoowpia 21 21g- ouv6popo
574|Monosomy 21 Partial 21q monosomy Movoowpia 21 Mepikni povoowpia 21q
MoA\arAr evSokpuvikr veorhaoia TUmou
653|Multiple endocrine neoplasia type 2 D44.8 N pan
MoA\armAn evé g Aaoia TU
653(Multiple endocrine neoplasia type 2 |MEN2 20 QT EVOOKPLLKN VEOTAADLA TUTTOV MEN2
Atadoporotnpévo Kapkivwua tou
146|Differentiated thyroid carcinoma Cc73 bop A K P s
Bupeoeldoug
A é t OnAwdeg i BulakLwd i
146|Differentiated thyroid carcinoma Papillary or follicular thyroid carcinoma Lad)opono'muzvo KapKivwpa tou NAWOES l'][ VAGKLWOES Kapkivwpa tou
Bupeoeldolg Bupeoeldolg
X . . . . . . . ALahOPOTIOLNUEVO KAPKIVWHLAL TOU KaAd Sladoporotnpévo Kapkivwpa tou
146|Differentiated thyroid carcinoma Well-differentiated thyroid carcinoma , .
Bupeoeldoug Bupeoeldoug
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1331|Familial prostate cancer C61 |Owkoyevig Kapkivog Tou pootdtn
Avend
157 Carnitine palmitoyltransferase Il £71.3 n;iniilf;: T(?vccd)s soncll ©
deficiency ) H 3 P pacnc e
KapvLtivng
- . AVETIAPKELQ TNG
Carnit Imitoyltransfe ]
157 ar.nl_ \ne paimitoyltransterase CPT2 maAptuAotpavodepdong Il tng CPT2
deficiency }
KapvLtivng
- 5 AVETIAPKELA TNG
Carnit Imitoyltransfi ]
157 d:;i:liel:iypa mitoyltransterase CPTII nuAth'UAorpavud)Epdcnc Il tng CPTII
KapvLtivng
A ¢ A .
157 Carnitine palmitoyltransferase Il Carnitine palmitoyltransferase n;i“ii‘f;: Torz]vccd)s soncll © n\;;n?tpulr;: Tun\fcd)s 4onc T KaoviTiy
deficiency deficiency type 2 H , P paonc e , H P paonGTNG Kap e
KapvLtivng Tomnov 2
847 Alpha-thalassemia-X-linked D56.0 SUvSpopo a Bakaooatpiog-
intellectual disability syndrome " |duroclvsetng vontikig uoTépnong
Alpha-thalassemia-X-linked 20v8popo a Bahacoatpiag-
847|. P o ATR-X syndrome o ,“ “ s . SUvSpopo ATR-X
intellectual disability syndrome HUAOCUVSETNG VONTIKAG UOTEPNONG
20v8 5 AlogLSou
1446|Ring chromosome 22 syndrome Q93.2 o pou}) KTLMOELO0VG
XPWHOOWHATOG 22
20VEpopo SaKTUALOELSOD
1446|Ring chromosome 22 syndrome Ring 22 P IJ' S AaKTUNOELSEG 22
XPWHOCWHATOG 22
20v8 5 AlogLSou
1446|Ring chromosome 22 syndrome Ring chromosome 22 o pouf) AKTLMOELO0VG AQKTUMOELSEG XpWHOCWHA 22
XPWHOCWHATOG 22
J0vEpopo SakTuAoeLlbol
1446|Ring chromosome 22 syndrome r(22) syndrome P IJ' S 20vSpopo r(22)
XPWHOCWHATOG 22
2268|ICF syndrome D84.8 [sUvSpopo ICF
0V ‘ -
Immunodeficiency-centromeric ) uvopouo O(VOGC'!QVET((I'QKELQC
2268|ICF syndrome . - . . SUvpopo ICF KEVTPOUEPLELOKAG AoTABELAG-
instability-facial anomalies syndrome ) ,
QVWHOALWY TTPOCWITOU
475|Joubert syndrome Q04.3 |zOvSpopo Joubert
475|Joubert syndrome CPD IV ZUvSpopo Joubert CPD IV
, Alatapoxr) Tou apeyxUpaATo!
475|Joubert syndrome Cerebelloparenchymal disorder IV ZUvépopo Joubert Larap Xnt,u TIPEYXUHATOS TG
napeykeparidag IV
475(Joubert syndrome Classic Joubert syndrome 20vSpopo Joubert KAhaowd ovvdpopo Joubert
475|Joubert syndrome Joubert syndrome type A SUvSpopo Joubert SUvépopo Joubert tumou A
475|Joubert syndrome Joubert-Boltshauser syndrome 20vSpopo Joubert 20vSpopo Joubert-Boltshauser
475|Joubert syndrome Pure Joubert syndrome 3UvSpopo Joubert ApLy€g ouvSpopo Joubert
392[Holt-Oram syndrome Q87.2 [20vSpopo Holt-Oram
392|Holt-Oram syndrome Atriodigital dysplasia type 1 SUvépopo Holt-Oram KoAnodaktuAikr Sucmiaoia turou 1
392[Holt-Oram syndrome HOS ZUvSpopo Holt-Oram HOS
392|Holt-Oram syndrome Heart-hand syndrome type 1 SUv8popo Holt-Oram J0vSpopo KapSiag-xelpwy tumou 1
113|Bazex-Dupré-Christol syndrome L98.8 |ZUvSpopo Bazex-Dupré-Christol
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113|Bazex-Dupré-Christol syndrome BDCS SUv8popo Bazex-Dupré-Christol BDCS
Follicular atrophod d basal cell OuAaKLWS 06
113|Bazex-Dupré-Christol syndrome ° |.cu ar atrophoderma and basal ce SUv8popo Bazex-Dupré-Christol UARKLWOES d'tp'0¢0 EPHQ Ka
carcinomas BAOLKOKUTTAPLKG KAPKIVWHATOL
86|Familial abdominal aortic aneurysm 171.4  |Owoyeveg aveUPUOHA KOWALAKAG QOPTHG
243(46,XX gonadal dysgenesis Q99.1 |Fovadikr duoyeveoia 46,XX
243|46,XX gonadal dysgenesis 46,XX complete gonadal dysgenesis Fovadikn Suoyeveoia 46,XX MARpNg yovadikn Suoyeveoia 46,XX
243(46,XX gonadal dysgenesis 46,XX ovarian dysgenesis Fovadiki Suoyeveoia 46,XX 46,XX wobnkikr Suoyeveoio
243|46,XX gonadal dysgenesis 46,XX pure gonadal dysgenesis Fovadikn Suoyeveoia 46,XX 46,XX apyng yovadikn Suoyeveoia
243|46,XX gonadal dysgenesis FSH-RO Fovadikn duoyeveoia 46,XX FSH-RO
Follicular stimulating hormone-resistant Qo0nkeg avBekTikég otn BulakLotpomo
243|46,XX gonadal dysgenesis 3 J Fovadikn Suoyeveoia 46,XX f] ¢ com P
ovaries OpHOVN
Y] 5 N6 t
243|46,XX gonadal dysgenesis Hypergonadotropic ovarian dysgenesis Fovadikr Suoyeveoia 46,XX wzzpnvfd‘:\tll OTPOTILKT SuOYEVEStY
243|46,XX gonadal dysgenesis XX female gonadal dysgenesis Fovadikn Suoyeveoia 46,XX XX yuvatkeia yovadiki Suoyeveoia
243|46,XX gonadal dysgenesis XX-GD Fovadikr duoyeveoia 46,XX XX-GD
Cerebral autosomal dominant EykedoAKr) AUTOOWHLK ETUKPOTAG
136|arteriopathy-subcortical infarcts- 167.8 |aptnplondBela pe urtoprotwsdn
leukoencephalopathy £udpoakta Kot AeukogykepalonddeLa
Cerebral autosomal dominant EyKeDOAKT) AUTOOWLLLKF ETILKPOTAG
136|arteriopathy-subcortical infarcts- CADASIL aptnplondBela pe urtodAolwdn CADASIL
leukoencephalopathy Eudpakta Kat AeukogykepalonddeLa
Cerebral autosomal dominant EykedoAikr) AUTOCWHLK ETUKPOTAG
136|arteriopathy-subcortical infarcts- Hereditary multi-infarct dementia aptnplonddela pe urtodpAotwsdn KAnpovopkr moAvepdPaKTKn dvola
leukoencephalopathy £udpakta Kot AeukogykepalonddeLa
48 Congenital bilateral absence of vas Q55.4 Juyyevig apdotepomieupn ENewdbn tou
deferens "7 |oneppatikot népou
48 Congenital bilateral absence of vas Congenital bilateral agenesis of vas Zuyyevig apdotepomieupn ENewpn tou  |Zuyyevig apdotepOmAeupn ayeveoio
deferens deferens OTEPUATIKOV TIOPOU TOU OTEPPATIKOU TIOPOU
48 Congenital bilateral absence of vas Congenital bilateral aplasia of vas Juyyevig apdotepomieupn ENewbn tou  |Zuyyevig apdotepdmieupn amhaocio
deferens deferens OTEPUATIKOV TTOPOU TOU OTEPHATIKOU TIOPOU
182127|Extragonadal germinoma C38.3 |E€wyovadiko yeppivwpa
182127|Extragonadal germinoma C48.8 |ESwyovadiko yeppivwpa
182127|Extragonadal germinoma C72.9 |E€wyovadiko yeppivwpa
528|Congenital generalized lipodystrophy E88.1 |Iuyyevrig yevikeupévn AutoSuotpodio
528|Congenital generalized lipodystrophy |BSCL Juyyevig yevikeupévn Autoduotpodia BSCL
Berardinelli-Seip congenital Suyyevic Autoduotpodia Berardinelli-
528|Congenital generalized lipodystrophy p cong Juyyevig vevikeupévn Autoduotpodia yvevie pod

Seip
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528|Congenital generalized lipodystrophy |Berardinelli-Seip syndrome JUYYEVAG YeVIKELEVN Autoduotpodia SUvdpopo Berardinelli-Seip
528|Congenital generalized lipodystrophy |CGL Juyyevig yevikeupévn Autoduotpodia CGL
528|Congenital generalized lipodystrophy |Lipoatrophic diabetes JUYyevNG yevikeupévn Autoduotpodia Autoatpodikog StaBAtng
275 Severe combined immunodeficiency D811 Bapeia cuVSLACHEVN AVOCOQVETAPKELL
due to DCLRE1C deficiency " |Aéyw avendpkelag DCLRE1IC
Severe combined immunodeficiency - Bapeia GUVSUAGHEVN AVOCOQVETIAPKELDL , ,
275 due to DCLREIC deficiency SCID due to ARTEMIS deficiency Ay avendpKetag DCLREIC SCID Adyw avendpkelag ARTEMIS
Severe combined immunodeficiency . Bapeiot oUVSUAOHEVN AVOCOQVETIAPKELRL , .
275 due to DCLREIC deficiency SCID due to DCLRE1C deficiency Ayw avendpketoc DCLRELC SCID Aoyw avemnadpketag DCLRELIC
275 Severe combined immunodeficiency SCID, Athabascan type Bapeiat cUVEUAOHEVN AVOCOAVETIAPKELL SCID. tonoc Athabascan
due to DCLRELC deficiency ! s Aoyw avendpketag DCLRELC ! S
275 Severe combined immunodeficiency SCID, Athabaskan type Bapeiat oUVEUAOHEVN AVOCOQVETIAPKELRL SCID, T0roc Athabaskan
due to DCLREAC deficiency ! e ASyw avendpkelag DCLRELC ! <
275 Severe combined immunodeficiency |Severe combined immunodeficiency due Bapeia ouvduaopévn avoooavendpkela |Bapeia ouvSUQOUEVN AVOCOAVETIAPKELD
due to DCLRE1C deficiency to ARTEMIS deficiency ASyw avendpketag DCLRELC Aoyw averndpketag ARTEMIS
275 Severe combined immunodeficiency |Severe combined immunodeficiency, Bapeia ouvduaopévn avoooavendpkela |Bapeia ouvduaopévn
due to DCLRE1C deficiency Athabascan type Aoyw avendpketag DCLRELIC avoooavendpketa, Tunog Athabascan
275 Severe combined immunodeficiency |Severe combined immunodeficiency, Bapeia ouvduaopévn avoooavendpkela |Bapeia ouvSuaouévn
due to DCLRE1C deficiency Athabaskan type Aoyw avendpketag DCLRELC QVOoOQVEMApKELa, TUTOG Athabaskan
184|Cherubism K10.8 |XepouBLopog
184|Cherubism CRBM XepouBLopog CRBM
71|Chylomicron retention disease E78.6 |NOOOG KATAKPATNONG XUAOUIKPWY
71|Chylomicron retention disease Anderson disease NOOOG KATAKPAETNONG XUAOLLKPWY N6oog Anderson
71|Chylomicron retention disease CMRD NGOOG KATAKPATNONG XUAOHKPWV CMRD
71|Chylomicron retention disease CRD NOOOG KATAKPAETNONG XUAOLKPWY CRD
1949|Benign familial neonatal epilepsy G40.3 |KahorBng olkoyevrig veoyvikr emAndia
1949|Benign familial neonatal epilepsy BFNS KaAorOng owoyevnig veoyvikr ertAndio  [BFNS
. L . . L . , X , , KahorBeLG OLKOYEVELG VEOYVIKEG
1949(B familial tal epil B familial tal | Kahori® O
enign familial neonatal epilepsy enign familial neonatal convulsions aAor|Bng OLKOYEVAG VEOYVIKT etAnPia emnTTIkEC KploetS
. - . . - 5 , , , s KaAorBeLg owkoyeveig veoyvikol
1949|Benign familial neonatal epilepsy Benign familial neonatal seizures KahorOng otkoyevng veoyvikr eminbia onaopol
189|Hidrotic ectodermal dysplasia Q82.8 [I5pwtikn e§wdepuikn SuomAacia
189|Hidrotic ectodermal dysplasia Clouston syndrome 18pwtikn e§wdeppikr) Suomhaoio 20vSpopo Clouston
1473 Uveal coloboma-cleft lip and palate- Qi3s KoAoBwpa Tou payoetdoug-xetheooxiotio
intellectual disability " |kaw umtepwiooyLotio-vonTikA voTépnon
1344|Atrial standstill 145.5  |KoAmukn akwnota
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. . . . 5 X , KoATtkr) puokapSionddeta pe kapdlakd
1344|Atrial standstill Atrial cardiomyopathy with heart block KoAmukr akwnoia ,
AMOKAELOUO
182050|MYH9-related disease D69.4 |MYH9-oxeTl{Opevn vOoOG
182050|MYH9-related disease MYH9-RD MYH9-oxeTl{opEVN VOOOG MYH9-RD
182050|MYH9-related disease MYH9-related disorder MYH9-oxeTl{Opevn vooog MYH9-oxeTi{opevn Statapaxn
182050|MYH9-related disease MYH9-related syndrome MYH9-oxeTI{OpEVN VOOOG MYH9-oxeTI{opeVO oUVEPOpO
MYH9-related syndromic , , MYH9-oxeTi{ope SPOHLKN
182050|MYH9-related disease y( ! MYH9-oxeti{opevn vooog oxeTouevn fxuv poHIKN
thrombocytopenia Bpoppokuttaponevia
3103|Roberts syndrome Q73.8 [20vSpopo Roberts
3103|Roberts syndrome Pseudothalidomide syndrome SUvSpopo Roberts SUvSpopo YeuvdoBahibopibng
3103|Roberts syndrome Roberts-SC phocomelia syndrome SUvSpopo Roberts SUvSpopo Roberts-SC dpwkopeAiag
3103|Roberts syndrome SC phocomelia 3UvSpopo Roberts SC dpwkopeia
3103|Roberts syndrome SC pseudothalidomide syndrome ZUvSpopo Roberts ZUvSpopo SC PeudoBaAdopidng
709(Peters plus syndrome Q13.8 /’&kuw\m Peters pe auvBpopuk
£ékdpaon
Avwpoia Peters pe cuvSpopikr
709|Peters plus syndrome Krause-Kivlin syndrome j K K POHIK ZUvdpopo Krause-Kivlin
£kdpaon
709|Peters plus syndrome Krause-van Schooneveld-Kivlin /’&kuw\iu Peters e cUVSPOLLKN Z%’JV.GPOHO Krause-van Schooneveld-
syndrome £ékdpaon Kivlin
Peters anomaly with short limb Avwpoia Peters pe cuvSpopiKr Avwpoia Peters pe vaviopo Bpaxéwv
709|Peters plus syndrome ) v . W W pomta u H u6 Boax
dwarfism £kdpaon peEAwY
776(|Lujan-Fryns syndrome Q87.8 [ZUvSpopo Lujan-Fryns
. X-linked intellectual disability with , . DUAocUVSETN VONTIKA UCTEPNON HE
776|Lujan-Fryns syndrome S0Ov&popo Lujan-Fryns , ,
ul yns sy marfanoid habitus UvOpouo Lu) v HapdavoeLdr) cwHATOTUTIO
902|Werner syndrome E34.8 |IUvSpopo Werner
902|Werner syndrome Adult progeria SUvépopo Werner Mpoynpia evnAikwv
902|Werner syndrome 'S 3UvSpopo Werner 'S
888|Van der Woude syndrome Q38.0 |ZUv8popo Van der Woude
888|Van der Woude syndrome Cleft ||p_)/pa|ate with mucous cysts of SUvbpopo Van der Woude XSO\SDVO')(LUTL(I’/UT(SPwLOU)(’lUTL(I HS
lower lip BAevww8eLg KUOTELG TOU KATw Xeiloug
888|Van der Woude syndrome Lip-pit syndrome JUvSpopo Van der Woude ZUvSpopo xeéwv pe Bobpia
888|Van der Woude syndrome VWS 3UvSpopo Van der Woude VWS
871 Familial progressive cardiac 145.8 Owoyevrg tpoodeutikn PAGBN tng
conduction defect : KAPSLAKNG aywylpotnTag
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871 zzm:ig:i;s:ge cardiac Familial Lenégre disease S;:%\:::(?]iT;T/z;?iz::;’lgkdﬁn ™me Owkoyevng vooog Lenégre
871 E(a:[:;taclti‘;r:ir:fzsci:e cardiac Familial Lev disease S:;%‘::;?;T;s‘::/?ﬁz;flfmﬁn me Owoyevrg vooog Lev
871 ::g:ilg:iz:i:e cardiac Familial Lev-Lenégre disease S;:%\:Z\;?;T;T/z:?iz::;’lghdﬁn ™me Owoyevrg vooog Lev-Lenégre
v T Cuami e S4B 1 |Orgomed S 0

1597|Distal monosomy 17q Q93.5 [Nepudepikn povoowpia 17q

1597|Distal monosomy 17q Distal 17q deletion MNepipepikn povoowpia 17q Mepidpepkn ENewdn 17q
1597|Distal monosomy 17q Monosomy 17qter Mepipepikn povoowpia 17q Movoowpia 17qter
1597|Distal monosomy 17q Telomeric deletion 17q Mepidpepkn povoowpia 17q Telopepikn ENewpn 17q
1590|Distal monosomy 13q Q93.5 [Nepudepikn povoowpia 13q

1590|Distal monosomy 13q 13g32 deletion MNepidpepikn povoowpia 13q 13932 éMewpn
1590|Distal monosomy 13q Deletion 13g32 MNepidpepikn povoowpia 13q 'EANewpn 13932
1590|Distal monosomy 13q Distal 13q deletion MNepidpepikn povoowpia 13q Mepidpepkn ENewdn 13q
1590|Distal monosomy 13q Monosomy 13¢32 MNepidpepikn povoowpia 13q Movoowpia 13932
1590|Distal monosomy 13q Telomeric deletion13q MNepidpepkn povoowpia 13q Telopepikr ENAewn 13q
1587|Monosomy 13q14 Q93.5 [Movoowpia 13q14

1587|Monosomy 13q14 Del(13)(q14) Movoowpia 13q14 Del(13)(q14)
1587|Monosomy 13q14 Deletion 13q14 Movoowpia 13914 'EMewpn 13q14
1621(3g13 microdeletion syndrome Q93.5 [ZUvSpopo HikpoeAewpng 3q13

1621|313 microdeletion syndrome Del(3)(q13) 20vSpopo pikpogMewpng 3q13 Del(3)(q13)

1621(3g13 microdeletion syndrome Monosomy 3q13 T0v6popo pikpogMewbng 3q13 Movoowpia 3q13
1620|Distal monosomy 3p Q87.8 [Mepudepikr povoowpia 3p

1620|Distal monosomy 3p

3p- syndrome

Mepldepikn povoowpia 3p

SUvSpopo 3p-

1620|Distal monosomy 3p

Distal 3p deletion

MNepidpepikn povoowpia 3p

MNepidpepkr) ENewdn 3p
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1620|Distal monosomy 3p Monosomy 3pter Mepipepikn povoowpia 3p Movoowpia 3pter
1620(Distal monosomy 3p Telomeric monosomy 3p MNepidepikn povoowpia 3p Tehopepikr) ENewdn 3p
1643{Xp22.3 microdeletion syndrome Q99.8 [3Z0vSpopo HikpoENeWpNG Xp22.3
1643(Xp22.3 microdeletion syndrome Del(X)(p23) JUVEpopo pikpoEMepng Xp22.3 Del(X)(p23)
1627|Deletion 5935 Q93.5 |EMewn 5935
1627|Deletion 5935 Del (5)(q35) 'EMewbn 5935 Del (5)(935)
1627|Deletion 5935 Del (5)(qter) 'EMewpn 5935 Del (5)(qter)
1627|Deletion 5935 Distal 5q deletion 'EMewpn 5935 Nepidepki ENewdn 5q
1627|Deletion 5935 Monosomy 5q35 'EAewpn 5935 Movoowpia 5935
1627|Deletion 5935 Telomeric deletion 5q 'EMewpn 5935 Tehopepikr) EMewdn 5q
1699(Trisomy 12p Q92.3 |Tplowpia 12p
1699|Trisomy 12p Duplication 12p Tplowpia 12p Authaolaocpog 12p
1695|Non-distal trisomy 10q Q92.3 |Mn-nepidepikr tplowpia 10q
1695|Non-distal trisomy 10q Non-distal duplication 10q Mn-miepidepikn Tplowpia 10q Mn-teptdeptkdg Suthaotaopog 10q
1695|Non-distal trisomy 10q Non-telomeric trisomy 10q Mn-repidepikn Tplowpio 10gq Mn-tehopepikr tplowpia 10q
500 ll\élz:r;:essyndrome with multiple Q871 ii\:;;zg:go Noonan pe moMarmhég
500 Il:izzr;:essyndrome with multiple Cardiomyopathic lentiginosis :i‘:]i?g;o Noonan pe roMarés KapSiopuonabntkr ednAidwon
500 ll\elcr)](t)ir;?:essyndrome with multiple Familial multiple lentigines syndrome ii\f)\fzg:co Noonan pe moAamAég S;)Kno}\vlz\f: oUVEpoLo TOAMATAWY
500 Il:?:ir;:essyndrome with multiple LEOPARD syndrome :i\:lﬁ)\?g;o Noonan pe moAamAég 30vpopo LEOPARD
507 |Leishmaniasis B55.0 |Aciopaviaon
507|Leishmaniasis B55.1 |Aeiopaviaon
507 |Leishmaniasis B55.2 |Aciopaviaon
507|Leishmaniasis B55.9 |Aeiopaviaon
548|Leprosy A30.0 |Aémpa
548|Leprosy A30.4 |Aémpa
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548|Leprosy A30.5 |Aémpa
548|Leprosy A30.8 |Aémpa
548|Leprosy A30.1 |Aémpa
548|Leprosy A30.2 |Aémpa
548|Leprosy A30.3 |Aémpa
548|Leprosy A30.9 |Aémpa
233|Duane retraction syndrome H50.8 [ZUvSpopo elooAkrg Duane
233|Duane retraction syndrome DRS SUv8popo L00Akig Duane DRS
233[Duane retraction syndrome DURS S0v6popo €LooAknG Duane DURS
233|Duane retraction syndrome Duane syndrome 3Uv8popo el0ohkrig Duane ZUvSpopo Duane
233(Duane retraction syndrome Stilling-Turk-Duane syndrome ZUv8popo €100AKNG Duane ZUvdpoyo Stilling-Turk-Duane
2495|Meningioma D32.9 [Mnviyyiwpa
569 Falmili.al or sporadic hemiplegic G431 OLKova:’]q 1) OTLOPASIKE NUUTANYLKA
migraine nuikpavia
240|Léri-Weill dyschondrosteosis Q77.8 |AucxovSpootéwon twv Léri-Weill
240(Léri-Weill dyschondrosteosis Léri-Weill syndrome Auoyovdpootéwon twv Léri-Weill SUvSpopo Léri-Weill
Autosomal recessive spondylocostal AUTOOWLKF) UTTOAEUTONEVN
2311 . Q76.8 , .
dysostosis omnov&ulomAeupikn SucooTwon
Autosomal recessive spondylocostal AUTOCWHLKI UTIOAELTTOUEV
2311 ) pondy Jarcho-Levin syndrome R ., u, n 20vSpopo Jarcho-Levin
dysostosis onovSuAomAeupikr Sucootwon
358|Gitelman syndrome N15.8 |Z0vSpopo Gitelman
n on A
y Primary renal tubular hypokalemic , . pwronasnc \{ed)pocw nvapw('Kr]
358|Gitelman syndrome o - J0vSpopo Gitelman UTTOKQALOLLLKT UTTOpOyVN OLaLpiaL HE
hypomagnesemia with hypocalciuria ,
unacBeotiovpia
242|46,XY complete gonadal dysgenesis Q99.1 [MAApng yovadikn Suoyeveoia 46,XY
242(46,XY complete gonadal dysgenesis  [46,XY CGD MAApng yovasdikn duoyeveoia 46,XY 46,XY CGD
242|46,XY complete gonadal dysgenesis  |46,XY pure gonadal dysgenesis MARpNg yovadikn Suoyeveoia 46,XY 46,XY apyng yovadiki Suoyeveoia
242|46,XY complete gonadal dysgenesis  |Swyer syndrome MAApNg yovasdikn Suoyeveaia 46,XY 2UvBpopo Swyer
2052|Fraser syndrome Q87.0 [zOvSpopo Fraser

2052

Fraser syndrome

Cryptophthalmos-syndactyly syndrome

SUv8popo Fraser

ZUvSpopo KpurtdpOaipou -
ouvSaktuhiag
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1354 Heart defects-limb shortening 087.2 Zuv&lpouo kapSlakwv BAapwv-Bpdxuvong
syndrome HeAwV
1358|Carey-Fineman-Ziter syndrome Q87.0 [UvSpopo Carey-Fineman-Ziter
1358|Carey-Fineman-Ziter syndrome Myopathy-Moebius-Robin syndrome ZUvSpopo Carey-Fineman-Ziter ZUvSpopo puondBetag-Moebius-Robin
111(Barth syndrome E71.1 |zbvSpopo Barth
N , 3-peBuiyhoutakovikn ofuoupia tuTou
111|Barth syndrome 3-methylglutaconic aciduria type 2 ZUvSpopo Barth 5
111(Barth syndrome BTHS JUvSpopo Barth BTHS
. . Kap8LookeAeTIkr puomndBeLa pe
Cardioskeletal thy with
111|Barth syndrome ardlos e(:z & myopathy wi . . SOvdpopo Barth oudetepornevia kat avwpaia
neutropenia and abnormal mitochondria ,
pLtoxovépLa
Cardioskeletal myopathy-neutropenia SOVEPOHO KAPSLOOKENETIKI
111|Barth syndrome yopathy P ZUvSpopo Barth p, H P f]q
syndrome HuomnaBelag-ovdeteponeviag
111(Barth syndrome MGA2 3UvSpopo Barth MGA2
X-linked cardioskeletal myopathy and , DUAOCUVEETN KaPSLOOKEAETLKA
111|Barth syndrome R yopathy ZUvSpopo Barth N N kap , N
neutropenia HuomnaBeLa kat oudeTepomevia
10|48,XXYY syndrome Q98.8 [ZUvSpopo 48, XXYY
1308|C syndrome Q87.8 |2uvSpopo C
1308|C syndrome 0oTCS SUvdpopo C oTCS
1308|C syndrome Opitz C trigonocephaly Suvdpopo C Tpywvokedpadia Opitz C
1308|C syndrome Opitz trigonocephaly C syndrome SUvSpopo C SUvSpopo tplywvokedpoadiog Opitz C
1308|C syndrome Opitz trigonocephaly syndrome SUvSpopo C SUvSpopo tplywvokedatiag Opitz
1308|C syndrome Trigonocephaly C syndrome SUvdpopo C SUvSpopo tpywvokedahiag C
150(Nasopharyngeal carcinoma C11.0 [Pwodapuyykd Kapkivwpo
. Squamous cell carcinoma of the , , Kapkivwpo ek TAAKWSWY KUTTAPWV Tou
150|Nasopharyngeal carcinoma C11.1 |Pwodapuyytkd kapkivwpa .
nasopharynx pwoddpuyya
150(Nasopharyngeal carcinoma C11.2 [Pwodapuyyko Kapkivwio
150|Nasopharyngeal carcinoma C11.3 [Pwodapuyytkd Kapkivwpa
133(Chronic beryllium disease 163.2  |Xpovia vooog and BnpuAlio
133|Chronic beryllium disease Berylliosis Xpovia véoog and BnpuAiio BnpuA\iwon
133(Chronic beryllium disease Chronic berylliosis Xpovia vooog and BnpUAo Xpovia Bnpuliwon
133|Chronic beryllium disease Chronic beryllium lung disease Xpovia vooog and BnpuAlio Xpovia mveupovikn vooog ard BnpuAiio
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1552|Currarino syndrome Q87.8 [zuvbpopo Currarino

1552|Currarino syndrome Currarino triad SUvSpopo Currarino TpwaSa Currarino

1450|Ring chromosome 8 syndrome Q93.2 ZUVSOO“,D baktuhoetsols
XPWHOCWHATOG 8
50 .

1450(Ring chromosome 8 syndrome Ring 8 UV&DO“,O SaktuhioeiBols AaKTUMOELSEG 8
XPWHOOWHATOG 8
20v8 5 ALogLSou

1450|Ring chromosome 8 syndrome Ring chromosome 8 o pou'o CKTLMOELO0UG AKTUMOELSEG XpWHOOWHA 8
XPWHOCWHATOG 8
20v8popo Saktulloedou .

1450|Ring chromosome 8 syndrome r(8) syndrome uvop H' Ktullogbole Z0vSpopo r(8)
XPWHOOWHATOG 8

1448|Ring chromosome 6 syndrome Q93.2 Zuvépou'o baktuhoetsols
XPWHOCWHATOG 6
20v8popo Saktulloeldou .

1448|Ring chromosome 6 syndrome Ring 6 uvop H' Ktuhlogbole AakTUALOELSEG 6
XPWHOOWHATOG 6
20VEpopo SaKTUALOELSOU

1448|Ring chromosome 6 syndrome Ring chromosome 6 P IJ' ¢ AKTUNOELSEG XpPWHOOWHA 6
XPWHOOWHATOG 6

1581|Non-distal monosomy 10q Q93.5 [Mn-mepidepikr) povoowpia 10q

1581|Non-distal monosomy 10q Non-distal deletion 10q Mn-nepudepikni povoowpia 10q Mn-nepudepikr) ENewdn 10q

1581|Non-distal monosomy 10q Non-telomeric monosomy 10q Mn-meptdepikn povoowpia 10q Mn-tehopepikn povoowpia 10q

1580|Distal monosomy 10p Q93.5 [Nepudeptkni povoowpia 10p

1580|Distal monosomy 10p Distal 10p deletion MNepidpepikn Lovoowpia 10p MNepidpepkn ENewpn 10p

1580|Distal monosomy 10p Monosomy 10pter MNepidpepikn povoowpia 10p Movoowpia 10pter

1580|Distal monosomy 10p Telomeric deletion 10p MNepidpepikr povoowpia 10p Telopepikn ENAewn 10p
20v8 5 ALogLSoU

1437|Ring chromosome 1 syndrome Q93.2 o po|.1'D aTUoEoens
XPWHOOWHATOG 1
20v8 & AlogLsou

1437|Ring chromosome 1 syndrome Ring 1 oV pou'o AKTUALOELO0UG Aaktulloetdeg 1
XpwHoowHatog 1
20VEpopo SaKTUALOELSOU

1437|Ring chromosome 1 syndrome Ring chromosome 1 P u, S AaKTUMOELSEG XpwHOoWHA 1
XPWHOOWHATOG 1
20v8 & AlogLSou

1437|Ring chromosome 1 syndrome r(1) syndrome oV pouf) AKTUALOELO0UG ZUvSpopo r(1)
Xpwpoowpatog 1

172 Progressive familial intrahepatic K76.8 MpoioUoa oKoyeVAG evéonmatikn
cholestasis " |xohdotaon
172 Progresm\@ familial intrahepatic PEIC I'Ipollouooz OLKOYEVH G EVEONTIOTIKY PEIC
cholestasis XoAdotaon

20V8popo SaKTUALOELSOU

1447|Ring chromosome 4 syndrome Q93.2 P IJ' S
XpwHOoOWHATOG 4
20v8 8 AlogLSou

1447|Ring chromosome 4 syndrome Ring 4 UVOPOHO OAKTLAOELO00G AoKTUMOELSEG 4

1447

Ring chromosome 4 syndrome

Ring chromosome 4

SUVEpopo SaKTUALOELSOUG
XPWHOOWHTOG 4

AaKTUMOELSEG XpwHOoWHA 4
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S0v6 & ALogL50U
1447|Ring chromosome 4 syndrome Syndrome r(4) oV pou'o AKTUMOELO0UG SUvSpopo r(4)
XpwHoowuatog 4
S0vEpopo SakTuAloel5oU .
1447|Ring chromosome 4 syndrome r(4) syndrome uvop H, KTUALoeLooUs r(4) ovv6popo
Xpwpoowuatog 4
1444(Ring chromosome 20 syndrome Q93.2 ZUVEPOH,O SaxtuAoetdole
XpwHoowpatog 20
S0vEpopo SakTuAloelsoU s
1444(Ring chromosome 20 syndrome Ring 20 uvop H, KTUoELooUG AaktuAloetSég 20
Xpwpoowpatog 20
S0v6 & ALogLS50U
1444(Ring chromosome 20 syndrome Ring chromosome 20 oV pou'o AKTUMOELO0UG AaKTUALOELSEG XpwHOCWHA 20
XpwHoowpatog 20
50 |
1439(Ring chromosome 12 syndrome Q93.2 UVBPOH? Baxtuhioeidodg
Xpwpoowpatog 12
0v6 & ALogL50U
1439(Ring chromosome 12 syndrome Ring 12 oV pou'o AKTUMOELO0UG AaKTUALOELSEG 12
XpwHoowuaTog 12
S0vEpop0 SakTuALOELSOU s .
1439(Ring chromosome 12 syndrome Ring chromosome 12 uvop H, KTUALoELo0UG AoKTUMOELSEG XpwHOOWA 12
Xpwpoowpatog 12
S0v6 & ALogL5oU
1438|Ring chromosome 10 syndrome Q93.2 oV pou'o OKTUALOELOOUG
XpwHoowpatog 10
S0vEpop0 SakKTUALOELSOU
1438|Ring chromosome 10 syndrome Ring 10 uvop H, KTUoELo0UG Aaktulioeldég 10
Xpwpoowpatog 10
S0vEpopo SakKTuAoELS0U
1438|Ring chromosome 10 syndrome Ring chromosome 10 P IJ' S AaKTUALOELSEG XpwHOoWHa 10
XpwHoowpatog 10
MoANamAd owkoyevn AG
624(Familial multiple nevi flammei Q82.5 an ? tovevn opard
QULHOYVELWHATA
MoMarAd g AG MoA\arAé i Suké
624|Familial multiple nevi flammei Familial multiple port-wine stains oMar D,(OLKO‘/EVH onaid onar ,EQ mKovEVE,lq Tpl)('OSL 1K=
QUHOYYELWHATOL Suomaoieg [port-wine stains]
. 1 50 .
3306 Inverted duplicated chromosome 15 Q99.8 Ov6popo u\lleorpauusvmf
syndrome Suthaolacpévou xpwpoowpatog 15
Inverted duplicated chromosome 15 o . JUVEPOHO AVECTPAUUEVOU , ,
3306 Duplication/inversion 15q11 . . Authaclaopos/avaotpodr 15q11
syndrome uplication/inversi q SUTAAOLAOHEVOU XPWHOOWHATOG 15 rrhasiaopss/avaotpodh 159
| ted duplicated ch 15 S0vé é
3306 nverted duplicated chromosome Inv dup (15) syndrome UVOPOHO u\y/so\'pauusvot’) SUv8popo inv dup (15)
syndrome Suthaolacpévou xpwpoowpatog 15
Inverted duplicated chromosome 15 SOVEPOHO AVECTPAHUEVOU ZOVEPOHO LGOSIKEVTPLKOU
3306 P Isodicentric chromosome 15 syndrome PO , oK 5 o le P
syndrome SUTAAOLAOHEVOU XPWHOOWHATOG 15 XpwHOOWHATOG 15
Inverted duplicated chromosome 15 . JUVSPOHO AVECTPAUUEVOU , ,
3306 syndrome Non-distal tetrasomy 15q SUTAQOLAGNEAVOU YPWHOOHUATOC 15 Mn-rtepudepikr) Tetpacwpia 15q
Inverted duplicated chromosome 15 . JUVEPOHO AVECTPAUUEVOU , ,
3306 Non-telomeric tetrasomy 15 . . Mn-telope £ 15
syndrome on-telomeric a v1oa SUTAAOLAOHEVOU XPWHOOWHATOG 15 N-TeRopepun Tetpaswita 159
I ted duplicated ch 15 S0V 3
3306|Verted duplicated chromosome idic (15) syndrome uvépopo u\y/sorpauusvotf Sov6popo idic (15)
syndrome Suthaolacpévou xpwpoowpatog 15
3375|Trisomy X Q97.0 |Tpowpia X
3375|Trisomy X 47,XXX syndrome Tplowpia X S0vEpopo 47, XXX
3375|Trisomy X Triple X syndrome Tplowpia X 20vSpopo Tputhou X
3375|Trisomy X Triplo-X syndrome Tplowpio X SUvEpopo Tputho-X
3375|Trisomy X XXX syndrome Tplowpia X SUvSpopo XXX
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3310|Tetrasomy 9p Q99.8 [Tetpacwpia 9p
3310|Tetrasomy 9p Isochromosome 9p Tetpacwpio 9p looxpwpdowua 9p
3000 ;ig‘e“:\: male-limited precocious £301 SQZZ\CEL::;T;?M BN mepLoplopévn oto
3000 ;i?;lri;: male-limited precocious EMPP QO;ZZ\:IEL\KIZQd)IB;;\inun BN meploplopévn oto EMPP
3000 FF)ZE‘::: male-limited precocious :;T;[il?lmgifendaS:;Lc;:n:\r-ei:gz;:jndent S‘L)Zt)s\(lslzqu)rg;\?un 11BN EPLOPLOEVN OTO To[;rl‘/:r;"li;i‘éﬁs:zgiﬂ;)\;c;:f’idptntf]

TEPLOPLOUEVN OTO APOEVIKO GUAO

3000 ;ir;\eilri;: male-limited precocious Male-limited precocious puberty QO;ZZ\:IEL\K/gcd)IB;;\LgLun BN meploplopévn oto nggun BN TEPLOPLOEVN OTO APTEVLKO
3000 :JZ‘::J male-limited precocious Testotoxicosis S‘L)l;oe\(i:qu;;;\?un BN meplopLopévn oto Opyeotofikwon
3305(Tetraploidy Q92.7 |Tetpamlosisia
3176|Spina bifida-hypospadias syndrome Q05.9 [z0v8popo Sloxboug paxng-umooTadio
1708(Mosaic trisomy 16 Q92.1 [Mwodik Tplowpia 16
1708(Mosaic trisomy 16 Mosaic trisomy chromosome 16 Muwoaikn tplowpia 16 Muwoaikn tplowpia xpwHoowpatog 16
1708(Mosaic trisomy 16 Trisomy 16 mosaicism Muwoaikn tplowpia 16 MwooiKIOPOG TpLowpiag 16
1711|Mosaic trisomy 17 Q92.1 [Mwoaikr tplowpia 17
1711|Mosaic trisomy 17 Mosaic trisomy chromosome 17 Muwoaikn tplowpia 17 Muwoaikn Tplowpia xpwHoowpotog 17
1711|Mosaic trisomy 17 Trisomy 17 mosaicism Muwoaikn Tplowpio 17 Mwoaiklopdg tplowpiag 17
3376|Triploidy Q92.7 (Tputhoeldia
1692(Mosaic trisomy 1 Q92.1 [Mwoaikr Tptowpio 1
1692(Mosaic trisomy 1 Mosaic trisomy chromosome 1 Mwoaiki Tplowpia 1 Muwoaikn Tplowpia xpwHoowHaTog 1
1692(Mosaic trisomy 1 Trisomy 1 mosaicism Muwoaikn tplowpia 1 Mwoaiklopdg tplowpiag 1
1698(Mosaic trisomy 12 Q92.1 [Mwodikn TpLowpia 12
1698(Mosaic trisomy 12 Mosaic trisomy chromosome 12 Muwoaikn tplowpia 12 Muwoaikn Tplowpia xpwHoowpatog 12
1698(Mosaic trisomy 12 Trisomy 12 mosaicism Muwoaikn tplowpia 12 MwooiKIOHOG TpLowpiag 12
1706(Mosaic trisomy 15 Q92.1 (Mwodikn Tplowpia 15

1706

Mosaic trisomy 15

Mosaic trisomy chromosome 15

Muwoaikr tpltowpia 15

Mwoaiki Tplowpia xpwpoowpatog 15
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1706|Mosaic trisomy 15 Trisomy 15 mosaicism Muwoaikn tplowpia 15 Mwoaiklopog tplowpiog 15
916|Aase-Smith syndrome Q87.8 [ZUvSpopo Aase-Smith
916|Aase-Smith syndrome Aase-Smith | syndrome ZUvSpopo Aase-Smith ZUvSpopo Aase-Smith |
SOv8 Spokédatou-
916|Aase-Smith syndrome Hydrocephalus-cleft palate-joint JUvSpopo Aase-Smith u‘rJt\; TLEO TUS(ZKESL') :z: V)]
v contractures syndrome POM P X X Govykanene
apBpwoewv
920|Ablepharon macrostomia syndrome Q87.0 |ZOvSpopo aphedapiag-pakpoctopiog
0v6 3 ALogL50U
1445(Ring chromosome 21 syndrome Q93.2 oV pou'o OKTUALOELOOUG
XpwHoowpaTog 21
7|3C syndrome Q87.8 |zivdpopo 3C
KpaviorapeykedaAibokapdLokr
7|3C syndrome Craniocerebellocardiac dysplasia ZUvSpopo 3C P ,p vied P n
Suomhacio
7|3C syndrome Ritscher-Schinzel syndrome 3UvSpopo 3C SUv8popo Ritscher-Schinzel
931|Acheiropodia Q74.8 |Axewponodia
931|Acheiropodia Acheiropody Axelporodia Axelpomnodia
929|Achalasia-microcephaly syndrome Q39.5 |ZUvpopo axohaoioag-pkpokepaiog
869|Triple A syndrome E27.4 |3OvSpopo tputhol A
869|Triple A syndrome 2A syndrome ZUvSpopo tputhol A ZUvSpopo 2A
869|Triple A syndrome 3A syndrome 3UvSpopo tputol A SUvSpopo 3A
869|Triple A syndrome 4A syndrome ZUvSpopo tputhol A SUvSpopo 4A
869|Triple A syndrome AAA syndrome SUv8popo tputhol A SUvSpopo AAA
Achalasia-addisonianism-alacrima S0v8popo axaAaciag-as51owviopoU-
869|Triple A syndrome Z0vSpopo tputhol A POl A X, N , a
syndrome QVETAPKOUG EKKPLONG SakpU WY
S0v8 ‘ Siwv-
. Adrenal insufficiency-achalasia-alacrima ) , oV pop',lo dVET{QpKELﬂ'Q E'TIlVEd)pl v
869|Triple A syndrome ZUvSpopo tputhol A aXOAAOLOG-QVETIAPKOUG EKKPLONG
syndrome i
Sakpuwv
869|Triple A syndrome Allgrove syndrome JUvSpopo tputhol A SUvSpopo Allgrove
869|Triple A syndrome Double A syndrome ZUvSpopo tputhol A ZUvSpopo Suthol A
869|Triple A syndrome Quaternary A syndrome SUv8popo tputhol A SUvSpopo teTpamhol A
S0VEPOHO aVTIGTAONG GTNV LVGOUALV
2297|Insulin-resistance syndrome type A E13 , POl ns ot n
Tomou A
922|Familial nasal acilia Q30.8 |Otkoyevrig pwikr EAAewpn KPOGOWV
921|Abruzzo-Erickson syndrome Q87.8 |ZUv8popo Abruzzo-Erickson
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921|Abruzzo-Erickson syndrome CHARGE-like syndrome SUvSpopo Abruzzo-Erickson SUv8popo turou CHARGE
Cleft palate-coloboma-deafness i . S0VEPOHO UTtEPWLO! {og-
921|Abruzzo-Erickson syndrome p ZUv8popo Abruzzo-Erickson OVOPOM u'n puu ?XLO“ ¢ .
syndrome 0dpOaApLKOU KONOBWHATOG-KWWONG
N SUVEPOO UTIEPWLOOXLOTIOG-
Cleft palate-coloboma-h |
921|Abruzzo-Erickson syndrome s idrzi:nze coloboma-hearing loss SUv8popo Abruzzo-Erickson 0dpOAULKOU KOAOBWHATOG-ATTWAELOG
Y QKONG
27 Vitamin B12-unresponsive £71.1 MeBuApaloviki o§uatpia rou Sev
methylmalonic acidemia " |avtanokpivetat otn Brrapivn B12
27 Vitamin BlZ-L.mre_sponéive Methylmalonyl-CoA mutase deficiency MEBU)\HC{)’\OVlKﬁ ofuatpia 'rtou Sev Avsn(?lszta ™G peBuloparovuro-CoA
methylmalonic acidemia avtamnokpivetat otn Brrapivn B12 poutaong
27 Vitamin B12-unresponsive Methylmalonyl-Coenzyme A mutase MeBuApalovikn ofuatpia rou dev Averdpkela tng pebulopaiovulo-
methylmalonic acidemia deficiency avtanokpivetat otn Brrapivn B12 OUVEVIUHOU A pouTaong
27 Vitamin B12-unresponsive Vitamin B12-unresponsive MeBuApatoviki o§uatpia rou Sev MeBulopadoviki o§uoupia ou dev
methylmalonic acidemia methylmalonic aciduria avtamnokpivetat otn Brrapivn B12 avtamnokpivetatl otn Brrapivn B12
939|3-hydroxyisobutyric aciduria E71.1 |3-uSpofuiooBoutupikr o§uoupia
31|Oxoglutaric aciduria E88.8 |Ofoyhoutapiki ofuoupio
Alpha-ketoglutarate dehydrogenase Avemndpkela tng adudpoyovaong Tou a-
31|Oxoglutaric aciduria p, . 8 varog OfoyAoutapikr o§uoupia P ns N bupoy ne
deficiency KETOYAOUTAPLKOU
935 Short-limb skeletal dysplasia with D82.2 Skeletikn) Suomhaoia Bpaxéwv LEAWV pe
severe combined immunodeficiency " |Bapeta cuvsuacpévn avocoavendpkela
Short-limb skeletal dysplasia with ZkeleTikn Suomhacia Bpaxéwv HeEAWY pe
935 . . vsp L Achondroplasia-SCID syndrome , N X Bpax K . K ZUvSpopo axovéponAaciog-SCID
severe combined immunodeficiency Bapeio cUVSUACUEVN AVOCOVETAPKELAL
935 Short-limb skeletal dysplasia with Achondroplasia-Swiss type Skeletikr Suomhaoia Bpaxéwv pedwv pe [ZUvdpopo axovpomhaociac-EABETIKOU
severe combined immunodeficiency |agammaglobulinemia syndrome Bapeio cUVEUACHEVN AVOCOVETIAPKELX [TUTIOU QYU ALPVOLULOG
935 Short-limb skeletal dysplasia with Achondroplasia-severe combined Skeletikn Suomhaoia Bpaxéwv HeAwv pe |Z0vEpopo axovdpormaciag-Bapeiog
severe combined immunodeficiency |immunodeficiency syndrome Bapeia cuVEUAOPEVN AVOOOOVETIAPKELD |OUVEUAOUEVNG OVOCOQVETIAPKELOG
35 Short-limb skeletal dysplasia with Immunodeficiency-short limb dwarfism Skeletikr Suomhaoia Bpaxéwv HEADV e [ZUVEPOO AVOCOAVETIAPKELAG-VOVLOHOU
severe combined immunodeficiency |syndrome Bapeio cUVSUOCUEVN AVOCOAVETAPKELD |HE BpaxEa HEAN
Short-limb skeletal dysplasia with IkeleTikn) SuoTAacia Bpaxés €AWV pe |ZkeAetikr Suomhaoia Bpayé eAw
935 ' . . yspiasi YVIA Short limb skeletal dysplasia with SCID « ’IlKl'] vor c’n Bpaxéuwv , Wyl Keretik Suoracia Bpoxéwy perby
severe combined immunodeficiency Bapeia cuvSuacopévn avocoavendpketa |pe SCID
932|Achondrogenesis Q77.0 |Axovépoyeveoia
1795|Peripheral dysostosis Q74.8 |Nepubepikr Sucdotwaon
37|Acrodermatitis enteropathica E83.2 |Evtepomadntiki akpodeppatitida
37|Acrodermatitis enteropathica AEZ Evtepornadntiki akpodeppatitda AEZ
Acrodermatitis enteropathica, zinc , , Evteponadntiky akpodeppatitida,
37|Acrodermatitis enteropathica . P Evteponadntiki akpodeppatitido , P n, ) ApOBERI .
deficiency type TUTI0G avemapkeLag Pevdapyvpou
37|Acrodermatitis enteropathica Inherited zinc deficiency Evteponadntiki akpodeppatittda KAnpovopikn avendpketa YeuSapylpou
950(Acrodysostosis Q75.4 |AkpoSucdotwon
950|Acrodysostosis Acrodysplasia Akpoducbdotwon Akpoduomhacio
950(Acrodysostosis Arkless-Graham syndrome AkpoSucootwon 20vSpopo Arkless-Graham
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950|Acrodysostosis Maroteaux-Malamut syndrome Akpoducbotwon SUvSpopo Maroteaux-Malamut
949|Acrocraniofacial dysostosis Q87.0 |Akpokpaviompoowrikn Sucdotwan
949|Acrocraniofacial dysostosis Kaplan-Plauchu-Fitch syndrome AKPOKPQAVLOTIPOCWTTLKY SUCOOTWON 20vSpopo Kaplan-Plauchu-Fitch
945|Acalvaria Q00.0 |Akpavio
945|Acalvaria Primary acalvaria Akpavia Mpwtornadrg akpavia
957|Acropectorovertebral dysplasia Q74.8 |AkpoBwpakoomovSulikr SuoTihacia
957|Acropectorovertebral dysplasia F syndrome AkpoBwpakoomovSuikn SuomAacia ZuvSpopo F
958|Acro-renal-mandibular syndrome Q87.8 |Akpo-vedpo-yvabikd clvpopo
958|Acro-renal-mandibular syndrome isg:;?a:?a/izlr:::::emandibmar Akpo-vedpo-yvabikd cvvépopo ii‘;i’;c;i?;xL‘;Z‘if;;z/:xmmmamc—
955|Hajdu-Cheney syndrome M89.5 |zUvSpopo Hajdu-Cheney
955|Hajdu-Cheney syndrome Acroosteolysis dominant type 2UvSpopo Hajdu-Cheney ETukpatrig TUTOG aKpoOoTEOAUCNG
AT
955|Hajdu-Cheney syndrome Arthrodentoosteodysplasia ZUvSpopo Hajdu-Cheney ApBpoodovtoooteoduomiacio
955|Hajdu-Cheney syndrome Cheney syndrome JUvSpopo Hajdu-Cheney SUv8popo Cheney
952|Acrofacial dysostosis, Weyers type Q75.4 x;z:ocwmkr’] Sugbotwan, Throg
952|Acrofacial dysostosis, Weyers type Curry-Hall syndrome C\;(:;):zocwmkr’] Buadotwon, Torog SUvSpopo Curry-Hall
952|Acrofacial dysostosis, Weyers type Weyers acrodental dysostosis xsfgzocwnlkﬁ Sugbotwan, Throg Akpoobdovtiki Sucdotwon Weyers
952|Acrofacial dysostosis, Weyers type Weyers acrofacial dysostosis C:S;ZZ)OUWNK"] Buadotwon, Tirog Akporpoowrikr ducdotwon Weyers

1702|Non-distal trisomy 13q Q92.3 |Mn-nepudepikri tplowpia 13q

1702|Non-distal trisomy 13q Non-distal duplication 13q Mn-Tiepidepikn Tplowpia 13q Mn-nteptdeptkdg Sumhaotaopog 13q
1702|Non-distal trisomy 13q Non-telomeric trisomy 13q Mn-repidepikn Tplowpia 13q Mn-tehopepikn tplowpia 13q
1703|Mosaic trisomy 14 Q92.1 |Mwoaikr tplowpio 14

1703|Mosaic trisomy 14 Mosaic trisomy chromosome 14 Muwoaikn tplowpio 14 Muwoaikr tplowpia Xpwpoowuatog 14
1703|Mosaic trisomy 14 Trisomy 14 mosaicism Muwoaikn tplowpia 14 Muwoaikiopdg tplowpiog 14
1705|Distal trisomy 14q Q92.3 |Mepidepikr Tplowpia 14q
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1705|Distal trisomy 14q Distal duplication 14q Nepudepikn) Tplowpia 14q Mepipepikdg Suthaotacpog 14q
1705|Distal trisomy 14q Telomeric duplication 14q MNepipepikn Tplowpia 14q Telopeptkdg Suthaotaopdg 14q
1705|Distal trisomy 14q Trisomy 14qter MNepipepikn Tplowpia 14q Tplowpia 14qter
1713(17p11.2 microduplication syndrome Q92.3 [Z0vSpopo pikpoduthactacpol 17p11.2
1713|17p11.2 microduplication syndrome |Potocki-Lupski syndrome 20vSpopo pikpoduthactacpol 17pll.2  |ZOvSpopo Potocki-Lupski
1713(17p11.2 microduplication syndrome |Trisomy 17p11.2 20vSpopo pikpoSuthaotaopoy 17p1l.2  |Tpowpia 17pll.2
1738|Trisomy 4p Q92.2 (Tplowpia 4p
1738|Trisomy 4p Duplication 4p Tplowpia 4p Authaolaopog 4p
1738|Trisomy 4p E):r;::::]ztsizrr;zf;he short arm of Touowpia 4p f;z}\::;:ﬂ;if):iu HikpoU Bpaxiova tou
1738|Trisomy 4p I:rs;)::zs(ojfn:zishort arm of Towwpia 4p ;sg::;ig:z:otlzpob Bpaxiova tou
1742|Trisomy 5p Q92.2 (Tplowpia 5p
1742(Trisomy 5p Duplication 5p Tplowpia 5p Authaotaopdg 5p
1742|Trisomy 5p E)::;I:::\aotsizrr;zfsthe short arm of Totowpia 5p ﬁ;r;?\::;zip;érzzgu HikpoU Bpaxiova tou
1742|Trisomy 5p I::;J:Zszfn::i;short arm of Toowpia 5p ;s::;;g;:z:otl;pob Bpaxiova tou
1745|Distal trisomy 6p Q92.3 [Nepudepikn TpLowpia 6p
1745|Distal trisomy 6p Distal duplication 6p MNepidepikn Tplowpio 6p MepLdpepkog Suthaotacpog 6p
1745|Distal trisomy 6p Telomeric duplication 6p MNepidepikn Tplowpia 6p Tehopeptkdg SutAaclaopog 6p
1745|Distal trisomy 6p Trisomy 6pter MNepLdpepikn Tplowpio 6p Tplowpia 6pter
1752|Trisomy 8q Q92.2 |Tplowpia 8q
1752(Trisomy 8q Duplication 8q Tplowpia 8q Authaolaopdg 8q
1762|Proximal Xq28 duplication syndrome Q99.8 [ZUv8popo gyyug Suthactaopol Xq28
1762|Proximal Xq28 duplication syndrome |MECP2 duplication syndrome SUvEpopo eyyu¢ Suthaoctacpol Xq28 3UvSpopo Suthaoctacpol MECP2
1762|Proximal Xq28 duplication syndrome )L(l;llijr;k;(:);ntellectual disability syndrome, SUvEpopo eyyug Sumhactaopol Xq28 il;\;:g:zsj:::gr{iim vons
1878 TRIM32-related limb-girdle muscular 6710 Zwviaia puikn Suotpodia R8, TRIM32-

oxetl{dpevn

1878

TRIM32-related limb-girdle muscular

dystrophy R8

Autosomal recessive limb-girdle
muscular dystrophy type 2H

Zwviata puikn Suotpodia RS, TRIM32-
oxetl{opevn

AUTOOWHLKN UTIOAELTOMEVN Twviaio
puikn duotpodia tomou 2H
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Carnitine palmitoyl transferase 1A
deficiency

CPT1A deficiency

naAptudotpavodepdong 1A g
KApVLTIVNG
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TRIM32-related limb-girdl I Z { ikn & io R8, TRIM32- , ,
1878 related imb-girdie MUSCUIar |} GMD due to TRIM32 deficiency wviaia putkn Suotpodia LGMD Adyw avendpketag TRIM32
dystrophy R8 OXETLW{OHEVN
TRIM32-related limb-girdle muscular Zwviaia puikn & odia R8, TRIM32- 3
1878 imb-gl USCURAM 1) GMD type 2H wviaia Luikf uotpod LGMD tomou 2H
dystrophy R8 OXETWOMEVN
1878 TRIM32-related limb-girdle muscular LGMD2H Zwku'ct puikn Suotpodia R8, TRIM32- LGMD2H
dystrophy R8 OXETLWOHEVN
1878 TRIM32-related limb-girdle muscular |Limb-girdle muscular dystrophy due to Zwviaia puikn Suotpodia R8, TRIM32-  |Zwviaia puikn Suctpodia Aoyw
dystrophy R8 TRIM32 deficiency oxetl{opevn avemndpkelag TRIM32
TRIM32-related limb-girdl I Z i ikn 6 {o R8, TRIM32-
1878 reiated limo-girdle muscuiar Limb-girdle muscular dystrophy type 2H wku'ct KUtk Suotpodia Zwviaia puikn duotpodia tvmou 2H
dystrophy R8 OXETLWOHEVN
TRIM32-related limb-girdle muscular Zwviaia puikn o odia R8, TRIM32- X ,
1878 dystrophy RS ' g used Sarcotubular myopathy c()?evrllllo'us:r:m votpod Z0pKOCWANVAPLOK LUOTABELL
TRIM32-related limb-girdl I Z i ikn 6 io R8, TRIM32-
1878 related imo-girdie MUSCUIar e Mm32-related LGMD R8 wviaia LUkl Suotpodia TRIM32-0xeT{Opevn LGMD R8
dystrophy R8 OXETLWOHEVN
1876 Oculogastrointestinal muscular 6710 O¢eu)\uo'vucrtpsvteplkr'] Huikn
dystrophy Suotpodia
. . . - P SUVEPOpO OTAQYXVIKAG LUOTIABELOG-
Oculogastrointestinal muscular Visceral myopathy-familial external OdOaApoyaoTpevieptkr LUikn 3 ,
1876 dystroph ophthalmoplegia syndrome Suotpodia owovevoug efwtepiri
ystrophy P plegia sy P odpBaipominyiag
1948 Epilepsy-microcephaly-skeletal 087.8 Z0vSpopo emtAnPiag-pkpokedaiog-
dysplasia syndrome " |okehetikrg Suomhaciag
Epilepsy-microcephaly-skeletal SOvSpopo emAniag-pkpokedoiog-
1948 prep: y phaly Battaglia-Neri syndrome P u, n q Hipoked S ZUvSpopo Battaglia-Neri
dysplasia syndrome OKEAETIKNG SuomAaciog
Aba ogykeorolmd <}
1946|Amelocerebrohypohidrotic syndrome G40.8 , HavtvoeykepaRoUmBpwT
ouvépopo
Epilepsy-dementia-amelogenesis AbapavtivoeykehoAoUmSpWTLKO S0vEpopo emAniog-dvolag-aterou:
1946{Amelocerebrohypohidrotic syndrome .p psy 8 ) g veed e POK . nbiag ¢ ¢
imperfecta syndrome ouvdpopo adapavtvoyéveong
. . . . ASapavTvoeyKeGaAoUTUS pWTIKO , . "
1946|Amelocerebrohypohidrotic syndrome |Kohlschitter-Ténz syndrome P S ZUvdpopo Kohlschitter-Ténz
1951 |Epilepsy-telangiectasia syndrome G40.8 |20vSpopo emAniag-tnAayyelektaoiog
381|Griscelli syndrome E70.3 |Z0v8popo Griscelli
381|Griscelli syndrome Chédiak-Higashi-like syndrome S0vSpopo Griscelli SUvSpopo tunou Chediak-Higashi
381|Griscelli syndrome Griscelli-Pruniéras syndrome SUvSpopo Griscelli SUvSpopo Griscelli-Pruniéras
Partial albinism-immunodeficienc SOVEPOHO HEPKOU AAPLOHOD-
381|Griscelli syndrome 4 ZUvSpopo Griscelli Pou H' P bom
syndrome OVOOOQVETIAPKELOG
2604|Familial visceral myopathy K56.0 |Owkoyevig omAayxVikr puondBeia
. - . . . , OtKoyevrG pUondBeLa Twv kolAwv
2604|Familial visceral myopathy Familial hollow visceral myopathy OLKOYEVNG OTIAQYXVLKT HUOTIABELL .
OTAQYXVWV
S . . , X , KAnpovopikn puonabeta twv koilwv
2604|Familial visceral myopathy Hereditary hollow visceral myopathy OLKOYEVNG OTTAQYXVLKN) pHUOTABeLa .,
OTAQYXVWV
2604|Familial visceral myopathy Megaduodenum and/or megacystis OwKoyevrG omAayxVviKn puomndabela Meyadwbdekadaktulo kal/n peyakvotn
. . AVETIAPKELA TNG
Carnit Imitoyl ti f 1A
156 ar_nl. ine paimitoyltransierase E71.3 |moAptuhotpavodepdong 1A tng
deficiency ,
Kapvitivng
AVETIAPKELQ TNG

CPT1A avemdpkeLlo
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- 5 - ) AVETAPKELD TNG AVETIAPKELA TNG
Carnit Imitoyl transf 1A Carniti Imitoyl transf IA
156 d:;i:liel:iypa mitoy! transierase d:;;::lie;::ypa mitoyl transferase nuAth'UAorpavu¢Epdcn§ 1A NG nu)\uu"u)\otpavcd)sp(’mnq IATng
KapvLrivng Kapvitivng
A ¢ A .
156 Carnitine palmitoyl transferase 1A Hepatic carnitine palmitoyl transferase 1 n:;\nii'r;: Torz]vccxd;s donc 1A T n;in?\'pul(:(f T;]\fcd)e donc it
deficiency deficiency H , P paeng ne H , P . pasng Ltne
KapvLTivng KopvLtivng Tou matog
L . . . . AVETIAPKELQ TG AVETIAPKELQ TG
C iti Imitoyl t f 1A H t ti Imitoyl ti fi | . .
156 dz;:::li;:iypa mitoyl transterase d:f[i):ielf\cc\jml ine paimitoyl transterase nu}\utt'u)\orpavudmpaunc 1A NG r[ot)\uu"ukotpo.v?d)spacnq 1tng
KapvLtivng Kapvitivng Tou fratog
- 5 AVETIAPKELQ TG
Carnitine palmitoyl transferase 1A
156 deficienc P 4 L-CPT1 deficiency TaAptuAotpavodepdong 1A tng L-CPT1 avemndpketo
v KOPVLTIVNG
- . AVETIAPKELA TNG
Carnit Imitoyl transf 1A
156 d(ae;ir::li;:i paimitoyltransterase L-CPTI deficiency ToAptuhotpavodepdong 1A tng L-CPTI avemndpkeLa
v KapvLtivng
2597 Mitochondrial myopathy-lactic 6713 SUVEPOHO HLITOXOVEPLOKAG HUOTIADELOG-
acidosis-deafness syndrome 7 lyahaktikrg o§éwong-kwdwong
2507 Mitochondrial myopathy-lactic Mitochondrial myopathy-lactic acidosis- SUVEPOPO HLITOXOVEPLOKG LUOTIABELOG-  |ZUVEPOUO UITOXOVSPLOKG HUOTIAOELaG-
acidosis-deafness syndrome hearing loss syndrome YOAGKTIKAG 0§Ewong-kwdwong YOAQKTIKAG 0§EWONG-OMWAELOG OKONG
2508 l\{litochondrial myolpathy and 6713 MlTOXDV5pluKh,uUOHd,9ELa Ka
sideroblastic anemia oldnpoPAactiki avatpia
2508 l\{lltochondrlal rnyo.pathy and MLASA ML\'oxovéplaKnyuuona?aLa Kat MLASA
sideroblastic anemia odnpofAactikr avatpia
2508 Mitochondrial myopathy and Myopathy, lactic acidosis and MutoxovSplakr puonddeta Kot MuomndBeLa, yaAaKTikr o§€won Kat
sideroblastic anemia sideroblastic anemia oldnpoPAactiki avatpio oldnpoPAactiki avatpio
Bp— Thumb stiffness-brachydactyly- Q87.2 SUvdpopo Suokapdiog avixeipwy-
intellectual disability syndrome “ |BpaxusaktuAiag-vontikig uotépnong
Thumb stiffness-brachydactyly- 20v8popo Suokappiag avixeipwy-
1078|. o v i Piussan-Lenaerts-Mathieu syndrome POM . uiag . X p SUvSpopo Piussan-Lenaerts-Mathieu
intellectual disability syndrome BpaxudaktuAiag-vonTikig uatépnong
1077|Dental ankylosis K03.5 |O&ovtikr aykUAwon
1077|Dental ankylosis Ankylosis of teeth OSovtikn aykUAwon AyKUAwoN Twv 086vVTwy
SUvdpopo aykuloBAédapou-
Ankylobleph -ectod | defects-
1071 " y_o epharon-ectodermal detects Q82.4 |e€wdeppikwv PAaBwv-
cleft lip/palate syndrome , ,
Xe\eooxLoTiag/unepwiooxLotiag
SUvSpopo aykuhoBAédapou-
Ankyloblepharon-ectodermal defects- B , )
1071 . AEC syndrome eEwdepuikwv BAaBwv- 20vSpopo AEC
cleft lip/palate syndrome , ,
xeWeooxLotiag/unepwlooxiotiag
SUvdpopo aykuloBAédapou-
Ankylobleph -ectod | defects-
1071 " y_o epharon-ectodermal detects Hay-Wells syndrome ewdeppLkwy PAABWV- ZUvSpopo Hay-Wells
cleft lip/palate syndrome , ,
xeteooxlotiag/unepwiooxtotiag
20v8 Siag-amou
1069|Aniridia-absent patella syndrome Q87.8 oV pou? Wipblac-anovoac
emyovatidog
Aniridia-intellectual disability , . . ,
1068 13.1 |20vd Siog-
syndrome Q UVEpOHO avIpLSiag-vonTikig uoTEPNONnG
Aniridia-intellectual disabilit
1068 s;r::jlr(:nlg ellectual cisablity Walker-Dyson syndrome 20vSpopo avipldiag-vontikng uotépnong |ZUvdpopo Walker-Dyson
30 Loc-| O —
1067 Aniridia-ptosis-intellectual disability- Q131 ngfs(o'wuz:;plégac,ii\:f:szgwcm
familial obesity syndrome : kg | pnong v <
Taxuoapkiog
1064 Aniridia-renal agenesis-psychomotor 087.8 SUvEpopo avipldiag-vedpikig ayeveoiag-
retardation syndrome 7 |Wuxokwntikrg kaBuctépnong
Aniridia-renal agenesis-psychomotor 20v8popo aviplsiag-vedpikrg ayevesiag-
1064 X & psy Sommer-Rathbun-Battles syndrome PO 'p ¢ fbp neay S SUvbpopo Sommer-Rathbun-Battles
retardation syndrome YuOKLVNTIKAG KaBuaTEéPnang
1062 Hered|tary'neurocutaneous D18.0 KAnpOVOHLKI’] VEUPOSEPUATIK
malformation Suomhacia
Vein of Galen aneurysmal Avevpuopartiki duomhacia tng GAEBa
1053 Y Q8.2 puoHaTki NG GpAEPag
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1053 Vein of Galen aneurysmal Vein of Galen arteriovenous Avevpuopatikr Suomhaocia tng pAEBag  |AptnprodAeBwdng Suomhaocia tng
malformation malformations tou FaAnvou $AEBag tou Manvol
Suyyevég avel Q TG apLOTEPQ
1055 |Congenital left ventricular aneurysm Q24.8 UVV. VEG AVEOPUGHA TG GPLITERTS
kowiag
1052 Mosaic variegated aneuploidy Q99.8 Z0vépopo u'(uaoukng TIOWKIANG
syndrome aveumhoeldiag
Mosaic variegated aneuploid SOvépopo aikrg motkiA ,
1052 ic varieg uploidy Warburton-Anyane-Yeboa syndrome LVOPOH ulwc HNG Trouding ZUvdpopo Warburton-Anyane-Yeboa
syndrome aveumhoeLsiag
1040{Metaphyseal anadysplasia Q78.5 |Metaduaotaki avaduomiacia
1040|Metaphyseal anadysplasia Maroteaux-Verloes-Stanescu syndrome Metaduotakn avaduonhaoio SUvSpopo Maroteaux-Verloes-Stanescu
1040{Metaphyseal anadysplasia Regressive metaphyseal dysplasia Metaduotakn avaduomiaoio MoAwdpopikn petadpuotakn Suomiacia
1041{Hydrops fetalis P83.2 |EuBpuLkdg UEpwag
1041{Hydrops fetalis Fetal anasarca P56.0 |EpBpuLKoG USpwag EuBputko oidnpa avaodpka
1041[Hydrops fetalis Fetal hydrops P56.9 |EuBpuLkdg USpwag 'YSpwrag tou epPpliou
1041{Hydrops fetalis Generalized fetal edema EuBputkdg vdpwroag FevVIKEUEVO EUPPULKO OldNpa
1041{Hydrops fetalis HF EpBputkdg USpwmnag HF
Anpooceykedahia-apeykepaALSIKn
1126|Aprosencephaly cerebellar dysgenesis Qo4.3 POGEY | ¢ pevKed i
Suoyeveoia
1125|Ocular motor apraxia, Cogan type H51.8 |OdBaApokwntikr anpagia, turmou Cogan
OdBaApokvnTky anpagia, TOTO
1125|Ocular motor apraxia, Cogan type Oculomotor apraxia, Cogan type OdBaApokvntiki anpagia, tonouv Cogan C:)bgan H nTkA anpag S
121 Radial deficiency-tibial hypoplasia Q738 Zuvépout? uvenfipketuc Kepkidag-
syndrome unonAaciag Kvipng
Lung agenesis-heart defect-thumb JUVSPONO TIVEUHOVIKAG ayeveoiag-
1120 " Q87.8 . . . .
anomalies syndrome kapdLakwv BAaBwv-BAaBwv avixeipwy
L is-heart defect-thumb S0vé \ {og-
1120 ung ag_ene5|s eart detect-thum Mardini-Nyhan syndrome o pou? HVEUM(,JVLKHQ avyavsmac . sUv8popo Mardini-Nyhan
anomalies syndrome kapSLakwv BAawv-BAaBwv avtelipwv
S0vSpopo unomhaciog wAévng-
1122{UlInar hypoplasia-split foot syndrome Q73.8 Pou | S ns
oxtotonodiag
Ulnar hypoplasia-lobster-claw deformit S0vSpopo unomhaoiog wAévng- 20vBpopo unomhaoiag WAEVNG:
1122|UlInar hypoplasia-split foot syndrome VPO v POK | ¢ ne apapopdwong Akpwv modwv siknv
of feet syndrome oxlotorodiag N )
Saykdvag aotakou
. . SUv8popo uromhaciag wAévng- 3
1122{UlInar hypoplasia-split foot syndrome |Van den Berghe-Dequecker syndrome | JUvSpopo Van den Berghe-Dequecker
oxlotonodiag
" Aplasia cutis congenita-intestinal 0848 JUvSpopo ouyyevoug anhaoiag SEpUATOCH
lymphangiectasia syndrome " |evrepkig Aepdayyelektaciag
Aplasia cuti ita-intestinal S0v6 0 Aaoiog &¢ .
1116 plasia cu. ° cor\genl a-intestina Bronspiegel-Zelnick syndrome v pOL:lO OLyyevoug ar cx'csw(q EpHaTos SUvSpopo Bronspiegel-Zelnick
lymphangiectasia syndrome EVTEPLKNG AepdayyeLekTaoiog
. . Z0vSpopo amhaoiog nepovng-
1118(Fibular aplasia-ectrodactyly syndrome Q73.8 .
eKTpwdakTuAiag
1117|Aplasia cutis-myopia syndrome Q84.8 |z0vSpopo amhaciag S€puatog-puwriag
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1117|Aplasia cutis-myopia syndrome Gershoni-Baruch-Leibo syndrome SUvSpopo amhaoiag Séppatog-puwniag |Zvvdpopo Gershoni-Baruch-Leibo
Aortic arch anomaly-facial SUVEPOHO AVWHAALWY QOPTKOU TOEOU-
1110|dysmorphism-intellectual disability Q87.8 [6ucHOPDLOHOU TIPOCWITOU-VONTIKAG
syndrome votépnong
1113 Aphalangy-syndactyly-microcephaly Q87.2 SUvSpopo adatayyiag-ouvSaktuliag-
syndrome “ |ukpokedoriag
1112 Aphalangy-hemivertebrae-urogenital- 087.8 SUvdpopo adaiayyiag-nuomovsUAwy-
intestinal dysgenesis syndrome " |oupoyevvntikic-eviepikig Suoyeveoiag
Aphal -hemivertebrae-t ital- 20v8 Aayyiag- SUAWV-
1112f, pha _angy emlve_ ebrae-urogenita Johnson-Munson syndrome vvopoLo a¢0} avylag I']'HLGT[OV Y u')v 20vSpopo Johnson-Munson
intestinal dysgenesis syndrome OUPOYEVVNTIKIG-EVTEPLKIG Suoyeveaiag
1106|Microphthalmia with limb anomalies Q87.2 |MwkpodBodpia pe avwpadieg Twv dkpwv
1106|Microphthalmia with limb anomalies |Anophthalmia-syndactyly syndrome MikpodpBaApia pe avwpaiieg Twv dkpwv [ZUvEpopo avodBatpiog-cuvSaktuiog
1106|Microphthalmia with limb anomalies |OAS MuwkpodBaApia pe avwpaisg Twy dkpwv [OAS
1106|Microphthalmia with limb anomalies |Ophthalmoacromelic syndrome MikpodBaApia pe avwpaiieg twv dkpwv [OdBaApoakpopeikd cuvEpopo
1106|Microphthalmia with limb anomalies |Waardenburg anophthalmia syndrome MikpodBapia pe avwpolieg twv dkpwv [ZUvEpopo avodBapiag Waardenburg
83|Antley-Bixler syndrome Q87.0 [UvSpopo Antley-Bixler
1104|Anophthalmia plus syndrome Q87.8 |AvodBoApia pe cuvSpoptkr Ekppacn
1104|Anophthalmia plus syndrome Fryns microphthalmia syndrome AvodBalpia pe ouvpopkn ékppaon 20vSpopo pikpodBatpiag Fryns
1104|Anophthalmia plus syndrome Microphthalmia with facial clefting AvodBaApia pe cuvBpopikr ékdpacn MuwkpodBahpia pe oxlotieg mpocwou
1094|Anonychia-microcephaly syndrome Q87.8 [ZUvSpopo avovuyiag-pkpokedaAiag
1094|Anonychia-microcephaly syndrome  |Teebi-Kaurah syndrome 3UVEpopo avovuxiag-pikpokedaiog SUvBpopo Teebi-Kaurah
991|PAGOD syndrome Q87.8 [r0vSpopo PAGOD
Pulmonary hypoplasia-agonadism- ZUVSPOMO TIVEUHOVLKIG UTIOTAAL OG-
991|PAGOD syndrome dextrocardia-diaphragmatic hernia SUvSpopo PAGOD ayovadiopou- deflokapdiag-
syndrome Sladpaypatokiing
990 Agnathia-holoprosencephaly-situs 0878 SUvdpopo ayvabiag-olonpooeykedaiiag-
inversus syndrome " |avaotpodrig omAdyxvwv
989|Hypoglossia-hypodactyly syndrome Q87.2 |20vbpopo uroyAlwooiag-urmoSaktuAiog
989|Hypoglossia-hypodactyly syndrome  |Aglossia-adactylia syndrome 20vSpopo unoyhwooiag-untodaktudiag  |ZUvEpopo aylwooioag-adaktuAiog
989|Hypoglossia-hypodactyly syndrome  |Hanhart syndrome 20vSpopo unoyAwooiag-unodaktudiag  |ZUvSpopo Hanhart
989|Hypoglossia-hypodactyly syndrome  |Jussieu syndrome 20vSpopo unoyhwooiag-untodaktuliag  |ZOvEpopo Jussieu
AkolouBi i
994|Fetal akinesia deformation sequence Q87.8 xohoubia mapapophioewy

994

Fetal akinesia deformation sequence

Arthrogryposis multiplex congenita-
pulmonary hypoplasia syndrome

AkolouBia mapapoppwoswv
Bavatnddpou akwnaoiag

20vSpopo oA cuyyevoug
apOpOYPUNWONG-TIVEULOVLKAG
uroraoiog
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AkolouBi i
994|Fetal akinesia deformation sequence [FADS Kohou l,a notpotuopd?wcewv FADS
Bavatndopou akwvnoiag
AkolouBia napapoppwoe , -
994|Fetal akinesia deformation sequence [Pena-Shokeir syndrome type 1 onov l, Tapay p(l?uuo i ZUvdpopo Pena-Shokeir tomou 1
Bavatndopou aknotag
51|Aicardi-Goutiéres syndrome G31.8 |ZUv8popo Aicardi-Goutieres
Encephalopathy with basal ganglia , . N EykedodondBela pe aoBé
51(Aicardi-Goutieres syndrome p . pathywi gangl 20v8popo Aicardi-Goutieres VK d), h l ue acBéotwon Twy
calcification Baowwv yayyAiwv
E AoTdo: 5 g
Encephalopathy with intracranial a\;f:::'w?’nu'(;m lfvz CKpaviaki]
51|Aicardi-Goutiéres syndrome calcification and chronic lymphocytosis 3UvSpopo Aicardi-Goutiéres n, X
. . AepdokuTTdpwon Tou
of cerebrospinal fluid , )
gykedpalovwriaiov vypol
981|Internal carotid absence Q28.1 |Amoucia éow Kapwtidag
978|ADULT syndrome Q87.2 [20vSpopo ADULT
Acro-dermato-ungual-lacrimal-tooth AKPO-8EPUATO-OVUXO-8AKPUO-080VTIKO
978|ADULT syndrome N ungu ' $0v8popo ADULT KPO-OEPHATO-OVUXO-OAKPUO-000VTIK
syndrome ouvépopo
Pigment anomaly-ectrodactyly- S0VEpopO avwpaAiag XpwWOTIKAG-
978|ADULT syndrome 8 nomaly vy $0v8popo ADULT POO QUIWHANLAS YPWATLKIIG
hypodontia syndrome ektpwdaktuAiag-umtodovtiag
977|Adrenomyodystrophy E27.4 |A8pevopuoduotpodia
Tibial hemimelia-polysyndactyl 20v8popo kvnjuaio nuuperia -
988|. . polysy vy Q87.2 |noAucuvdaktuAiag-tpidadayyikol
triphalangeal thumb syndrome ;
avtixelpa
- R ZUvSpopo kvnpLaiag nupteliag - A , ,
Tibial h lia-pol dactyly- S0v6 -
988 I, al hemimetia-polysyndactyly Absent tibia-polydactyly syndrome mioAuouvSaktuhiag-tpipaiayykol Uvopoio u?:loucuq KVAKNG
triphalangeal thumb syndrome , mioAuSaktuliag
avtixepa
983|Testicular regression syndrome Q55.0 |ZUv8popo opxKkAG MaAvEpdunong
983|Testicular regression syndrome ETRS JUVEpopo opxikAg MaAwEpopunong ETRS
983|Testicular regression syndrome Embryonic testicular regression 20vSpopo opxikng MaAwdpouno 20vbpopo epBpuucis opxikric
g Y syndrome POHO OpxLKNG poknane naAwdpopnong
983|Testicular regression syndrome TRS 20VEpopOo opxLkAG TTOAWEPOUNONG TRS
983|Testicular regression syndrome Vanishing testes syndrome 20vSpopo opxtkig maAwdpopunong SUVEPOHO EKAUTOVIWY OpXEWY
983|Testicular regression syndrome Vanishing testis syndrome JUVEpopo opxIkAG aAwEpdpUnong JUVEPOHO EKALTOVTOG OPXEOG
983|Testicular regression syndrome XY gonadal agenesis syndrome ZUVSpopo opxikng MaAwSpopunong ZUvSpopo XY yovadikig ayeveoiag
P Hereditary sensory and autonomic 6608 KAnpovopkn atobntikr Kot autovopn
neuropathy type 2 " |veupondBela tomou 2
970 Hereditary sensory and autonomic Autosomal recessive sensory radicular KANpOVORLKY aLoBNTIKY Kat QuTOvopn AUTOCWULKY UTLOAEUTOMEVN QULOBNTIKY
neuropathy type 2 neuropathy veupomndaBeta tumou 2 pL{Ltikn veupormabetla
970 Hereditary sensory and autonomic HSAN2 K}\HPOV(?MLKI] aEGSthKn KQlL QUTOVOUN HSAN2
neuropathy type 2 VEUpOTAOeLa TUToU 2
970 Hereditary sensory and autonomic Hereditary sensory and autonomic KANpOVORLKY aLoBNTIKY Kat auTOvopn KAnpovopkn ateBntikn kat autdvopn
neuropathy type 2 neuropathy type Il veupomndaBeta tumou 2 veupomndBeta tumou I
Heredit: d aut i K\ ) aod \ ¢
970 erecitary sensory and autonomic Neurogenic acroosteolysis TIPOVORLIKT} ALGENTUT Kt AUTOVOHN Neupoyeviig akpoootedAuon




TeUxog B

'248/17.01.2024

EOHMEPIAA THE KYBEPNHZEQX

1527

ORPHAc ICD Juvwvupa
PreferredTerm Synonyms Mpotipwpevog Opo
i ynonyl e potipwuevos Opog
971|Acrorenal syndrome Q87.2 |Akpovedpikd cOvEpopo
40 Acromesomelic dysplasia, Maroteaux Q778 Akpopecopekr duomhaoia, TUTOG
type " |Maroteaux
969|Acromicric dysplasia Q77.8 [Mikpopehikn Suomhacia
974|Adams-Oliver syndrome Q87.2 |zvvSpopo Adams-Oliver
974|Adams-Oliver syndrome AOS 20vSpopo Adams-Oliver AOS
Congenital scalp defects with distal limb 2uyvevels BAGBeg tou tpiwrod T
974|Adams-Oliver syndrome anoialies P SUvépopo Adams-Oliver kedalng pe mepLdpepkég BAABES Twv
AKpWY
Congenital scalp defects with distal limb 2uyyevels BAdBeg Tou Tpixwrob Tng
974|Adams-Oliver syndrome reduction anomalies SUvdpopo Adams-Oliver KE(I?&)\HQ He nEpE(bEpLKEQ BAGBeg
Bpdxuvong Twv dkpwv
, . BAaBe Q& , TO! oU
974|Adams-Oliver syndrome Limb, scalp and skull defects 20v6popo Adams-Oliver b Q,va Kpwv, T E)mlxwt Ve
KeDAANG KaL Tou Kpaviou
972 Hereditary continuous muscle fiber 6711 KAnpovouikr ouvexrg Spaoctnplotnta
activity " |twv puikdov wov
Juyyevng éNeupn/unomiacia twv
Congenital absence/hypoplasia of W , ns n/ 'n Thaotat .
973|,. . . Q71.3 [SaKTUAWY TWV XELPWY, EEAPOUHEVOU TOU
fingers excluding thumb, unilateral ) )
avtixelpa, TepOMAEUPN
. . Suyyevng éMeuwpn/unomiacia twv
Congenital absence/hypoplasia of . | , . . . .
973 Adactyly of hand, unilateral SaktuAwv Twv Xelpwv, eéatpoupévou Tou |ASakTuAia TNG XELPOG, ETEPOTTIAEY,
fingers excluding thumb, unilateral Y ) X o Satpovi NOXEWOs e en
QvTixelpa, ETEPOTAELUPN
Juyyevng éAke omAaoia . .
Congenital absence/hypoplasia of - . vy 'vnt; ubr]/U'n Thaot I(&,JV YrormAaota Twv SaktuAwy 2-5,
973|,. . ) Digits 2-5 hypodactyly, unilateral SaKTUAWY TWV XELPWV, EEALPOUPEVOU TOU ,
fingers excluding thumb, unilateral ) ) €TEPOMAELPN
avtixelpa, TepOMAELPN
b1 1G AN Aaot
Congenital absence/hypoplasia of . . _ UYYEVAG & Eldm/lf"o" aclatwy OAyodaktulia Twv SaktuAwy 2-5,
973|,. N ) Digits 2-5 oligodactyly, unilateral SAKTUAWY TWV XELPWV, ESAULPOUHEVOL TOU A
fingers excluding thumb, unilateral , ) etepoOmMieupn
avtixelpa, ETePOTAELPN
959|Acro-renal-ocular syndrome Q87.8 |Akpo-vedppo-odBaAuLKod cUVEpopo
968 Acromesomelic dysplasia, Hunter- Q788 Akpopecopehkr Suomhaoia, TUTOg
Thompson type " |Hunter-Thompson
Al lic dysplasia, Hunter- Al Awr SuomAaocia, TO . .
968 cromesomelic dysplasia, funter Acromesomelic dwarfism KPOHEGOKEALKT SUOTRAGLA, TUTOG AKPOUECOUEAKOG VAVIOHOG
Thompson type Hunter-Thompson
965 Acromegaloid facial appearance Q87.0 SUVEPOHO EPPAVLONG TIPOCWTTIOU WG ETTL
syndrome " |peyahakpiog
966 Hypertrichosis-acromegaloid facial Q87.0 SUvSpopo unepTpixwong-epdaviong
appearance syndrome " |npocwrnou wg ent peyoakpiag
H trichosis- loid facial 20v8 i - ‘
ggg| Ypertrichosis-acromegaloid facia HAEF OV pvouo UT[Epr'l)(u)Ur]Q euz'bavmnc HAEE
appearance syndrome TPOCWITOU WG €Ml peyahakpiog
| . . S0v6 i -
966 Hypertrichosis-acromegaloid facial Hypertrichosis-acromegaloid facial Zuvép’ouo unsptpflchanzu(’buvwnq x::aiiﬁslxiffz;ﬁmu weeni
appearance syndrome features syndrome TPOCWITOU WG et peyahakplog ,
peyaiakpiog
Hypertrichosis-acromegaloid facial ZOVEPOO UTEPTPIXWONG-EUPAVLO! SUVEPOHO UTEPTPIXWONG-TPaYED
966 P € Hypertrichosis-coarse face syndrome p, K e p Xwong l-“? ne p' W PTPIKLONGTRAXEDS
appearance syndrome TPOCWITOU WG el peyahakpiog TIPOCWITOU
139411|Carney triad D44.8 [Tpuada Carney
139414|Congenital panfollicular nevus Juyyevig mavBulakuwsdng orilog
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Amelo- ho-hypohidroti
1028 melo-onycho-iyponldrotic Q82.4 |ASQUAVTLVO-OVUXO-UTUEPWTIKO GUVEPOUO
syndrome
Amelo-onycho-hypohidrotic Ameloonychohypohidrotic ectodermal . Abapavtivoovuxoimis, A
1028 v yponi ! R v ypon ! ASapaVTLVO-0VUX0-UTILS pWTIKO GUVEPOHO K mv' VuX Um'pumkn
syndrome dysplasia gfwdepuikn Suomhaoio
Amelo- ho-hypohidroti
1028 symnz::yr:r;yc o-hypohidratic Ameloonychohypohidrotic syndrome ASOHAVTLVO-0VUXO0-UTUSPWTLKO GUVSPOUO|ASapAVTIVOOVUXOUTUSPWTLIKO GUVEPOUO
139417|Acute transverse myelitis G37.3 |Oteia eykapota puehitda
1031|Enamel-renal syndrome K00.5 |Z0v8popo opdAtou 08OVIWV-veppwv
Amelogenesis imperfecta- § , , , J0vEPOHO ATENOUG OBAUAVTIVOVEVEDNG-
1031|Enamel-renal syndrome 8 AI I, P ZUvSpopo oUAATOU 086VTWV-vEDPWY uvop H, renous HOVTWOYEVEONG
nephrocalcinosis syndrome vedpaoPéotwong
139426|Perioral myoclonia with absences G40.4 |Meplotopatikn puokAovia pe adatpeoeLg
139426 |Perioral myoclonia with absences POMA MNeplotopatikn puokhovia pe adatpéoelg [POMA
139431|Jeavons syndrome G40.3 |z0vSpopo Jeavons
139431|Jeavons syndrome EMEA JUvSpopo Jeavons EMEA
Eyelid myoclonia with and without BAedapikr puokhovia pe Kat xwpl
139431|Jeavons syndrome ¥ 4 ZUvSpopo Jeavons M p s " Xwple
absences adatpeoeLg
1035 Beta-mercaptolactate cysteine E72.1 AwoouAdidoupia tng Brita-
disulfiduria "7 |uepkarttoyahakTikig KuoTeivng
A ¢ 3-
Beta-mercaptolactate cysteine 3-mercaptopyruvate sulfurtransferase Alcoulddoupia tng Brita- VETLAPKELA TNG X
1035 disulfiduria deficienc £PKATTOYQAAQKTIKIG KUOTELV HepkantonupooTaguAKis
v Hep v ns ns Belotpavodepdong
Beta- tolactat tei A ADLS i ta-
1035 _e a Tner_cap olactate cysteine Ampola syndrome tooukdtoupia tnF pria SUvSpopo Ampola
disulfiduria HEPKATTOYAAKTIKN G KUGTEIVNG
Beta-mercaptolactate cysteine AtsouldrSoupio T ta-
1035| i mereap v MCDU ibovpla e frita MCDU
disulfiduria HEPKATTOYAAKTIKIG KUOTEVNG
139436|Multicentric reticulohistiocytosis D76.3 [MoAUKeVTPLKY SIKTUOIOTLOKUTTAPWON
139436|Multicentric reticulohistiocytosis Giant cell histiocytomatosis MOAUKEVTPLKN SIKTUOIOTIOKUTTIAPWON MyQVTOKUTTOPLKT LOTLOKUTTOPOUATWON
139436|Multicentric reticulohistiocytosis Lipoid dermatoarthritis MoAukevTpikn SIKTUOICTIOKUTTAPWON AutoetSikry Seppatoapbpitida
1021{Amaurosis-hypertrichosis syndrome H35.5 |Z0v6popo apalpwong-uneptpixwong
64(Alstrom syndrome E34.8 |30vSpopo Alstrém
139402 Drug ra.sh with eosinophilia and 1784 DAPHAKEUTIKO E'Edtvenu?( He nwowodial
systemic symptoms KOl OUCTNHOTIKA OUUMTWHATA
Drug rash with eosinophilia and APHUAKEVUTIKO EEAVONUA pE odia|_,
139402| r18 rash wi nopnit DRESS syndrome DapuareuTikd eEAVBNUa HE nwowodial s, o0 pepes
systemic symptoms KOl GUCTNHOTIKA OUUMTWHATA
139402 Drug rash with eosinophilia and Drug reaction eosinophilic systemic DappakeuTiko e§avinua pe nwowodio [HwowodAikd cuUCTNHATIKO CUVEPOUO
systemic symptoms syndrome KOl GUGTNHOTIKA OUUMTWHAT bappakevTikig avtidpaong
1027|Autosomal recessive amelia Q73.0 |AUTOOWHUIKY UTIOAELTOPEVN apeRia
E hal h i E ‘ ¢ ¢
139406 ncephalopathy due to prosaposin E75.2 ykedahomabela A\Oyw avemapKeLag g

Tpoocanocivng
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PreferredTerm Synonyms Mpotipwpevog Opo
i ynonyl e potipwuevos Opog
139406 Enc.ephalopathy due to prosaposin Combined prosaposin deficiency EvKEd)u)\orlLdSsLot AOyw avemdpKeLag tng ZuvBuucus:vn QVETIAPKELDL
deficiency Tpocanoaivng npocanoaivng
1008 Alopecia-epilepsy-pyorrhea- 0878 J0vSpopo aAhwrnekiag-emAnpiac-
intellectual disability syndrome ™ |mudppotag-vontikig vuotépnong
Al ia-epil - hea- 20v8 A lag-emAniag-
1008, opecia-ep! ?psY _pyorr ea Shokeir syndrome UV, POHO wnsksuq Enf nwiag 20vSpopo Shokeir
intellectual disability syndrome TIUOPPOLAG-VONTLKAG UOTEPNONG
701|Alopecia universalis L63.1 [KaBoAwr ahwrekio
. AUTOOWWLKE ETUKPATAG
Aut I d t pal lant:
1010 utosomal dominant pa I'T]Op an ar_ Q82.8 [malaponeApatiaio kepatodeppia kot
keratoderma and congenital alopecia , ,
OUYYEVIG aAwmekio
A 7 ; A - -
Autosomal dominant palmoplantar Autosomal dominant palmoplantar UTooWHIKN ET{LKF\(ITF](; , UTOoWHIKN ERLK[:)(IU]Q ,
1010 . . X K . maAaponeApatiaia kepatoSeppio kat TIOAQLOTIEALLOTLALLOL UTTEPKEPATWON KOl
keratoderma and congenital alopecia [hyperkeratosis and congenital alopecia A , A |
GUYVEVIG aAwekio ouyyevrg ahwrekio
. AUTOOWHLKF ETUKPATAG
Autosomal dominant palmoplantar . . , .
1010 Y ! P . P . |PPK-CA, Stevanovic type mohaponeApatiaio kepatodeppuia Kat PPK-CA, Timog Stevanovic
keratoderma and congenital alopecia , ,
OUYVEVIG aAwrekio
Al \ g . .
Autosomal dominant palmoplantar Palmoplantar keratoderma and UTOOWHLKN EMKPamg , MoAaponeApatiaio kepatodeppia Kat
1010 5 . X . . maAaponeApatiaia kepatodeppio kat , L X
keratoderma and congenital alopecia |congenital alopecia, Stevanovic type , , ouyyevig alwnekia, Tmog Stevanovic
OUYYEVIG aAWTEKiL
Alopecia-intellectual disability- JUVEPOHO AAWTTEKIOG-VONTIKAG
1014|hypergonadotropic hypogonadism F70.9 |uotépnong-unepyovadotpornikol
syndrome unoyovadLopol
Al ia-intellectual disability- 0v8 aA log- N
opecia-intefiec Ha isadllity . Devriendt-Vandenberghe-Fryns uv'popo LTEKIAC-VONTIKNG , sUv8popo Devriendt-Vandenberghe-
1014|hypergonadotropic hypogonadism UOTEPNONG-UTIEPYOVASOTPOTIKOY
syndrome N Fryns
syndrome urnoyovadiopol
1001{2g37 microdeletion syndrome Q93.5 [Z0vSpopo pikpoeAewpng 237
Albright hereditary osteodystrophy type KAnpovopikr ooteobuotpodia Albright,
1001|2937 microdeletion syndrome 8 ¥ ystrophy typ SUvSpopo pkpoéMewpng 237 n’nr:Sc 3 HKi) pod 8
. . Albright hereditary osteodystrophy-like , , ZUVSPOUO TUTIOU KANPOVOLLLKAG
1001{2g37 delet d 0V A 2937 . .
q37 microdeletion syndrome syndrome UvSpopo pikpoEMelpng 2q ooteoBuoTpOdias Albright
Brachydactyly-intellectual disabilit Z0vSpopo BpaxuSaktuAiog-vonTikr
1001|2937 microdeletion syndrome ¥ iy v SUvSpopo pkpoéMewpng 237 ,p Ho Bpax cventuas
syndrome votépnong
1001(2g37 microdeletion syndrome Del(2)(q37) I0vSpopo pikpoeMewbng 2937 Del(2)(q37)
1001|2937 microdeletion syndrome Deletion 2937 20v6popo pikpoEMewpng 2q37 'EMewpn 2937
1001{2g37 microdeletion syndrome Monosomy 2q37qter TUVEpopo pikpoeMewbng 2937 Movoowpia 2q37qter
59|Allan-Herndon-Dudley syndrome G31.8 |20vSpopo Allan-Herndon-Dudley
59|Allan-Herndon-Dudley syndrome AHDS SUvépopo Allan-Herndon-Dudley AHDS
59|Allan-Herndon-Dudley syndrome MCT8 deficiency 20vSpopo Allan-Herndon-Dudley Avernapkela MCT8
M boxylate t ter 8 A . Atkou
59|Allan-Herndon-Dudley syndrome o_n?car oxylate transporter SUvSpopo Allan-Herndon-Dudley VST[C(pKS’LC( Tou povokapBofuliko
deficiency uetadopéa 8
X-linked intellectual disability-hypotonia S0vEpopO PUAOGUVEETNG VONTIKN
59|Allan-Herndon-Dudley syndrome y-hyp SUvpopo Allan-Herndon-Dudley 'p Ho & | NG vonTikng
syndrome voTépnong-umotoviag
1003 Scalp defects-postaxial polydactyly Q87.2 ZUvEpopo BAABWV TPXWTOU NG KEPAAG
syndrome " |uetagovikrg moAudaktuliag
. . SUVEPOpO AAWTEKIAG-HUTKWY
Alopecia-contractures-dwarfism- , ] ,
1005 Q87.8 |oUOTIACEWV-VAVIOHOU-VONTLKAG

1005

Alopecia-contractures-dwarfism-
intellectual disability syndrome

ACD-intellectual disability syndrome

SUVEpOpO aAWTEKIAG-HUTKWY
OUOTIAOEWV-VOVIOHOU-VONTIKAG
uotépnong

20vSpopo ACD-vonTikig uoTtépnong
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1253|Ascher syndrome Q87.0 [Z0v8popo Ascher
) ZUvSpopo BAedapoxaracng-Suthou
1253|Ascher syndrome Blepharochalasis-double lip syndrome Z0v8popo Ascher sz‘;\quu Phedapoxdhaonc-Buthol
1252 Blepharonasofacial malformation 087.0 Zuv&pow') BAedbapopLvompocwIIKAG
syndrome Suomhaoiag
1252 Blepharonasofacial malformation Pashayan syndrome XUvépopc') BAedapOpLVOTPOCWITLKAG S0v6popo Pashayan
syndrome Suom\aoiag
Bleph facial malf ti S0v6 A A
1252 epharonasotacial maliormation Pashayan-Pruzansky syndrome oV pou?B edapopwonposwriki SUv8popo Pashayan-Pruzansky
syndrome Suomhaoiag
1248|Maxillonasal dysplasia Q75.8 |IvaBopwikr Sucmhacia
1248|Maxillonasal dysplasia Binder syndrome I'vaBopwikn Suomhaocia 3UvSpopo Binder
1248|Maxillonasal dysplasia Maxillonasal dysostosis I'vaBopuwikn Suomhaocia I'vaBopwiki Sucdotwon
Borjeson-Forssman-Lehmann
127 ) Q87.8 |zvSpopo Borjeson-Forssman-Lehmann
syndrome
Borjeson-Forssman-Lehmann , R
127 BFLS ZUvSpopo Borjeson-Forssman-Lehmann  |BFLS
syndrome
127 Borjeson-Forssman-Lehmann IthellectuaI disability-epilepsy-endocrine S0vpopto Borjeson-Forssman-Lehmann Zovépo!m VONTKAG uo}'épncnc- )
syndrome disorders syndrome emANPLaG-eVEOKPLVIKWY SLatapaywv
Tpxo-apdtBAnotpoeldo-odovro-
1264|Tricho-retino-dento-digital syndrome Q82.4 P u‘? B, note
SaktuAkd cuvSpopo
Tpixo- Al 50-06 - ,
1264(Tricho-retino-dento-digital syndrome |Bork syndrome pxo au(f)LB' N1OTPOELBO-000VTO ZUvSpopo Bork
SaKTtuALkd cuvSpopo
) , - Uncombable hair-retinal ;lJigmentary Totyo-apbiBANCTP0EIB0-050VTo- SUvSpopo otxrévtc'rvwv HaAALDV- )
1264(Tricho-retino-dento-digital syndrome |dystrophy-dental anomalies- SaKtUAKS GOVBOOLO AUPLBANCTPOELSIKNG HEAQYXPWOTIKNAG
brachydactyly syndrome PO SUOTPOPIaC-050VILKWV AVWUAALWV-
1262(Book syndrome Q82.4 |3UvSpopo Bo6k
1263|Boomerang dysplasia Q87.1 |Avomiacia Boomerang
1258 Blepharoptosis-myopia-ectopia lentis Q5.8 Zuvﬁp'ouo Bks?aponrwonq»uuwnlaq»
syndrome ektoniag dpakol
Bonnemann-Meinecke-Reich
1261 Q04.8 |Zuv8popo Bonnemann-Meinecke-Reich
syndrome
Bonnemann-Meinecke-Reich Encg;?haliopathy.-lntracerebral. ’ . ) ZUvSpopo s'vksd)a}\on'(:(eﬂuc-
1261 syndrome calcification-retinal degeneration 20vépopo Bonnemann-Meinecke-Reich  |eykedahikwy aoBecTwoewv-
4 syndrome apdBANCTPOELSIKAG EKPUALONG
1234|Bartsocas-Papas syndrome Q87.2 |zvvdpopo Mrnaptodka-Mand
Autosomal recessive popliteal pterygium AUTOCWHLKO UTIOAELTOEVO GUVEPOHO
1234|Bartsocas-Papas syndrome pop pterve JUvSpopo Mnaptadka-Nand roo 'll e , TIGHEVO GUVOPOL
syndrome TITEPUYIOU LyVU KNG
[¢] ¢ OV it
1234|Bartsocas-Papas syndrome Lethal popliteal pterygium syndrome SUvbpopo Mnaptooka-MNamnd LVSZ:(T'EDPD aquvSeapie TrEpuyiou
1231(Barber-Say syndrome Q87.0 |zvSpopo Barber-Say
1231|Barber-Say syndrome Hypertricho_sis—atrophic skin-ectropion- S0v6popo Barber-Say Z\?v&pouo unzp'rp'tchng—utpod)ul(oo
macrostomia syndrome S€PHOTOG-EKTPOTILOU-LAKPOCTOIAG
1229 Congenital intrauterine infection-like 087.8 SUv8popo Siknv cuyyevoug evEopunTpLag
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1229 Congenital intrauterine infection-like BLC-PMG ZOY&DDHO Siknv ouyyevoug evéopntpLag BLC-PMG
syndrome Aotpwéng
Congenital intrauterine infection-like 20v8popo &t Vo0 G EVEOUATRLOL § . . .
1229 senitall uterine ! ' Baraitser-Brett-Piesowicz syndrome UY POHO BLNY GUYYEVOUG EVOOTTALAG 2Uv6popo Baraitser-Brett-Piesowicz
syndrome Aotpwéng
C ital intrauterine infection-lik 20v8 i 0G evEoun
1229 ongenitalintrauterine intection-like Baraitser-Reardon syndrome UY POLO BLkNY CUYYEVOUC EVOOUNTALAS 2UvSpopo Baraitser-Reardon
syndrome Aotpwéng
1229 Congenital intrauterine infection-like |Bilateral band-like calcification with SUvEpopo Siknv cuyyevoug eviopnTplag |ApdotepOMAEUPES TAVIOELSELS
syndrome polymicrogyria Aotpwéng 00BECTWOELG PE TIOAUPLKpOYUpiaL
s L N . . . e , , , , ZUvSpopo pkpokepatiag-
Congenital intrauterine infection-like |Microcephaly-intracranial calcification- SUvEpopo Siknv cuyyevoUg EVEOUATPLOG K X ,
1229 . - . £VEOKPOVIAKWY AOBECTWOEWV-VONTIKAG
syndrome intellectual disability syndrome Aotpwéng A
votépnang
Congenital intrauterine infection-like 20v8popo Siknv cuyyevolg evSounTpLa
1229 8 Pseudo-TORCH syndrome | PO n vy S HTRLaG 20vSpopo Peudo-TORCH
syndrome Aolpwéng
109|Bannayan-Riley-Ruvalcaba syndrome Q87.8 |zUvSpopo Bannayan-Riley-Ruvalcaba
109|Bannayan-Riley-Ruvalcaba syndrome |BRRS 2UvSpopo Bannayan-Riley-Ruvalcaba BRRS
109|Bannayan-Riley-Ruvalcaba syndrome |Myhre-Riley-Smith syndrome SUv8popo Bannayan-Riley-Ruvalcaba 30vSpopo Myhre-Riley-Smith
1228|Banki syndrome Q68.1 [ZUvdpopo Banki
1241|Bencze syndrome Q67.4 [ZOvSpopo Bencze
Hemifacial hyperplasia-strabismus S0vSpopo unepmAAGiag NUUTPOCWITOU-
1241|Bencze syndrome Vperp SUvdpopo Bencze Pou , P S ke
syndrome otpapLopol
. Metaduaotakn akpookudoduomiaaio
1240|Metaph | hodyspl 78.5
etaphyseal acroscyphodysplasia Q [acroscyphodysplasia]
Metaduotakn akpookudoduomacia
1240|Metaphyseal acroscyphodysplasia Bellini syndrome [acros(typhodr\]/splgsia] ¢ 20vSpopo Bellini
) Intellectual disabil_ity—short stature- Metaduotari axpookubosuoTAasia Zl’)vép?uo VONTIKAG ucrz"pnonc—xluun)\od
1240|Metaphyseal acroscyphodysplasia wedge-shaped epiphyses of knees . QVOLOTARATOG-0PNVOELS WV EMLPUCEWV
[acroscyphodysplasia] ,
syndrome TWV YOVATWY
1237|Beemer-Ertbruggen syndrome Q87.8 [r0vSpopo Beemer-Ertbruggen
Lethal hyd halus-cardi [e] ¢ VS 5 Gthou-
1237|Beemer-Ertbruggen syndrome ethalny f°°ep alus-carciac 20v8popo Beemer-Ertbruggen avarnd),opo ooV pou’o v p0|<’5¢0( O,U
malformation-dense bones syndrome KAPSLAKWY SUCTIAACLWV-TIUKVWY 00TWY
114|Auriculoosteodysplasia Q87.5 [QuatoocteoduomAacio
C ital tractural
115 a:jancghenr:)ldaacctjlr:/ ractura Q68.8 [ZUYYEVIG CUGTIAOTIKY OPOXVOSAKTUALQ
115 Congenital contractural Beals syndrome JUYYEVIAG OCUOTIOOTIKN apaxvoSaktuAia  |ZUvSpopo Beals
arachnodactyly v YYevne Nl apax oK
115 Congenital contractural Beals-Hecht syndrome JUYYEVAG OUOTIAOTIKA apaxvoSaktuhion  |ZUvSpopo Beals-Hecht
arachnodactyly ¥ VYeune N apax Pou
115 Congenital contractural CCA syndrome JUYYEVAG OUOTIAOTIKA apaxvoSaktuAia  |ZUvEpopo CCA
arachnodactyly 4 YYevng Nl apax oK
115 Congenital contractural Distal arthrogryposis type 9 SUYYEVAG oUOTIAOTLKY apaxvoSaktulia  |Mepidepikr apBpoypunwon tumou 9
arachnodactyly 8ryp: yp YYevng n apoy! PLPEPLKN apBpoyp n
Severe microbrachycephaly- SUvSpopo Bapeiag pikpoBpayukedaiiog-
1236|intellectual disability-athetoid Q87.8 [vonTikng LOTEPNONG-ABETWOLKAG

eykePaALKrG TapaAvong
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. . SUvEpopo avBeKTIKAG SLappoLag-
Intractable diarrhea-ch | ati -
137622| " octaRe X arrhea-choanat atresia Q87.8 |atpnaiag pLvikwy Xoavwv-opOaAUKOY
eye anomalies syndrome ;
QAVWUOALWV
137617|Nephrogenic systemic fibrosis Nedpoyevig cuotnpatikn ivwon
137617|Nephrogenic systemic fibrosis Nephrogenic fibrosing dermopathy Nedpoyevig ouotnpatikn ivwon Ndpoyevrg wwtikr Seppatonddeia
1292 Brachymorphism-onychodysplasia- Q871 3UvSpopo Bpaxupopdlopou-
dysphalangism syndrome " |ovuxoSuomhaciag-6uodaiayylopod
1292 Brachymor?hism»onychodysplasia- BOD syndrome ZUvSpopo Bpozx'uuopd)muot)- ) S0v6popio BOD
dysphalangism syndrome ovuxobuomiaciag-Suadaiayylopol
Brachymorphism-onychodysplasia- S0vSpopo BpaxupopdLopov-
1292 v p v vsp Senior syndrome poko B X HopLow i 30v8popo Senior
dysphalangism syndrome ovuxoduomhaoiag-Suopalayylopol
137628 Cardiac anomalies-heterotaxy Q288 Zuvﬁpou(? KAPSLAKWY AVWHOALWV-
syndrome etepotaliag
Glycogen storage disease due to Nooog arnoBrikeuong yAukoyovou Aoyw
137625|muscle and heart glycogen synthase E74.0 |avendpkelag tng cUVOETAONG TOU
deficiency YAUKOYOVOU TG KaPSLAG KL TWV HUWY
Glycogen storage disease due to No6oog armoBrke AuKoy6vou Ao GSD Adyw avemdpkeLa Beta
veos ge c Y GSD due to muscle and heart glycogen ° C ToONKEvanG ¥ U,K vovou Aovw v 'v THapKel CTH'C ovvberaons
137625|muscle and heart glycogen synthase synthase deficienc QVETAPKELAG TNG CUVBETAONG TOU TOU YAUKOYOVOU TNG KapSLag Kat Twv
deficiency i 4 YAUKOYOVOU TNG KApSLAG KL TWV UMWY [LUWV
Glycogen storage disease due to Nooog arnoBrikeuong yAukoyovou Aoyw
137625|muscle and heart glycogen synthase |GSD type Ob QVETIAPKELAG TNG CUVOETAONG TOU GSD tUmou Ob
deficiency YAUKOYOVOU TG KOPSLAG KAl TWV HUWV
Glycogen storage disease due to Nooog arnoBrikeuong yAukoyovou Adyw , , , ,
, N [¢] A
137625|muscle and heart glycogen synthase |Glycogen storage disease type Ob QVETIAPKELAG TNG oUVBETAONG TOU Oscoq QroBNkeuang yukoyovou Tnou
deficiency YAUKOYOVOU TNG KaPSLAG KL TWV HUWY
Glycogen storage disease due to No6oog anobrkeuong yAukoyovou Adyw  |FAukoyoviaon AOyw avemdapKeLag T
yeog 8 Glycogenosis due to muscle and heart q n nev . v v V. n Aoy . e e
137625|muscle and heart glycogen synthase . QVETIAPKELAG TNG OUVOETAONG TOU OUVBETAONG TOU YAUKOYOVOU TNG
L glycogen synthase deficiency , . , . .,
deficiency YAUKOYOVOU NG KapSLAG Kat TwV HUWV KaPSLAG KAl TwV LUWV
Glycogen storage disease due to Néoog anoBrikeuong yAukoyovou Adyw
137625|muscle and heart glycogen synthase |Glycogenosis type Ob QVETIAPKELAG TNG oUVOETAONG TOU Mukoyoviaon tunou Ob
deficiency YAUKOYOVOU TNG KapSLAG KOL TWV HUWV
Segmental outgrowth-lipomatosis- SUVEPOHO TUNHATIKAG UTtEpAVATTTUENG-
137608 |arteriovenous malformation- Amwpdtwong-aptnelopAeBwdwv
epidermal nevus syndrome SUOTINALOLWV-ETUEEPULBLKWV OTHAWY
Segmental outgrowth-lipomatosis- JUVSPOMO TUNHUATIKAG UTIEPAVATTTUENG-
137608 |arteriovenous malformation- SOLAMEN syndrome Anwpdtwong-aptnplopAefwdwv SUvSpopo SOLAMEN
epidermal nevus syndrome SUOTINALOLWV-ETUSEPULSIKWY OTHAWY
1299|Branchioskeletogenital syndrome Q87.8 |BpayxtookeAeTOyEWNTIKO GUVEPOUO
1299|Branchioskeletogenital syndrome BSG syndrome BpayxtookeAeToyewnTIKO GUVEPOUO ZUvSpopo BSG
1299(Branchioskeletogenital syndrome Elsahy-Waters syndrome BpayxLookeAeToyewnTIKO 0UVEpPOUO JUvSpopo Elsahy-Waters
137672|Pellucid marginal degeneration H18.7 |Awadavig nepidepikri ekdpUAlon
Al | i liteal Al 5 £G oV
1300 utosomal dominant poplitea 087.2 UTOCWLKO ETUKPATEG CUVEPOUO

1300

Autosomal dominant popliteal
pterygium syndrome

Facio-genito-popliteal syndrome

AUTOOWLKO ETUKPATEG OUVEPOHO
TITEPUYIOU LYVUOKNAG

MpPOCWIO-yEVWNTLKO-LYVUAKO GUVEPOHO

1300

Autosomal dominant popliteal
pterygium syndrome

Popliteal web syndrome

AUTOOWLLKO ETUKPATEG CUVEPOUO
TITEPUYIOU LYVUOKAG

JUVEPOHO TITEPUYILOU LYVUOKIG
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137667 Capillary maIformatlon—arterlovenous Q73 TpLXOeLSLKES :Slutm)\aalsc— )
malformation aptnplodpAepwdelg Suomhaoieg
Capill If tion- i T ¢ Aaoieg-
137667|CaPillary m‘a ormation-arteriovenous CM-AVM PLXOELBIKEG 6’u<m QolEG ) CM-AVM
malformation aptnplodpAepwdelg Suomhaoieg
. SUvEpopo unepavatuéng-
Overgrowth-macrocephaly-facial , ,
137634 87.3 Alag-6
dysmorphism syndrome Q uaKp(?KE(ba {ac-buspopdiopol
TIPOCWIOY
1295 Brachytelephalangy-dysmorphism- 087.0 SUvdpopo BpaxutnAedpaayyiag-
Kallmann syndrome " |6uouopdiopov-Kallman
X . - JUVEPOLO TVEUHOVIKAG (vwong-
Lung fib - defi -
137631 ung tibrosis-immuno e. clency D82.8 |avocoavendpkelag-46, XX yovasdikrg
46,XX gonadal dysgenesis syndrome ,
Suoyeveoiog
1296|Lambert syndrome Q87.8 |zOvSpopo Lambert
1296|Lambert syndrome _Bran»chial dysPIasia-inteIIectuaI disability-| S0v6popo Lambert Zl’)v&poyo Bp(?(v)(lo(KﬁQ (SUOMC!G:lC(q-
inguinal hernia syndrome VONTIKNAG UOTEPNONG-BouBwvokiAng
1297|Branchio-oculo-facial syndrome Q18.8 [Bpayxto-0dpBaAp0-Tpocwrikd cUVEPOUO
1297|Branchio-oculo-facial syndrome BOFS BpayxLo-odpBaApo-rpoowrikd cuvspopo |BOFS
137577 !\lgonatal hypoxic and ischemic brain POLE Neoyvikn u'noitlxr'] KOUL LOYQUHLKT
injury eykedaAwkn BAGBN
137577 .Ngonatal hypoxic and ischemic brain HIE Neoyvikn U'T(DEL'KI'] KOL LOYQULILLKT) HIE
injury eykepoAik BAABN
137577 Neonatal hypoxic and ischemic brain [Hypoxic and ischemic brain injury in the NeoyvLKr UTTOLKN KaL LOXOLULKN Yro§ikn Kat Loxaptkn eykedaitkn
injury newborn eykedaAkri BAGBN BAGBN Tou veoyvol
Neonatal hypoxic and ischemic brain o . Neoyvikn UTTOELKA KA LOXOLULKN , , ,
137577 H -isch hal h Y -
375 injury ypoxic-ischemic encephalopathy eykebahir BAABN TLOELKI-LOX QUK EYKEDaNOTABELQL
N tal h ic and ischemic brai N \ \ \
137577 in?l:)rr\]/a athypoxicand ischemic brain Perinatal asphyxia E;;\g:}:;";i:ﬁﬁnmllUXC(llllKH Meplyevvntikn aodpuio
Neonatal hypoxic and ischemic brain . . Neoyvikn UTTOELKA KA LOXOLULKN , ,
137577 P Ih n
375 Injury erinatal hypoxia eykedohukA BAGBN E£pLyevwnTikn vmogia
137583|Vulvar intraepithelial neoplasia D07.1 [KoArukn evSoeruBnAiakrn veormhaoia
137583|Vulvar intraepithelial neoplasia VIN KoArukr) evSogmuBnAtakr veomAaoia VIN
137583|Vulvar intraepithelial neoplasia Vulvar intraepithelial tumor KoAmukr) evéoemBnAtakn veoraoio KoArkog evSoemOnALakdg dykog
1276 Brachydactyly-arterial hypertension a73s ZL'N'Spouo BpoaxudaktuAiag-aptnpLakng
syndrome unEpTaong
Brachydactyly-arterial h tensi 20v8 5 Alog- g
1276 rachycactyly-arterial hypertension Bilginturan brachydactyly Uv, poko Bpayvdaxtulias-apmpraxis BpaxubaktuAia Bilginturan
syndrome uméptaong
Brachydactyly-arterial hypertension 20v8popo BpoxudaktuAiag-apTnpLaK
1276 v iy s Bilginturan syndrome A Poko Bpax capmpLakne 20vSpopo Bilginturan
syndrome umnéptaong
1276 Brachydactyly-arterial hypertension  [Brachydactyly type E, with short stature SUvSpopo Bpaxudaktuliag-aptnplaknig |ZvvSpopo BpaxudaktuAiag turou E, pue
syndrome and hypertension unépTaocng XAUNAG avaoTnpa Kot UTEPTach
1275 Brachydactyly-elbow wrist dysplasia a73s SUvSpopo Bpaxudaktuliag-SuomAaciag

QYKWVOG KAPTIoU

1275

Brachydactyly-elbow wrist dysplasia
syndrome

Brachydactyly-joint dysplasia syndrome

SUvdpopo Bpaxudaktuliag-Suomiaciog
QYKWVOG KapTioy

ZUvSpopo Bpaxudaktuhiag-Suomhaociog
apBpwoewv

1275

Brachydactyly-elbow wrist dysplasia
syndrome

Liebenberg syndrome

SUvSpopo Bpaxudaktuliag-SucmAaciag
QYKWVOG KAPTIoU

2UvSpopo Liebenberg
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1270{Bowen-Conradi syndrome Q87.8 [Z0vdpopo Bowen-Conradi
1270(Bowen-Conradi syndrome Bowen syndrome, Hutterite type ZUvSpopo Bowen-Conradi JUvSpopo Bowen, Tunog Hutterite
137605|Legius syndrome Q85.0 [2UvSpopo Legius
137605|Legius syndrome NF1-like syndrome JUvSpopo Legius JUvSpopo tumou NF1
137605|Legius syndrome Neurofibromatosis 1-like syndrome ZUvdpopo Legius ZUVSpopo TUTIOU VEUpOIVWHATWONG 1
137593|Infectious epithelial keratitis Nopwdng emBnAtakn kepatitda
137596|Neurotrophic keratopathy H16.2 [Neupotpodikn kepatoeldondbeta
137596|Neurotrophic keratopathy Neurotrophic keratitis Neupotpodikri kepatoeldondabela Neupotpodikr kepatitdo
1278 S;:Z?Z(::u:tyly-preaxial hallux varus Q738 iﬁ;?})‘zt%gi?ijs:;Ué}\;sq-pmﬁob
137599|Herpes simplex virus stromal keratitis H16.3 ?;i‘;izn kepatitida and 6 Tou arhol
137602|Corneal endotheliitis EvoBnAitida tou kepatoeldoug
1166 Congenital unila.ter’fll hypoplasia of Q87.0 Zuvvsvr']s Etspén}xsu?n unonha[c’ta ToU
depressor anguli oris KaBeAKTpa TNG ywviag Tou oTOHATOG
1166 aprenor anguons | [soBted ssmmetric g focies AN v
1168|Ataxia-oculomotor apraxia type 1 G11.3 ?miia—od)ea?\uomvnnkr’] anpatia tonou
1168 |Ataxia-oculomotor apraxia type 1 AOA1 llkruiia—od)ea)\uomvnnkr'] anpaia tonou AOA1
137820|Extrapelvic endometriosis N80.0 |EwrueAwkr) evéopuntpiwon
137820|Extrapelvic endometriosis Endometriosis outside pelvis N80.1 |E§wrnueAkn evdountpiwon EvSopntpiwon £KTog TN muéAou
137820|Extrapelvic endometriosis N80.2 |E§wrnuehkr) evéopntpiwon
137820|Extrapelvic endometriosis N80.3 |E§wrmueAikn evdountpiwon
137820|Extrapelvic endometriosis N80.4 |E€wrueikr) evéopntpiwon
137820|Extrapelvic endometriosis N80.5 |E€wrueAikn evdountpiwon
137820|Extrapelvic endometriosis N80.6 |E€wruelwkr) evéopntpiwon
137820|Extrapelvic endometriosis N80.8 |E€wrmueAikn evdountpiwon
137820|Extrapelvic endometriosis N80.9 |E¢wrnuekr) evéopntpiwon
1160|Chylous ascites 189.8  |XUAWSNG aokitng
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137817|Arachnoiditis G03.9 |Apaxvoelditida
137817|Arachnoiditis Adhesive arachnoiditis Apaxvoelditida Supdutikn apaxvoelditda
137817|Arachnoiditis Chronic arachnoiditis Apaxvoelditida Xpovia apaxvoelditdo
137814|Macular amyloidosis E85.4+ |KnAswéng apuloeibwon
137814|Macular amyloidosis 199.0* |KnAtswéng apuloeidbwon
1174 Cerebellar ataxia-ectodermal GiL1 SUvSpopo napeykedaAdikig ataiog-
dysplasia syndrome 7 |e€wbepuikic Suomhaciog
137839|Lemierre syndrome 180.8 |ZUvSpopo Lemierre
137839|Lemierre syndrome Lemierre postanginal sepsis SUvSpopo Lemierre Metakuvayxikr ofjdn tou Lemierre
Postanginal sepsis secondary to MeTtakuvayxikr ofpn Seutepoyevn
137839|Lemierre syndrome & _p . v SUvdpopo Lemierre ) A VA onn p v, ne
orophyngeal infection UETA amnd otopatodapuyytkn Aoipwén
Septic phlebitis of the internal jugular b2 | BpopBodAeBitida TG &
137839|Lemierre syndrome p ‘P " ! Jugu SOv6popo Lemierre nrm’Kn P HB.(‘) Binda e fow
vein odayitidag dAEPag
137834|Frank-Ter Haar syndrome Q87.8 [20vSpopo Frank-Ter Haar
137834|Frank-Ter Haar syndrome Ter Haar syndrome sUv8popo Frank-Ter Haar ZUvSpopo Ter Haar
. . A SUVEpopo GUAOGUVEETNG VONTIKAG
X-linked intellectual disability-
137831 . v Q04.3 |uotépnong-rapeyKepaASIKrG
cerebellar hypoplasia syndrome ,
unon\aciag
. . . SUvEpopo puAOCUVEETNG vONTIKAG
X-linked intellectual disability-
137831 inked inteflec ua_ sabllity OPHN1 syndrome voTtépnong-rapeykedaAtSiknig 0vSpopo OPHN1
cerebellar hypoplasia syndrome |
unor\aciog
. . R SUVEpopo GUAOGUVEETNG VONTLKAG
X-linked intellectual disability-
137831 ligophrenin-1 3 - g 20 ivng-1
3783 cerebellar hypoplasia syndrome Oligophrenin-1 syndrome umspnor}q TiapeyKeGAALSIKAG UVSpopo oAyodpevivng
unonaciag
. AUTOCWHLKN UTTOAELTONEVN
Autosomal recessive
1170 G11.0 ALS A
cerebelloparenchymal disorder type 3 T(ElpEVKEd)'EI L OTAPEYXUUATIKY
Slatapayn tonou 3
Al \ AELTTO Al g AELTO
Autosomal recessive Autosomal recessive spinocerebellar UTOOWIK UTOAELTONEVD , UTOOWHKN LTto Emouslvn L
1170 . . TapeYKEDUASOTIAPEYXULOTIK vwrlatonapeykedaAdikn atagia tumou
cerebelloparenchymal disorder type 3 |ataxia type 2 L.
Slatapayr tunou 3 2
Autosomal recessive AUTOOWRIKR UTOAELTOEVN ,
1170 . SCAR2 TapeyKeDOASOTIAPEYXUHOTIKT SCAR2
cerebelloparenchymal disorder type 3 ..
Satapayr tumou 3
Ataxia-tapetoretinal degeneration SUvépopo ataiog-
1178 G11.1 i |
syndrome TannToaudLBANCTPOELSIKNG EKPUALONG
®ulocivdetn npoiovoa
1175|X-linked progressive cerebellar ataxia G11.1 § p )
napeykedaASikr atagio
1180 Ataxia-hypogonadism-choroidal Gi18 SUvdpopo ataiag-unoyovadlopou-
dystrophy syndrome " |xoproetdikrig Suotpodiag
Ataxia-hypogonadism-choroidal J0vSpopo ataiag-unoyovadiopou-
1180 Vpog Boucher-Neuhduser syndrome POM , Slag 'V W 2UvSpopo Boucher-Neuhduser
dystrophy syndrome XOpLoeLdLkAG Suotpodiag
. . Kahor|Ong mapofuoptkn Tovikr dvw
Benign paroxysmal tonic upgaze of , , , ,
1179 childhood with ataxia G96.8 B)\ELUJC("[[KF] otpodn TG madikrg nAkiag
pe atafio
Kahono - —
1179 Benign paroxysmal tonic upgaze of Ouvrier-Billson syndrome Bhsonu?lir"izoi‘::’“;m ;Z‘ilﬁli: 'uvw)\u(ioz 20vSpopo Ouvrier-Billson
childhood with ataxia Y! kU , N oTPoen e nen < PO
pe atafio
1173 Cerebellar ataxia-hypogonadism 61L.8 SUvSpopo napeykedaAdikig ataiog-

unoyovasLopol
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Cerebellar ataxia-h di S0v6 ALSLKN log-
1173 erebetiar ataxia-nypogonacism Gordon-Holmes syndrome Hvapope T[C(pE’VKEd)C( Bunc atagiag SUv8popo Gordon-Holmes
syndrome urnoyovasiopol
1173 Cerebellar ataxia-hypogonadism Luteinizing hormone-releasing hormone Z0vSpopo napeykehaAtSikng atagiog- AVETIAPKELDL TNG EKAUTIKIG OPHOVNG TNG
syndrome deficiency with ataxia unoyovadiopol WYPLVOTPOTIOU OPHOVNG HE atagia
137867|Madras motor neuron disease G12.2 |Nboog kwntikoL veupwva Madras
137867|Madras motor neuron disease MMND N&oog KvntikoL veupwva Madras MMND
Hepatoencephalopathy due to Hratkr eykedatondBeia Aoyw
137681|combined oxidative phosphorylation E88.8 |ouvbuaopévng BAGBNG TG 0EeLdWTLKAG
defect type 1 dwodopuAiwong tumou 1
Hepatoencephalopathy due to Hmatikr eykedaronddeta Aoyw , X ,
s . X H AomaBeta A
137681|combined oxidative phosphorylation [Hepatoencephalopathy due to COXPD1 ouvduaopévng BAARNG tNG 0§ WTIKAG CS:ELDKT evkepaondBeia Aoyw
defect type 1 dwodopuAiwong tunou 1
1133|AREDYLD syndrome Q87.8 [30vSpopo AREDYLD
Acrorenal defect-ectodermal dysplasia- SUvEpopO akpove oV BAaBwv-
1133|AREDYLD syndrome _Cr elect-ec ysplast SUvSpopo AREDYLD UvopoR ?Kp v d)lefWB BU.W
diabetes syndrome g§wdeppikng Suomhaciag-Slaprtn
137675|Histiocytoid cardiomyopathy 142.0  |loTlokuTTOPOELSG pUOoKapSLomaBeLa
F dial transf tion of Adpwé! Slakn \
137675|Histiocytoid cardiomyopathy X oamy myocardial transformation o lotlokuttapoetdig puokapdlonddeia bpw 'nq uuo;'(up (K0 HETaTeorn e
infancy Bpedikng nAwiag
e . . Infantile cardiomyopathy with , , Bpedikr) puokapdlondbela pe
137675|Histiocytoid cardiomyopath loTIOKUTTAPOELS! okapSlomdbela ) .
istiocytol lomyopathy histiocytoid change OTLOKUTTRPOELONG puokapdLonabe LoTLOKUTTAPOELSH oM ayn
137675|Histiocytoid cardiomyopath: Infantile xanthomatous cardiomyopath 10TLOKUTTAPOELSIG LUOKaPSLOMABELL Bpedua favBunaridng
4 vopathy yopathy p new P HuokapdlondBeia
137675|Histiocytoid cardiomyopathy Oncocytic cardiomyopathy lotlokuTtapoetdng puokapdlonddeta OyKOKUTTOPLKNA HUoKapdlondBeta
AooOvs (€] \
1131|X-linked mandibulofacial dysostosis Q75.4 Qu f)cuv TN YVaoonposwikn
Suoootwon
. . . . . . . . DuAooUVEETN yvabonpoowrk I'vaBonpoowrikr ucdotwon, TUTOG
1131|X-linked mandibulofacial dysostosis |Mandibulofacial dysostosis, Toriello type ) .
Suodotwon Toriello
AooOvE (€] \ AocOvE VS 0
1131|X-linked mandibulofacial dysostosis  |X-linked branchial arch syndrome Qu ?GUV TN YVaoonposwtkn ®,U 000v8eto alivEpopo Bpayxiaro!
Suoootwon T0¢0U
X-linked mandibulofacial dysostosis with DUAOCUVEETN yVaBOTPOCWITIKY DUAOCOVEETN yvaBompPoowTIKN
1131(X-linked mandibulofacial dysostosis | . . v . nv o n . ny p, n ,
limb anomalies Suodotwon Sucdotwon pe avWHAAEG Twy HEAWV
137678 Spondyloeplphysea_l dysplasia with Q77.7 Zn?véuhoznld)ualukn Sulcn}\ucla He
metatarsal shortening Bpdxuvon Twv petatapoiwy
Spondyloepiphyseal dysplasia with SnovSuloerpuotakr Suomhaoia pe
137678 poncyloepipny . vsP Czech dysplasia, metatarsal type 5 ¢ N , W Avorhaoia Czech, TUTIOG HETATAPOLWV
metatarsal shortening Bpdxuvon Twv pETATAPOiWY
Spondyloepiph | dysplasia with SmovSuA | SuoTAaci
137678 pondyloepip ysea_ ysplasia wi SED with metatarsal shortening nc?v vAoembuotakn u’cn aotape SED pe Bpdxuvon Twv HETATAPOIWY
metatarsal shortening Bpdxuvon Twv petatapoiwy
Cytomegalovirus disease in patients NGGOC Q6 KUTTaPOLEYAAOTS O aoBeVEi
137698|with impaired cell mediated immunity B25.8 N Bujra vy pKU’it\; A qvooia S
deemed at risk H pavhewn U
Cyts lovi di i tient: . . . . . .
137698 w?tﬁ?r:i:ifev;r:j:ll :::isi:tlgdpiinlriz:ity cmMv dist.ease ir\ patierﬁts with impairt?d Nooog and Kufrupousvod\o’w o€ otycesvslq Nooog omo,CMV o€ U.GGEVVSLQ H,E
R cell mediated immunity deemed at risk UE Slatapaypévn Kuttapkn avoaoia Slatapaypévn KUTTAPLKY avooia
deemed at risk
137754 Neurological conditions associated £72.8 NeupoAoykeG TaBroeLg OXETI{ONEVEG HE

QVETIAPKELA TNG QLULVOOKUAGONG 1

137754

Neurological conditions associated
with aminoacylase 1 deficiency

ACY1D

Neupoloyikég abroeLg oXeTW{OMEVES HE
OQVETIAPKELA TNG AUVOaKUAdoNG 1

ACY1D
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137754 Neurological conditions associated N-acyl-L-amino acid amidohydrolase Neupoloyikég mabrioelg oxetl{dpeveg pe |Avendpketa tng N-akulo-L-
with aminoacylase 1 deficiency deficiency QVETIAPKELA TNG AULVOAKUAGONG 1 apwouaputdoispordong
1145 Infantile-onset X-linked spinal 6121 DuAooUVEETN vwTLaia puikn atpodia pe
muscular atrophy ™ |évapén otn Bpedikr nAwia
1145 Infantile-onset X-linked spinal SMAX2 ('Du?\ocuvésrn vwm?(lct uL:lKl’] atpodia pe SMAX2
muscular atrophy €vapgn otn Bpedikn nAio
1145 Infantile-onset X-linked spinal Spinal muscular atrophy with DulooVvéeTn vwrtlaia puikn atpodia pe [Nwrtiaia puikny atpodio pe
muscular atrophy arthrogryposis £vapén otn Bpedikn nAwio apBpoypunwon
1145 Infantile-onset X-linked spinal X-linked distal arthrogryposis multiplex Dulooivdetn vwtiaio puikn atpodia pe |GuAocUVEETN cuyyevrg OAATAR
muscular atrophy congenita €vapgn otn Bpedikn nAio nepLdpepkn apBpoypunwon
Infantile-onset X-linked spinal AooUvée aio puikn atpodia pe AooUvée aia puikn atpodio
1145 ! ! Pl X-linked spinal muscular atrophy type 2 C,DU OOVOETn un,l uu'u(r] odia p (D.U ovvbetn vwriaia wikf atpod
muscular atrophy gvapén otn Bpedikn nAwia Tomnou 2
137686|Asherman syndrome N85.6 |ZUv6popo Asherman
50 - —
1144 Arthrogryposis-like hand anomaly- 068.8 QU‘?ZOHZ:X:H?:C );ZLS‘GN :l'm:;u
sensorineural deafness syndrome . p pove ne P nenptag
KWwdwong
20v8 nt DV TV PV i bV TV
1144 Arthrogryposis-like hand anomaly- Arthrogryposis-like hand anomaly- O‘U\é Zouc':::)wuav;ug )éilruév :lfn::: uu‘é ;;ou?:kuuvt:g );:fuév :\vmlc;u
sensorineural deafness syndrome sensorineural hearing loss syndrome p POYPUTLENG-VEUpOQIGENTNALAS P 'p Ve “’“f“ upoaLoBNTIPLAC
Kwdwong QIWAELAG AKONG
0v8 Al bV T
1144 Arthrogryposis-like hand anomaly- Distal arthrogryposis type 6 o.mé ZO“Z:;’:“QVL‘:Q );:z;‘év:"m;“ MNepidpepkn apBpoyplunwon tonou 6
sensorineural deafness syndrome Eryp P p pove ne p nenptag PLEPIKN CpBpOYD n
Kwobwong
137776 Lethal congenital contracture Q68.8 Oavuqud:'opo cluvvsveq oUVEPOUO HUTKWV
syndrome type 2 Bpaxuvoewv tUmou 2
Lethal congenital contracture Oavatndopo cuyyevéG GUVEPONO LUTKWY
137776 € Lces2 TNbOp0 cuyyevEq alvBpopo k Lces2
syndrome type 2 Bpaxuvoswv tumou 2
137776 Lethal congenital contracture Multiple contracture syndrome, Israeli- Oavatndopo cUYYEVEG CUVEPOUO LUTKWV |ZUVEPOUO TTOANATAWY HUTKWV
syndrome type 2 Bedouin type Bpaxuvoswv timou 2 Bpaxuvoewy, Tunog Israeli-Bedouin
1150 Arthrogryposis multiplex congenita- 087.8 SUVEpOO cUYYEVOUG TTOMATTANG
whistling face syndrome " |apBpoypunwong-odupilovtog npocwnou
1150 Art.hro_gryposis multiplex congenita- lllum syndrome ZL’)v&pou? ouyyevoug nf)MomAr’]c ) S0v6popo lllum
whistling face syndrome apBpoyplunwong-obupilovrog mpocwnou
1149|Kuskokwim syndrome Q87.2 [20vSpopo Kuskokwim
1149|Kuskokwim syndrome Arthrogryposis-like syndrome sUv8popo Kuskokwim FUv8popo Turou apBpoyplnwong
1149|Kuskokwim syndrome Kuskokwim disease 0vSpopo Kuskokwim Nooog Kuskokwim
Progressive pseudorheumatoid Mpoiovoa Yeubopeupatoeldrg
1159 ) Q77.7 , , ,
arthropathy of childhood apBpondbela Tng matdkig nAtkiog
. . . . L , Z0vSpopo OPLung
Progressive pseudorheumatoid Spondyloepiphyseal dysplasia tarda- Mpoiovoa PeudopevpaToeLdrg , ,
1159 arthropathy of childhood rogressive arthropathy syndrome apBpomabeta Tng matdikrg nAtkia onovdulogruduotakis Suomacia-
pathy prog pathy syi pBp ne g nAwiag npoioloaE apBpondfeLas
137810|Nodular cutaneous amyloidosis E85.4+ |OTwéng deppatikn apulosidwon
137810|Nodular cutaneous amyloidosis PLCNA 199.0* |OTwdng deppatikn apvrosidwon PLCNA
. Primary localized cutaneous nodular , X , Mpwtonabrg eviomopévn SepRatkh
137810|Nodular cutaneous amyloidosis o Olwdng deppatiki apuloeibwon ) ,
amyloidosis olwdng apvloeidwon
137783 Lethal congenital contracture Q68.8 Oavu'tr](b()po c'uvvsvs'c oUVEPOHO HUTKWV
syndrome type 3 Bpaxuvoswv tomou 3
137783 Lethal congenital contracture LCes3 Oavatndopo cuyyevEG cUVEPOHO LUTKWY LCes3
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1214|Progressive hemifacial atrophy G51.8 |Mpoiovoa nuiutpoocwriki atpodia
1214|Progressive hemifacial atrophy Hemifacial atrophy MpoioVoa NUUTPOoWTTLKNA atpodio Huutpoowrkn atpodia
1214|Progressive hemifacial atrophy PHA Mpoiovoa nuupocwrky atpodia PHA
1214|Progressive hemifacial atrophy Parry-Romberg syndrome Mpoiovoa NUUTPOoWTLKA atpodio SUvSpopo Parry-Romberg
1214|Progressive hemifacial atrophy Progressive facial hemiatrophy MpoioUoo NUUTPOCWTTK atpodia Mpoiovoa mpoowriki nuiatpodio
1214|Progressive hemifacial atrophy Romberg syndrome Mpoioloa NUUTPOCWTTKY atpodia 20v6popo Romberg
1215 Autosomal dominant optic atrophy Ha7.2 AUTOOWLLKT ETUKPOTHG OTITLKY atpodia
plus syndrome " |ue ouvbpopkr) kdpacn
1215 Autosomal dominant optic atrophy DOA+ AUTOCWLKN stulkpamc omtikn atpodio DOA+
plus syndrome HE OUVEPOULKN EKdpacn
1215 Autosomal dominant optic atrophy  |Optic atrophy-deafness-polyneuropathy- AUTOCWLLKI ETUKPOTAG OTTTIKA atpodia  |ZUvEpopo omTkig atpodiag-Kwdwong-
plus syndrome myopathy syndrome He ouvpoputkn ékdppaocn TOAUVEUPOTIABELAG-HUOTABE LG
1215 Autosomal dominant optic atrophy  |Optic atrophy-hearing loss- AUTOCWLKI ETIKPOTAG OTTLKY atpodia  |ZUVEPOUO OMTIKNAG aTtpodiag-amwAELag
plus syndrome polyneuropathy-myopathy syndrome He ouvEpopLKn Ekdpaon OKONG-TIOAUVEUPOTIABELG-HUOTIADELOG
Autosomal dominant congenital AUTOOWLLLKI ETUKPATIG OUYYEVIG
1216 K . Gl12.1 , | L .
benign spinal muscular atrophy kaAonBng vwtiaia puikn atpodia
1216 Autosomal dominant congenital Autosomal dominant benign distal spinal AUTOOWLKN ETUKPATHAG CUYYEVAG AUTOCWHLKN ETUKPATHG KaAorOng
benign spinal muscular atrophy muscular atrophy kahondng vwrtiaia puikn atpodio TepLdePIKn vwtiaia puikn atpodia
1216 Autosomal dominant congenital Congenital benign spinal muscular AUTOOWLLLKI ETIKPATIG OUYYEVIAG Juyyevig kahondng vwtiaia puikn
benign spinal muscular atrophy atrophy with contractures kahonBng vwtiaia puikn atpodia atpodia pe pUikEG CUOTIAOELG
1216 Autosomal dominant congenital Congenital nonprogressive spinal AUTOOWLKN ETUKPATHAG GUYYEVAG SUYYEVAG KN T(POOSEVTIKY vwTLaia
benign spinal muscular atrophy muscular atrophy kahonBng vwrtiaia puikn atpodio Huiki atpodia
1221|Cheilitis glandularis K13.0 |Adevwpatwdng xeitida
1225|Baller-Gerold syndrome Q75.0 [20vSpopo Baller-Gerold
1226(Bamforth-Lazarus syndrome E03.1 |ZOvSpopo Bamforth-Lazarus
. . . . SOvEpopo abupeoelSikoly
Athyroidal hypothyroidism-spiky hair-
1226{Bamforth-Lazarus syndrome 4 ypothy piky JUvSpopo Bamforth-Lazarus UTOBU PEOELSLOHOV-QUUNPWV HAANLOV-
cleft palate syndrome |
UTEPWLOOYLOTIAG
1226{Bamforth-Lazarus syndrome Bamforth syndrome SUv8popo Bamforth-Lazarus SUv8popo Bamforth
- , SUVEpopo UToBUPEOELSLOpHOU-
1226{Bamforth-Lazarus syndrome Hypothyroidism-cleft palate syndrome JUvSpopo Bamforth-Lazarus .
UTEPWLOOYLOTIAG
1227|Bangstad syndrome E31.8 |ZUv8popo Bangstad
Ataxia-diabetes-goiter-gonadal SUvSpopo ata§iog-Staprtn-
1227|Bangstad syndrome . L. & 8 SUvSpopo Bangstad P u, Glog ,Bn n ,
insufficiency syndrome BpoyxoKAANG-yovaSIKAG QVEMAPKELOG
1184 Ataxia-photosensitivity-short stature 087.8 Zuv&popllo atailgq—d)wrosumcenolacf
syndrome XOUNAOU avaoTpaTog
Ataxia-photosensitivity-short stature SUvSpopo ata§iag-dwroevatobnoiag-
1184 P ¥ Fenton-Wilkinson-Toselano syndrome o “ o X G dwr osnotag SUvSpopo Fenton-Wilkinson-Toselano
syndrome XOHNAOL avaoTAHATOG
1182|Spastic ataxia with congenital miosis G11.4 |Imaotikr atagia pe cuyyevh poon
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. - 5 . |Autosomal dominant spastic ataxia type , , . AUTOCWUIKI ETUKPATAG OTIACTIKN atagio
1182|Spastic ataxia with congenital miosis IMooTIKA otagio pe cuyyevh poon omou 7
1182|Spastic ataxia with congenital miosis |SPAX7 Inaotkn atafio pe ouyyevi poon SPAX7
137888|Auriculocondylar syndrome Q75.8 [QtiatokovEuALKd cuvSpopo
137888|Auriculocondylar syndrome Question mark ear syndrome Quiatokov8UuAkd cUVEpopo 20vSpopo wtdg Siknv EpwTNUATIKOU
N WG i
1186|Infantile-onset spinocerebellar ataxia G11.1 |, wumor{qpsvked)av . lKr,] arakia e
€vapgn otn Bpedikn nAio
NwtialonapeykepaAidixn ataia pe
1186|Infantile-onset spinocerebellar ataxia [IOSCA . WTLQLONAPEVKED X ¢ lKr,] i p I0SCA
évapén otn Ppedikn nAwkia
N WG {
1186|Infantile-onset spinocerebellar ataxia |Ohaha syndrome A wnmor{qpevked)av ¢ lKr,] atatia pe 20vSpopo Ohaha
€vapgn otn Bpedikn nAio
Ophthalmoplegia-hypotonia-ataxia- Nwtiatonapeykeparidixn ataia pe S0vSpopo odpBatpomAnyiag-unotoviag-
1186|Infantile-onset spinocerebellar ataxia P . pleg! Yp ' X . WTLQLONAPEVKED , ¢ lKr.] rodia oV p uo od u'n f]Vl'C vroroviag
hypoacusis-athetosis syndrome évapén otn Ppedikn nAwia atagiag-unoakouoiag-abétwong
1185 Spinocerebellar ataxia-dysmorphism G118 JUVEPOpO VWTLALOTIAPEYKEDAALSIKIG
syndrome " |atagiog-uopopdiopol
Leukoencephalopathy with brain SUvSpopo Aeukoeykedahonddeiag pe
137898|stem and spinal cord involvement- E88.8 |OUMMETOXN OTEAEXOUG KAl VWTLA{OU
high lactate syndrome pughov- uPnAol yaaktikol
Leukoencephalopathy with brain SUvSpopo Aeukoeykedahondbelag pe
137898|stem and spinal cord involvement- LBSL GUHHUETOXN OTEAEXOUG Kol vwTLaiou LBSL
high lactate syndrome pughov- uPnAol yaaktikou
Leukoencephalopathy with brain Leukoencephalopathy with brain stem SUvSpopo Aeukoeykedahonabeiag pe 20vSpopo AeukoeykeparomabeLag pe
137898|stem and spinal cord involvement- and spinal cord involvement-lactate OULMETOX OTEAEXOUG KAl VWTLAiOU OGUWHETOXT OTEAEXOUG KAl VWTLaiOU
high lactate syndrome elevation syndrome Hugrol- uPnAol YoaKTikol HUENOU- avO50UL TOU YOAXKTIKOU
1188 Ataxia-deafness-intellectual disability 6111 JUVEpopO aTafiag-KWhWong-vonTikig
syndrome " |uotépnong
1188 Ataxia-deafness-intellectual disability |Ataxia-hearing loss-intellectual disability SUVEpopo atagiag-Kwhwong-vonTikng 20vSpopo atagiag-anwlelag akong-
syndrome syndrome uoTEPNONG VONTLKAG UOTEPNONG
Ataxia-deafness-intellectual disabilit 20v8popo atagiag-kwdwaong-vonTik
1188 v Reardon-Baraitser syndrome 'p a flag-kddwong-vontikns 2UvSpopo Reardon-Baraitser
syndrome voTéPNONG
137902 Isolated (?pth nerve H47.0 Msuovty»us\’/n unorm\aoia/aniacia tou
hypoplasia/aplasia omtkol veupou
1187 Lethal ataxia with deafness and optic £79.8 Oavatndopog atagia pe kwpwon Kat
atrophy " |ortkn atpodia
1187 Lethal ataxia with deafness and optic Arts syndrome Oozvar’nq*,»époq, atadio pe kwdwon Kot 0vEpopo Arts
atrophy ontki atpodia
1187 Lethal ataxia with deafness and optic [Lethal ataxia with hearing loss and optic Qavatndopog atagia pe kwpwon Kat Qavatndopog atatia pe anweta
atrophy atrophy orntikn atpodia QKOG KOl OTTTLKY atpodia
1190|Atelosteogenesis type | Q78.8 |Atelooteoyéveon tumou |

1190

Atelosteogenesis type |

AO1

Atehooteoyéveon tumou |

AO1

1190

Atelosteogenesis type |

AOI

Atehooteoyéveon tumou |

AOI

1190

Atelosteogenesis type |

Atelosteogenesis type 1

Atelooteoyéveon tumou |

Atelooteoyéveon tumou 1

1190

Atelosteogenesis type |

Giant cell chondrodysplasia

Atehooteoyéveon turou |

Tyavtokuttaptky xovépoduomiacia
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1190|Atelosteogenesis type | Spondylo-humero-femoral dysplasia Atehooteoyéveon tumou | Srovdulo-Bpaxtovo-pnplaia Suomiacia
137908 Hypotonia with Ilactic acidemia and £88.8 Yrotovia pe va?\'aKnKr'] ofuatpia Kot
hyperammonemia UTTEPOUUWVLOLHLDL
137908 Hypotonia with I?ctlc acidemia and COXPDS Yrotovia pe Vu?\'EXKTlKI'] ofuatpia kat COXPDS
hyperammonemia UTTEPOUPWVLOLHLQL
137908 Hypotonia with lactic acidemia and  |[Combined oxidative phosphorylation Yrotovia pe yohaktikn o§uatpio Ko STuvSuaopévn BAAPN TG 0§ELBWTIKAG
hyperammonemia defect type 5 UTIEPAHWVLALHi dwodopuiiwong tunou 5
137911 Autism-facial port-wine stain £84.0 Zuv&pout') O(UTLGHDUTTDL)(OE-USLKT]( )
syndrome Suom\aotiag [port-wine stain] tpoowrnou
137914|Choanal atresia Q30.0 |ATpnoio TwV PVKWY XOoW WY
1193|Atkin-Flaitz syndrome Q87.8 [20vSpopo Atkin-Flaitz
, 5 AocUVEETN VO A £ , TUTO
1193 |Atkin-Flaitz syndrome X-linked intellectual disability, Atkin type 20v8popo Atkin-Flaitz ;-\.;lliin OUVOETN vonTikn LeTEpnan, Tumou
1200{Burn-McKeown syndrome Q87.8 [ZUvSpopo Burn-McKeown
Choanal atresia-hearing loss-cardiac SUVEPOHO ATPNTLAG PLVLKWY XOOVWV-
1200(Burn-McKeown syndrome defects-craniofacial dysmorphism JUvSpopo Burn-McKeown QMWAELAG AKONG-KAPSLAKWY BAABWV-
syndrome KPOVLOTIPOOWTILkoU Suopopdlopol
1198|Colonic atresia Q42.9 |Atpnotia Tou maxéog eVviEpou
137926|Primary laryngeal lymphangioma D18.1 |Mpwrtonabég Aapuyyikd Aepdayyeiwpa
137929|Neonatal brainstem dysfunction G93.8 |Neoyvikr) Suchettoupyia Tou oTEAEXOUG
1203|Duodenal atresia Q41.0 |Atpnoio tou SwdekadaktvAou
. . SUVEPOpO aTPNGLOG TNG TIVEUHOVIKAG
Pul t -intact t I
1208 uimonary atresia-intact ventricutar Q22.6 |BaABiSagc-aBiktou pecOKOALKOU
septum syndrome ,
Sadpdaypatog
137932|Congenital laryngeal palsy J38.0 |Zuyyevrg Aapuyyikr apdAuon
b1 | G i
137932|Congenital laryngeal palsy Congenital vocal cord paralysis Juyyevig Aapuyyki mapdiuon X;Z\;‘)/\Tq TpGAUON TWY GLVNTIKOY
137935|Laryngotracheal angioma D18.0 [Aapuyyotpaxelako ayysiwpa
S0vé & ALogL50U
1449|Ring chromosome 7 syndrome Q93.2 oV pou'o AKTUMOELO0UG
XpwHooWHaTOG 7
S0vEpopo SakTtuAoelsol
1449(Ring chromosome 7 syndrome Ring 7 P “, S AaktuAloeldég 7
Xpwpoowuatog 7
S0v6 & ALogL50U
1449|Ring chromosome 7 syndrome Ring chromosome 7 oV pou'o AKTUMOELO0UG AAKTUNOELSEG XpwHOoWHA 7
XpwHoowuaTog 7
141242|Paramedian nasal cleft Q18.8 |Mapdpecn pvikn oxtotio
141242|Paramedian nasal cleft Alar cleft Mapdpeon pwikn oxlotia SxLotia Tou mtepuyiou TG pvog
Ixwotia tou xeihoug tou mrepuyiou
141242|Paramedian nasal cleft Alar rim cleft Mapdpeon pwikn oxlotia p)L(VZZ Tou X  ToU Trepuyiou TG
141242|Paramedian nasal cleft Cleft nose Mapdpeon pwikn oxlotia Pwooytotia
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M , . .
141242|Paramedian nasal cleft Isolated cleft of the ala nasi Mapdpeon pwikn oxlotia suovt[uusvn OXLOTI TWV pLitkuv
Ttepuyiwy
141242|Paramedian nasal cleft Isolated coloboma of the nose Mapdpeon pwikn oxlotia Mepovwpévn oxtopn thg pvog
141242|Paramedian nasal cleft Tessier number 1 cleft Mapdpeon pwikn oxlotio Zxotia Tessier urt'aplBpov 1
1453|Cleidorhizomelic syndrome Q77.8 |KAewbopL{opeAkd aUvEpopo
Rhi; lic short ith clavicul P Akn) Bpd BAd
1453|Cleidorhizomelic syndrome 1zomelic shortness with clavicuar KAetSop{opeAikd cuvSpopo L(o'us Al Bpdyuvon we BAGBN e
defect kAeldag
1453|Cleidorhizomelic syndrome Wallis-Zieff-Goldblatt syndrome KAetSop{opehikd ouvSpopo SUvSpopo Wallis-Zieff-Goldblatt
141239 Med_lan cleft of the upper lip and Qiss ZXLOTW uscr'nq YPQUHNAG TOU avw Xeiloug
maxilla Kot Gvw yvdBou
5 .
1440|Ring chromosome 14 syndrome Q93.2 UVSPOH.O Saktuhoerbol
Xpwpoowpatog 14
20v8 5 ALogLSou
1440|Ring chromosome 14 syndrome Ring 14 o pou'o CITUALOELO0UG AakTUMOELSEG 14
XpwHoowuatog 14
20v8popo Saktulloedou
1440|Ring chromosome 14 syndrome Ring chromosome 14 ovop H' KtulLogbole AKTUMOELSEG XpwpOoWHa 14
Xpwpoowpatog 14
20V8popo SaKTUALOELSO0
1443|Ring chromosome 19 syndrome Q93.2 P IJ' s
XpwHOCWHATOG 19
20v8popo Saktulloedou
1443|Ring chromosome 19 syndrome Ring 19 ovop H' Ktultogboue Aaktulloelbég 19
Xpwpoowpatog 19
20VEpopo SaKTUALOELSOU
1443|Ring chromosome 19 syndrome Ring chromosome 19 P u, s AaKTUNOELSEG XpwHOoWHA 19
XpwHOoWHATOG 19
141261|Tessier number 5 facial cleft Q18.8 |Ixiotia mpoowrou Tessier urt'aptBpov 5
141258|Tessier number 4 facial cleft Q18.8 |Ixiotia mpoowrou Tessier urt'aptBpov 4
1458|CODAS syndrome Q87.8 [ZUvSpopo CODAS
Cerebrooculodentoauriculoskeletal EykeparoodBaAL0050VTOWTIALOGKEAETL
1458|CODAS syndrome 50v6pop0 CODAS vkebaroopBodn
syndrome KO oUvSpopo
1454|Joubert syndrome with hepatic defect Q04.3 [z0vSpopo Joubert pe nratikr) PAARN
1454|Joubert syndrome with hepatic defect|COACH syndrome 20vSpopo Joubert pe nratikr) BAGBN 20vSpopo COACH
Cerebellar vermis hypoplasia- Yrom\aoia Tou oKwANKa tg
1454(Joubert syndrome with hepatic defect|oligophrenia-congenital ataxia- SUv8popo Joubert pe nratikr) BAGBN napeykedaiidag-ohyodpévela-
coloboma-hepatic fibrosis ouyyevig atagio-opOoAuko ENNEUPO-
1454|Joubert syndrome with hepatic defect|Gentile syndrome 20vSpopo Joubert pe nratikr BAGBN SUvSpopo Gentile
1454|Joubert syndrome with hepatic defect |JS-H SUvSpopo Joubert pe nratikr BAGRN JS-H
Joubert syndrome with congenital SUvSpopo Joubert pe cuyyevr NIATIKNA
1454|Joubert syndrome with hepatic defect . .y . 8 S0OvSpopo Joubert pe nratikr) PAAPN , POu i Yvevn n N
hepatic fibrosis vwon
190|Coats disease H35.0 [Ndoog Coats

190

Coats disease

Congenital retinal telangiectasia

Noéoog Coats

Juyyevig tnAayyelektaoia
apdLBAnotpoelsolg
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190|Coats disease Leber miliary aneurysm No6oog Coats Keyxpoelbg avelpuopa Leber
141199 Cerebrofalcial arteriovenous Q28.2 Evksd)a)\on'po?wmké up'rnptodﬂ\eBdJBec
metameric syndrome type 3 UETAMEPLKO 0UVEPOpO TUTIOU 3
141199 Cerebrofécnal arteriovenous CAMS3 Evad)q)\onlpo?meo otplrnptodﬂ\sﬁwésq CAMS3
metameric syndrome type 3 HETApEPLKO OUVEPOpO TUTIOU 3
1429|Benign hereditary chorea G25.5 |KahorOng kAnpovopkr xopeia
1429|Benign hereditary chorea BHC KahorOng kAnpovopukr xopeio BHC
1429|Benign hereditary chorea Benign familial chorea KahorOng kAnpovopkr xopeia KaAor|ng otkoyevig xopeia
141194 Cerebrofe.lcnal arteriovenous Q8.2 Eerd)oO\on'po?meo otp'rnptodﬂ\a[.’yw&aq
metameric syndrome type 1 HETApEPLKO OUVEPOpO TUTIOU 1
141194 Cerebrofalcial arteriovenous CAMSL EVKEd)(!}\OT('pOf}(AJTILK(l) up:tnptod)}\eﬁdjﬁeq CAMSL
metameric syndrome type 1 UETApEPIKO 0UVEPOpO TOTIOU 1
1426|Greenberg dysplasia Q77.3 |Avomhacia Greenberg
1426|Greenberg dysplasia HEM dysplasia Avomhaoia Greenberg Avorhaoioa HEM
1426|Greenberg dysplasia Hydrops-ectopic calcification-motheaten Avoraoia Greenberg ZUvépoufJ guPpuikol Uﬁpwn(’l-ékronnq'
syndrome 0CTEOMOINONG-OKWPODAYWHEVWY OCTWY
1426|Greenberg dysplasia Skeletal dysplasia, Greenberg type Avorhaoia Greenberg Ikehetkr) Suomhaoia, tnou Greenberg
141184 Rapidly |.nvo|ut|ng congenital D18.0 Toxéwg 9noorpa¢ov OUYYEVEG
hemangioma apayyeiwpa
141184 Rapidly ilnvoluting congenital RICH Taxéwg Emoo'rpéd)ov OUYVEVEG RICH
hemangioma apayyeiwpa
1427 Otospor\dylomegaeplphyseaI Q77.7 Q\'ocnov§quuEvasmd)uchn
dysplasia Suom\acia
1427 Otospor\dylomegaepiphyseaI OSMED Qroonovz'Su)\opevm-:md)umakr'] OSMED
dysplasia Suomhaoia
1435|Xqg21 microdeletion syndrome Q93.5 [ZUv8popo HikpoEAAEWPNG Xq21
1435(Xqg21 microdeletion syndrome Ayazi syndrome SUvEpopo pikpoéMeupng Xq21 SUvSpopo Ayazi
1435(Xqg21 microdeletion syndrome Del(X)(q21) SUVEpopO HIKpoENEWPNG Xq21 Del(X)(gq21)
1435(Xg21 microdeletion syndrome Monosomy Xg21 JUvSpopo pikpogMeupng Xq21 Movoowpia Xq21
141219|Nasal dorsum fistula Q18.8 |Zupiyylo TG paxng tng pwog
1436 X-linked skeletal dysplasia-intellectual 087.5 Z0vSpopo PUAOCUVEETNG OKEAETIKIG
disability syndrome "~ [8uomhaciag-vontikrg votépnong
X-linked skeletal dysplasia-intellectual S0v6 AocOvE AETIKN
1436| . n _E. skeletal dysplasia-intefiectia Christian syndrome o pou([) bu OUUV, e ?KE ETKNG SUv8popo Christian
disability syndrome SuoTAaolag-vonTiknG uCTEPNONG
141214|Isolated congenital syngnathia Q67.4 |Mepovwpévn GUYYEVAG cuvyvadio
Isolated ital ill dibul. M é NG o0 i
141214|Isolated congenital syngnathia solated congenital maxiiomandibular Mepovwpévn ouyyevig cuvyvadia EnovwHEVN ouyyeviig obvinén dvw

Kot K&tw yvabou
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141209|Diffuse lymphatic malformation 189.8 |Aidxutn Aepdiki Suomhaoio
141209|Diffuse lymphatic malformation Diffuse lymphangioma Atdutn Aepdiki Suomhaoia Atdxuto Aepdayyeiwpa
141209|Diffuse lymphatic malformation Diffuse lymphangiomatosis Awdxutn Aepdikr Suomhaoio Atdxutn Aepdayyelwpdtwon
141209|Diffuse lymphatic malformation Disseminated lymphangioma Awdxutn Aepdikr Suomhaoio Aldomnapto Aepdayyeiwpa
141209|Diffuse lymphatic malformation Disseminated lymphangiomatosis Awdutn Aepdikr Suomiacia Awdomaptn Aepdayyelwpdtwon
141209|Diffuse lymphatic malformation Disseminated lymphatic malformation Awdxutn Aepdikr Suomhaoio Awdonaptn Aepdikn Suomhaocio
141209|Diffuse lymphatic malformation GLA Aidyutn Aepdikr Suomhacia GLA
141209|Diffuse lymphatic malformation Generalized lymphatic anomaly Awdxutn Aepdikr) Suomhaoio Fevikeupévn Aepdikn avwpahio
20V8popo xopLoetdikig atpodiag-
1433|Choroidal atrophy-alopecia syndrome Q82.8 P u xep ¢ atpodiag
oAwrekiag
. . SUVEPOpO XOPLOELSIKNG atpodiag- ,
1433|Choroidal atrophy-alopecia syndrome [Moloney syndrome , 20v&popo Moloney
aAwmekiag
20V8popo xopLoetdikig atpodiag- Neploxikr xoploetdikn atpodia kat
1433|Choroidal atrophy-alopecia syndrome |Regional choroidal atrophy and alopecia P Ll Xop fis artpodiag pLox ,n xop i atpod
oAwrekiog aAwrekia
30vd iKW ‘ -
Contractures-ectodermal dysplasia- uvopopo ;'mu«uv oum'mcewv
1484 X Q87.8 |ewdeppikrg Suomhaciag-
cleft lip/palate syndrome . .
xeeooxLotiag/unepwiooxtotiag
. SUVEPOHO MUKWV CUOTIACEWV-
Contractures-ectodermal dysplasia-
1484 X ctu ysplast Ladda-Zonana-Ramer syndrome ewdeppikng Suomhaciag- 3UvSpopo Ladda-Zonana-Ramer
cleft lip/palate syndrome , ,
xeteooxlotiag/unepwiooxtotiag
141333|Biemond syndrome type 2 sUv8popo Biemond timou 2
. ZUvSpopo uroyovadiopoU-Bpayéog
. Hypogonadism-short stature-coloboma- , . , . . ;
141333|Biemond syndrome type 2 N SUvSpopo Biemond turmou 2 avaoTARTOG-0pBaApIkoU ENEILpATOG-
preaxial polydactyly syndrome ., )
nipoagovikng moAuSaktuliag
155878|Submucosal cleft palate Q35.9 |YroBAevvoyovia unepwiooytotia
1490 Corneal dystrophy-perceptive H18.5 SUvEpopo kepatoeldikig Suotpodiag-
deafness syndrome 7 |kdwong timou avtiAnding
1490 Corneal dystrophy-perceptive CDPD ZLfvépouo Klsparoslé}an Suotpodiag- CDPD
deafness syndrome Kwdwaong turouv avtiAnding
1490 Corneal dystrophy-perceptive Corneal dystrophy with progressive SUvSpopo kepatoeldikig Suotpodiag- Kepatoetdikn Suotpodia pe
deafness syndrome deafness Kwdwong tumov avtiAnding TPOOSEVTIKA KWdPwon
1490 Corneal dystrophy-perceptive Corneal dystrophy with progressive JUvEpopo kepatoeldikig Suotpodiag- Kepatoetdikn Suotpodia pe
deafness syndrome hearing loss Kwwong tumou avtiAngng T(POOSEVTIK AMWAELD AKONG
1490 Corneal dystrophy-perceptive Corneal dystrophy-perceptive hearing SUVEpopo KePATOELSIKAG Suatpodiag- SUVEpopo kepaToelSIKNG Suotpodiag-
deafness syndrome loss syndrome Kwdwong turov avtiAnying QAMWAELG aKONG TUTIOL avTiAning
C | dystrophy- ti 0v8 TGS {og-
1490 orneal dystropny-perceptive Harboyan syndrome L{v POHO K'Sp(lTOEI. }an votpodlag 3UvSpopo Harboyan
deafness syndrome Kkwowong tumou avtiAndng
1487|Cooks syndrome Q84.6 [Zuvépopo Cooks

1487

Cooks syndrome

Anonychia-onychodystrophy with
hypoplasia or absence of distal
phalanges syndrome

SUvépopo Cooks

20vSpopo avwvuyiag-ovuxoduotpodiog
ue unomhaoia 1 arouaoia Twv
TepLdEPIKWV GoAdyywV
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1487|Cooks syndrome oDP SUv8popo Cooks oDP
155838|Pinnae fistula or cyst Q18.8 |Zupliyylo 1} KUGTN TOU TTEPUYIOU TOU WTOG
1486 Lethal congenital contracture 068.8 Guva'rnd)opo cfuvvsvec oUVSPOHO PUTKWY
syndrome type 1 Bpaxvvoewv tomou 1
Lethal congenital contracture Oavatndoépo €VEG CUVEPOUO HUTKW .
1486 geni Y Herva disease v 'Tf1¢ s U.va VEG OOVOPOHO Hutkwy Nooog Herva
syndrome type 1 Bpaxvvoewv tomou 1
1486 Lethal congenital contracture Lcest G)cxva'rnd)épo CfUVVEVE'C oUVEPOUO PUTKWV Lces1
syndrome type 1 Bpaxvvoewv tomou 1
1486 Lethal congenital contracture Multiple contracture syndrome, Finnish Oavatndopo cuyyevEG cUVEPOUO MUKWV |ZUVEPOHO TOAATAWY HUTKWY
syndrome type 1 type Bpaxuvoewv tomou 1 BpaxUvoewv, DAavdLkog TUmog
141276|Tessier number 7 facial cleft Q18.4 |Ixwotia mpocwrtou Tessier urt'aptOpdv 7
141276|Tessier number 7 facial cleft Commissural facial cleft Ixotia mpoowrou Tessier u'aptOudv 7 |IXLoTia TNG ywviag Tou oTOHATOG
141276|Tessier number 7 facial cleft Macrostomia Ixwotia mpoowrou Tessier un'aptBpov 7 |Makpootopia
141276|Tessier number 7 facial cleft Transverse facial cleft Zxwotia mpoowrnou Tessier un'aptBuov 7 |Eykdpotla oxLotia Tou mpoownou
141265|Tessier number 6 facial cleft Q18.8 |Zxwotia mpoowrou Tessier urt'aptOpov 6
o STOMATONPOCWITOSAKTUALKO GUVEPOHO
141327|Orofaciodigital syndrome type 12 Q87.0 |,
Tomou 12
o ZTOHATOMPOCWIOSAKTUALKO GUVEPOUO ,
141327|Orofaciodigital syndrome type 12 Moran-Barroso syndrome onou 12 SUvSpopo Moran-Barroso
o STOUATONPOCWITOSAKTUALKO GUVEPOUO
141327|Orofaciodigital syndrome type 12 OFD12 , OFD12
Tomou 12
o . . ZTOHATOMPOCWIOSAKTUALKO GUVEPOUO | ZTOUATIKO-TIPOCWITKO-GAKTUAKO
141327|Orofaciodigital syndrome type 12 Oral-facial-digital syndrome type 12 , . .
TuTou 12 oUvépopo turou 12
o STOUATONPOCWITOSAKTUALKG GUVEPOHO
141330|Orofaciodigital syndrome type 13 Q87.0 |,
Tonou 13
o ZTOHATONPOCWIOSAKTUALKO GUVEPOUO ,
141330|Orofaciodigital syndrome type 13 Degner syndrome . JUvSpopo Degner
Tormou 13
o STOMATONPOCWITOSAKTUALKO GUVEPOUO
141330|Orofaciodigital syndrome type 13 OFD13 , OFD13
Tonou 13
L o ZTOHATOMPOCWIOSAKTUALKO CUVEPOUO | ZTOUATIKO-TIPOCWITKO-GAKTUALKO
141330|O0rofaciodigital syndrome type 13 Oral-facial-digital syndrome type 13 , . |
Turmou 13 ouvSpopo tunou 13
1471 Coloboma of macula-brachydactyly Q87.1 JUVEpOopO KOAOBWHATOG TNG WXPAS
type B syndrome " |knAisag-Bpaxubaktudiog Tomou B
Coloboma of macula-brachydactyly SUVEPOHO KOAOPBWHLATOG TNG WXPAS ,
1471 Sorsb d . , , 0V Sorsb
type B syndrome orsby syncrome knAiSag-Bpaxudaktuiiag tumou B uvopoio sorsby
141288|Midline cervical cleft Q18.8 |TpaxnAtkr oxioTio TNG HECNG YPAHMNAG
141291 |Cleft lip and alveolus Q36.0 |Xetheooytotia kat yvabooxiotia
141291|Cleft lip and alveolus Q36.1 |Xetheooyiotia kat yvabooxiotia
141291 |Cleft lip and alveolus Q36.9 |Xetheooytotia kat yvabooxiotia
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141091|Polyrrhinia Q30.8 |MoAuppuvia
141091|Polyrrhinia Double nose MoAuppuia AUTAR potn
141091|Polyrrhinia Polyrhinia MoAuppuvia MoAuptvio
141083|Nasolacrimal duct cyst HO04.6 |KUotn tou pwodakpuikol épou
141083|Nasolacrimal duct cyst Dacryocele Kbotn tou pvodakputkol topou AaKPUOKAAN
141083|Nasolacrimal duct cyst Dacryocystocele Kbotn tou pvodakputkol topou AOQKPUOKUGTOKAAN
141083|Nasolacrimal duct cyst Nasolacrimal mucocele Kbotn tou pwvodakputkol mépou Pwodakputkr) BAevvoknAn
1410|Uncombable hair syndrome Q84.1 [SUVEPOHO AXTEVIOTWY LOAALWY
1410|Uncombable hair syndrome Pili trianguli et canaliculi ZUVSPOUO AXTEVIOTWY HAAALWY TPIXEG TPLYWVIKEG KOl CWANVAPLAKES
141099|Proboscis lateralis Q30.8 [MAayia mpoPookida
141099|Proboscis lateralis Congenital tubular nose MAayia npoPookida Zuyyevig owANVoeLdHG putn
141096|Supernumerary nostril Q30.8 |YmepdpiBuot pwbwveg
141096|Supernumerary nostril Accessory nostril YrepdptBpol pwbwveg Erukoupikoi pwbwveg
1412(Tarsal-carpal coalition syndrome Q74.8 [ZUVEPOO TAPGCLO-KAPTIKAG CUYKOAANGNG
141103|Nasal dermoid cyst Q18.8 [Pwikn 5eppoetdng kuotn
141103|Nasal dermoid cyst Nasal dermoid sinus cyst Pwikr 8eppoeldrg kvotn Pwikn Seppoeldrig ouplyywdng kbotn
1416 Famlll.al.calcmm pyrophosphate M11.1 OLKovs\{nq evandbeon nupodpwadopikol
deposition aopeotiou
1416 Familial calcium pyrophosphate Calcium pyrophosphate dihydrate Owoyevrg evanobeon mupodpwodoptkoly [NOoog evandBeong kpuoTdA \wv
deposition crystal deposition disease aoBeotiou Swédpikol Tupodpwaodoptkol aoPeotiov
Familial calcium pyrophosphate OtKoyevrig evamoBecn mupodwadoptkol
1416 & pyropnosp Familial CC VEVIIG N TUPOWIGOPKOL | i cC
deposition aopeotiou
1416 Famili:al_calcium pyrophosphate Familial CPPD OLKOVS\{ﬁﬁ evanobeon nupodwaodopkol Ouoyeviic CPPD
deposition aoBectiou
Familial calcium pyrophosphate OtKoyevrig evamoBecn mupodwadoptkol
1416 L pyrophosp Familial articular chondrocalcinosis v 'ﬂﬁ n mupodwadop Owoyevrig apBpukr xovdpoaoBéotwon
deposition aopeotiou
1416 Famili_al_ calcium pyrophosphate Hereditary CC OLKOVSYﬁC evanobeon nupodwodopkol Khnpovopikri CC
deposition aoBeotiou
Familial calcium pyrophosphate Otkoyevrig evamoBeon mupodwadoptkot |KAnpovouikr apOpik
1416 L pyrophosp Hereditary articular chondrocalcinosis v 'ﬂﬁ n nupobwodop Npovou ,n popLT
deposition aoBeotiou xovépoaoBéotwon
1416 Familial calcium pyrophosphate Hereditary calcium pyrophosphate Owoyevrg evanobeon mupodpwodoptkol |KAnpovopkr evandbeon
deposition deposition aoBeotiou Tnupodwodoptkol acBeotiou
141112|Nasal glial heterotopia Q30.8 [Pwikn yAotakn etepotortio
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141112|Nasal glial heterotopia Nasal glioma Pwikr yAotakr etepotonia Pwiko6 yAoiwpa
Eykedodonpor 0BwPaKLK
1394 (Cerebrofaciothoracic dysplasia Q87.5 veed 'np OWTHLKOYWPAKIKT
Suomhaocia
. i . . EykedoAompoowriikoBwpaKLKr , o
1394 |Cerebrofaciothoracic dysplasia Pascual-Castroviejo syndrome type 1 Suomhacio ZUvSpopo Pascual-Castroviejo tumou 1
141051|Facial dermoid cyst Q18.8 |Mpoowrtiki SeppoeLdrg kUoTN
141051|Facial dermoid cyst Dermoid cyst of the face Mpoowrukr Seppoetdrg kvotn AgpUOELSNG KUOTN TPOCWITOU
141064|Lower lip fistula Q38.0 |ZupiyyLlo Tou KdTtw Xeiloug
141061|Commissural lip fistula Q38.0 |Zupiyylo otn B€on Evwong Twv XEEWY
Digesti licati f th KU y Y
141071 igestive duplication cyst of the 038.3 u:frﬂ TEMTIKOU SUTAQOLACHOU TNG
tongue yAwooag
Digestive duplication cyst of the Kbotn memtikoy Stmhaolacpol T Kbotn eviepkol SITAQGLAGHOU T
141071 8 P ¥ Enteric duplication cyst of the tongue X n s ns ) n P s ns
tongue yAwooag yAwooag
Digestive duplication cyst of the KU EMTIKOU SUTAACLACHOU KO Sumha oV Tou poabio
141071 gestive duplication cy Foregut duplication cyst of the tongue U(,Jm TIETTKOU Suthactackiou tne Uc,m T uluycp v ToU Ttpogblou
tongue vAwooag EVTEPOU TNG YAWOoAG
Digestive duplication cyst of the Kbotn memtikol SmAaolacpo T Kbotn yaotpikol Suthactacpoy T
141071 8 P ¥ Gastric duplication cyst of the tongue X n s ns ) N vearp Houne
tongue yAwooag yAwooag
- i pX ) H ‘.
1397 Hydrocephaly-cerebellar agenesis Q04.3 Uvdpopo u6p0K§¢uALac )
syndrome napeykePaALSLkng ayeveaiag
141067|Cervicofacial fibrochondroma Q18.8 |TpaxnAompoowrikd oxovEpwua
1398|lIsolated cerebellar agenesis Q04.3 |Mepovwpévn mapeykedalSikn ayevesio
1398|Isolated cerebellar agenesis Near total absence of cerebellum Mepovwpévn napeykedaAidikn ayeveoia 2xe86v ok anouaia g
s HovwpEn apey nay napeykedaridag
1398|lIsolated cerebellar agenesis Subtotal absence of cerebellum Mepovwpévn napeykedaiidikn ayeveoia |YdoAwkr amnovoia tng napeykedaiidog
1399|Richards-Rundle syndrome G60.2 |ZUv8popo Richards-Rundle
Ketoaciduria-intellectual disability-ataxi S0vé (oG-
1399|Richards-Rundle syndrome etoaciduria-inteflectual disabliity-ataxia 3UvSpopo Richards-Rundle uv’popo KETO&L,JOUPK,IG VOmTKnG
deafness syndrome votépnong-atagiag-kwdwaong
Ketoaciduria-intellectual disability-ataxia SOvEpopo KeToEUOUPLAG-VONTIKN
1399|Richards-Rundle syndrome . 4 ZUvSpopo Richards-Rundle ,p H E, P q e .
hearing loss syndrome VOTEPNONG-aTa§iaG-amWAELAG AKONG
1401|CHAND syndrome Q82.8 |zvvSpopo CHAND
1401{CHAND syndrome Baughman syndrome SUvSpopo CHAND SUvSpopo Baughman
1401|CHAND syndrome CHANDS 3UvSpopo CHAND CHANDS
Curly hair-ankyloblepharon-nail ZOVEPOHO OYOUPWV TPLXWV-
1401{CHAND syndrome v K Y P ZUvSpopo CHAND POM . YOuP P . ,
dysplasia syndrome aykuAoBAEdapou-Suomiaciag ovixwv
141074 Exter.nal audltory. canal Q161 AT})\ac\u/VnonAucla TOU €§W 0KOUOTIKOU
aplasia/hypoplasia népou
External auditory canal . . . Amhaota/Yromhaotia tou £w akouotikol [Atpnaia/ITévwon Tou £6w aKovaTIKOU
141074 External auditory canal stenosis/atresia

TOpoU

TOpou
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141152 Isolated cc.mgenltal. Q383 Msuokuslvn cuvvsvr)g
hypoglossia/aglossia unoyAwooia/ayAwooio
Metaphyseal chondrodysplasia, Metaduotakr xovépoduomiacia, Tmog
174 . Q78.5 .
Schmid type Schmid
141163|Glossopalatine ankylosis Q38.3 |Mwocoinepwia aykUAwcn
141163|Glossopalatine ankylosis Cosack syndrome Muwoocoinepwia aykuAwon SUvépopo Cosack
141168 Frontonasgl arteriovenous Q273 I'Ipooeto;?mkn aptnplodAefwdng
malformation Suomhacia
A aBukn a opAeBWS
141171|Maxillary arteriovenous malformation Q27.3 Vo ,lm pmplobAepidng
Suomhacia
A G AeBwd Al AeBwdng Suomhact ‘
141171|Maxillary arteriovenous malformation |Arteriovenous malformation of maxilla VW yva 'u<n apmpLodAepdEng p'anlO(b eBidnG duomhasia g dvw
Suomaoia yvdBou
1425|Desbuquois syndrome Q78.8 |zOvSpopo Desbuquois
1425|Desbuquois syndrome DBQD 20vSpopo Desbuquois DBQD
1425|Desbuquois syndrome Desbuquois dysplasia 2UvSpopo Desbuquois Avomhaoia Desbuquois
141174 Mandlbular arteriovenous Q7.3 Kdtw VVC('GLKI'] aptnplodAepwdng
malformation Suomhacio
141174 Mandibular arteriovenous Arteriovenous malformation of Kdtw yvadkr aptnplodAeBwdng AptnplodAeBwdng Suomhaoia tng KATw
malformation mandible Suomaoia yvdBou
141179 Non-involuting congenital D18.0 (M ootpédov EVEG QUULOLYYELWHA
hemangioma : nruroote OUYYEVEG atpayyetwn
141179 Non-involuting congenital NICH Mn-urnootpédov ouyyeveg apayyeiwpa  [NICH
hemangioma n P YYEVEG OQLHLAYYELWLL
141121|Congenital subglottic stenosis Q31.1 [Zuyyevig UTIOYAWTTLELKA OTEVWON
141124|Congenital laryngeal cyst Q31.8 [Zuyyevng Aapuyyikn Kvotn
141127|Congenital tracheal stenosis Q32.1 [Zuyyevig otévwon Tng Tpaxeiag
141132|0culo-auriculo-vertebral spectrum OpOaApO-WTLOLO-0TIOVEUALKO dpaopa
141132|Oculo-auriculo-vertebral spectrum OAV spectrum OdBaApo-wTLaLO-0TIOVEUALKO daopa Dddopa OAV
141132|Oculo-auriculo-vertebral spectrum Oculoauriculovertebral spectrum OdOaApo-wTLato-oovsUALKS ddopa OdBaApowtiatoonovsuAikd daopa
141145|Hemifacial hyperplasia Q67.4 [Hputpoowrkr umeprAacio
141145|Hemifacial hyperplasia Hemifacial hypertrophy Huutpoowriki unepmAacia Huutpoowrukn unteptpodia
141148|Hemifacial myohyperplasia Q67.4 [Hputpoowrukr puoinepriacio
156728 Spondyloepimetaphyseal dysplasia, Q7.7 SnovSuloenpetaduotakr Suomhaoia,

156728

Spondyloepimetaphyseal dysplasia,
matrilin-3 type

SEMD, MATN3-related

Srovduloenipetaduaotakn duomiaoia,
TUMoG patphivng-3

SEMD, MATN3-oxetl{opevn
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Spondyloepimetaphyseal dysplasia, - SmovSuA ) SuomAaoia, § ,
156728 pon_ .y oepimetaphyseal dysplasia SEMD, matrilin-3 type r,(ov v OET(L|ZIET0.¢UGLQKH vomaoia, SEMD, t0m0¢ partpivnc-3
matrilin-3 type TUMog patpthivng-3
1375 Cataract-hypertrichosis-intellectual 087.8 ZUVSPOUO KATAPPAKTN-UTIEPTPIXWONG-
disability syndrome " |vontkrg votépnong
1375 CfaltaréFt-hypertrichosis-intellectual CAHMR syndrome ZL’Jvépoluo Km;appdkrn-uneprpixwunq- S0vpopo CAHMR
disability syndrome VONTLKIAG UOTEPNONG
163 Hereditary hyperferritinemia-cataract H26.0 ZUVSPOpO KANPOVOULKAG
syndrome " |unepdepprivarpiag-katappdktn
Hereditary hyperferriti ia-cataract S0v6 o g
163 erecitary fiyperierritinemz-catarac Bonneau-Beaumont syndrome HVOPOHO K npO\{outan , ZUvSpopo Bonneau-Beaumont
syndrome UTEPDEPPLTLVOLULG-KATAPPAKTN
H i hyperferriti ia- 50 A
163 ereditary hyperferritinemia-cataract HHCS Ov6popo K)\f]DOV'OulKr]Q , HHCS
syndrome UTEPDEPPLTLVOLULOG-KATAPPAKTN
163 Hereditary hyperferritinemia-cataract |Hereditary hyperferritinemia with JUVEPOpO KANPOVOLKAG KAnpovopikr untepdepprrvatpio pe
syndrome congenital cataracts UTtEPDEPPLTLVALULIAG-KATAPPAKTN GUYYEVI KOTAPPAKTN
0 —
Cataract-aberrant oral frenula-growth UVép,O“O Kara'ppakm akua}'\wv
1373 Q87.8 |YoAwwv Tou OTOUATOG-KABUOTEPNONG TNG
delay syndrome .
avdmtuéng
S0vé (LKTN-OVWHAAS
Cataract-aberrant oral frenula-growth oV p’ouo KQTU.!)pC(KTr‘] ukua,wv )
1373 delay syndrome Wellesley-Carman-French syndrome XaAWWv Tou oTopaTog-kaBuoTtépnong tng|Zuvépopo Wellesley-Carman-French
Y sy avdrtuéng
1368|Cataract-ataxia-deafness syndrome G11.2 |ZUvépopo katappdkn-atagiag-kwdpwong
. . . . . , 3 SUVEPOpO KATapPAKTN-oTagiag-
1368|Cataract-ataxia-deafs d Cataract-ataxia-h: | d PV - -
ataract-ataxia-deafness syndrome ataract-ataxia-hearing loss syndrome UVEPOHO KOTaPPAKTN-aTagiag-kwdwang GBS aKorC
Al \ AELTTo
Autosomal recessive palmoplantar UTOoWHLKN LTtO vemousvn ,
1366 R . Q84.0 |moAaponeApatiaia kepatodepuia kat
keratoderma and congenital alopecia , .
OUYYEVNHG aAwmekia
Al | A€o Al | AELTO
Autosomal recessive palmoplantar Autosomal recessive palmoplantar UTOGWHLKR LTTO ’EI.T(OL[EVF] | UTOCWHLKN unolsmousvn ,
1366 X . . 5 . Q82.8 |mahaponeApatiaia kepatoSeppio KoL oo ponelpatiaia UTEpKEPATWAON Kat
keratoderma and congenital alopecia |hyperkeratosis and congenital alopecia , | R .
OUYYEVNG aAwrekia OUYYEVNG aAwTeKia
Al \ AELTTo
Autosomal recessive palmoplantar Cataract-alopecia-sclerodactyly UTOGWHLN UTto vemousvn , SUv8popo Katappdktn-aAwnekiag-
1366 R . moAaponepatiaia kepatodeppia Kot s
keratoderma and congenital alopecia |syndrome A | okAnpodaktuAiag
OUYYEVHG aAwmekia
Autosomal recessive palmoplantar AUTOOWHLKI UTOAELTSHEVN
1366 P R P . |PPK-CA, Wallis type nahaponelpatiaia kepatodeppio kat PPK-CA, tUmnog Wallis
keratoderma and congenital alopecia , ,
OUYYEVNG aAwrekia
Al | AELTo
Autosomal recessive palmoplantar Palmoplantar keratoderma and UTOOWHLKT UTtO vemousvn , NoAaponeApatiaio kepatodeppia Kat
1366 X . K . N maAaponepatiaio kepatodeppia Kot , Lo .
keratoderma and congenital alopecia |congenital alopecia, Wallis type A | ouyyevng ahwrekia, tunog Wallis
ouYyevrG aAwnekia
1361|Carnosinase deficiency E70.8 |AVEMGPKELD TNG KAPVOOLVAONG
1393|Cerebrocostomandibular syndrome Q87.8 |EykedaAomAeupoyvabiko civpopo
157823 |Kltver-Bucy syndrome G04.8 |zuvépopo Kltver-Bucy
157826|Congenital epulis K06.8 |Zuyyevrig emouAida

157826

Congenital epulis

Congenital gingival cell tumor

Juyyevig emoulida

JUYyEVAG OYKOG o KUTTAPO TwV OUAWV

157826

Congenital epulis

Congenital granular cell tumor

Zuyyevig emouAida

JUYYEVAG OYKOG QO KOKKLWEN KUTTapoL

157826

Congenital epulis

Neumann tumor

Juyyevig emoulida

Oykog Neumann

157808

Congenital pseudoarthrosis of the
limbs

Zuyyevig PeuddpBpwon Twv aKpwv

157808

Congenital pseudoarthrosis of the
limbs

Congenital pseudarthrosis of the limbs

Zuyyevig YeuddpBpwon Twv aKpwv

Juyyevig PeubdpOpwon Twv akpwv
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1390 Night blindness-skeletal anomalies- Q878 SUvEpopo vuxtepvig TVPAwong-
dysmorphism syndrome " |okeheTk v avwpoAldv-SucpopdLopol
Night blindness-skeletal anomalies- 20v8popo vuxtepvig ThAwong-
1390 8 ) Hunter-Thompson-Reed syndrome P IJ' Xtep T]C' b ne . |Z0v8popo Hunter-Thompson-Reed
dysmorphism syndrome OKEAETIKWY QVWHOALWV-SUCHOPDLOHOU
20v8 ¢ 0
157820|Cold-induced sweating syndrome G90.8 U‘,’ POO EMAYSHEVNG ek PUXOUS
edidpwang
20v8popo emayopevng ek PUxou
157820|Cold-induced sweating syndrome  |CISS vEpopo enayouevnc ek hixous ciss
edidpwong
1389 Cortical blindness-intellectual SUvSpopo PpAowwdoug TudAwong-
disability-polydactyly syndrome VONTIKAG UOTEPNONG-TIOAUSAKTUALLG
157798|Serrated polyposis syndrome D12.6 [2UvSpopo oSovtwtrig moAunodiaong
S0v6 A \
157798|Serrated polyposis syndrome Hyperplastic polyposis syndrome SUvEpopo odovtwtrg moAunodiaong nl;‘;\uitoo‘g?u‘;r;ip" aotKns
1388|Catel-Manzke syndrome Q87.8 [20vSpopo Catel-Manzke
H hal -clinodactyly of ind Yi Aayyia-kAvod Al
1388|Catel-Manzke syndrome _yperp _a angy cino .ac viy of index SUvSpopo Catel-Manzke n§p¢a uva KA .qu @ t.OU
finger with Pierre Robin syndrome Seiktn pe ouvdpopo Pierre Robin
Index finger anomaly-Pierre Robin Avwpalia tou Seiktn-cuvSpopo Pierre
1388|Catel-Manzke syndrome & ¥ SUvdpopo Catel-Manzke ,u n PO
syndrome Robin
1388|Catel-Manzke syndrome Micrognathia digital syndrome SUvSpopo Catel-Manzke AKTUALKO 0UVEPOO HE pikpoyvabia
Palatodigital syndrome, Catel-Manzke , YriepwloSaktuAkd cUVEpopo, TUTO
1388|Catel-Manzke syndrome e 4 SUvdpopo Catel-Manzke P Pou s
type Catel-Manzke
Pi Robi -h hal - S0vé AnAouyiag Pi Robin-
1388|Catel-Manzke syndrome l.erre obIn sequence-nyperphalangy SUvSpopo Catel-Manzke UvopoLo a , nAouxtas |erre' opin
clinodactyly syndrome unepdatayyiog-kAvoSakTuAiog
Pierre Robin syndrome-hyperphalangy- SUvSpopo Pierre Robin-unepdodayylog-
1388|Catel-Manzke syndrome X v Yperp ey SUvdpopo Catel-Manzke POu | pdodayyias
clinodactyly syndrome kAwodaktuAiog
157801 Mesoaxial synosto_nc syndactyly with Q700 KS\{IpLKI’] quocrsw'nm ouvSaktuAia pe
phalangeal reduction Bpdxuvon twv daidyywv
157801 Mesoaxial synostgtic syndactyly with MSSD Q702 KE\{IpLKr’] cruvoo'rsw'nkr'] ouvdaktuAia pe MSSD
phalangeal reduction Bpdxuvon twv pordyywv
157801 Mesoaxial synosto_tic syndactyly with syndactyly type 9 KS\{tpLKﬁ quocrswynkr'] ouvSaktuAia pe SuvBaktulio, TOToc 9
phalangeal reduction Bpdxuvon twv daidyywv
Mesoaxial synostotic syndactyly with Kevtpikr) 0UVOOTEWTIKY CUVSAKTUALD e
157801 v N v vy Syndactyly, Malik-Percin type . o . N K ZuvSaktulia, Tunog Malik-Percin
phalangeal reduction Bpdxuvon twv pordyywv
1387 Cataract-intellectual disability- Q87.8 SUVEPOHO KATAPPAKTN-VONTIKAG
hypogonadism syndrome " |uotépnong-uroyovasiopol
Cataract-intellectual disability- ZOVEPOHO KATAPPAKTN-VONTIKI
1387 . ¥ Martsolf syndrome 'p W ppaKT n ne SUvbpopo Martsolf
hypogonadism syndrome UOTEPNONG-Unoyovasiopoy
157791|Epithelioid hemangioendothelioma D18.0 |EmBnAloeldég atpayyetoevsoOnAiwpa
JOVEPOHO KANPOVOULKIG MIKTH
157794|Hereditary mixed polyposis syndrome D12.6 P “, NPOVOHLKTG HikTnG
moAuntodiaong
20v8 o ) g
157794|Hereditary mixed polyposis syndrome |HMPS o pou&l) KANPOVOULKNS kTS HMPS
moAuntodiaong
157769|Situs ambiguus Q89.3 |Avaotpodr Twv oTAGYXVWY

157769

Situs ambiguus

Incomplete situs inversus

Avaotpodr Twv oIAdYXVWwV

ATeNrG avaotpodr] TwV oTAGyXVWV
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157769|Situs ambiguus Partial situs inversus AvaoTtpodr Twv oTAdyXvwv Mepikr) avaotpodr| Twv oAGyXvVwv
157769|Situs ambiguus Situs ambiguous Avaotpodn Twv omAdyxvwy Avaotpodn Twv orAdyxvwv
S0v6 (KTN- )
Cataract-intellectual disability-anal uv'pouo KO.TU.ppF!KTI’] voanK'nq
1381 . ) Q87.8 |uotépnong-atpnoiag mpwkTov-
atresia-urinary defects syndrome , )
oupoloykwv BAaBwv
30 Ta— ;
Cataract-intellectual disability-anal . . uvt?pouo Karapp'ctktn VOI’]UK'r]C , " .
1381 . . Karandikar-Maria-Kamble syndrome UOTEPNONG-ATPNOLOG TPWKTOU- 20v8popo Karandikar-Maria-Kamble
atresia-urinary defects syndrome , )
oupohoykwv BAaBwv
1380 Cataract-nephropathy- 087.8 20vépopo K’KITQppO(KTn-VEd)pOTLO(BELGQ-
encephalopathy syndrome eykepalondbeLag
Cataract-nephropathy- SUvEpopo Katappaktn-vepponabeLag- ,
1380 phropathy Crome syndrome Uvopow K, TAppaKT-veppondBeta Z0vépopo Crome
encephalopathy syndrome eykedpalonabelag
156731 Dyssegme.ntal dysplasia, Rolland- Q777 Auctunua_rlkn Suomhaotia, tumog Rolland-
Desbuquois type Desbuquois
1377|Cataract-microcornea syndrome Q13.8 |ZOVSPOHO KOTAPPAKTN-HIKPOKEPOTOELSH
157215 Hereditary hypophosphatemic rickets €833 KAnpovopikn untodwodatatpikn
with hypercalciuria "~ |paxitdoa pe unepacBeotioupio
H i h hosph: i ricks [¢ g i
157215 ?redltary yp.op‘ osphatemic rickets HHRH )\n'povopu(r] unod)wcd)amu{txr] HHRH
with hypercalciuria payitda pe unepacPeotioupia
SOVEPOHO KapmToSaKTUAiaG-
1325|{Camptodactyly-taurinuria syndrome Q68.1 oM , H .
Taupvoupiag
Familial streblodactyly with amino- S0vé QUITOS Alag- Owoyevn £BA0S Ao pe
1325|Camptodactyly-taurinuria syndrome _ml I, " vy wi ' oV pOHOt( HrrodaTuAtaG Loveng c,m Phodakruhia u
aciduria Tawpvoupiag auwofuoupia
1326 Camptot?iactyly syndrome, Q871 Zuvépop{o KapmtodakTuAiag, TUmou 2
Guadalajara type 2 Guadalajara
30 { y 1
1327 Camptot.iactyly syndrome, Q871 chSpop_o KapmtodaktuAiag, Tonou
Guadalajara type 1 Guadalajara
1328|Camurati-Engelmann disease Q78.3 [Nooog Camurati-Engelmann
1328|Camurati-Engelmann disease Progressive diaphyseal dysplasia Néoog Camurati-Engelmann Mpoodeutiki Staduotakn Suomhaocia
Camptodactyly-fibrous tissue 3UvSpopo KapmroSaktuliag-
1321|hyperplasia-skeletal dysplasia Q87.2 |unepmAaciag vwSoug LoTOU-OKEAETIKAG
syndrome Suomhaoiog
Camptodactyly-fibrous tissue ZUvSpopo KapmtoSaktuliag-
1321|hyperplasia-skeletal dysplasia Goodman camptodactyly unteprhaoiag wwdoug LotoU-okeAeTIKAG  |Kapmtodaktulia Goodman
syndrome Suomhaciag
S0v6 5 Aiog-00
1323 Camptodactyly-joint contractures- Q87.0 uU\é T;Z?ET;;%&K;U ;g:);t::,}quqmq
facial skeletal defects syndrome ’ o p, e
Kpaviou
- JUvSpopo kapmrodaktudiag-oluykaudng
C todactyly-joint tract -
1323 ar.np ocactyly-joint contractures Rozin-Hertz-Goodman syndrome apBpwoewv- BAABWV TPOCWITLKOY SUvSpopo Rozin-Hertz-Goodman
facial skeletal defects syndrome ,
Kpaviou
S0v6 5 Alag-oU
1323 Camptodactyly-joint contractures- Rozin-camptodactyly syndrome uU\é p"“‘::;“;::é 'O:IK:(U (:“qr‘:ll:\é'f““qmq SUvSpopo kapntodaktuAiag Rozin
facial skeletal defects syndrome P Yy sy P p'wu WV Ttpoow! v UVOPOH M vhiag
Kpaviou
1314{Symmetrical thalamic calcifications G93.8 |ZUPUETPIKEG BaNapLKEG AOBECTWOELG
. . e . . - , , , AUDOTEPOTAEUPN CUMHUETPLKT BaALLLKT
1314{Symmetrical thalamic calcifications  |Bilateral symmetrical thalamic gliosis ZUUHETPLKEG BaAQUIKEG AOBECTWOELG vAotwon
1318|{Campomelia, Cumming type Q87.8 |Kapmrtopehia, Tumog Cumming
1319|{Camptobrachydactyly Q74.8 |Kaprmroppayudaktulio
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developmental delay syndrome

KaBuotépnong

ORPHAc ICD Juvwvupa
PreferredTerm Synonyms Mpotipwpevog Opo
i ynonyl e potipwuevos Opog
155889|Coloboma of inferior eyelid Q10.3 [KoAdBwha tou kdtw PAeddpou
155889|Coloboma of inferior eyelid Inferior palpebral coloboma KoAoBwpa tou K&tw BAepdpou Kétw BAedpapikd kKoOAOBwpa
1305|Feingold syndrome Q87.8 [20vSpopo Feingold
1305|Feingold syndrome Brunner-Winter syndrome SUvpopo Feingold ZUvSpopo Brunner-Winter
Digital anomalies with short palpebral AaKTUAKEG avwpalieg pe Bpaxeieg
1305|Feingold syndrome fissures and atresia of esophagus or SUvSpopo Feingold BAedOpPLKEG OXLOMES KaL aTpnoia tou
duodenum otoodpayou fj Tou SwdekadaktuAou
1305|Feingold syndrome FGLDS 2UvSpopo Feingold FGLDS
1305|Feingold syndrome FS 20vSpopo Feingold FS
1305|Feingold syndrome MMT Z0vSpopo Feingold MMT
1305|Feingold syndrome MODED syndrome ZUvSpopo Feingold SUvSpopo MODED
PRIV Alog-8 LKW
1305|Feingold syndrome Microcephaly-digital anomalies-normal SUvpopo Feingold ul\;‘(i) p:}\“l:)\l/m;fl?:lej\: ::Q v(zkr\:Kl'Kmv
8 v intelligence syndrome PO 8 u VKNG VONTIKTG
wavotntag
. . . JUVEpOpO pkpOKEPaAiaG-voNnTIKAG
1305|Feingold syndrome Microcephaly-intellectual disability- SUvépopo Feingold UOTEPNONG-TPAXELOOLTODAYLIKOU
8 v tracheoesophageal fistula syndrome PO 8 pr]' NG-TpaX v
oupLyyiou
. Microcephaly-oculo-digito-esophageal- , . MikpokedaAikd-odBaApo-Saktulo-
1305(Feingold syndrome 20v8popo Feingold -
ing v duodenal syndrome syndrome Uvopou ing oLo0payo-swdeKASAKTUALKO GUVEPOHO
1305|Feingold syndrome ODED syndrome 20vSpopo Feingold JUvSpopo ODED
Oculo-digito- h I-duodenal : . OpBaApo-6 Ao- -
1305|Feingold syndrome culo-cigito-esophageal-duodena SUvpopo Feingold bBaruo-daxty 'o OVI.UOd)C(VO
syndrome SwdekadakTuAkd cUVEPOpO
1307 Distal limb deficiencies-micrognathia Q92.3 SUVEPOHO TIEPLPEPIKWV AVWHOALWY TWV
syndrome "~ |dkpwv-pikpoyvadiag
Distal limb deficiencies-micrognathia ZOVEPOHO TEPLPEPIKDYV AVWHAADY TWV
1307 8 10g24 microduplication syndrome . PO P p H 20vSpopo pikpoSuthactacpol 10g24
syndrome Akpwv-pkpoyvadiag
1307 Distal limb deficiencies-micrognathia Buttiens-Fryns syndrome Z'L'Jvépouo nepl¢£?lk<bv QAVWHOALWY TwV S0v6popio Buttiens-Fryns
syndrome Akpwv-pLkpoyvabiag
155884|Coloboma of superior eyelid Q10.3 [KoAdBwpa tou dvw BAeddpou
155884|Coloboma of superior eyelid Superior palpebral coloboma KoAoBwpa tou dvw BAeddpou Avw BAedapkod KOAOBwHA
1313 Infaln.tile lchoroidocerebral G938 SOvSpopo Bps¢u<u’1v' ]
calcification syndrome XOPLOELSOEYKEPAAKWY QOPBECTWOEWY
1350|Heart-hand syndrome type 2 Q87.2 [ZUvSpopo Kapdiag-Xelpwy TUTOU 2
1350|Heart-hand syndrome type 2 Atriodigital dysplasia type 2 SUvSpopo kapdiag-xeLpwv TuTou 2 KoArodaxktuAikr) Suomhacia tumou 2
1350|Heart-hand syndrome type 2 Tabatznik syndrome SUvEpopo kapdiac-xelpwv turmou 2 SUvSpopo Tabatznik
20v8 i Stakwv PAaBwV-
Congenital heart defect-round face- Uvopopo C,VUWEV(W Kflp iy QBU,W
1355 Q87.8 [oTpoyyuloU MPOCWIELOU-AVATTTUSLAKG

1355

Congenital heart defect-round face-
developmental delay syndrome

Sonoda syndrome

SUVEPOHO CUYYEVWV KapSLaKWV BAaBwv-
OTPOYYUAOU TIPOOWIELOU-AVATTTULAKG
KaBuotépnong

20vSpopo Sonoda
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Atrioventricular defect- JUVSPOpO KOATIOKOALAKOU EANNEIPUOTOG-
1352 |blepharophimosis-radial and anal Q87.8 |BAedapodipwong-Prapuv tng kepkidag
defect syndrome KaLL TOU TPWKTOU
Atrioventricular defect- SUv8popo koArtokoltakol eAAeipaTOG-
1352(blepharophimosis-radial and anal Houlston-Ironton-Temple syndrome Bredapodipwonc-BAaBuwv tng kepkidag [ZUvEpopo Houlston-Ironton-Temple
defect syndrome KaLL TOU TPWKTOU
1342(Heart-hand syndrome type 3 Q87.2 |Z0vSpopo Kapdiag-Xepwy TUMou 3
1342(Heart-hand syndrome type 3 Atriodigital dysplasia type 3 JUvSpopo Kapdiag-xelpwy tumou 3 KoAroSaktulwkr Suomhaocia tomou 3
1342(Heart-hand syndrome type 3 Cardiomelic syndrome type 3 ZUvSpopo Kapdiag-xelpwy tuTou 3 Kap&iopehtkd ovvépopo tumou 3
JUvSpopo Kapdiag-xelpwv, lomavikd
1342 |Heart-hand syndrome type 3 Heart-hand syndrome, Spanish type JUvSpopo Kapdiag-xelpwy tumou 3 T:;:[Os HO KApOLAGXEPWY, IOTAVIKOG
1342(Heart-hand syndrome type 3 Heart-limb syndrome type 3 ZUvSpopo Kapdiag-xelpwy tuTou 3 ZUvSpopo kapdiag-peAwy tvmou 3
S0v8 SlomdOeLag-
Cardiomyopathy-cataract-hip spine oV pOHO uuolKup lOT[’C( ELac
1345| . 142.0 |koTappAKTN-VOCOU oYWV KoL
disease syndrome , B
omnovSuAKig otiAng
. . . SUvSpopo puokapdlonabelag-
Card thy-cataract-h
1345 _alr ‘omyopathy-cataract-nip spine Krasnow-Qazi syndrome KATAPPAKTN-vOooU Loxiwv Kat SOvSpopo Krasnow-Qazi
disease syndrome ) A
omovSUAKAG oTiANG
S0v6 SLakwy PAaBV-
Heart defect-tongue hamartoma- oV po'uo kap m,KuN BraBiov
1338 olysyndactyly syndrome Q87.8 |aHOPTWHATOG YAWCOUG-
polysy Y syl TIOAUOUVSEAKTUALG
S0V Stakwv PAaBV-
Heart defect-tongue hamartoma- . oV po'uo kap m,va BraBiov , o
1338 Ostravik-Lindemann-Solberg syndrome QAPAPTWHATOG YAWOOAG- JUvSpopo Ostravik-Lindemann-Solberg
polysyndactyly syndrome |
TIOAUGUVSOKTUALOG
1340(Cardiofaciocutaneous syndrome Q87.8 |Kapblonpoowrnodeppatikd cUvEpopo
1340|Cardiofaciocutaneous syndrome CFC syndrome KapSionpoowrnodeppatiké cUvEpopo SUvdpopo CFC
S0vépo \ (o]
2856|Persistent Miillerian duct syndrome Q55.8 U.‘.I POHO TIAPAHOVAG TWV TIOPWY TOU
Miiller
SOVEPOHO MAPAHOVIG TWV IOPWY TOU
2856|Persistent Miillerian duct syndrome  [PMDS MU”; M pauovne P PMDS
S0V \ 6 n A AN i
2856|Persistent Miillerian duct syndrome  |Persistent Mdllerian derivatives U_‘_/ POUO TIAPAHOVIIG TWV TIOPWY TOU apuuf)vn v HudepLavey
Miiller TPy WYywv
1336 Hyperkeratosis-hyperpigmentation 082.8 ZUvépouz') UTIEPKEPATWONG-
syndrome unepUEAdyXpwong
1335|Pentalogy of Cantrell Q89.7 |Mevtadoyia tou Cantrell
1335(|Pentalogy of Cantrell Cantrell deformity MNevtadoyia tou Cantrell Auvopopdia tou Cantrell
1335|Pentalogy of Cantrell Cantrell syndrome MNevtaloyia tou Cantrell SUvSpopo Cantrell
1335|Pentalogy of Cantrell Thoraco-abdominal syndrome Mevtaloyia tou Cantrell Owpako-KoLakd cuVEpopo
1682 Arterial dissection-lentiginosis 087.8 Zuvﬁeouo apTNPLaKOL SLaXWPLOHOU-
syndrome edpnAibwong
SUvSpopo nepoviaiag Stuehiag -
1757|Fibular dimelia-diplopodia syndrome Q74.8 POl P S O S

1757

Fibular dimelia-diplopodia syndrome

Leg duplication-mirror foot syndrome

ZUvSpopo nepoviaiag Stpeiag -
Suthonodiag

ZUVEpOpO SUTAACLACHOU KATW GKPWV-
dkpwv ToSwv Siknv kaBpérntn
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1756|Caudal duplication Q87.8 [Oupaiog SuTAaclacpog
1756|Caudal duplication Dipygus Oupaiog SAaoLaopog Auuyia
PV 5 0 i
1756|Caudal duplication Split notochord syndrome Oupaiog SmAaoLaopog )(Z;(S‘r)']zuo LaxupLopon vistlatae
1765 Dyschondrosteosis-nephritis a73s Zﬁvéeouo Suoyovdpootéwanc-
syndrome vedpitdag
1766|Dysequilibrium syndrome G11.8 |Z0vSpopo avioooporiog
1766|Dysequilibrium syndrome CAMRQ syndrome SUvEpopo aviccoporiag sUvbpopo CAMRQ
Cerebellar ataxia-intellectual disability- PV ALSLKr iog-
1766|Dysequilibrium syndrome ere E. .ar_a xa-intefiectual clsability 20v8popo aotdBetag/avioooporiag oV povuo HQPEVKE¢Q LOLaIE arfxilotq
dysequilibrium syndrome syndrome VONTLKIG UOTEPNONG-OVLOGOPOTTLAG
0 - -
1766|Dysequilibrium syndrome Non-progressive cerebellar ataxia- SUvSpopo aotdBelac/avicoopornia nl;vipz:;)g)nértls?oi;zznfvo TIKA
Y¥seq Y intellectual disability syndrome POM P < p, v ne C-vonukng
votepnong
1766|Dysequilibrium syndrome uTs SUvSpopo aotdbelag/avicooporiag uTS
1766|Dysequilibrium syndrome Uner Tan syndrome SUvSpopo aotdBeLac/avicooportiag Z0vSpopo Uner Tan
1777|Temtamy syndrome Q87.8 [ZUvépopo Temtamy
. . . ZUVSPOUO KPOVLOTIPOOWITLKOU
Craniofacial dysmorphism-coloboma-
1777|Temtamy syndrome raniotactal dysmorpht R colobom SUv6popo Temtamy Suopopdlopol-odBaApKoy
corpus callosum agenesis syndrome ! ,
KOAOBWHATOG-AYEVETLOG TOU
1777|Temtamy syndrome Temtamy-Shalash syndrome 20vSpopo Temtamy 20vSpopo Temtamy-Shalash
1780|Thakker-Donnai syndrome Q87.8 |zOvSpopo Thakker-Donnai
D hism-multiple structural S0v6 & O-TOM QTG
1780|Thakker-Donnai syndrome ysmor{p fsm-muitiple structura SUvdpopo Thakker-Donnai oV pclyuo UUHDD(,‘)[O‘L[OU Tiodtartiwy
anomalies syndrome SOUKWY QVWHAALWY
1772|45,X/46,XY mixed gonadal dysgenesis Q98.7 [Muwktr yovadikn Suoyeveoia 45, X/46, XY
1772|45,X/46,XY mixed gonadal dysgenesis |45,X/46,XY MGD Muktr yovadikr) Suoyeveoia 45, X/46, XY |45,X/46,XY MGD
1772|45,X/46,XY mixed gonadal dysgenesis |45,X0/46,XY MGD Muktr) yovadikr) Suoyeveoia 45, X/46, XY [45,X0/46,XY MGD
1772|45,X/46,XY mixed gonadal dysgenesis |45,X0/46,XY mixed gonadal dysgenesis Muktr yovadikr Suoyeveoia 45, X/46, XY [45,X0/46,XY puktr) yovadiki Suoyeveoia
1784|Acrofrontofacionasal dysostosis Q75.1 |AKPOHETWITOMPOCWIOPLVLKY SucdaTwen
1784|Acrofrontofacionasal dysostosis Richieri-Costa-Colletto syndrome AKPOUETWITONPOOWIOPWIKY Sucdotwaon |ZUvEpopo Richieri-Costa-Colletto
1782|Dysosteosclerosis Q78.8 |AucocteookAfpuvon
1790 Hypomali\dibular faciocranial Q754 YROV'VCLBlKrl] T(POCWITOKPOVLAKT
dysostosis Sucdotwon
Al ) Suad , TO
1786|Acrofacial dysostosis, Catania type Q75.4 KPOTPOOWTLLKT SLEOTTWEN, TUTLOG

Catania

1786

Acrofacial dysostosis, Catania type

Opitz-Caltabiano syndrome

AKPOTIPOCWITLKA SUucOoTWOoN, TUTIOG
Catania

2UvSpopo Opitz-Caltabiano
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Al | oo , TU
1788|Acrofacial dysostosis, Rodriguez type Q75.4 Kpor(pouwnlkn taoetwon, TUrag
Rodriguez
859|Transcobalamin deficiency D51.2 [Avendpkela tpavokoBalapivng
KA \ G
859|Transcobalamin deficiency Inherited deficiency of transcobalamin Avemnapkela tpavokoBoapivng NPOVOLLIN a}/enapkem ™me
TpavokoBoapivng
859|Transcobalamin deficiency Transcobalamin Il deficiency AvemnapkeLa tpavokoBolapivng Avemndpkela tpavokoBodapivng Il
Hypomyelination with atrophy of Yropuehivwon pe atpodio Twv Baotkwv
139441 . E75.2 | |
basal ganglia and cerebellum yayyAiwv kot tng noapeykedpaAidog
Hypomyelination with atrophy of YropueAivwon pe atpodia Twv Baotkmv
139447 YPOMYVENn Py H-ABC Ho n ke axpodia v B H-ABC
basal ganglia and cerebellum yayyAiwv kot tng napeykedpaAiSog
. - JZUVSPOUO QVETIAPKELAG TNG
Steroid dehyd defi -
3196 eroid deny r_ogenase eticency K76.8 |adudpoyovdong twv oTePOELSWY-
dental anomalies syndrome ) ,
080VTIKWV AVWHAALWY
5 - JUVEPOHO AVETIAPKELAG TNG
Steroid dehyd defi -
3196 deer::)all anir:a{iZEi::ZToieICIany Lyngstadaas syndrome a¢u5poyovdonq rmv' OTEPOELSWV- ZUvSpopo Lyngstadaas
080VTKWY OVWHOALWY
Leukoencephalopathy with bilateral AeukoeykegarondBela e
139444 ) P patny E75.2 |apdoteponheupeg KUOTEL TwV IPoobiwv
anterior temporal lobe cysts . .
Kpotadkwv Aopwv
139447 Progressive cavitating £75.2 I'Ipoo&-:umfr’] )\EUKO'EVKEd)a}\OTIC'(SELu HE
leukoencephalopathy OXNHATLOUO KOWOTATWY
1573 Hypotrlch(_)sw with juvenile macular 084.0 Yrtot'ptchn He veavikr ekdUAon tng
degeneration wxPAg knAidag
1573 Hypotrlch?5|s with juvenile macular HIMD Ynor'plchn ue veavikn ekdUALoN ™G HIMD
degeneration wxpAg knAiSag
1573 Hypotrichosis with juvenile macular  [Hypotrichosis with juvenile macular Yrotpixwon pe veavikr ekdUAon tng Yrotpixwon pe veavikr Suotpodia tng
degeneration dystrophy wWXPAg KnAiSag wxPAg KNALSag
726|Alpers-Huttenlocher syndrome G31.8 |Z0vSpopo Alpers-Huttenlocher
Alpers progressive sclerosing , Mpoodeutiki okKANPUVTLKA
726|Alpers-Huttenlocher syndrome . ZUvSpopo Alpers-Huttenlocher ,
poliodystrophy noAoductpodia tou Alpers
726|Alpers-Huttenlocher syndrome Alpers syndrome JUvSpopo Alpers-Huttenlocher ZUvSpopo Alpers
P i I d tion of Mpood: g | OA
726|Alpers-Huttenlocher syndrome r(.ngresswe heurona X egeneration o SUv8popo Alpers-Huttenlocher poo S,U“K” qupwvu(n SK(PU ’UJI'] me
childhood with liver disease TaUSLIKNAG NAKiaG Le nraTtkn voco
S0V lag-odBal 0
Microtia-eye coloboma-imperforation oV po'uo ulkpmrlaqvod) Htkou
139450 . Q13.8 |koAoBwpatog-atpnoiag tou
of the nasolacrimal duct syndrome .
PLVOSaKPULKOU TOPOU
R . . SUvSpopo pkpwtiag-opBaAptkoy
Microtia-eye coloboma-imperforation| , , , .
139450 ) Balikova-Vermeesch syndrome kohoPwpatog-atpnaoiag tou ZUvépopo Balikova-Vermeesch
of the nasolacrimal duct syndrome .,
PLVOSAKPULKOU TIOPOU
139455 Autosom.al recessive H35.5 AUTO('prlLKI'] uno)\smous.vn vOo0G
bestrophinopathy yovidiwv BEST [bestrophinopathy]
Autosomal recessive . AUTOCWLKI UTTOAELTOpEVN VOOOG ApdBAnotpoetdondbeLa, TUmog Burgess:
139455 Ret thy, Bi -Black t . R
bestrophinopathy etinopathy, Burgess-black type yoviSiwv BEST [bestrophinopathy] Black
1574 Retinal degeneration-nanophthalmos- H35.5 UvSpopo apdBANCTPOELSIKAG
glaucoma syndrome ~ |ekdpUAonc-vavodBoApOU-YAQUKDHATOG
Retinal d tion- hthalmos- S0v6 Al Sk
1574 etinal cegeneration-nanophthaimos Mackay-Shek-Carr syndrome it ’pouo (Ipld)l.'ﬁ NGTROELOLKIG , SUvSpopo Mackay-Shek-Carr
glaucoma syndrome ekPUALONG-VaVOPOAALOU-YAQUKWHATOG
139466|SERKAL syndrome Q87.8 [UvSpopo SERKAL
. . SUv8popo avtiotpodrig hpvAou-
S -kid , ad land | , . , .
139466|SERKAL syndrome ex reversion-kidneys, acrenal and lung Z0vpopo SERKAL Suoyeveoiag vebpwy, emvedpldiwv kot

TIVEUUOVWV
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paraplegia type 39

naparAnyia tonou 39

O'ZZZAC PreferredTerm Synonyms ccl:t:iIZs Npotuwpevog Opog AT
1596|Distal monosomy 15q Q93.5 [Mepidpepikri povoowpia 15q
1596|Distal monosomy 15q 15g26 deletion syndrome MNepidpepikn povoowpia 15q JUvSpopo EMewpng 1526
1596|Distal monosomy 15q Distal 15q deletion syndrome MNepidpepikn povoowpia 15q Z0vSpopo nepipeptkng ENewpng 15q
1596|Distal monosomy 15q Monosomy 15q26 Mepidpepkn povoowpia 15q Movoowpia 15926
1596|Distal monosomy 15q Telomeric 15q deletion syndrome MNepidpepikn povoowpia 15q ZUvSpopo tehopeptkng ENeLPng 15q
139471 xizgsl?et:almia with brain and digit Q112 Eil:(gzies\:tl‘,‘a Ue avwpahieg eykeddrou
139471 Z}is:;)l?et:almia with brain and digit Bakrania-Ragge syndrome KM;:(ggg)reuo}t\?(\rviu He avwpahies eykegdhou Z0vSpopo Bakrania-Ragge
139471 xi;:ssl?et:almia with brain and digit MCOPSE Eilrgzinre&:tx‘:a He avwpahieg eykeddrou MCOPS6
139471 Z\i{c):;)l?et:almia with brain and digit Syndromic microphthalmia type 6 KMO[L:(gz:)reﬂo}tﬁl\:u He avwpahies eykegdhou ZuvSpoutkn pikpodpBapia Tumou 6
139474|17911.2 microduplication syndrome Q92.3 [Z0vSpopo pikpoduthactacpol 17q11.2
139474|17g11.2 microduplication syndrome |Dup(17)(q11.2) 20vSpopo pikpoSuthactacpol 17g11.2  |Dup(17)(q11.2)
139474|17911.2 microduplication syndrome |Grisart-Destrée syndrome SUvEpopo pkpoduthactacpol 17q11.2  |ZUvSpopo Grisart-Destrée
139474(17q11.2 microduplication syndrome |Trisomy 17q11.2 ZUvSpopo pkpodimiactacpol 17q11.2  [Tplowpia 17q11.2
1617(2g24 microdeletion syndrome Q93.5 [Z0vSpopo HikpoEAewpng 224
1617|2924 microdeletion syndrome Del(2)(q24) 2UVSpopo HKpoEMeWNG 224 Del(2)(q24)
1617(2g24 microdeletion syndrome Monosomy 2q24 T0vSpopo pikpoEMewbng 2924 Movoowpia 2g24
1606|1p36 deletion syndrome Q93.5 [ZUvpopo eENAewpng 1p36
1606|1p36 deletion syndrome Del(1)(p36) 0vSpopo EMNeupng 1p36 Del(1)(p36)
1606|1p36 deletion syndrome Deletion 1p36 20vSpopo ENewpng 1p36 'EMewpn 1p36
1606|1p36 deletion syndrome Deletion 1pter 0vSpopo EMNeudng 1p36 'EAewdn 1pter
1606|1p36 deletion syndrome Monosomy 1p36 20vSpopo EMewpng 1p36 Movoowpia 1p36
1606|1p36 deletion syndrome Monosomy 1pter SUvEpopo ENelPng 1p36 Movoowpia 1pter
1606|1p36 deletion syndrome Subtelomeric 1p36 deletion 20vSpopo EMewpng 1p36 Yriotehopepikny ENewbn 1p36
139480 Autosomal recessive spastic G114 AUTOCWULKI UTIOAELTTOUEVN OTIALCTLKN

139480

Autosomal recessive spastic
paraplegia type 39

SPG39

AUTOOWLKN UTTOAELTTOULEVN OTIALOTLKN
maparAnyia tonou 39

SPG39
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139480 Autosom»al recessive spastic Spastic paraplegia due to NTE mutation Auroowuufr’] ulr(o)\smbusvn OTLAOTIKA Inaotikr rtapamAnyio Adyw petdAaéng
paraplegia type 39 napanAnyio tonou 39 NTE
139480 Autosomal recessive spastic Spastic paraplegia due to neuropathy AUTOCWLKI] UTTOAEUTOUEVN OTIALOTIKN Inaotikn apamAnyio Adyw petdAagng
paraplegia type 39 target esterase mutation napamAnyia tomou 39 NG £0TEPAONG VEUPOTABNTIKOL GTOXOU
1647|Oculocerebrocutaneous syndrome Q87.8 |0dpOaApoeykedarodeppatikd cUVEpopo
1647|Oculocerebrocutaneous syndrome Delleman syndrome OdBahpoeykedarodeppatikd ouvSpopo [ZUvSpopo Delleman
1647|Oculocerebrocutaneous syndrome Delleman-Oorthuys syndrome OdBarpoeykedparodeppatiko ouvdpopo |ZUvSpopo Delleman-Oorthuys
1647|0Oculocerebrocutaneous syndrome Leichtman-Wood-Rohn syndrome OdBaApoeykedparodeppatiko ouvdpopo |ZOvSpopo Leichtman-Wood-Rohn
1647|Oculocerebrocutaneous syndrome occs O¢Batpoeykedparodeppatikd cuvépopo [OCCS
Orbital cyst with cerebral and focal . KO OYXOU He eYKEDAALKES KL
1647|Oculocerebrocutaneous syndrome ' ystwl X OdOatpoeykeparodepuatikd cuvEpopo Ucml,( VXoU K YK bohc Q.K ¢
dermal malformations E0TLAKEG SEPPATLKEG SuoTAaCiEG
139485 Au‘tos‘omal rece.sgve ataxia due to G111 Auroc'swulkn uno)\emousvr? atagia Aoyw
ubiquinone deficiency QVETIAPKELOG TNG OUUTILKLVOVNG
Al | i i A g 0 {a Ao
139485 u-tos-oma rece.s?ve ataxia due to ARCAZ uroc'mpmr] uno)\smouevr! ataio Aoyw ARCAZ
ubiquinone deficiency QVETAPKELAG TNG OUUTILKIVOVNG
139485 Autosomal recessive ataxia due to Autosomal recessive ataxia due to AUTOOWLKT UTtOAETOpEVN atagia Aoyw |AuToowiLkr uTtoAeutdpevn ataio Aoyw
ubiquinone deficiency coenzyme Q10 deficiency QVETTAPKELAG TNG OUHTILKLVOVNG QVETAPKELAG TOU cuveVIUpou Q10
139485 Autosomal recessive ataxia due to Autosomal recessive cerebellar ataxia AUTOCWLLKY UTIOAEUTOMEVN atagia AOyw |AUTOOWHLKY UTTOAEUTOUEVN
ubiquinone deficiency type 2 QVETIAPKELAG TNG OUUTILKLVOVNG napeykedahdiki atagia tumov 2
Al | AELTTO
Autosomal recessive ataxia due to Autosomal recessive spinocerebellar AUTOOWLKT UTIOAEUTOpEVN atagia Adyw UTOOWHLKR UTO emoue'vn .
139485| . . - . . . vwtlatonapeykepaldikr atagia tonov
ubiquinone deficiency ataxia type 9 QVETIAPKELAG TNG OUMTILKLVOVNG 9
139485 Au-tos::)mal rece.s?ve ataxia due to SCAR9 AUYO('JUUHLKH unohemouevr’] ataio Aoyw SCAR9
ubiquinone deficiency QVETAPKELAG TNG OUUTILKIVOVNG
139491|Hemochromatosis type 4 E83.1 |Awoxpwpdtwaon tomou 4
Aut | dominant heredit Al \ 16 KA \
139491|Hemochromatosis type 4 utosoma oml'nan ereditary Alpoxpwpdtwon tumnov 4 uroowuLK'r] ETUPATNG KANPOVORLUT
hemochromatosis QULHOXPWHATWON
139491|Hemochromatosis type 4 Ferroportin disease Atpoxpwpdtwon tumou 4 Nooog peppomoptivng
H h tosis due to defect i Al : Ao Met
139491|Hemochromatosis type 4 emod r?ma 0sls due fo getectin Alpoxpwpdtwon tumou 4 Lpoxpwua'\twcn Ovw EMEHaTos TG
ferroportin deppormnoptivng
1653|Dentin dysplasia K00.5 |AvomAaoia oSovtivng
1653|Dentin dysplasia DD Avomhaocia odovtivng DD
139507|African iron overload E83.1 |Adpikavikr untepdoptwon odrpou
139507|African iron overload Bantu siderosis Adpikavikr uriepdoptwon odrpou 318pwon Bantu
139515|Charcot-Marie-Tooth disease type 4J G60.0 |Ndoog Charcot-Marie-Tooth tumnou 4J
139515|Charcot-Marie-Tooth disease type 4) |CMT4) Néoog Charcot-Marie-Tooth tUmnou 4J CcMT4)
139512|Neuropathy with hearing impairment G60.8 |NeupomdBela pe BAAPN TG akong
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1657|Dermatoosteolysis, Kirghizian type Q82.8 |Aeppatoootediuan, Tumog Kipyidiag
139525 Distal hereditary motor neuropathy 6122 I'Ieptd)eetxr’] K}\I‘]’pOVOulKr’] KWNTKn
type 2 veuporndaBeia tumou 2
139525 Distal hereditary motor neuropathy Distal spinal muscular atrophy type 2 I'IEptd)eeLKr’] K)\I]IPOVOUI.KI'] KWNTKA nlépld)EleI"] vwrtlaia puikn atpodia
type 2 veupornadeta tvmou 2 TUTIOU 2
139525 Distal hereditary motor neuropathy dHMN2 I'Iepubeemr’] K?\r]'povoulkr'] KWNTkn dHMNZ
type 2 veupomndBeta tumou 2
139525 Distal hereditary motor neuropathy dSMA2 I'IEptd)eQu(n K}\n'povouum KWwnTKn dSMA2
type 2 veupornadeta tvmou 2
1658 Absence of fingerprints-congenital 0828 SUvEpopo armouoiog SAKTUALKWY
milia syndrome " |anotunwpdtwv-cuyyevav keyxpiwv
1658 Absence of fingerprints-congenital Absence of dermatoglyphics-congenital JUVEpOpO arouoiag SAKTUALKWY ZUvSpopo anouvoiag SeppuatoyAubLKwv-
milia syndrome milia syndrome QMOTUTIWHATWY-CUYYEVWY KEYXPLWV GUYYEVWV KEYXplwv
Absence of fingerprints-congenital 20v8popo anouoiag SAKTUALKU } X
1658( .. ingerpri gen! Baird syndrome UVOROL 'n votag K,w lkwv, 20vSpopo Baird
milia syndrome QTOTUTIWHATWY-CUYYEVWV KEYXPLWV
Absence of fingerprints-congenital 20v8popo anousiag SAKTUAKWY
1658| . 8erp 8 Basan-Baird syndrome il , S ) , 2UvSpopo Basan-Baird
milia syndrome QTOTUTIWHATWY-CUYYEVWV KEYXPLWV
139518 Distal hereditary motor neuropathy 612.2 I'Ix—:pubsemr’] K)\r]'povoulkr'] KWNTKn
type 1 veupomndBeta tumou 1
139518 Distal hereditary motor neuropathy |Autosomal dominant distal juvenile MepLdepkry KANPOVOULKA KWITIKA AUTOOWWLKY ETUKPOTHG TEPLDEPLKN
type 1 spinal muscular atrophy type 1 veupornadeta tvmou 1 VEQVLKN vwTlaio puikn atpodia tumou 1
139518 Distal hereditary motor neuropathy GHMNL nEpld)Sp'lKI"] K}\f],DOVOHlKF’] KWNTKnA GHMNL
type 1 veupomndBeta tumou 1
1659|Dermatoleukodystrophy E75.2 |Aeppatohevkoduotpodio
. s Agppatoluon [Aeppatoxdhaon]-
1659(D toleukodystroph Cutis laxa-leukodystroph A A 5
ermatoleukodystrophy utis laxa-leukodystrophy £pHATOAEUKOSUOTPOD IO AeukoSuGTpobla
. . Neppepiki vwtiaia puikn atpodia
139547|Distal spinal muscular atrophy type 3 G12.2 |,
torou 3
139547|Distal spinal muscular atrophy type 3 Autosomal recessive distal spinal I'I'epl(bspu(n' vwtlaia puikn atpodio Autoc'wuLK“n' Lymoheméus\jn nepLdepkn
muscular atrophy type 3 Tomnou 3 vwtlaia puikn atpodia tumouv 3
Distal hereditary motor neuropathy type Nepubepikn vwtiaio puikn atpodia Nepudeptkn KANPOVORLKN KWVNTLKA
139547|Distal spinal muscular atrophy type 3 v pathy typ , pLoepu Huikn atpod L p n n'p Hut) , ki)
3and type 4 tonou 3 veuponabeLa tvmou 3 Kot Turou 4
n i . - .
139547|Distal spinal muscular atrophy type 3 [dHMN3 and dHMN4 T;::;fs:u(q vwraio puikn oatpodia dHMN3 kat dHMN4
5 . MNepdpepkn vwtiaia puikn atpodia
139547|Distal spinal muscular atrophy type 3 |dSMA3 ) dSMA3
Torou 3
139536 Distal hereditary motor neuropathy 6122 HEpl¢seLKn KAr],pOVOulKr] KWNTKA
type 5 veupomndBela tumou 5
Distal hereditary motor neuropath Nepudepikry KANPOVORIKN KWWNTIKA
139536 ¥ PAtY I pistal HMN pupepuc) KAnpovopU kT Nepubeptkr) HMN V
type 5 veupornadeta tvmou 5
139536 Distal hereditary motor neuropathy |Distal hereditary motor neuropathy type MepLdepikr) KANPOVOULKN KWNTIKA MepLdepikr) KANPOVOULKN KVNTIKA
type 5 \" veuporndBeta tvmou 5 veuporndBeta tomnou V
Distal hereditary motor neuropath Nepudeptkry KANPOVORIKN KWWNTIKA Nepubepikn vwtiaio puikr atpodia
139536 ¥ pathy Distal spinal muscular atrophy type 5 pub p N r]'p Hun kv , pubepuct huli artpods
type 5 veupornadeta tvmou 5 TUToUL 5
139536 Distal hereditary motor neuropathy dHMNS HEpl¢seLKn K}\n’povoulkn KWwnTkn dHMNS
type 5 veupomndBela tumou 5
1660|Dermoodontodysplasia Q82.4 |Aeppoodovroduomhacia
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139557 X-linked distal spinal muscular 6122 (Du)\ocruvélsrn nepipepkn vwtiaia puikn
atrophy type 3 atpodia tumou 3
X-linked distal spinal muscular AooUvSeTn meptdepikn aio ik [ATP7A-oXeT{OpeVN TtepLdEPLKN A
139557 ' ! P used ATP7A-related distal motor neuropathy Qv G,UV 'mn pubepuch vwriala wuikd (fX Tbuen TepLpEpL KT
atrophy type 3 atpodia tumov 3 veupondBeta
139557 X-linked distal spinal muscular DSMAX (Du)\ocruvélsrn nepidepkn vwtiaia puikn DSMAX
atrophy type 3 atpodia tumou 3
X-linked distal spinal | AooU A { KN
139557 inked distal spinal muscular SMAX3 Du. oc'uvélsrn TepLdePIKA vwtiaia puikn SMAX3
atrophy type 3 atpodia tumou 3
139557 X-linked distal spinal muscular X-linked dHMN3 (DU)\OGVL'JVS'ETT] mepLdePIK vwtiaia puikn DuhootySeTn dHMN3
atrophy type 3 atpodia tonou 3
X-linked distal spinal muscular AoouVEETN TepLdEPIKN ata puikn §
139557/ Istal spinal muscu X-linked dSMA3 @uhoobudetn nepupepui vwriala BUlkn |, ) o usern asviaz
atrophy type 3 atpodia tumov 3
139557 X-linked distal spinal muscular X-linked distal hereditary motor Duloolvsetn mepideptkn vwtiaia puikn [Gulocvvsetn meptdepikr) KANPOVOuLKn
atrophy type 3 neuropathy type 3 atpodia tumou 3 KNtk vevpomndBeta tumou 3
AooUVEETN SEPUOELSHG KU of
1661|X-linked corneal dermoid Ql13.4 GuAoaty Fn PHOELONG KbOTN TOU
KEPATOELS0UG
1661|Xlinked corneal dermoid Corneal dystrophy epithelial-short (DU)\OGL’JVSE'FT] SeppOELSNG KUGTN TOU ZUvépow': eanMuKr‘!g KEpuT?El5lKﬁ(
stature syndrome KePATOELS0UG Suotpodiag-xapunAol avaoTipaTog
izar Va -Luengas-Mufi O G KU 30 izar Va -Luengas-
1661/x-linked corneal dermoid Guizar Vazquez-Luengas-Mufioz (Dqucuvésryr] Seppoeldnig kuoTn Tou uviSpopLo Guizar Vazquez-Luengas
syndrome KEPATOELS0UG Mufioz
1662 |Restrictive dermopathy Q82.8 |Meproptotikr Seppatomnddeia
Lethal hyperkeratosis-contracture i S0v8popo Bavatndd
1662 (Restrictive dermopathy yperker s-contractu MNeploprotikr Seppatonddela OVOPOR 'uv b pwv .
syndrome UTEPKEPATWOEWV-UUTKWY BpaxUvoewy
Oavatndopog MEPLOPLOTIKN
1662 |Restrictive dermopathy Lethal restrictive dermopathy Meplopilotikn Seppatonadeta éspuu:g:t;e:\u pLop n
. S0v8 6 ¢ 0
1662 |Restrictive dermopathy Lethal tight skin-contracture syndrome MNeploprotikn Seppatonddela L,N pouo u.Yu,tmbOpOL.J ouos
Sépuartog-puikwy Bpaxvvoewv
139552 Distal hereditary motor neuropathy, 6122 ﬂSpl¢EelKn K)\r]!)OVOHLKn KLVNTKA
Jerash type veupondBeta, tumou Jerash
139552 Distal hereditary motor neuropathy, [Autosomal recessive distal spinal MNepLdeptkri KANPOVOULKY KWNTIKA AUTOCWLKF UTIOAEUTOpEVN TIEPLPEPLKN
Jerash type muscular atrophy type 2 veupondBela, tomou Jerash vwtlaia puikng atpodia tonou 2
139552 Distal hereditary motor neuropathy, GHMN ﬂEpl¢EelKﬁ K)\n!)ovoulkr'] KWNTKA dHMN
Jerash type veupomndBeta, tomou Jerash
Hereditary sensory and autonomic KAnpovopkn atobntikr Kot autovopn
139573 |neuropathy with deafness and global G60.8 |veupondBetla pe kwdwon kat obatpikn
delay KaBuotépnon
Hereditary sensory and autonomic KAnpovopkn atebntikr Kat autovopn , .
HSAN
139573 |neuropathy with deafness and global |HSAN with deafness and global delay veupomndBeta pe kwdwon Kot odatpikr Kueuctz Ku:t)wun Kot odaupuch
delay KaBuotépnon pnon
Hereditary sensory and autonomic KAnpovopkn atobntikr Kot autovopn , . .
HSAN A
139573|neuropathy with deafness and global |HSAN with hearing loss and global delay VEUPOTIABEL HE KWPWON Kat GHALPLKY Kueuo:z ur;u) €1 aKof kat odatpu
delay KaBuotépnon pnon
Hereditary sensory and autonomic Hereditary sensory and autonomic KAnpovopkn aLobntikr KoL autovopn KANpovopLKr aLoBntikr KoL autovopn
139573|neuropathy with deafness and global |neuropathy with hearing loss and global VEUPOTIABEL pE KWwdwon Kat odatplkry  [vEupondBeLa pe amwAeLa aKOrG Kat
delay delay kabuotépnon odatpkn kabuotépnon
1665 Sporadic fetal brain disruption Q02 Sropadiki epuppukn akoloubia
sequence Sldomaong tou eykeddhou
139564 Hereditary sensory and autonomic 660.8 K)\I’]QOVO'HLKI"] qL]cBanKr’] Kat autdvopn
neuropathy type 1B veuporndaBeta tumou 1B
139564 Hereditary sensory and autonomic HSAN with cough and gastroesophageal KAnpovopkn atebntikr Kat autovopn HSAN pe Brixa kot yaotpootcodaytkn

naAwdpounon
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139564 Hereditary sensory and autonomic HSANLB K)\npovc':ulm otscenrlm KOl QUTOVOuN HSANLB
neuropathy type 1B veupornadeta tumou 1B
Hereditary sensory and autonomic i i X KAnpovoukr atc6i ) KL QUTOVO|
Hereditary sensory and autonomic fary v R Y ! KAnpovopkr aobntikn Kot autovoun npov ,wm fc oK K l utovoun
139564 neuropathy type 1 with cough and , , veupornaBeta tumou 1 pe Brixa kat
neuropathy type 1B veupornaBeia tumou 1B , A
gastroesophageal reflux yaoTpooloodpayLkr maAvdpopnon
139564 Hereditary sensory and autonomic Hereditary sensory and autonomic KAnpovopkr atodntikr Kot autoévoun KAnpovopikr atodntikn kat autévoun
neuropathy type 1B neuropathy type IB veupornaBeta tomou 1B veupondBeLa tumou 1B
139583 X-linked hereditary sensory and 6608 DUAOCUVEETN KANPOVOULKN aLoBnTikn
autonomic neuropathy with deafness " |kat autévoun veupondOeia pe kddwon
X-linked heredit: d AocOVE o N aod |
139583 inke _ere tary senso_ry an X-linked HSAN with deafness v OUU,V T K npovc?ulKn o rymKn Duhoouvdetn HSAN pe kwdwon
autonomic neuropathy with deafness KOl QUTOVON VEUPOTIABELD pE KWdwan
X-linked hereditary sensory and OUAOCUVEETN KANPOVOULKE aLoBnTiki ) } ,
139583 . v .y X-linked HSAN with hearing loss , N kAnp 'l-l f f] N DuAooVvdetn HSAN pe amwAELo akong
autonomic neuropathy with deafness KoL QUTOVON VEUpOTIABEeLa pe KWdwan
. . . . . , , , DUAOCUVEETN AKOUTTLKF VEUPOTIAOELL
X-linked hereditary sensory and X-linked auditory neuropathy with DUAOCUVEETN KANPOVOULKN aLoBnTikn A , )
139583 . . . , . h HE TEpLPEPIK aLoBnTikr veuponaBeLa
autonomic neuropathy with deafness |peripheral sensory neuropathy type 1 KaL QUTOVOUN VeupomabeLa pe kwdwon omou 1
. . . . . , , DuAocUVEETN KANPOVORILKT aLoBNnTIkn
X-linked hereditary sensory and X-linked hereditary sensory and DUAOCUVEETN KANPOVOULKH aLoBntikn R . )
139583 . ) . . . , . . KOl LUTOVOMN VEUPOTIAOEL PE QWAELD
autonomic neuropathy with deafness |autonomic neuropathy with hearing loss KaL QUTOVOUN veupomnabela pe kwowon axofic
1667|Wolcott-Rallison syndrome E13 |ZUvSpopo Wolcott — Rallison
Nod - :
. Early-onset diabetes mellitus with , . pwt}mc évapbng oaK)'(c(pw&]Q ,
1667|Wolcott-Rallison syndrome . . ) JUvépopo Wolcott — Rallison SaPntng pe moAarn enupuotakn
multiple epiphyseal dysplasia ’
Suorhacio
1667|Wolcott-Rallison syndrome WRS 20vSpopo Wolcott — Rallison WRS
139578 Mutilating hereditary sensory G608 AKPWTNPLOOTLKY KANPOVOLLKY ataOnTikn
neuropathy with spastic paraplegia " |veuporndBela pe omaotiki mapamAnyia
139578 Mutilating her.editary s_ensory . Mutilating HSAN with spastic paraplegia AprTn?laUthﬁ KAnpDVOHLKﬁ aloenrllKr'] AprTnplC'(Uthr'] HSAN pe omaotikn
neuropathy with spastic paraplegia VEUPOTIAOELD PE OTIACTIKY TapamAnyia  |mapamAnyia
139589 Distal hereditary motor neuropathy 6122 n&pld)EFflKr'] K}\I’]!JOVDLI[KI"] KLVNTKA
type 7 veuponabela, tunou 7
139589 Distal hereditary motor neuropathy [Distal spinal muscular atrophy with MepLdepikr) KANPOVOULKN KWNTIKA Mepidepikn vwtiaio puikn atpodia pe
type 7 vocal cord paralysis veupondBela, Tunou 7 TapdAuon Twv GwVNTKWY XopSwv
Distal hereditary motor neuropath Nepudeptkry KANPOVORIKN KVNTIKA
139589 v PR gy pubepuc KAMpOVORIKA KivnTic dHMN7
type 7 veuponabela, tunou 7
140917 Stapes ankylosis with broad thumbs 087.8 AvK}JAwon oL a)/uﬁo}\sa u£’¢ap65lq
and toes avtixelpeg Kot SaKTula odog
Stapes ankylosis with broad thumbs AykUAwon tou avaBoléa pe papdeis
140917 P ¥ Teunissen-Cremers syndrome Y ) n , b W ,d) POl SUvSpopo Teunissen-Cremers
and toes QVTiXELPEG Kat SAKTUAQ TIOSOG
1548 Cryptorchidism-arachnodactyly- 087.8 SUvdpopo kpuopxiag-apaxvodaktuiiag-
intellectual disability syndrome " |vontkrg votépnong
1548 Cryptorchidism-arachnodactyly- Van Benthem-Driessen-Hanveld SUvSpopo kpuopyiag-apaxvoSaktuliog-|2uvdpopo Van Benthem-Driessen-
intellectual disability syndrome syndrome VONTLKAG UOTEPNONG Hanveld
- SUVEPOPO KPUTTTOHLKpWTLAG-
Crypt: tia-brachydactyly-
1547 -ryp omlcro fa-brachycactyly-excess Q87.8 |Bpaxudaktuliag-epiooeLag TO§wY ota
fingertip arch syndrome ) A
SOKTUALKA QIOTUTIWHATAL
N SOVEPOHO KPUTITOULKPWTLOG- , .
Crypt: tia-brachydactyly- S0vé -
1547 .ryp omlcro fa-brachydactyly-excess Cryptomicrotia-brachydactyly syndrome BpaxudaktuAiag-nepiooelag to§wv ota UVOPOHO Kpl{T[TOuLprTLCIq
fingertip arch syndrome ) A Bpaxudaktuliog
SAKTUALKG QIOTUTIWHATA
- SUVEPOHO KPUTITOULKPWTLOG-
Crypt: tia-brachydactyly-
1547 .ryp omlcro fa-brachycactyly-excess Tonoki-Ohura-Niikawa syndrome Bpayudaktuliag-riepiooetlag toéwv ota  |ZUvSpopo Tonoki-Ohura-Niikawa
fingertip arch syndrome , A
SAKTUALKG QOTUNIWHATA
140922 Titin-related limb-girdle muscular 671.0 Zwviata puikn Suotpodia R10,

140922

Titin-related limb-girdle muscular
dystrophy R10

Autosomal recessive limb-girdle
muscular dystrophy type 2J

Zwviaia puikig Suotpodia R10,
oxeTl{OWevn pe TNV TLtivn

AUTOOWLKF UTIOAEUTOEVN {wviaio
uuikn Suotpodia turnou 2J
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140922 Titin-related limb-girdle muscular LGMD type 2J Zwvtai'a puikn 5UUTp0'd)i.Q R10, LGMD o1t 2J
dystrophy R10 OXETWOUEVN HE TNV TLTivn
Titin-rel limb-girdl | Z it {o R1
140922| Titin-re ated limb-girdle muscular LGMD2 wvtul'a puikn éuo-[po'(bux 0, LGMD2
dystrophy R10 OXETWOMEVN ME TNV TLTivn
Titin-related limb-girdl| | z it ki & {a R10,
140922 tin-re‘atec limb-girde muscular Limb-girdle muscular dystrophy type 2J wVLO(l:C( Huten uurpoﬂ)m Zwviaia puikn duotpodia tumou 2J
dystrophy R10 OXETWOUEVN HE TNV TLTivn
Titin-related limb-girdle muscular Zwviaia puikn & odia R10, X ,
140922 ” ! g used Titin-related LGMD R10 v l Hutkn Suote ,(‘)l LGMD R10 oxeti{opevn pe tnyv titivn
dystrophy R10 OXETWOMEVN ME TNV TLTivn
1545|Crisponi syndrome G90.8 |ZUvSpopo Crisponi
YrepAuudatpio A o
Hyperlipidemia due to hepatic TER LT,[L mu'ux Oy QUETAPKELAG TG
140905 triacylglycerol lipase deficienc: E78.4  Inmanikiic Andong g
Vgl P v TPLAKUAOYAUKEPOANG
YrepAuudatpia Adyw avemdpkeLa P .
Hyperlipidemia due to hepatic - . - s u'u ‘H,L VO QUETAPKELAC TG YriepAuuSatpio AOyw avemapKeLag tng
140905/, ! . . Hyperlipidemia due to HL deficiency NMATKAG AUdong tng
triacylglycerol lipase deficiency ) HL
TPLAKUAOYAUKEPOANG
- . . YriepAuuSatpio AOyw avenapkeLag tng Lo .
H lipidi due to hepat YrepAuud: A
140905 ‘,/pe”pl emla. ueto ?Pa ¢ Hyperlipidemia due to HTGL deficiency NIOTKAG AUTdong g TIEPATTLOAULLA AOYW QVENAPKELAL TNG
triacylglycerol lipase deficiency ) HTGL
TPLAKUAOYAUKEPOANG
Yrephuudatpio Ad G Lo .
Hyperlipidemia due to hepatic Hyperlipidemia due to hepatic lipase TER U-,u ouu’ux OV QVETAPKELACTNG YrepAuuSatpio AOyw avemnapkeLag e
140905(, . . - - NMATKAG AUdong tg , ,
triacylglycerol lipase deficiency deficiency ) NMATKAG Ataong
TPLAKUAOYAUKEPOANG
Ynephuudatpio Ad : Lo .
140905 Hyperlipidemia due to hepatic Hyperlipidemia due to hepatic n:[(:zlz][: ir{;ﬁn:’\rlr‘;’cavmﬂpﬂlﬂﬁ me YrepAuuSatpia A\Oyw avemapkeLlag tng
triacylglycerol lipase deficienc: triglyceride lipase deficienc TATIKAG AUTdong Twv TptyAukepLSiwv
yigly p y gly p y tprakuhoyAuKepBAnG n ne ne pLy. p
1540|Jackson-Weiss syndrome Q87.8 [2UvSpopo Jackson-Weiss
. N . . JUVEPOHO KPOVLOOUVOOTEWONG-
C tosis-midfacial h lasia-
1540|Jackson-Weiss syndrome raniosynos O.SI.S midiacial hypoplasia SUvdpopo Jackson-Weiss urtorm\aotag Tou HECOU TPOCWTTOV-
foot abnormalities syndrome ) N )
QVWHOALWY TWV GKPWV TTOSWV
1540|Jackson-Weiss syndrome JWS JUvSpopo Jackson-Weiss JWS
1533 Craniosynostosis-fibular aplasia 087.2 ZUVGPOHO KPAVLOOUVOCTEWONG-amAaciag
syndrome NG mepovng
Craniosynostosis-fibular aplasia SUVEPOHO KPaVLOOUVOCTEWONG-amAacia
1533 4 P Lowry syndrome s H o ne < SUvSpopo Lowry
syndrome NG mepovng
140896|Severe acute respiratory syndrome U04.9 |ZoBapd 0oy avarnveuotikd cUVEpopo
140896|Severe acute respiratory syndrome  |SARS ZoBapd 0§V avanveuoTtiko cUVEPOpO SARS
140896|Severe acute respiratory syndrome  |SARS-1 SoBapd o€ avanveuotikd cuVEpopo SARS-1
1532|Gémez-Lopez-Hernandez syndrome Q07.8 |z0vSpopo Gomez-Lépez-Hernandez
Cerebellotrigeminal-d | dysplasi 0v6 MSoTPLS G-
1532{Gémez-Lépez-Hernandez syndrome eredeflotrigeminal-dermal dysplasia SUv8popo Gémez-Lopez-Hernandez oV pouo] T(CtpEVKSd)(?. LO0TPIOULKNG
syndrome Seppatikng duomhaoiag
, , , Craniosynostosis-alopecia-brain defect 3 , . . ZUVEPOHO KPOVLOOUVOOTEWDNG-
1532|Gomez-Lépez-Hernandez syndrome JUvSpopo Gémez-Lopez-Hernandez . . .
syndrome ahwrekiog-BAaBwv tou eykeparou
S0vé 5 Alag-tnAékavBou-
Syndactyly-telecanthus-anogenital UVOPOHO GuV a,(ru tacm SK,aV ov
140952 . Q87.8 |MPWKTOYEVVNTIKWY KoL VEDPLKWY
and renal malformations syndrome ,
SuomAaciiv
5 SUv8popo cuvdaktuliag-tnAékavBou-
Syndactyly-tel thus- tal
140952 >YNAacYly-telecan _us anogenita STAR syndrome TIPWKTOYEVNTIKWY Kall VEDPLKWY SUvSpopo STAR
and renal malformations syndrome ,
SuomAactiv
140957 Autosomal dominant ) D69.4 AUTOOWULKN ETUKPATAG )
macrothrombocytopenia HakpoBpopBokuttapomnevia
140944 |CLOVES syndrome Q87.3 [ZUvSpopo CLOVES
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S0v6 0G A 1Y
Congenital lipomatous overgrowth- u:(‘; i?/ﬁtr)trcuuiws‘é(oUZLOLL::JT;::K::;GN
140944|CLOVES syndrome vascular malformation-epidermal nevi- SUvdpopo CLOVES p ,nc YV )
ETUSEPULE KWV OTUAWV-OKEAETIKWV
skeletal anomaly syndrome .,
QAVWHAALWV
S0v6 0 A A1
Congenital lipomatous overgrowth- Ul:; ‘;(\)/?T)trcu‘;vvs‘;oUzlo::d?\ilg::n;\):sld)v
140944|CLOVES syndrome vascular malformation-epidermal nevi- SUvdpopo CLOVES P ,nc YV .,
N ETUSEPULS KWV OTHAWV-QVWHAALWY
spinal anomaly syndrome R .
omovSUALKAG oTtAANG
140949|Low-flow priapism N48.3 |MpLamopdg xapnAng pong
20vd Y1V Seppiag-
Cutis gyrata-acanthosis nigricans- oV pf)uo vUpOE‘, 0UC TRaXUOEPHIAG
1555 . . Q87.8 |pehavilouoag akavOwong-
craniosynostosis syndrome s
KPAVLOOUVOSTEWONG
20v8 Y1V Seppiag-
Cutis gyrata-acanthosis nigricans- . oV pf)uo vupox-:\' UG TaxUOEPHiaS SUv8popo yupoeldoug maxudeppiag
1555 . . Beare-Stevenson cutis gyrata syndrome pelavilovoag akavBwong-
craniosynostosis syndrome X Beare-Stevenson
KPQAVLOOUVOCTEWONG
140936|Lelis syndrome 0vSpopo Lelis
Ectodermal dysplasia-acanthosis S0vSpopo e§wdeppikng Suomhaciag-
140936|Lelis syndrome o VP SUvdpopo Lelis p, Ho €§ F{“ ns S
nigricans syndrome pehavitouoag akavlwong
. . XapnAod avdotnpa Adyw mpwtonaboug
Short stature due to primary acid- . , .
140941|, . N - E34.3 |avemdpkelag Tng aotaboulg o o§éa
labile subunit deficiency )
uropovadag
1553|Curry-Jones syndrome Q87.0 |zOvSpopo Curry-Jones
Corpus callosum agenesis- , SUv8popo ayeveotag pecoloBiou-
1553|Curry-Jones syndrome S0vSpopo Curry-Jones .
polysyndactyly syndrome ToAUoUVSaKTUALaG
140927 Be.mgn familial neonatal-infantile G404 Ku)\ongzlc OLKOYEVE(G veoyvikoi-Bpedikoi
seizures omopot
Benign familial tal-infantil Kohor6: t i i
140927 e.nlgn amilial neonatal-infantile BENIS on'x-:u; otkoyeveig veoyvikoi-Bpedikol BENIS
seizures omopol
Benign familial neonatal-infantile . . . . Kahor|BgLg owkoyeveig veoyvikoi-Bpedikot , , , ,
140927 B tal-infantil I KoAor6 - W
celzures enign neonatal-infantile epilepsy onopol ahorBng veoyvikn-Bpedikn emAnpia
140933|Linear atrophoderma of Moulin 190.8 |[Mpappikod atpododeppa tou Moulin
140989 Primary angiitis of the central nervous 167.7 I'Ipwtom,xenq ayvslm&x TOU KEVTPLKOU
system VEUPLKOU OUCTAKATOG
140939 Primary angiitis of the central nervous|Isolated angiitis of the central nervous Mpwtonadrg ayyeLtido Tou KEVIPLKOU MEePOVWHEVN QYYELITISN TOU KEVTPLKOU
system system VEUPLKOU OUOTAUATOG VEUPLKOU OUOTANATOG
140989 Primary angiitis of the central nervous PACNS I'Ipwtom,xenq ayvslm&x TOU KEVTPLKOU PACNS
system VEUPLKOU CUCTANATOG
140989 Primary angiitis of the central nervous PCNSV I'Ipmromlxer']g aYVELitléa TOU KEVIPLKOU PCNSV
system VEUPLKOU OUCTAATOG
140989 Primary angiitis of the central nervous|Primary central nervous system Mpwtonabrg ayyeLtido Tou KEVIPLKOU Mpwtonabrg ayyeLtido Tou KEVIPKOU
system vasculitis VEUPLKOU GUOTAKATOG VEUPLKOU CUOTAKATOG
140989 Primary angiitis of the central nervous|Primary vasculitis of the central nervous Mpwtonadg ayyetitida Tou KEVTIPLKOY Mpwtonadng ayyettida Tou KEVIPLKOU
system system VEUPLKOU CUOTAUATOG VEUPLKOU OUOTAHKATOG
1566 Dandy-Walker malformation- 087.8 ZUvbpopo Suomhaocioag Dandy-Walker-

1566

Dandy-Walker malformation-
postaxial polydactyly syndrome

DWM with postaxial polydactyly

SUvdpopo duomhaoiag Dandy-Walker-
petagovikng moAuSaktuliog

DWM pe petagovikr mtohuSaktudia

1566

Dandy-Walker malformation-
postaxial polydactyly syndrome

Pierquin syndrome

SUvépopo Suomhaoiag Dandy-Walker-
HeTagovikng ToAUSakTuAiag

20vSpopo Pierquin
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140976|RHYNS syndrome SUv8popo RHYNS
Retinitis pigmentosa-hypopituitarism- ZUVEPOHO HEAQYXPWOTIKAG
140976|RHYNS syndrome nephronophthisis-skeletal dysplasia JUvSpopo RHYNS apdBAnotpoetSondbelag -
syndrome unoinoductopol - veppwvodBiong -
1563|Dahlberg-Borer-Newcomer syndrome Q87.8 [3UvSpopo Dahlberg-Borer-Newcomer
1563 |Dahlberg-Borer-Newcomer syndrome |Dahlberg syndrome JUvSpopo Dahlberg-Borer-Newcomer 3UvSpopo Dahlberg
Lymphedema-h thyroidi 20v6 X 8N -
1563|Dahlberg-Borer-Newcomer syndrome ymphecema-hypoparathyreicism ZUvSpopo Dahlberg-Borer-Newcomer Ov8pouo Asudol nucxrvoq
syndrome urnonapabupeoelSiopol
140969|Saldino-Mainzer syndrome Q87.5 [ZUvSpopo Saldino-Mainzer
140969|Saldino-Mainzer syndrome Conorenal syndrome SUvdpopo Saldino-Mainzer Kwviovedpikd cvvépopo
Renal dysplasia-retinal pigmentary ZUvSpopo vedpikig Suomhaoiag-
140969|Saldino-Mainzer syndrome dystrophy-cerebellar ataxia-skeletal JUvSpopo Saldino-Mainzer AUPLBANOTPOELSIKNG HEAQYXPWOTIKAG
dysplasia syndrome Suotpodiag-napeykepaAidikrg atagiog-
140966 Palmop.lantar keratoderma, 082.8 I'Iot?\uuc?r(ekuunoia kepatoSeppia, TUTOG
Nagashima type Nagashima
Palmoplantar keratoderma, NaAoporel ia kepatodeppia, TUMO! , .
140966 p. PPK, Nagashima type N _" HATLALA KEPATOOEPHLA, TUTLOG PPK, tumog Nagashima
Nagashima type Nagashima
140966 Palmoplantar keratoderma, Palmoplantar hyperkeratosis, Noaponepatiaio kepatodepuia, Tnog |Makaponelpatiaia unepkepdtwon,
Nagashima type Nagashima type Nagashima tunog Nagashima
D itis- ikilosi 30 {tdog-
1562 acryocystitis-osteopoikilosis a78.8 Ov6popo §quuoxucmn6uq
syndrome 00TEOMOLKIAWONG
Dacryocystitis-osteopoikilosis S0vEpopo SakpuokuoTitidag-
1562 yocy P Gunal-Seber-Basaran syndrome il , P s SUvSpopo Gunal-Seber-Basaran
syndrome ooteonotkilwong
Bi icrotia- - 30 5 log-
140963 ilateral microtia-deafness-cleft Q87.0 u’vépouo uutbotepon}xs})pnq HIKpWTLoG
palate syndrome KWdWoNG-UMEPWLOCKLOTILOG
140963 Bilateral microtia-deafness-cleft Bilateral microtia-hearing loss-cleft JUvEpopo apdotepdMAeupnGg LIKPWTLOG- |ZUvEpOpo apdOoTEPOTAEUPNG LKPWTIAG-
palate syndrome palate syndrome KWPWONG-UTEPWLOOXLOTIOG AMWAELAG OKOMG-UTTEPWLOCYLOTLOG
141046|Cervical dermoid cyst Q18.8 |TpaxnAwn Seppoetdrig kbotn
141046|Cervical dermoid cyst Dermoid cyst of the neck TpaxnAwn 8eppoetdng kuotn AeppoELdrG KUOTN TpayiAou
382 Guanidinoacetate methyltransferase £72.8 AVETIAPKELA TNG YOUQVLSLVOEELKAG
deficiency " |puebudotpavodepdong
382 Gua_m.idinoacetate methyltransferase GAMT deficiency AVETIAPKELA TNG V?UdvlﬁlVDZElKﬁc AverdpKeto GAMT
deficiency pebulotpavodepdong
742|Prolidase deficiency E72.8 |Avendpkela Tng mpoAsdaong
742|Prolidase deficiency Hyperimidodipeptiduria Avendpkela g poddong Yrepuidodinentiboupia
AvwpoAia tng TéTapt QyXLaKT
141037|Fourth branchial cleft anomaly Q18.0 “, ne P Beayxiakric
OXLOHAG
A Al é A
141037|Fourth branchial cleft anomaly Fourth branchial cleft cyst c;(’ztzqm ™G térapTs Bpayyaxis KUotn tng tétaptng BpayxLaKG OXLOMAG
Avwpodia £TQ QyXLaKT Supiyyto €T QYXLaKT
141037|Fourth branchial cleft anomaly Fourth branchial cleft fistula “, G Tévaptng Bpayyar P W. 6 Téraprng Bpayxiaxiic
OXLOHAG OXLog
141030|Third branchial cleft anomaly Q18.0 |AvwpaAio TG Tpitng BpayxLakrg OXLOHAG
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141030|Third branchial cleft anomaly Third branchial cleft cyst Avwpodia g tpitng Bpayxiakig oxtopng [Kbotn g tpitng BpayxLaknig oxtopng
141030|Third branchial cleft anomaly Third branchial cleft fistula Avwpolio tng Tpitng Bpayxlaknig oxtopng |Zupiyylo tng tpitng Bpayxtaknig oxLopng
. Avwpolio tng SeUTePng BpayxLakig
141022|Second branchial cleft anomaly Q18.0 ,
GXLOHNG
Avwpalia tng Selte QyXLOK Ko Seute QXL
141022|Second branchial cleft anomaly Second branchial cleft cyst VR , {octng erepnc Bpayyaxis UOTF]'TF]Q dtepns Bpayyaxic
oXoug oxtopng
. . . Avwpolia tg SeUTtepng BpayxLokig Jupliyyto g SeUTEPNG PPOYXLAKAG
141022|Second branchial cleft anomaly Second branchial cleft fistula , ,
GXLOHNG OXLOHNG
1979 Lipodystrophy due to peptidic growth E88.1 AutoSuotpodia Aoyw avendpkeLag
factors deficiency T [menTtSikwv augnTKWY TapayovTwy
. . Combined insulin, insulin-like growth L , Zuv&uucgsvn u’vsnotsz’Lot WOOUMVHF'
Lipodystrophy due to peptidic growth ) AuoSuotpodia Aoyw avemapKeLag au§nTikou TapAyovTa TUTTOU LVGOUALVNG
1979 - factor 1 (IGF1) and epidermal growth . , , . ,
factors deficiency - TEMTUSIKWY AUENTIKWY TTAPAYOVTWY 1 (IGF1), kot embeppiSikol auéntkoy
factor (EGF) deficiency ,
napayovta (EGF)
Lipodystrophy due t tidi th Autod [tePNe i
1979 pocys roF »y ue to peptidic grow Hoepffner-Dreyer-Reimers syndrome o Uo‘rlpod)w( ov(’» uVET[O(pI'(SLO(Q SUvBpopo Hoepffner-Dreyer-Reimers
factors deficiency TEMTUSIKWY UENTIKWY TTOPAyOVTWY
. - " . .o B} SUvSpopo tomou Werner Adyw
Lipodystrophy due to peptidic growth [Werner-like syndrome due to combined AutoSuotpodia Aoyw avemdapkeLag , , .,
1979 - - . , , GUVEUQOUEVNG QVETIAPKELAG AUENTIKWY
factors deficiency growth factor deficiency TEMTUSIKWY QUENTIKWY TTOPayOVTWY A
TILPAYOVTWY
A nt i A
141013|First branchial cleft anomaly Q18.0 vao} {orTng @ Bpayxiakns
oxoung
Avwpalia Tng mpwt QY XLOKT
141013|First branchial cleft anomaly First branchial cleft cyst leﬂtr']c ne mpaEnG Bpayxiaxnc KUotn tng mpwtng BpayxLaKkng OXLOMNG
A Al i A Supt i A
141013|First branchial cleft anomaly First branchial cleft fistula wa? {orTng @ Bpayxiakns UprV’LO ™G mpdng Bpayxiaxris
oxoung oxtopng
1571|Knobloch syndrome Q15.8 [ZUvdpopo Knobloch
1571|Knobloch syndrome Knobloch-Layer syndrome 3UvSpopo Knobloch 30vSpopo Knobloch-Layer
. - UVEpOpO ATOKOAANCNG
Retinal detachment-occipital
1571|Knobloch syndrome P Suvdpopo Knobloch apdpLBANCTPOELS0UG-LVIaKAG
encephalocele syndrome .
eykedarokrAng
141007|Orofaciodigital syndrome type 9 Q87.0 ZYOH(ITOT[pOOwT[O5ClKTU)\LKO oGv8poko
Tomnou 9
o STOHATONPOOWITOSAKTUALKO GUVEpPOUO
141007|Orofaciodigital syndrome type 9 OFD9 ) OFD9
Ttorou 9
s o STOHATONPOCWTOSAKTUAKO CUVEPOUO | ZTOHATO-TIPOCWTO-SAKTUALKG GUVEpOpO
141007|Orofaciodigital syndrome type 9 Oral-facial-digital syndrome type 9 ) )
Tomnou 9 Tomnou 9
141007|Orofaciodigital syndrome type 9 Oral-facia.l-.digital syndrome with retinal Z\:ouqronposwno&ukru)\tkd oUv8popo Zrouuro-npocwno-éalktu?\mé oL'fvépouo
abnormalities tonou 9 He apdPANCTPOELSIKEG aQVWHAALES
Orofaciodigital syndrome with retinal JTOHATOMPOCWITOSAKTUALKO GUVEPOUO | ZTOHATONPOCWOSAKTUALKG GUVEPOHO
141007|Orofaciodigital syndrome type 9 g v | W o POoK W i’ . . Pow
abnormalities tornou 9 He apdIBANOTPOELSIKEG avwHaAieg
1551|Familial benign copper deficiency E83.0 |Owkoyevrig kahonbng avemdpkela XoaAkoU
1551|Familial benign copper deficiency Familial benign hypocupremia Owoyevrg kahorOng avendpkela xaAkol |Owkoyevig kahonBng uroxaAkatpia
X-linked intellectual disability-Dandy- SUvSpopo puAooUVEETNG vONTIKAG
1568|Walker malformation-basal ganglia Q23.8 |uotépnong-6uomiaciag Dandy-Walker-
disease-seizures syndrome VOOOU BACIKWY yoyyAlwV-omaopwy
o STOMATONPOOWIOSAKTUALKS CUVEPOHO
141000|Orofaciodigital syndrome type 11 Q87.0
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o STONATONPOCWITOSAKTUALKG GUVEPOUO
141000|Orofaciodigital syndrome type 11 OFD11 , OFD11
tonou 11
o o ZTOHATONPOCWIOSAKTUALKO GUVEPOUO | ZTOUATO-TIPOCWITO-GAKTUALKO GUVEPOHO
141000|Orofaciodigital syndrome type 11 Oral-facial-digital syndrome type 11 , .
Torou 11 Tornou 11
141000|Orofaciodigital syndrome type 11 Oral-facial-digital syndrome, Gabrielli Zryouutonpouwr{o&anu)\tké ouvépopo Zr'ouaro-npc{cwno-&uk_m)}mb
type Torou 11 oUvdpopo, tunou Gabrielli
o L L ZTOHATONPOCWIOSAKTUALKO GUVEPOUO  |ZTOHATOMPOCWIOSAKTUAKG cUVEpopo,
141000|Orofaciodigital syndrome type 11 Orofaciodigital syndrome, Gabrielli type , . -
Tomou 11 tomou Gabrielli
140436 Primary |nt.raosseous venous D18.0 I'Ipu)ronalenc evdoootikn dAeBwdng
malformation Suomhaoia
Primary intraosseous venous Mpwrtornadrg evéoo | PAeBWS . .
140436 ' V! . us venou Intraosseous hemangioma pwror , ¢ evboootik dAeBiENG Ev5000TIKO alpayyeiwpa
malformation Suomhaoia
Pri int n Or¢ evd 1 dAEPWS
140436 rimary in .raosseous venous Osseous venous malformation pwrona' "¢ evBoootuf) GAepdsne Ootikn dAeBwSNG SuomAacia
malformation Suomhaoia
1493 |Vici syndrome Q87.8 [ZUvSpopo Vici
1493|Vici syndrome .Corpus callcisym agenesis-cataract- Sovspopo Vici 20v6p0|.'10 ayeveoiog uscs'o}\oBiou-
immunodeficiency syndrome KOTAPPAKTN-0VOCOQVETIAPKELAG
Dionisi-Vici-Sabetta-Gambarara J0v8popo Dionisi-Vici-Sabetta-
1493 |Vici syndrome fonisivict JUvSpopo Vici UVOpOHo Dienisi-Vici
syndrome Gambarara
. Aevteponabrig uronapabupeoelSIoHOG
S dary h thyroidism d
140286 e?on afry Vpoparathyroidism 'ue E20.8 |AOyw Slatapaypévng EKkpLong
to impaired parathormon secretion ,
napaboppovng
Intellectual disability-hypoplastic ZUVSPONO VONTIKNAG UOTEPNONG-
1495|corpus callosum-preauricular tag Q87.8 |umom\aoTikol pecoAoBiou-powTtiaiwy
syndrome 0KPOXOPSWVWV
Intellectual disability-hypoplastic ZUVSPOUO VONTIKAG UOTEPNONG-
1495|corpus callosum-preauricular tag Da Silva syndrome urton\aoTikoV pecohoBiou-powtiaiwv |[ZUvSpopo Da Silva
syndrome QKPOXOPSWVWV
1509|Coxopodopatellar syndrome Q74.1 |loxwonodoemntyovatidikd cuvEpopo
1509|Coxopodopatellar syndrome Ischiopatellar dysplasia loxionodosmyovatidikd ouvSpopo loxwoemyovatidikn Suomhaocia
1509|Coxopodopatellar syndrome SPS loxlonodoermnyovatidiko cuvspopo SPS
1509 |Coxopodopatellar syndrome Scott-Taor syndrome loxionodoemyovatidikd ouvépopo SUvSpopo Scott-Taor
1509|Coxopodopatellar syndrome Small patella syndrome loxlonodoemntyovatidiké auvSpopo ZUVEPOHO HLKPNG EMLyovaTiSag
1512|Crane-Heise syndrome Q87.5 [ZUvSpopo Crane-Heise
1506 Thin ribs-tubular bones-dysmorphism 087.5 JUVEPOpO AEMTWV TIAEUPWV-OWANVWEWV
syndrome "~ |ootwv-Sucpopdiopol
Thin ribs-tubular bones-dysmorphism S0VEPOHO AETTWY TAEUPWV-CWANVWEW , .
1506 nr by v phi Sharma-Kapoor-Ramji syndrome oV 'p HO AETTWVTY 'Upwv owAnVwowy 20v8popo Sharma-Kapoor-Ramji
syndrome ootwv-SuopopdLopol
1508|Coxoauricular syndrome Q87.1 [loxowtiaio cuVSpopo
H ichoti v i .
1517 ypertrichotic . a78.8 r'tsptptankn ooteoxovépoduoniacia,
osteochondrodysplasia, Cantu type TuTtog Cantu
1519 SPECC1L-related hypertelorism Q87.0 JUvSpopo SPECCLL-oxeTl{opevou

UTIEPTEAOPLOHOU
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SPECCl1L-related h telori: PRIV SPECCI1L- ¢
1519 related hypertelorism Brachycephalofrontonasal dysplasia IvOpouoe ) OXETLoHEVOY Bpayukedpaopetwropwikr Suomhacia
syndrome UTtEPTEAOPLOHOL
SPECC1L-related hypertelorism S0v6popo SPECCIL-oXeTOUEVO § . .
1519 Ve ' Teebi hypertelorism syndrome Uvopou ) OXETLoHEVOL 20v&popo unepteroplopol Teebi
syndrome UTEPTEAOPLOHOU
1520|Craniofrontonasal dysplasia Q87.1 |Kpaviopetwnoptvikn Suomiacia
1520|Craniofrontonasal dysplasia CFND Kpaviopetwrnopwikr Suomhaoio CFND
1520|Craniofrontonasal dysplasia CFNS Kpaviopetwrnopuvikr Suomhaoio CFNS
1520|Craniofrontonasal dysplasia Craniofrontonasal syndrome Kpaviopetwropuvikr Suomhaoioa Kpaviopetwnopikd cuvEpopo
1513|Craniodiaphyseal dysplasia M85.2 [KpavioStaduaotakr Suomhaocio
1514 Craniodigital-intellectual disability 087.0 KPQYLO&IKIU}\LK(') oUVEPOO PE VONTIKY
syndrome votépnon
Craniodigital-intellectual disabilit Kpavio8aKTuAlkd GUVEPOLO HE VONTLKN
1514 8 ¥ Scott craniodigital syndrome p , POHO HE vanTLh KpavioSaktuAkod auvdpopo tou Scott
syndrome votépnon
Craniodigital-intellectual disabilit Kpavio8akTtuAiké clvEpopo e Vol \
1514 lodigital-i ual disability Scott-Bryant-Graham syndrome o Yl KTUALKO GOVOPOO HE vonTukn ZUv8popo Scott-Bryant-Graham
syndrome votépnon
140481 Autosomal domerant slowed nerve G60.0 Aur?awutkn ET(I.K'pClTr]Q smﬁpa&uvousvn
conduction velocity TaXUTNTA VEUPLKAG QyWYLHOTNTAG
1515|Cranioectodermal dysplasia Q87.5 [Kpavioe§wdeppiki Suomiaaio
1515|Cranioectodermal dysplasia CED Kpavioe§wdepuikr) Suomhaocio CED
1515|Cranioectodermal dysplasia Sensenbrenner syndrome Kpaviog§wdeppuikn Suomhacia ZUvSpopo Sensenbrenner
1516|Craniofacial dyssynostosis Q87.0 [Kpaviompoowrikiy SUGGUVOCTEWSN
1516|Craniofacial dyssynostosis BLSS Kpavionpoowrtikiy Suoouvootéwon BLSS
Bilateral lambdoid and sagittal Al OTIA: AapSoeidn
1516|Craniofacial dyssynostosis tlatera .am oldand sagitta Kpaviorpoowrtikr 6uccuvocTéwaon u¢ot§pon supn' CHOOELONG Kat
synostosis oBellaia cuvootéwon
1527|Craniosynostosis, Philadelphia type Q87.0 |Kpavioouvootéwon, Turog MladéAdeLag
1528|Craniotelencephalic dysplasia Q04.3 [KpavioteAeykedaAikr Suomhaaio
JOVEPOHO KPOAVLOTIPOSWTTKO-KWHWONG-
1529|Craniofacial-deafness-hand syndrome Q87.0 p Ko ke o bwong
XELPWY
20v8 O-KUl -
1529|Craniofacial-deafness-hand syndrome |CDHS oV Pouo KPAVLOTPOSWTIKO-KiWANG CDHS
XELPWY
JOVEPOHO KPAVIOTIPOSWIKO-KWPWONG-  |ZUVEPOUO KPAVLOTIPOCWITLKO-OTWAELOL
1529|Craniofacial-deafness-hand syndrome |Craniofacial-hearing loss-hand syndrome p Hokp TpoowIt bwong ,p H p Teoowrt ™ ¢
XELPWY QKONG-XELPWY
20v8 O-KUl -
1529|Craniofacial-deafness-hand syndrome |Sommer-Young-Wee-Frye syndrome XE:J(E:“D KPAVLOTPOOWIKS-KDGWOTG sUvpopo Sommer-Young-Wee-Frye
1521 Craniofrontonasal dysplasia-Poland 087.8 ZUVEPOHO KPOVIOHETWITOPLVIKAG

Suomlaoiag-avwpaAiag Poland

1521

Craniofrontonasal dysplasia-Poland
anomaly syndrome

Webster-Deming syndrome

JUVEPOHO KPOVLOUETWITOPLVLKIG
Suomhaciag-avwpaliag Poland

sUvBpopo Webster-Deming
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1522|Craniometaphyseal dysplasia Q78.8 |Kpaviopetaduotakr Sucmhaaio
1525|Cranio-osteoarthropathy M89.4 [Kpavio-ooteoapBponddeia
1525|Cranio-osteoarthropathy Currarino disease Kpavio-ooteoapBpomndOeta Noéoog Currarino
. - . , 1810mabrg ooteoapOponddeLa Tou
1525|Cranio-osteoarthropathy Currarino idiopathic osteoarthropathy Kpavio-ooteoapBpomnabeia Currarino
1525|Cranio-osteoarthropathy Reginato-Schiapachasse syndrome Kpavio-ooteoapBpomndbeia ZUvSpopo Reginato-Schiapachasse
Facial dysmorphism-anorexia- 20vSpopo SucpopdLopol TPoowITou-
1969 |cachexia-eye and skin anomalies Q87.0 |avope§iag-kaxefiag-avwpoliwy
syndrome odpBaApwy kat Séppatog
Facial dysmorphism-anorexia- JUvSpopo SucpopdLOPOU TTPOCWITOU-
1969|cachexia-eye and skin anomalies FACES syndrome avopelag-kaxe§iag-avwpaiiwv SUv8popo FACES
syndrome 0pBaALWV Kat Séppartog
Facial dysmorphism-anorexia- JUvSpopo SucpopdLopol Tpocwou-
1969|cachexia-eye and skin anomalies Friedman-Goodman syndrome avopegiag-kaxe§iag-avwpaAlwv ZUvdpopo Friedman-Goodman
syndrome 0pOaALWV Kat §éppatog
Flat face-microstomia-ear anomal SOvEpopo eninedou MPOoWIOU-
1968 v Q87.0 POHOE pe :
syndrome HIKPOOTOHIAG-OVWHOALDV TWV WTWY
1968 Flat face-microstomia-ear anomaly Blepharophimosis-telecanthus- JUvSpopo emninedouv mpoownou- JUvSpopo Bredapodipwong-
syndrome microstomia syndrome HIKPOOTOHIAG-OVWHAALDY TWV WTWV tnAékavBou-pikpootopiag
Flat face-microstomia-ear anomaly . . . Z0vSpopo emninedou MPoowmnou- L .
1968 Simosa craniofacial syndrome | . . Kpavionpoowrikd ocUvépopo Simosa
syndrome HIKPOOTOHIAG-OVWHOALDY TWV WTWY
Flat face-microstomia- I S0vé ined i -
1968 at tace-microstomia-ear anomaly Simosa-Penchaszadeh-Bustos syndrome uvopopo anz ov npc,woumou, SUv8popo Simosa-Penchaszadeh-Bustos
syndrome UUKPOOTOHIAG-OVWHOALDV TWV WTWV
Facial dysmorphism-macrocephaly- 2UvSpopo SucpopdLopol TPocwou-
1970|{myopia-Dandy-Walker malformation Q87.8 |pakpokedahiog-puwniag-ducmiaciog
syndrome Dandy-Walker
1973|Faciocardiorenal syndrome Q87.8 |Mpocwnokapdlovedpikd cuvEpopo
1973|Faciocardiorenal syndrome Eastman-Bixler syndrome Mpoowrnokapdlovedpikd cUVEPOUO SUvSpopo Eastman-Bixler
(] ¢ SLopeKn
1972|Lethal faciocardiomelic dysplasia Q87.8 avarnd)lopoq TIPOCWIROKAPOLOMEALK
Suomhaoia
1974 Aut.os?rT\aI re?essive 087.8 AUTOCWULKO uno}\emépevo' )
faciodigitogenital syndrome TPOOWMOSAKTUAOYEVWNTIKO 0UVEPOLO
Auty | i Al 6 AELTTO
1974 Y .ost.nrr_la rec‘esslve Aarskog-like syndrome UTOOWHLKO o smouevo, . ZUvSpopo tumou Aarskog
faciodigitogenital syndrome TPOCWIOSAKTUAOYEWWNTIKG GUVEPOUO
1974 Autosomal recessive Facio-digito-genital syndrome, Kuwait AUTOCWHLKO UTIOAELTTIOUEVO Mpoowrno-8aKTUAO-YEVWNTIKO
faciodigitogenital syndrome type TPOOWNOSAKTUAOYEVWNTIKO 0UVEPOLO oUv8popo, Tunog KouBét
Auty | i Al 6 AELTTO
1974 Y .os(.nn?a rec.esswe Teebi-Naguib-Alawadi syndrome UTOOWHLKO UTtO smouevov . ZUvSpopo Teebi-Naguib-Alawadi
faciodigitogenital syndrome T(POCWIOSAKTUAOYEWWNTIKG GUVEPOUO
1962 Exostoses-anetodermia-brachydactyly Q87.5 ZUvSpopo e§ooTWOoEWV-aveTOdEppiag-
type E syndrome " |BpaxuSaktuhiog tumou E
Extrasystoles-short stature- JUVEPOUO EKTAKTOOUCTOAWY -XapnAou
1964|hyperpigmentation-microcephaly QVOOTHHLOTOG-UTEPUEAQYXPWONG-
syndrome HUIKpOKEPaAiG
Extrasystoles-short stature- JUVEPONO EKTAKTOCUCTOAWY -XapnAol
1964|hyperpigmentation-microcephaly Char-Douglas-Dungan syndrome QVAOTHLATOG-UTIEPUEAQYXPWONG- ZUvdpopo Char-Douglas-Dungan
syndrome HIKpoKEPaAiog
1822(Dysplasia epiphysealis hemimelica Q74.8 |Emubuotokni nuipeAkn duomiaocio

1822

Dysplasia epiphysealis hemimelica

Trevor disease

Eruduotakr nuipehkr Suomiaoia

Néoog Trevor
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1824|Lowry-Wood syndrome Q87.5 [zuvbpopo Lowry-Wood
Epiphyseal dysplasia-microcephaly- § S0vépopo & akrig Suomhaoiag-
1824|Lowry-Wood syndrome piphy: ysplasi ' phaly JUvépopo Lowry-Wood OVOPOM T.“dmcl “ne u(m olas
nystagmus syndrome HiKpoKeDaAiag-vuoTayou
1952|Pacman dysplasia Q77.8 |AvomAacia Pacman
Epiphyseal stippling syndrome- . S0vEpopo ypd emdUoEWV-
1952(Pacman dysplasia piphY . Ppiing y. AvomAacia Pacman VVOPOHO VP 'lluwﬁﬂﬁ md'>u0 o
osteoclastic hyperplasia syndrome 0O0TEOKAQOTIKIG UTIEPTIAQLGLOG
1954|Congenital lethal erythroderma Q82.8 [Zuyyevng Bavatndopog epubpodeppia
Nwtiatonapeykepahidikn atagia tumo
1955(|Spinocerebellar ataxia type 34 G11.1 3:’“ tonapeykedodik aragia tonou
. . . . Nwtiatonapeykedodikn atagia tonov , ,
1955|Spinocerebellar ataxia type 34 Erythrokeratodermia with ataxia 31 EpuBpokepatodeppia pe atagio
Nwtiatonapeykepahidikn atagia tumo
1955(|Spinocerebellar ataxia type 34 SCA34 3:m tonapeykedodik aragia tonou SCA34
Spinocerebellar ataxia and Nwrtiaonapeykepahidikr atafia tonov  [Nwtiatonapeykedalidikn atagio kot
1955|Spinocerebellar ataxia type 34 P . pevked N : pevked | n :
erythrokeratodermia 34 epuBpokepatodeppia
1926|Diabetic embryopathy P00.4 |AwaBntikn epBpuonddeia
2209|Maternal phenylketonuria E70.1 |Mntpwkn dpatvuAketovoupia
. R . , , YriepdavuAahavivaptkn
2209|Mat | phenylket H henylal bi th M A
aternal phenylketonuria yperphenylalaninemic embryopathy NTPLKNA GawuAkeTovoupia euBpuondBEL
2209|Maternal phenylketonuria Maternal PKU Mntpiki davulketovoupia Mntpwn PKU
2209|Maternal phenylketonuria Maternal hyperphenylalaninemia Mntpkn dawvulketovoupia Mntpik urtepdavulodavivapia
2209|Maternal phenylketonuria Phenylketonuric embryopathy Mntpkn dpatvuAketovoupia DawulkeTovoupLkr epBpuonddeta
1927|Emery-Nelson syndrome Q87.8 [zUvSpopo Emery-Nelson
Hand and foot deformity-flat facies S0VEPOHO TAPAHOPGWOEWY XELPWV KaL
1927|Emery-Nelson syndrome 4 SUvdpopo Emery-Nelson ,p i , panopd N Xelp
syndrome oS Wwv-enineSou MPoowou
1937|Eng-Strom syndrome Q87.1 |ZOvSpopo Eng-Strom
o , JUVSPOUO XOUNAOU OVOOTAROTOG-
1! Eng- -| b1 Eng-!
937|Eng-Strom syndrome Short stature-locking fingers syndrome UvSpopo Eng-Strom KAEBWHEVIY SaKTOAWY
1920|Toluene embryopathy Q86.8 |EpPpuondbeta and todovévio
1919|Phenobarbital embryopathy Q86.8 |EpuBpuonddela and dpawoBapPirdin
1917|Fetal methylmercury syndrome T56.1 EuBpuwd abvBpopio ano
v sy " |neBuiudpdpyupo
. . EpBputkd clvdpopo anod Mpoyevvntikn Aoipwén anod
1917|Fetal methylmercury syndrome Methyl mercury antenatal infection . .
pebuAudpdapyupo pneBuAuSpdpyupo
. . EpBputkd ovvépopo and A -
1917|Fetal methylmercury syndrome Minamata disease , Noéoog Minimata
pneBuAudpdpyupo
1923|Methimazole embryofetopathy Q86.8 |Euppuondbeta and uebpaloin
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1923|Methimazole embryofetopathy MMI/CMZ embryofetopathy EpBpuondOeia and pedbipaoin EpppuondBeia MMI/CMZ
1923|Methimazole embryofetopathy MMI/CMZ embryopathy EpBpuonaBeta and pebipaloin EpBpuondadeia MMI/CMZ
Methi | bi | E oT¢]
1923|Methimazole embryofetopathy ethimazole/carbimazole EpBpuonddela and pedpualoin HBPUOTSQ el ,
embryofetopathy HEBLHATOANS/KapBLHAIOANG
1923|Methimazole embryofetopath Methimazole/carbimazole embryopath EpBpuonddeia and pebpalo Enpuondbela
v pathy yopathy Hep HeBtHasomn uedualoAng/kapPLuatoAng
1912|Fetal hydantoin syndrome Q86.1 |EuPputkd cuvSpopo and vdavrtoivn
1912|Fetal hydantoin syndrome Fetal dihydantoin syndrome EpBputkd ouvdpopo and udavroivn EpBputkd ovvspopo and Swdavroivn
1912|Fetal hydantoin syndrome Phenytoin embryofetopathy EuBputkd ovvdpopo amnd udavroivn Epppuonadeta and dawutoivn
1918|Fetal minoxidil syndrome Q86.8 |EuBpuLkd cUVEpopo amod pvoétsiin
1918|Fetal minoxidil syndrome Minoxidil antenatal infection EpBputkod oOvEpopo armod pvostsiin Mpoyevvntiki Aotpwén amnd uwvosLdiAn
1911|Cocaine embryofetopathy Q86.8 |Epppuonabela and Kokaivn
1911|Cocaine embryofetopathy Fetal cocaine syndrome EpBpuondBeto anod kokaivn EuBpuikd olvSpopo kokaivng
1910|Fetal iodine syndrome P72.2 |EpBputkd obvEpopo and wdlo
1916|Diethylstilbestrol syndrome Q86.8 |ZUvpopo SLtatBulaTABeoTpOAng
1916|Diethylstilbestrol syndrome DES embryofetopathy 3UvSpopo SLatBuloTABECTPOANG Epppuonddeia DES
1916|Diethylstilbestrol syndrome DES syndrome Z0vSpopo SLatBUATTIABECTPOANG ZUvSpopo DES
1916|Diethylstilbestrol syndrome Diethylstilbestrol embryofetopathy 3UvSpopo SLatbBuloTABECTPOANG EpBpuonddeta SLatBuloTA\BeoTpOANg
1916|Diethylstilbestrol syndrome Distilbene embryofetopathy ZUvSpopo SLatBulaTIABECTPOANG EpBpuonddela SiotihBeviou
. EuBputkd cuvdpopo and
294 (Fetal cytomegalovirus syndrome P35.1
KUTTapopeyoAoid
294|Fetal cytomegalovirus syndrome Antenatal CMV infection EuBpuwks oGvSpopo ard Mpoyevvntiki Aoipwén and CMV
vt 8 4 KUTTAPOHEYANOiO povevvT AoHwEN
. o . Eupputkd clvdpopo and MpoyevvntikA Aotpwén and
294 (Fetal cytomegalovirus syndrome Antenatal cytomegalovirus infection
KUTTatpopeyoAoid KUTTapopeyaAoid
. . - . SUv8popo petddoong
. Mother-to-child transmission of EpBputkd ovvépopo and e , ,
294|Fetal cytomegalovirus syndrome . KUTTOPOUEYQAOLOU QTTo TN UNTEPD OTO
cytomegalovirus syndrome KUTTAPOHEYANOIO st
1914 Vitamin K antagonist 086.2 EpBpuondOeia anod avtaywvioTég Tng

1914

Vitamin K antagonist
embryofetopathy

Vitamin K antagonist embryopathy

EpBpuondBeLa amd avtaywviotég The
Brtapivng K

EMBpUOTABELL OO QVTAYWVLOTEG TNG
Brrapivng K

1914

Vitamin K antagonist
embryofetopathy

Warfarin embryofetopathy

EpBpuondBbela and aviaywviotég tng
Brrapivng K

EpBpuonddeia and Bapdapivn

1914

Vitamin K antagonist
embryofetopathy

Warfarin embryopathy

EpBpuondBeLa amd avtaywviotég the
Brrapivng K

EpBpuonadeia and Bapdapivn
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1914 Vitamin K antagonist di Sala syndrome Equt{ono’(Bsta Qo aVTOyWVLOTEG TNG Sov6popo di Sala
embryofetopathy Brapivng K
1913|Fetal trimethadione syndrome Q86.8 [EpPpuikd cuvdpopo amnd tpiuedadiovn
1896|EEC syndrome Q82.4 (2Ovépopo EEC
. ZUvSpopo ektpwdaktuAiog-
Ectrodactyly-ectodermal dysplasia-cleft , , .
1896|EEC syndrome . Y ysplast JUvépopo EEC e§wdeppikng Suomhaoiag-
lip/palate syndrome , ,
XeWeooxLotiag/unepwiooxtotiag
1897|EEM syndrome Q87.8 [20vSpopo EEM
SOvEpopo e§wode A¢ Suomhaoiag-
Ectodermal dysplasia-ectrodactyly- , Uvopou £u'> PHKNG U,(m m,c
1897|EEM syndrome ZUvépopo EEM ektpwdaktuliag-Guotpodiag wxpdg
macular dystrophy syndrome |
KknAidag
1908 Aminopterin/methotrexate 086.8 EquUOT[O('eELO( ano )
embryofetopathy apworttepivn/pebotpegdtn
Aminopterin/methotrexate E ondbela anod SOvSpopo g ondBelag and
1908 inopterin/ X Aminopterin embryopathy syndrome HBpuor | L ar , Uvopou , HBpuondBeLas ar
embryofetopathy apworttepivn/pebotpeatn apwontepivn
Aminopterin/methotrexate . . EpBpuonabeia and L. ,
1 Fetal t E
908 embryofetopathy etal aminopterin syndrome apwortepivn/ueBotpeEdT HBPULKO cUVEPOO apvomTepivng
1909|Indomethacin embryofetopathy Q86.8 |EuBpuomnddela and wdopebakivn
1909|Indomethacin embryofetopathy Fetal indomethacin syndrome Epppuonabeta and wdopeboakivn EpBputkod ovvpopo vdopebakivng
1906 |Fetal valproate spectrum disorder Q86.8 G)acuu_.(itfltupuxwv Tou eufpdou ard
BaAmpoiko
. Ddopa Statapaxwv tou epPplou and . . . .
1906|Fetal valproate spectrum disorder Fetal valproate syndrome BaAnpoiko Eupputkd ovvSpopo anod BaAmpoikd
. L Ddopa Statapaywv Tou epppuou and . . e
1906 |Fetal valproate spectrum disorder Fetal valproic acid syndrome Bakmpoixd EpBputkd cuvSpopo and BaAnpoikd ol
. o Odopa Statapaxwv tou epPplou and , , L
1906|Fetal valproate spectrum disorder Valproic acid embryopathy BaAnpoiko EpppuondaBeta and BaAnpoikd ofu
1895|Edinburgh malformation syndrome Q95.2 [ZUvSpopo Suorhaciag tou EStpBolpyou
Tumnog ESiuBolpyou (Typus
1895|Edinburgh malformation syndrome  |Typus Edinburgensis 20vSpopo duorhaoiag tou ESyuBolupyou . 5 HB, pvou (Typ
Edinburgensis)
1891 Intellectual disability-spasticity- SUVEPOHO VONTIKAG UOTEPNONG-
ectrodactyly syndrome OTOLOTLIKOTNTAG-EKTPWSAKTUALOG
Intellectual disability-spasticity- ZOVEPOHO VONTIKAG LOTEPNONG-
1891 V-sp: ¥ Jancar syndrome o Ll' e PN n'< 20vSpopo Jancar
ectrodactyly syndrome OTAOTLKOTNTAG-EKTPWSAKTUALOG
0v8 5 Alog-
1892 |Ectrodactyly-polydactyly syndrome Q69.9 ni;u‘;(;l::ua}i;pqw AKTUALaG
20VEpopo eKTpWSAKTUALOG-
1892|Ectrodactyly-polydactyly syndrome Q73.8 no)\u’;uttu)\ia;:; S
Leukomelanoderma-infantilism- SUvSpopo Aeukopelavodeppiag-
1816|intellectual disability-hypodontia- Q82.4 |moSLoHOU-VONTIKNG UGTEPNONG-

1816

Leukomelanoderma-infantilism-
intellectual disability-hypodontia-
hypotrichosis syndrome

Berlin syndrome

SUvEpopo Aeukopelavodeppiog-
TALSLOHOU-VONTIKAG UCTEPNONG-
unodovtiag-unotpixwong

20vSpopo Berlin

1816

Leukomelanoderma-infantilism-
intellectual disability-hypodontia-
hypotrichosis syndrome

Ectodermal dysplasia, Berlin type

SUvSpopo Aeukopelavodeppiag-
TS LOPOU-VONTIKAG UOTEPNONG-
unodovtiag-unotpixwong

efwbeppikn Suomhaoia, tumog Berlin
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1818 Ec_todermal dysplas.la, 0824 efwdepuikn Bucn’}\am’a,
trichoodontoonychial type TpLyoodovtovuxaiog TUog
1883 Ectodermal dysplasia-sensorineural JUvSpopo e§wdeppikrg Suomhaoiag-
deafness syndrome veupoalobntiplag kwdwong
1883 Ectodermal dysplasia-sensorineural  |Ectodermal dysplasia-sensorineural SUvbpopo efwdeppikrg Suomhaotiag- SUv8popo efwdeppikng Suomhaciag-
deafness syndrome hearing loss syndrome veupoalobntiplag kwdwong VEUPOALOONTAPLAG AMWAELAG QKONG
Hypohidrotic ectodermal dysplasia- SUVEPOHO LTUSPWTIKAG EEWOEPUIKIG
1882 |hypothyroidism-ciliary dyskinesia Q82.4 |Suomhaciag-unobupeoeldiopou-
syndrome Suokvnoiag KpooowvV
Hypohidrotic ectodermal dysplasia- ZUVSPOUO UTUSPWTIKAG EGWEEPHLKAG
1882 |hypothyroidism-ciliary dyskinesia ANOTHER syndrome Suorhaoiag-unoBupeoeldLopov- SUvSpopo ANOTHER
syndrome Suokwnolag Kpooowv
Hypohidrotic ectodermal dysplasia- JUVEPOpO UTUEPWTIKAG EEWEEPHLKIG
1882 |hypothyroidism-ciliary dyskinesia HEDH syndrome Suomhaotag-unoBupeoelSLopol- SUv8popo HEDH
syndrome Suokwnoiag Kpooowv
Congenital muscular dystrophy- , . - .
S0v6 & -
1875|infantile cataract-hypogonadism G71.0 BU\e/d)Ts:g :::’;EVZ:: HS:QQOV:ZTLZOZ);M
syndrome P PpaKT v s
Congenital muscular dystrophy- ’ | - ,
SUv8popo cuyyevoug puikng Suctpodiag-
1875|infantile cataract-hypogonadism Bassoe syndrome P u, vy , S HULnG P d), S JUvSpopo Bassoe
Bpedikol KATAPPAKTN-UTIOYOVASIOHOU
syndrome
1873 Jalili syndrome H35.5 |20vSpopo Jalili
1873]3alili syndrome .Cone rod dystrophy-amelogenesis Sov6poyo Jali Z\hvﬁpc':uo 6uurpo¢iuq' Kwviwv paBsiwv-
imperfecta syndrome aTeENOUG S OUAVTIVOYEVEDNG
1879|Melorheostosis with osteopoikilosis M85.8 |MeAopeooTéwon pe ooteomolkiAwon
1879|Melorheostosis with osteopoikilosis  |MSBD syndrome MehopeooTEWON UE OOTEOTIOKIAWGN SUvdpopo MSBD
1879|Melorheostosis with osteopoikilosis  |Mixed sclerosing bone dystrophy MelopeooTéwan pe ooteonotkilwaon Mkt 0oTe0oKANPUVTIKA SuoTpodia
1867 Hereditary bullous dystrophy, 08L8 KAnpovopikn mopdoluywdng ductpodia,
macular type " |knAbwdoug tunou
1872|Cone rod dystrophy H35.5 [Auctpodia kwviwv-papsinv
1871|Progressive cone dystrophy H35.5 [Mpoodeutikr Suctpodia kwviwv
1871|Progressive cone dystrophy Cone dystrophy Mpoodeutikn uotpodia kwviwv Avotpodia kwviwv
1861 Thoracic dysplasia-hydrocephalus 087.8 ZL’Jvépouo' Bwpakikig Suomaoiag-
syndrome udpokedaiou
D - ~ A , P
1865 yssegmental dysplasia, Silverman: Q77.7 -ucrunpozru(n Suomlaoia, TUnog
Handmaker type Silverman-Handmaker
1858 Skeletal dysplasia-epilepsy-short 0875 S0vEpopo okeAeTIkAG SuoTAaciag-
stature syndrome 7 [emAndiag-xapnlol avaotipatog
Skeletal dysplasia-epil -short S0vé AeTikrig SuoTAaoiag-
1858 eletal dysplasia-epllepsy-sho Gurrieri-Sammito-Bellussi syndrome ov po’uo OKE snKr]q UCm, aotag 3Uv8popo Gurrieri-Sammito-Bellussi
stature syndrome enAndilag-xapnAol avaoTpatog
DuhooOVEeT apdLPANCTPOELSIKN
1852(X-linked retinal dysplasia Q141 Setn auduBAnotpoebuch
Suomhacia
. Avomhaoia ootwy, Bavatndopog Tunog
1842|Bone dysplasia, lethal Holmgren type Q77.8
Holmgren
Autosomal recessive lethal Avorhasia ootiv, Bavatndépos T AUTOCWULKN) UTLOAELTOpEVN
1842(Bone dysplasia, lethal Holmgren type |chondrodysplasia, round femoral Holmeren ! neopos < Bavatndopog xovspoduomraaia, TUmog
inferior epiphysis type 8 OTPOYYUARG KATW pnplaiog enipuong
K\ 1 BA: OnAtak
1839|Hereditary mucoepithelial dysplasia K13.7 neovouk BRewoeruna

Suomhaocia
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1839|Hereditary mucoepithelial dysplasia |Urban-Schosser-Spohn syndrome npovop}tkn PhevvoemBnhiak SUv8popo Urban-Schosser-Spohn
Suomhacia
| h | lasi 30 Aé A
1837 Ulna metaphyseal dysplasia Q785 uv&pou? WAEVLAG HETAPUOLAKIG
syndrome Suomaoiag
ul taph | dysplasi 20v8 AE A
1837 na metaphyseal dysplasia Rosenberg-Lohr syndrome o pouc‘> whéviag petapuotakis 2UvSpopo Rosenberg-Lohr
syndrome Suomaoiag
. . Meoopehkn Suomhaoia, TUmog
1836(M lic dyspl , Kantaputra t 78.8
esomelic dysplasia, Kantaputra type Q Kantaputra
. . . . Meoopelikn Suomhaoia, TUmog , ,
1836|Mesomelic dysplasia, Kantaputra type |Kantaputra mesomelic dysplasia Kantaputra Meoopehikn Suomhacia Kantaputra
Meoopelikn & Aaota, tomo
1836|Mesomelic dysplasia, Kantaputra type |[MDK OOHEALKN SuoTthacia, TuTtoq MDK
Kantaputra
M Awkn) Suomacia, T M Ak} Suomhaoia, Taikavseé
1836|Mesomelic dysplasia, Kantaputra type |Mesomelic dysplasia, Thai type ECOpLEMK) SUGTAELA, TUTOG ,EGO”E wn buorhaota, Tathavbeguog
Kantaputra TUTTOG
dopa Suomhaciog Tov agovikou
1834|Axial mesodermal dysplasia spectrum Q87.8 o Uu, voraotag tou afovikoy
HECOSEPUATOG
1834|Axial mesodermal dysplasia spectrum |Blastogenesis defect ®dopa duorhasiag Tou afovikod BAaBn tng PAactoyéveot
ysp! p 8 HECOBEPLOTOC N TG PAactoy: ne
. . Ddopa Suomhaciag touv agovikoly ,
1834|Axial mesodermal dysplasia spectrum |Russell-Weaver-Bull syndrome , 20v8popo Russell-Weaver-Bull
HECOSEPUATOG
1830|Schimke immuno-osseous dysplasia Q77.7 |Avooo-ootikr Suomhacia Schimke
1830|Schimke immuno-osseous dysplasia |Schimke syndrome Avooo-00Tiki} SuomAacia Schimke JUvSpopo Schimke
Spondyloepiphyseal dysplasia-nephrotic SnovSuloenipuotakr Sucmhacio-
1830|Schimke immuno-osseous dysplasia pondyloepiphy VP P Avooo-ootikry Suomhacia Schimke A d) N
syndrome VePpwoLkd cUVEpopo
1825 Epiphyseal dysplasia-hearing loss- Q87.0 SUvSpopo enudpuotlakng Suorhaoiog-
dysmorphism syndrome " |anwAelag akong-sucpopdiopol
1825 Epiphyseal dysplasia-hearing loss- Epiphyseal dysplasia-deafness- SUvSpopo eriduolakrg Suorhaociog- J0vSpopo enipuotakrg Suomhaciag-
dysmorphism syndrome dysmorphism syndrome AMWAELAG AKONG-SuTHOPPLoHOL Kwdwong-duopopdLopol
Epiph | dysplasia-hearing loss- 0v8 ¢ SuomAaoiag-
1825 pip ysea_ ysplasia-nearing loss Finucane-Kurtz-Scott syndrome Uv, popo Enl(?uclun(nq voru ﬂflluc JUvSpopo Finucane-Kurtz-Scott
dysmorphism syndrome anwAeLlag akong-duopopdiopot
1811|O0dontomicronychial dysplasia Q84.8 [O8ovropkpovuytakn Suomhacia
Ectodermal dysplasia-intellectual SUvSpopo e§wdeppikng SuoThaoiog-
1812|disability-central nervous system Q87.8 [vonTikng uoTEPNONG-EUCTIAAGLLV TOU
malformation syndrome KEVTPLKOU VEUPLKOU GUCTAUOTOG
Hidrotic ectodermal dysplasia, 16pwtikr e§wdeppikn Suomhaoia, TUMOG
1808 e . Q82.8 . .
Christianson-Fourie type Christianson-Fourie
Hidrotic ectodermal dysplasia, e . 16pwtikr) e€wdepuikr Suomhaoia, TUTO! 3 e X
1808 . . Vsp Christianson-Fourie syndrome p. . A p|+ n ¢ SUvbpopo Christianson-Fourie
Christianson-Fourie type Christianson-Fourie
1809 Hidrotic ectodermal dysplasia, Halal 0828 16pwtikn e§wdeppikn Suomiaoia, TUMoOg
type Halal
Hidrotic ectodermal dysplasia, Halal 16pwtikn e€wdeppikn Suomaoia, tumo ,
1809 Vs Halal-Setton-Wang syndrome pui e PHun SuaThacia, Torag 2UvSpopo Halal-Setton-Wang
type Halal
Hidrotic ectodermal dysplasia, Halal Trichodysplasia-abnormal 16pwtikr e§wdepuikn Suomhaoia, TUMOG [ZUVEPOO TPLXOSUOTIANACLAG-AVWHOAWY
1809 VP ! dermatoglyphics-intellectual disability P n pHN ! < POHO TRIX X ,c 'll
type Halal SepUATOyAUDIKWV-VONTIKAG UOTEPNONG
syndrome
Ectodermal dysplasia-blindness 20v8popo e§wdeputkng Suomhaciog-
1806 ysp as7.8 |POvOPOH Ewdeppikng G
syndrome TOpAwong
1802|Ghosal hematodiaphyseal dysplasia Q78.8 |Awatodiaduactakn Sucmhacio Ghosal
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S0v6 [ N¢ SuomAaciag-
1802|Ghosal hematodiaphyseal dysplasia  |Diaphyseal dysplasia-anemia syndrome Awpatodladuotakr Suomhaocia Ghosal a‘\J/\;LSfaio (aduataxnc Suomhasiag
1802 |Ghosal hematodiaphyseal dysplasia |Ghosal syndrome Awarodladuotakn Suomhaocia Ghosal JUvSpopo Ghosal
1803|Thoracomelic dysplasia Q77.2 |GwpakopeAk SuomAaoio
1803 |Thoracomelic dysplasia Rivera-Perez-Salas syndrome OQuwpakopehki Suomhaocia z0vSpopo Rivera-Perez-Salas
. . . I , , Ouwpakopekr Suomhacia, TUmog
1803|Thoracomelic dysplasia Thoracolimb dysplasia, Rivera type OwpakopeAkr Suomhaoio Rivera
1801|Kyphomelic dysplasia Q79.8 |Kudopehn duomhacia
1798|Dysostosis, Stanescu type Q78.8 |Auvcootwon, TUnog Stanescu
Al | i | i Al ! |
1798|Dysostosis, Stanescu type utosomal dominant osteosclerosis, Auocdotwon, TUmog Stanescu uroowul'Kn £T[leCl'1'I']§
Stanescu type ooteookAripuvan, TUTog Stanescu
Craniofacial dysostosis-diaph | 0v8 g
1798|Dysostosis, Stanescu type ranio acn_a vsostosis-dlaphysea Avcdotwon, TUmog Stanescu oV ’pouo KpC(VLOT(pOUle(lKr]C .
hyperplasia syndrome Suodotwong-Sladuotakng uneprmiaciag
1798|Dysostosis, Stanescu type Stanescu osteosclerosis AucboTtwon, TuTog Stanescu OaoteookArpuvon Stanescu
1799|Familial developmental dysphasia F80.1 |Owoyevig avamtuélakr Suodaocia
1799|Familial developmental dysphasia Billard-Toutain-Maheut syndrome Owoyevrig avarntuglakn Suodaoia 20vSpopo Billard-Toutain-Maheut
1799|Familial developmental dysphasia FOXP2-associated dysphasia Owoyevrg avartuélokn Suodaocia FOXP2-oxeti{opevn Suodaoia
1794|Oculomaxillofacial dysostosis Q75.1 |OdpBaipoyvabonpoowrikr Sucdotwon
1794|0culomaxillofacial dysostosis Richieri-Costa-Gorlin syndrome OdBaApoyvabornpoowriki Sucdotwon |ZUvEpopo Richieri-Costa-Gorlin
2128|lsolated hemihyperplasia Q87.3 |Mepovwpévn npwnepriacio
2128|lsolated hemihyperplasia Hemi 3 syndrome Mepovwpévn npwnepriaocia SUv8popo Hut 3
2128|lsolated hemihyperplasia Hemicorporal hypertrophy Mepovwpévn nuwnepriaoio Hulowpatiki uneptpodio
2128|lsolated hemihyperplasia Isolated hemihypertrophy Mepovwpévn npwnepriacia Mepovwpévn nuneptpodia
2136|Hennekam syndrome Q87.8 [UvSpopo Hennekam
. . SUv8popo Aepdoldripartog-
Lymphedema-| h tasia-
2136|Hennekam syndrome i:t:l?ecetuzIrr:iaise:ll;ﬂﬁyi;iﬁ:o:: SUv8popo Hennekam }\ELL!?)(XVVELEKIdGLd)V-VDI’]IlKrk
votépnang
46,XX testicular disord f 46,XX woB 1K \
213g|46/XX ovotesticular disorder of sex 056.0 2 wo r]KOOpX,LKI’] LoTapaxr Tg
development avdrtugng tou puAou
46,XX testicular disord f . 46,XX woB 16 A ,
2138 ovotesticular disorder of sex 46,XX ovotesticular DSD , wo nKOOpX,lKn 1TeAaX TS 46,XX woBnkoopxtkr) DSD
development avdmntugng tou puAou
2139|Hernandez-Aguirre Negrete syndrome Q87.8 |zvvdpopo Hernandez-Aguirre Negrete

2139

Hernandez-Aguirre Negrete syndrome

Intellectual disability-epilepsy-bulbous
nose syndrome

SUv8popo Herndndez-Aguirre Negrete

JUVSPOMO VONTIKAG UOTEPNONG-
enAniag-BoABwdoug pvog




TeUxog B

'248/17.01.2024

EOHMEPIAA THE KYBEPNHZEQX

1573

ORPHAc ICD Juvwvupa
PreferredTerm Synonyms Mpotipwpevog Opo
i ynonyl e potipwuevos Opog
20v8 5 16 BAGBNG-
Diaphragmatic defect-limb deficiency- oV pf)uo Lc>'L¢pavuotrLKr]c B ’aBnc
2141 Q87.8 [BAaBWY TWV AKPWV-KPAVLAKOU
skull defect syndrome ,
eMeippatog
20v8 ) G BAGBNG-
Diaphragmatic defect-limb deficiency- oV Qouo l(?d)pdvpllTLKr]Q B flﬁﬂc ,
2141 Froster-Huch syndrome BAABWV TWV AKPWV-KPAVLOKOU 2UvSpopo Froster-Huch
skull defect syndrome ,
eMelppartog
2143|Donnai-Barrow syndrome Q87.8 [zOvSpopo Donnai-Barrow
2143|Donnai-Barrow syndrome DBS/FOAR syndrome 20vSpopo Donnai-Barrow SUv8popo DBS/FOAR
Di i ja- - 30 fAnG-
2143|Donnai-Barrow syndrome |aphragm_at|c hernia-exomphalos SUvSpopo Donnai-Barrow uyépouo Gmd)puvpozrom?\'nc
hypertelorism syndrome efopdalou-unepteloplopol
Diaph tic hernia-hypertelorism- 0v6 13 ANG-
2143|Donnai-Barrow syndrome ap ragma ¢ hernfa-nypertelorism SUvdpopo Donnai-Barrow uvopoue lﬂd)l?ﬂVIJO(T?Kn n'C
myopia-deafness syndrome UTTEPTEAOPLOHOU-HUWTTLAG-KWHWONG
S0vé 3 ANG-
. Diaphragmatic hernia-hypertelorism- | . OVOPOHO lad);y)uvpar(])n(r] ”q,
2143|Donnai-Barrow syndrome . ) >Uv8popo Donnai-Barrow UTEPTEAOPLOPOU-HUWTTLOG-ATTWAELAG
myopia-hearing loss syndrome i
akorg
2143|Donnai-Barrow syndrome FOAR syndrome 20vSpopo Donnai-Barrow 20vSpopo FOAR
n -opBaApo- - ¢
2143|Donnai-Barrow syndrome Facio-oculo-acoustico-renal syndrome 30v6popo Donnai-Barrow ?ocwno 0¢Bapio-akouoTiko-vehpud
oUvSpopo
2143|Donnai-Barrow syndrome Holmes-Schepens syndrome 2UvSpopo Donnai-Barrow SUvdpopo Holmes-Schepens
Syndrome of ocular and facial § . S0VEPOUO OPOAAUIKWV KaL TtPO! i
2143|Donnai-Barrow syndrome 4 . Y ! JUvépopo Donnai-Barrow uvop H' ¢ 'uu«uv kat mip ,meKwV
anomalies, telecanthus and deafness avwpaAlwy, TnAékavOou kat kwowong
pAUVY BaAKG i
) Syndrome of ocular and facial , . v pou? ob a'uu«uv K npoclwmkwv
2143|Donnai-Barrow syndrome . . >Uvépopo Donnai-Barrow avwpaAlwy, TNAékavBou Katl anwAeLog
anomalies, telecanthus and hearing loss i
akorig
2145 Craniosynostosis, Herrmann-Opitz Q75.0 Kpc.(vmcsuvomewcn, TUnog Herrmann-
type Opitz
2149|Nodular neuronal heterotopia Q04.8 |OqLSLaKr VEUPWVLKN ETEPOTOTTLL
2148 Lissencephaly type 1 due to Q04.3 Neleykedahia tomou 1 Adyw petdMagng
doublecortin gene mutation ™ |tou yovibiou tng Suthokoptivng
Lissencephaly type 1 due to Aeteykedodia tomou 1 Adyw HETAA
2148 P X v vp . X-linked lissencephaly type 1 v ¢, o v 'H : &ns Duloovvdetn Aeteykedalia tvmou 1
doublecortin gene mutation Tou yoviSiou tng Suthokoptivng
158048 Hemo_phagoc'ytlc sy.ndror_ne D76.2 ALHOd)flVOKUITC(pU’(O ouvdpopo
associated with an infection OXeTWOUEVO pe Aotpwén
Hemophagocytic syndrome ALpodayoKuTIapké cUvspopo
15804g| " cOPBBOCYHC Syneron IAHS HobayokuTtapik obuapou IAHS
associated with an infection oxetl{opevo pe hoipwén
158048 Hemo_phagoc'ytic sy.ndror_ne VAHS Aluod)fxvowrtupufé ouvépopo VAHS
associated with an infection OXETWOUEVO pe Aotpwén
158048 Hemophagocytic syndrome Virus-associated hemophagocytic AlpodayokuTtapikd cUvEpopo AtpodayoKuTIaptkd cUVEpopo
associated with an infection syndrome oxetl{Opevo pe hoipwén OXETI{OUEVO UE 1O
Acquired hemophagocytic Emiktntn awpodayokutrapkn
158057|lymphohistiocytosis associated with D76.1 |Aepdoiotiokuttdpwon oXeTWOMEVN HE
malignant disease Kokonon voco
2108|Hallermann-Streiff syndrome Q87.0 [zUvSpopo Hallermann-Streiff
2108|Hallermann-Streiff syndrome Frangois dyscephalic syndrome 30vSpopo Hallermann-Streiff Auokedahikod oUuvSpopo Frangois
2108|Hallermann-Streiff syndrome Oculomandibulofacial syndrome 20vSpopo Hallermann-Streiff OdBaApoyvadonpoowrnikd cuVSpopo
158061|Macrophage activation syndrome D69.1 [ZUvSpopo evepyormoinong pakpodaywyv
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2107|Hall-Riggs syndrome Q87.8 [Z0vdpopo Hall-Riggs
2110 Hallux varus-preaxial polysyndactyly Q74.2 ZUvSpopo patpol peyarou SaktUAou-
syndrome " [npoagovikig moAucuvaktuliag
Hall - ial pol dactyl S0v6 0 GAou SakTUAOU-
2110 alllx varus-preaxial polysyndactyly Kleiner-Holmes syndrome vopoko F,’mﬁou HEpEAcy O,(KTU ov ZUvSpopo Kleiner-Holmes
syndrome TPOOEOVLKIG TTOAUGUVSaKTUALQG
2109|Hallermann-Streiff-like syndrome Q87.0 [UvSpopo tunou Hallermann-Streiff
2109|Hallermann-Streiff-like syndrome Dennis-Fairhurst-Moore syndrome 20vSpopo tumnou Hallermann-Streiff ZUvSpopo Dennis-Fairhurst-Moore
Hallermann-Streiff-Francois syndrome, , , . sUv8popo Hallermann-Streiff-Frangois,
2109|Hallermann-Streiff-like syndrome ' 5015 syl 20v8popo tumou Hallermann-Streiff oY p H , ' sl
severe form Bapetag popdng
S Hall -Streiff-Fi i Bapu ouvs, Hall -Streiff-
2109|Hallermann-Streiff-like syndrome evera Rallermann-Strefii-Frangofs ZUvSpopo tunou Hallermann-Streiff apy G_UV pouo Rallermann-strel
syndrome Frangois
Ki 6 apdy Q TVELHOVOL KOl
2111|Cystic hamartoma of lung and kidney Q85.8 ume' HOApTWHA TIVEDROVa kat
vedpol
K P .
2111|Cystic hamartoma of lung and kidney |Graham-Boyle-Troxell syndrome v:d‘:;lng AHAPTWHA TVEUKOVA Kat SUvSpopo Graham-Boyle-Troxell
2115|Harrod syndrome Q87.8 |ZUvSpopo Harrod
Kpawvio-mpoowno-8akTuAo-yEWNTIKO
2115|Harrod syndrome Cranio-facio-digito-genital syndrome ZUvSpopo Harrod p P vewn
olUvépopo
2114|Hip dysplasia, Beukes type Q65.8 |Auvomhacia oyiou, TUnog Beukes
2114|Hip dysplasia, Beukes type BFHD Avomhaotia woxiou, tumog Beukes BFHD
2114|Hip dysplasia, Beukes type Beukes familial hip dysplasia Avonhaoia woyxiou, TUnog Beukes Owoyevr¢ Suomhaoia Loxiou Beukes
2114|Hip dysplasia, Beukes type Cilliers-Beighton syndrome Avomhaoia oxiou, Tunog Beukes SUvdpopo Cilliers-Beighton
. . Premature degenerative , , , Mpowpn ekdpuAtoTiki
2114|Hip dyspl , Beukes t: . AuvoTA ) Beuk . .
Ip dysplasla, Beukes type osteoarthropathy of the hip vomhagia toxlou, TUmog Beukes ooteoapBbpondbela Tou Loxiou
S0v6 Aov \ -
Short stature-craniofacial anomalies- UVOROLO Xaun, O,U uvqcrnugtoc
2994 X . Q87.8 |KPOWVLOTIPOCWITIKWY AVWHAALWY-
genital hypoplasia syndrome , ,
YEWNTIKIG untomhaaiog
S0v6 Aov A -
Short stature-craniofacial anomalies- |Haspeslagh-Fryns-Muelenaere UVOPOLIO xaun, O,U uvqc‘rnuufroq SUvSpopo Haspeslagh-Fryns-
2994 X . KPQWLOTIPOOWTTLKWY OVWHOALWV-
genital hypoplasia syndrome syndrome A , Muelenaere
YEWNTIKIG untomhaciog
2117|Hartsfield syndrome Q87.8 [sUvSpopo Hartsfield
3UvSpopo olonpooeykedahiog-
Hol haly-ectrodactyly-cleft
2117|Hartsfield syndrome _D oprosencepnaly-ectrocactyly-cie SUvSpopo Hartsfield EKTPWSAKTUALAG-
lip/palate syndrome , ,
XeWeooxiotiag/unepwiooxiotiag
2119|HEC syndrome Q87.8 [UvSpopo HEC
. SUv8popo ubpokeddiou-
Hyd! halus-end dial
2119|HEC syndrome .y rocep a_us endocardia SUvSpopo HEC evBoKapSLaKAG LVOEAACTWONG-
fibroelastosis-cataract syndrome 3
KOTAPPAKTN
2123|Diffuse neonatal hemangiomatosis Q82.8 |ALGXUTN VEOYVLKI] OLUAYYELWHATWON
157997|Benign cephalic histiocytosis D76.3 [Kahorbng kedahikr LoTLOKUTTAPWON
2090|GMS syndrome Q87.8 [UvSpopo GMS
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2090|GMS syndrome Goniodysgenesis-intellectual disability- 30vpoLo GMS Zl’)vépouo vwvto&u?vsvacio.’q—vonnkr']q
short stature syndrome UOTEPNONG-XAUNAOU AVOGTAHATOG
levikeupévn e§avBnpatikn
157991|Generalized eruptive histiocytosis D76.3 VIKEUH ,Vn SavBnpacucd
LOTLOKUTTAPWON
. . - . . . L Tevikeupévn eavOnpaTkn Fevikeupévo e§avOnpatikd
157991|Generalized eruptive histiocytosis Generalized eruptive histiocytoma R ,
LOTLOKUTTAPWON LOTLOKUTTWHA
2001 Multinodular goiter-cystic kidney- 087.8 SUvdpopo moAuolwdoug BpoyxoknAng-
polydactyly syndrome " |kuotkou vedpoU-moAuSaktuliog
Multinodul iter-cystic kidney- 20v8 AUOLWwd ANG-
2091 Hitinadutar gotter-cystic iddney Daneman-Davy-Mancer syndrome o pou'o e uo'(w ou6 BpOV)SOKn ne 2UvSpopo Daneman-Davy-Mancer
polydactyly syndrome KUOTLKOU vedpov-TtoAuSakTuAiag
Multinodular goiter-cystic kidney- 20v8popo moAuolwdo 0oyXokAANG-  |Avwpalieg Bupeoeldn-vedpwv-
2091 i ular gol ystickidney Thyroid-renal-digital anomalies uvop H Tionu '(w vs Be VX, KNG un, {ec Bupeoeldi-veppiv
polydactyly syndrome KUOTKOU vedpoU-TIoAUSaKTUALALG SaktuAwv
158011|Necrobiotic xanthogranuloma D76.3 |NekpoPLwtikd §avBoKoKKiwpa
158008|Papular xanthoma D76.3 [BAatdwseg {avOwpa
376|Gordon syndrome Q68.8 [ZUvdpopo Gordon
Camptodactyly-cleft palate-clubfoot i S0vEpopO KapumTodakTuAiag-
376|Gordon syndrome P Yly-clett p Y JUvépopo Gordon OVOPOHO K u'm' KTolag .
syndrome uTepwLOoYLoTiaG-oTpePAomnodiag
376|Gordon syndrome Distal arthrogryposis type 3 SUvdpopo Gordon Mepidpepikr apBpoypunwon tomnou 3
376|Gordon syndrome Distal arthrogryposis type 1A SUv8popo Gordon MNepidpepkn apBpoypunwon tomou A
158003|Xanthoma disseminatum D76.3 |Awdomnapto {avBwua
158003|Xanthoma disseminatum Montgomery syndrome Atdonapto §avBwpa JUvSpopo Montgomery
2092|Focal dermal hypoplasia Q82.8 |Eotiakn Seppidikr unonhaoio
2092|Focal dermal hypoplasia Goltz syndrome Eotiakr] Sepptdikn urormhaoio 20vSpopo Goltz
2092|Focal dermal hypoplasia Goltz-Gorlin syndrome Eotiakr Seppidikry umomhaoio Z0vSpopo Goltz-Gorlin
158000/Juvenile xanthogranuloma D76.3 [Neaviko EavBokokkiwpa
Akpopecopeliky SuomAacia, TOMo
2098|Acromesomelic dysplasia, Grebe type Q78.8 POUECOUEALM S
Grebe
. . . Akpopeoopehikr Suomhacia, TUTOG .,
2098|Acromesomelic dysplasia, Grebe type |Chondrodysplasia, Grebe type Grebe Xov6pobuomhaoia, TUTog Grebe
158025 Hlerleditarylprogressive mucinous 076.3 K)\npovou'LKr'] TpooSeuTIKY PAeEWLVWENG
histiocytosis LOTLOKUTTAPWON
158022|Progressive nodular histiocytosis D76.3 [MpooSeuTikr 0UBLOKN LOTLOKUTTAPWON
380 Greig cephalopolysyndactyly 087.0 SUvSpopo Greig )
syndrome KeHANOTIOAUGUVSAKTUALLG
380 Greig cephalopolysyndactyly GePS SUvdpopo Greig ’ GePs
syndrome kepatomoAucuvdaktuiag
2095|Gorlin-Chaudhry-Moss syndrome Q87.0 [20vSpopo Gorlin-Chaudhry-Moss
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. . . . SUVEPOHO KPOVLOTIPOOWTTLKAG
C facial dysostosis-genital, dental, 8 ) . . .
2095|Gorlin-Chaudhry-Moss syndrome ran_lo aca ysjos osis-genital, denta Z0vSpopo Gorlin-Chaudhry-Moss SUCOCTWONG-YEVWNTIKWY, 080VTIKWY,
cardiac anomalies syndrome B ,
KOPSLAKWY AVWHAALWY
. . . . SUVEPOHO KPOVLOTIPOOWTTLKAG
C facial dysostosis-h trichosis-
2095|Gorlin-Chaudhry-Moss syndrome rano ac!a ysos. OSIS_ Vpertrichosis S0vdpopo Gorlin-Chaudhry-Moss Suodotwong-uneptpixwong-
hypoplasia of labia majora syndrome , . A
UTOTAQLOL0G HEYAAWY XEEWV
. JUVEPOpO 080VTIKWY Kot 0pOOAULKWV
Dental and eye anomalies-patent ductus ’ ) . . .
2095|Gorlin-Chaudhry-Moss syndrome X v X I( P uctu 20vSpopo Gorlin-Chaudhry-Moss AVWHOALWY - avoLYTOU apTneLaKOy
arteriosus-normal intelligence syndrome . . |
Topou - HUCLOAOYLKIG vonpooUvng
2095|Gorlin-Chaudhry-Moss syndrome GCM syndrome 3UvSpopo Gorlin-Chaudhry-Moss SUvdpopo GCM
1GTLOKUTTAPWON ASLEVKPIVIOTWY
158019|Indeterminate cell histiocytosis D76.3 , pwaon P
KUTTApWV
! ‘ i i NeOTA 6 i
158019|Indeterminate cell histiocytosis Indeterminate dendritic cell neoplasm Unot<urtozp<ucn OOLEVKplviaTWY 0T cmu’u « m{KpWmev
KUTTApWV SEVEPLTIKWY KUTTAPWV
10TLOKUTTAPWON ASLEVKPIVIOTWY ‘OyKoG abLEVKPIVIOTWY SEVEPLTIKWV
158019|Indeterminate cell histiocytosis Indeterminate dendritic cell tumor , pwon e v C o e
KUTTApWV KUTTApWV
158014|Rosai-Dorfman disease D76.3 |N6oog Rosai-Dorfman
158014|Rosai-Dorfman disease Destombes-Rosai-Dorfman disease N&oog Rosai-Dorfman Ndoog Destombes-Rosai-Dorfman
158014|Rosai-Dorfman disease Rosai-Dorfman-Destombes disease Néoog Rosai-Dorfman Néoog Rosai-Dorfman-Destombes
158014|Rosai-Dorfman disease SHML Néoog Rosai-Dorfman SHML
158014|Rosai-Dorfman disease Sinus histiocytosis with massive Néooc Rosai-Dorfman |OTLOK’JITLipw0n rwvlhsud)OKé)\nwv pe
lymphadenopathy Hadkn Aepdadevonadeto
2097|Grant syndrome Q87.5 [UvSpopo Grant
Grubben-de Cock-Borghgraef
2101 rubben-de Lock-Borghgrae Q87.8 |zuvSpopo Grubben-de Cock-Borghgraef
syndrome
Grubben-de Cock-Borghgraef Developmental delay-hypotonia- , Z0v8popo ava: QKrG kaBuoTé -
2101 Y &ns v p v-hyp ' SUv8popo Grubben-de Cock-Borghgraef Uvop u VatTUgL "“1( “ U,m pnons
syndrome extremities hypertrophy syndrome unotoviag-uneptpodiag Twv AKkpwv
2104 Dysmorphism-pectus carinatum-joint 087.8 JUvSpopo uopopdLopol-tpornisoetdolg
laxity syndrome " |Bwpaka-xahapdtnrag apBpwoswv
2104 Dysmorphism-pectus carinatum-joint |Guizar Vazquez-Sanchez-Manzano SUvBpopo Sucpopdlopol-tponidoetdoug [SUvSpopo Guizar Vazquez-Sdnchez-
laxity syndrome syndrome Bwpaka-xahapdtntag apbpwoswv Manzano
158029|Sea-blue histiocytosis D76.3 [lotiokuttapwon yaAddiou tng Bdlaooag
2069|Gastrocutaneous syndrome lootpodeppatikd cUvEpopo
157846|Neuroferritinopathy G23.0 |NeupodepprrvondBeta
157846|Neuroferritinopathy Adult basal ganglia disease Neupodepprrvonddeta Nboog Baokwy yayyAlwv Twv evnAikwy
- - . , NeupoekdUAon oxetl{Opevn pe T
157846|Neuroferritinopathy Ferritin-related neurodegeneration NeupodeppitvondBeta |
deppttivn
157846|Neuroferritinopathy Hereditary ferritinopathy Neupodepprrvonddeta KAnpovoptkn depprtivondBeta
157832|Craniorhiny Q30.8 |Kpavioppivia
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2067|GAPO syndrome Q87.8 |zuvSpopo GAPO
Growth delay-alopecia-pseudoanodontia 20vBpoko kaBuotépnan TG avamtung
2067|GAPO syndrome R y-alop P SUvépopo GAPO oAwnekiag-Peudoavodovtiag-omtikrg
optic atrophy syndrome |
atpodiag
157835|Paroxysmal hemicrania G44.0 |MNapo§uoptkn npkpavia
2065|Galloway-Mowat syndrome Q04.3 [zOvSpopo Galloway-Mowat
2065|Galloway-Mowat syndrome Galloway syndrome 20vSpopo Galloway-Mowat 20vSpopo Galloway
Microcephaly-hiatus hernia-nephrotic i Mikpokedpahio-kAiAn otcopayikol
2065|Galloway-Mowat syndrome ! phaly-hiatu ! P ! JUvépopo Galloway-Mowat L,Kp Kegahiorki f]' wj bayiol
syndrome TPNHATOG-VEPPWOLKO GUVEPOpO
Nephrosis- | dysmigrati S0v6 3 - )
2065|Galloway-Mowat syndrome epnrosis-neronal dysmigration SUvdpopo Galloway-Mowat o pouo'vsdewanq VEUPWYLAG
syndrome Suopetavdoteuong
2075|Genitopalatocardiac syndrome Q87.8 |levvntikoimepwiokapSlakd cuvEpopo
2075|Genitopalatocardiac syndrome Gardner-Silengo-Wachtel syndrome Fevvntikoimepwiokapdlakd olvépopo  |ZUvSpopo Gardner-Silengo-Wachtel
157941|Huntington disease-like 1 G10 [Nooog tumou Huntington 1
X . " Early-onset prion disease with X , . MpWwiung évapéng vooog amd prion pe
157941|Huntington disease-like 1 . L Nooog tonou Huntington 1 , , )
prominent psychiatric features TIPOESEXOUOEG PUXLATPIKEG EKSNAWOELG
157941|Huntington disease-like 1 HDL1 Néoog tomnou Huntington 1 HDL1
2074|Gemignani syndrome ZUvSpopo Gemignani
2074|Gemignani syndrome Spinocerebellar ataxia-amyotrophy- S0v6popto Gemignani vaﬁf)ouo Vleﬂl?ﬂapSyKS¢ﬂAl5lKﬁ§
deafness syndrome atagiag-puatpodiag-kwdpwaong
Spinocerebellar ataxia-amyotrophy- S0vEpopo vwtiatonapeyKkeaALSIkr
2074|Gemignani syndrome P ) v phy SUvépopo Gemignani p K , P v, i I’]?
hearing loss syndrome ataiag-puatpodiog-anwAELaG akong
157850 Pantothenate klhase»assouated 623.0 NEUpOSK(bU?\LOI’] FXET[(OHEVH He TV
neurodegeneration TAVTOBEVIKY KVAoN
Pantothenate kinase-associated NeupoekdUALON OXETWOHEVN HE TNV
157850 R Hallervorden-Spatz syndrome poekd , n , XETWCOHEVD B T 2UvSpopo Hallervorden-Spatz
neurodegeneration TaVTOBEVIK KLvdon
157850 Pantothenate kir\ase»associated NBIAL NSUpOSKd)L’)?\LOI’] FXET[((’JHEVH He TV NBIAL
neurodegeneration TaVToBEVIKN KWVAon
157850 Pantothenate kinase-associated Neurodegeneration with brain iron NeupoekdUAion oxeTllOpevn pe TV NeupoekdUALon pe eyKeDOAKr
neurodegeneration accumulation type 1 TaVTOBEVIK KLvdon cuoowpeuon owdripou turmou 1
157850 Pantothenate kir\ase»associated PKAN Nsuposn(d)f)?\tcn FXETliéllSVﬂ He TV PKAN
neurodegeneration TVTOBEVIKY KWVAoN
157954|ANE syndrome Z0vSpopo ANE
. . . ZUVEPOUO OAWTEKIAG-TIPOOSEUTIKWY
Al - | | defect
157954|ANE syndrome opea_a progressive neurological detec SUv6popo ANE Veupoloykwv BAaBwV-
endocrinopathy syndrome )
evbokpondBetag
Oculoauricular syndrome, Schorderet OdBaipowtiaio clVEpopo, TUTON
157962 v as7g |00 PoH <
type Schorderet
157946|Huntington disease-like 3 G10 [Ndoog tunou Huntington 3
157946|Huntington disease-like 3 HDL3 Néoog tomou Huntington 3 HDL3
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2078|Geroderma osteodysplastica Q82.8 |0O0Te0SUOTAACTIKG YNPOSEPUA
157949 Combined immunodeficiency with D811 Zuv&uaorlévr] OVOCOOVETIAPKELDL ME
granulomatosis KOKKLWHATWON
Combined i defici ith Suvd 3 .
157949| -OMPined immunodeticiency wi CID due to RAG 1/2 deficiency UVOUGOHEN OVOGOOVERAPKELD HE CID Adyw avendpketac RAG 1/2
granulomatosis KOKKLWHATWON
157949 Combined immunodeficiency with Combined immunodeficiency due to JUVSUOOHEV QVOCOAVETIAPKELD HE JUVSUOOHEVN AVOCOQVETIAPKELA AOYW
granulomatosis RAG 1/2 deficiency KOKKLWHATWON avemndpkelag RAG 1/2
2077|German syndrome Q87.8 [ZUvSpopo German
30 Lo ¥ "~
Hypotonia-arthrogryposis-facial , Ovépopo Uno,mv‘uq ’apepoypunwcr]q
2077|German syndrome . ZUvSpopo German Suopopdlopol mpocwnou-
dysmorphism-lymphedema syndrome R
Aepdordrpatog
157973 Congenital muscular dystrophy due to 6712 Zuv\{svnq Huikn Suotpodia Aoyw
LMNA mutation HeTaMagnG LMNA
Congenital muscular dystrophy due to Juyyevig puikn uotpodia Aoyw
157973 L-CMD ; L-CMD
LMNA mutation petaAlagng LMNA
157973 Congenital muscular dystrophy due to|LMNA-related congenital muscular Juyyevig puikn Suotpodia Aoyw LMNA-oxeTI{OpeVN OLUYYEVAG LUK
LMNA mutation dystrophy HeTaMagNG LMNA Suotpodia
2085|Glaucoma-sleep apnea syndrome ZUVEPOUO YAQUKWHATOG-UTIVLKHG GIvoLag
Glaucoma-ectopia lentis- JUVEPOpO YAAUKWHATOG-EKTOTTLAG DOKOU-|
2084|microspherophakia-stiff joints-short Q87.1 |ukpoodatpodakiag-6UCKAUMTWY
stature syndrome apBpwoewv-XapunAol avaoTtipaTog
Glaucoma-ectopia lentis- SUVEPOpO YAQUKWHATOG-EKTOTILOG HOKOU-
2084|microspherophakia-stiff joints-short |GEMSS syndrome Hikpoodatpodakiag-SUoKapmTwy SUvSpopo GEMSS
stature syndrome apBpwoewv-xapunol avaotipatog
2083 Prominent glabella-microcephaly- 087.8 JUVEpOpO TPOEEEXOVTOG HECODPUOU-
hypogenitalism syndrome " [nkpokedaiag-umoyovadiopol
Promi labella-mi haly- 50 3 ¢ -
2083 romme?t g abella-microcephaly MacDermot-Winter syndrome Ovépopo HPOEESXOWOC uecod)'puou SUvSpopo MacDermot-Winter
hypogenitalism syndrome HiKpokepaAiag-unoyovadiopol
1791|Frontofacionasal dysplasia Q75.8 |Metwmnonpoowmnoptviki SucmAaaio
1791|Frontofacionasal dysplasia Gollop syndrome Metwnonpoowrnopwikr Sucmhacia SUvSpopo Gollop
1826|Frontometaphyseal dysplasia Q78.5 |Metwrnopetadpuotakr Suomiacia
2047|Flynn-Aird syndrome Q87.8 [20vSpopo Flynn-Aird
2048|Foix-Chavany-Marie syndrome G12.2 |ZUv8popo Foix-Chavany-Marie
. . . . ’ 5 . SUv8popo apdpotepdmieupng pdcblag
2048|Foix-Chavany-Marie syndrome Bilateral anterior opercular syndrome ZUvSpopo Foix-Chavany-Marie A ,
KaAUTITpQG TNG VAjoou
Facio-pharyngo-glossal diplegia with Mpoowrno-papuyyo-yAwootkn SutAnyia
2048|Foix-Chavany-Marie syndrome automatic-voluntary movement 3UvSpopo Foix-Chavany-Marie HE SLaWPLORO QUTOUATWV-EKOVOLWY
dissociation KWAOEWV
. . Facio-pharyngo-glosso-masticatory , . . Mpoowrno-papuyyo-yAwooo-pacntikn
2048|Foix-Chavany-Marie syndrome . . ZUvSpopo Foix-Chavany-Marie |
diplegia Sutnyia
2050|Cole-Carpenter syndrome Q78.0 [ZUvSpopo Cole-Carpenter
Bone fragility-craniosynostosis-proptosis 20vBpoHo euBpauoTSTTAG 00TEV-
2050|Cole-Carpenter syndrome BIlty v prop ZUvSpopo Cole-Carpenter KPQAWVLOOUVOCTEWONG-TIPOTTWONG
hydrocephalus syndrome , .
odBaipov-udpokedarou
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2063 Splenogonadal fusion-limb defects- 0878 SUvEpopo omAnvoyovadikig cuvtnéng-
micrognathia syndrome 7 |BAaBwv Twv dKkpwv-pikpoyvadiag
Splenogonadal fusion-limb defects- 20v8popo ortAnvoyovadikig ol - i
2063|>Pienogonadatiusion-l SGFLD syndrome Yvbpopo omhnvoyovaduis obvtnne- s e o serip
micrognathia syndrome BAaBwv TwV dKpwv-pikpoyvabdiag
Posterior fusion of lumbosacral Zuvépo"uo ?Herldq louvrninq v
2064 R Q87.5 |ooduoiepwv omovSUAwV-
vertebrae-blepharoptosis syndrome ,
BAedapontwong
. . SUvSpopo onioBlag olvtnéng twv
Post f f lumb |
2064 osterior fusion of fum .osacra Faulk-Epstein-Jones syndrome oaduoiepiv ooV UAWV- 3Uvbpopo Faulk-Epstein-Jones
vertebrae-blepharoptosis syndrome A
BAedapontwong
20v8popo Bredapodipwong -
Blepharophimosis-ptosis-esotropia- P u Preqapopin ”,q
2057 Q87.8 [BAedpaponTwong - ECWTPOTLAG -
syndactyly-short stature syndrome . ; .
OUVSOKTUALAG - XapnAoU avaoTipatog
. . . . SUvSpopo Bredapodipwong -
Bleph h -ptosis-esot -
2057 epharophimosis-ptosis-esotropia Frydman-Cohen-Karmon syndrome BAedapdmtwong - eowtponiag - 30vSpopo Frydman-Cohen-Karmon
syndactyly-short stature syndrome | A ,
ouVSaKTUALAG - XatnAoU avaoTrpaTtog
2059|Fryns syndrome Q87.8 (z0vSpopo Fryns
S0v6 AL
2059(Fryns syndrome Diaphragmatic hernia-abnormal face- SOvSpopo Fryns 5‘[’;’4)93“0;"‘:’({*: lwr‘t/ 00WTTOU-AVW
yns syl distal limb anomalies syndrome pouo Fry 3 PavH NANG-Te
Akpou
2026 Gingival fibromatosis-hypertrichosis 168.8 Z\')vépo!.lo WWHATWONG TWV OVAWV-
syndrome umepTpixwong
2026 Gingival fibromatosis-hypertrichosis CGHT ZUV5|)D!.10 WWHATWONG TwV OVAWV- CGHT
syndrome umneptpixwong
2026 Gingival fibromatosis-hypertrichosis |Congenital generalized hypertrichosis SUVEPOHO WVWHATWONG TWV OUAWV- ZUYYEVAG VEVIKEUPEVN TEALKN
syndrome terminalis UTEPTPiXWONG uneptpixwon
2026 Gingival fibromatosis-hypertrichosis [Hirsutism-congenital gingival SUVEPOHO WVWHATWONG TwV OUAWV- ZUVEpOpO 5ACUTPLXLOHOU-0UYYEVOUG
syndrome hyperplasia syndrome uneptpixwong urneprAaciog Twv oVAwvV
2026 Gingival fibromatosis-hypertrichosis  |Hypertrichosis with or without gingival ZOVEPOHO VWHATWONG TWV OUAWV- Yreptpixwon e 1 xwpig unepmiacia
syndrome hyperplasia UTEPTPiXWONG TWV OUAWV
2025 Gingival fibromatosis-facial Q87.0 JUVEPOHO WVWHATWONG TwV OUAWV-
dysmorphism syndrome " |8uopopdiopol npoownou
2027 Gingival fibromatosis-progressive H50.3 SUVEPOHO WVWHATWONG TwV OUAWV-
deafness syndrome "~ |npoobeutikig kdwong
2027 Gingival fibromatosis-progressive Gingival fibromatosis-progressive JUVEPOHO WVWHATWONG TwV OUAWV- ZUVEPOHO WVWHAETWONG TwV OUAWV-
deafness syndrome hearing loss syndrome T(POOSEVTIKAG KWwPwaong T(POOSEVTLKAG QTWAELOG OLKONG
Gingival fibromatosis-progressive sUv6popo & oUAwv- :
2027 ingival i 1s-prog i Jones syndrome VVOPOM Lv'wu 'rwcncrwv i Z0vSpopo Jones
deafness syndrome TIPOOSEVTIKAG KWdWang
2021|Fibrochondrogenesis Q77.7 |lvoxov8poyéveon
TOpmAeypa aiou ooToU-TEPOVNG-
2019|Femur-fibula-ulna complex Q74.8 an YHa unptatoy ootob-TEponS
wAEvng
ZOpmA i )-TiepPOVNG-
2019|Femur-fibula-ulna complex FFU complex UHT[ EVHA UNpLatov ootou-TEpovnG SUpmAeypa FFU
wAévng
TOpmAeypa aiou ooToU-MEPOVNG- Auco aiou 0oToU-MEPOVNG-
2019|Femur-fibula-ulna complex Femur-fibula-ulna dysostosis ugn YHQ HnpLatov ootou-Tepovng U(.j OTWON HNPLALOU 0OTOU-TEROVNG
wAévng wAévng
TOpmAgypa Laiov 00TOU-TIEPOVNG- s0vSpouo Laiou 0oTOV-TEPOVNG-
2019|Femur-fibula-ulna complex Femur-fibula-ulna syndrome u YHE Lne! povng ,p Ho ue povng
wAévng wAévng
TOpmAeypa aiou ooToU-MEPOVNG-
2019|Femur-fibula-ulna complex PFFD uu’n YHa Hnplatov 0otou-Tepovng PFFD
wAévng
2024|Hereditary gingival fibromatosis K06.1 |KAnpovoptkn Wwpdtwon Twv oVAwY
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Aut | dominant gingival Al \ | :
2024|Hereditary gingival fibromatosis .u osoma . ominant ginglva KANpOVOULKY VWHATWON Twv 0UAWY L,JTDqulKI’] ETIKPATAG WWHATWAN Ty
fibromatosis oUAwv
Autosomal dominant gingival X . i Auto € atr epmAacio
2024|Hereditary gingival fibromatosis Y . ! gingiv KAnpovopikn vwpdtwon twv oVAwv L," OWHLKR ETKPATNG UTEQTAQOLA TWY
hyperplasia oLAwvV
2024|Hereditary gingival fibromatosis Hereditary gingival hyperplasia KAnpovopkn wpatwon Twv oVAwv KAnpovopkr unepmAaoio Twv oVAwv
2022|Endocardial fibroelastosis 142.4  |Ev8okapSiakn woehdotwon
2022|Endocardial fibroelastosis Endomyocardial fibroelastosis EvSokapdiakr oehdotwon Evopuokapdiakr woghdotwon
2824 Paraplegia-intellectual disability- G821 ZUvSpopo mapamAnyiag-vonTkrg
hyperkeratosis syndrome " |uotépnong-unepkepdtwong
2824 Paraplegia-intellectual disability- Fitzsimmons-McLachlan-Gilbert ZUVEpopo MapamAnyiag-vonTikrg SUv8popo Fitzsimmons-Mclachlan-
hyperkeratosis syndrome syndrome UOTEPNONG-UTIEPKEPATWONG Gilbert
2045|FLOTCH syndrome L60.8 |ZUvSpopo FLOTCH
R o SUv8popo oAkrG Aeukwvuxiag-
Leuk: hia totalis-trichil | cysts-
2045|FLOTCH syndrome eu onyehia totalis-trichilemmal cysts Z0vSpopo FLOTCH TPXEMNHATIKWY KUOTEWV-SuoTpodiag
ciliary dystrophy syndrome ,
KPOOOWV
2044|Floating-Harbor syndrome Q87.8 |zvSpopo Floating-Harbor
2031 Hepatic fibrosis-renal cysts- JUVSPOUO NIATIKAG (VwonG-veppLKOV
intellectual disability syndrome KUOTEWV-VONTIKNG UCTEPNONG
Hepatic fibrosis-renal cysts- SOvépouo At -ve 3 ,
2031|. paticti _I ™ v Thompson-Baraitser syndrome l,JV oM r]rwmfr]q Lvu'oor]q vebpuy ZUvépopo Thompson-Baraitser
intellectual disability syndrome KUOTEWV-VONTLKIG UOTEPNONG
SOVEPOHO TPLXWTOU KEPAARG-WTWV-
2036|Scalp-ear-nipple syndrome Q87.8 ,p HO TRIX! ban
OnAwv
. . ZUVSPOpO TPYXWTOU KEPOARG-WTWV- , "
2036|Scalp-ear-nipple syndrome Finlay-Marks syndrome By 20vépopo Finlay-Marks
. . " Méon xel\eooyLotia/oxLotia g KETw
2006|Median cleft lip/mandibule Q36.1 i
yvaBou
Mé A t i : Mé i i £5
2006|Median cleft lip/mandibule Median cleft lower facial stage E]cn xeeooxiotia/oxiotia TG kértw =on O)(l(ftl.u TOU KATWTEPOL ETUMEOOU
yvabou TOU TIPOGWITOU
Alar cartilages hypoplasia-coloboma- Yriom\aoio ITepuyoELswv XOVEpwv-
2007 Q75.8 . . ;
telecanthus syndrome 0pBaAIKO KOAOPBwHA-TNAEKAVOOG
. Z0vSpopo
Cleft lip/palate-deafness-sacral . .
2003| ip/p Q87.8 |xe\eooytotiag/unepwiooxLotiag-
lipoma syndrome , , P
KWPWONG-AUTTWHIOTOG LEPAG XWPOG
S0v6 0v8
Cleft lip/palate-deafness-sacral Cleft lip/palate-hearing loss-sacral Uvopoko | | Uvopouo , ,
2003 - XeeooxLotiag/umepwiooxLoTiag- XeWeooxiotiag/unepwiooxiotiag-
lipoma syndrome lipoma syndrome , ! S , ) } ,
KWPWONG-AUTWIATOG LEPAG XWPOG QTWAELALG AKONG-AUTWLATOG LEPAG
. 3Uvdpopo
Cleft lip/palate-deafness-sacral
2003 i omaps/pn drome Lowry-Yong syndrome Xe\eooxiotiag/unepwiooyiotiag- SUvSpopo Lowry-Yong
P 4 KWPWONG-AUTTWROTOG LEPAG XWPOG
Oavatndopog akaveol | Sl \
158687|Lethal acantholytic erosive disorder Q81.0 votn 'p ¢ axavBoui Stapwrch
Swatapaxn
158684, Eplde‘rmolys!s bullosa simplex with Q81.0 ATAn r'Loud)o)\uvwﬁnq'sméapuohucn HE
pyloric atresia atpnoia Tou mTuAwpol
Epidermolysis bullosa simplex with ArAn TopdoAuywENG eTLSEpHOA € . .
158684 P! . y! " implex wi EBS with pyloric atresia 7 r]r'[ HboRuye ﬂC' TUOEPHOALON 1 EBS pe atpnoia tou muAwpol
pyloric atresia atpnoia Tou MUAwpoU
158684 Eplde‘rmolys!s bullosa simplex with EBS-PA AmAn r'Loud)o)\uvanq'sm&apuohucn HE EBS-PA
pyloric atresia atpnoia Tou mTuAwpol
2004|Laryngotracheoesophageal cleft Q32.1 |AapuYyOTPAXELOOLGOPGAYLKT| OXLOHN
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2004 |Laryngotracheoesophageal cleft LC AQpLYYOTPAXELOOLTODAYLKF OXLOMI LC
2004|Laryngotracheoesophageal cleft LTEC AapuyyoTpaxeLooLoodayLkr OXLoUA LTEC
2004 |Laryngotracheoesophageal cleft Laryngo-tracheo-esophageal cleft A0pLYYOTPAXELOOLTODAYLKT) OXLOHH A0PUYYO-TPAXELO-OLOODAYLKT) OXLOH
2004 |Laryngotracheoesophageal cleft Laryngo-tracheo-esophageal diastema AQPLYYOTPAXELOOLCODAYLKF OXLOMH AOPUYYO-TPAXELO-0L00DAYIKO SLdoTnpa
. . . . SUvépopo
Cleft | late-intestinal malrotation-
2001 € 3 ip/palate-intestinal malrotation Q87.8 [xe\eooylotiag/unepwiooxLotiag-
cardiopathy syndrome , ) i
avVWUOANG oTpodrig Tou EVIEPOU-
SUvdpopo
Cleft lip/palate-intestinal malrotation- W\ it lag- .
2001 © ) ip/palate-intestinal malrotation McPherson-Clemens syndrome XE ,EOOXLUHM/UT[,EPWLOOXL?HM 20vSpopo McPherson-Clemens
cardiopathy syndrome avwpaAng otpodrg Tou eViEpou-
KopSLomabeLag
158681 Epidermolysis bullosa simplex with Q81.0 AT TioppoAuywdng embeppdiuon pe
circinate migratory erythema " |yupoeidég petavaoteutikd epliBnua
Epidermolysis bullosa simplex with AnAr riopdoAuywdng erubeppuoiu € |EBS HE YUPOELOEG LETAVACTEVTIKO
158681 p . y P EBS with circinate migratory erythema T T !'1¢ yaons er ; pu' on K ,'J vue ¢ HETavateuT
circinate migratory erythema YUPOELSEG UETAVAOTEVTIKO EpUONHA £puONUA
158681 E_pl(_iermoly_ms bullosa simplex with £BS-migr ATAR r(o'ud)o)\uvwénq enl§spu?Aucn He £BS-migr
circinate migratory erythema YUPOELSEG HETAVACTEUTIKO EpUONHA
153668 Ectodermal dysplasia-skin fragility 081.0 SUvSpopo 'Eiwéepuvlkr']q Suomhaciag-
syndrome guBpavototnTag S€pUatog
Ectod | dysplasia-skin fragilit 0v8 3 16 Suomhaoiog-
158668 ctodermal dysplasia-skin fragility McGrath syndrome UVOpOHO ,Eiw SPM’lKnC vomhagiag 30vbpopo McGrath
syndrome eguBpavototntag Séppatog
2016 Cleft palate-lateral synechia 087.8 Zl’)vépou'o UTEpWLOOKLOTIAG-TAAGY LWV
syndrome GUVEXELWV
2016 Cleft palate-lateral synechia CPLS syndrome ZL’JV(SPOHVO UTIEPWLOOXLOTLOG-TIAGY LWV 0vSpouto CPLS
syndrome GUVEXELWV
2017|Sternal cleft Q76.7 |STEPVIKN OXLOMA
2017|Sternal cleft Cleft sternum STEPVIKA OXLOMN SXLOM TOU OTEPVOU
2017|Sternal cleft Sternum bifidum JTEPVIKN OXLOMA Awoy18€¢ otépvo
2013 Cleft palate-large ears-small head Q87.8 JUVEPOHO UTIEPWLOOXLOTLOG-EYAAWY
syndrome 7 |autidv-pikpou kepaiiol
Cleft palate-large ears-small head ZOVEPOO UTEPWLOOXLOTIOG-pEYEAWY
2013 P & Say-Barber-Hobbs syndrome p K 'p X , GHEY SUvSpopo Say-Barber-Hobbs
syndrome QUTUWV-ULKPOU KEPAALOU
2010 Cleft palate-stapes fixation- 0878 SUVEPOpO UTLEPWLOOXLOTIOG-KABAWONG
oligodontia syndrome " |tou avaBoréa-ohyoSovtiag
MEUOVWUEVN HACTOKUTTAPWAN TOU
158778|lsolated bone marrow mastocytosis C96.2 M , Hevn W 3 pwan
HUEAOU TWwV 00TWV
Yobe ,
158775|Smoldering systemic mastocytosis C€96.2 ¢EpT(0UOCf OUGTRHATIKT
UQOTOKUTTAPWON
2008|Acrocardiofacial syndrome Q87.8 |AKkpokapSLOMPOowWrikd cUVEpopO

2008

Acrocardiofacial syndrome

ACFS

AKPOKAPSLOTIPOOWTILKG CUVEPOHO

ACFS

2008

Acrocardiofacial syndrome

CCGE syndrome

AKPOKAPSLOTPOOWTIKO GUVEPOHO

ZUvSpopo CCGE
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. . SUVEPOHO UTIEPWLOCKLOTIAG-KAPSLAKWY
Cleft palate-cardiac defect-genital
2008|Acrocardiofacial syndrome ¢ pa.a €-cardiac detect-genita AKPOKAPSLOTPOOWITKG GUVEPOUO BAaBwv-yeWNTIKWV BAaBv-
anomalies-ectrodactyly syndrome ,
eKTpwdaKTuAiag
1987|Femoral agenesis/hypoplasia Q72.4 |Mnpuaio ayeveoia/vmomiacia
1987|Femoral agenesis/hypoplasia Congenital short femur Mnptaia ayeveoio/unomiaoio Suyyevng Bpaxug HnNpog
1987|Femoral agenesis/hypoplasia Femoral intercalary meromelia Mnptaia ayeveoio/unoniaoia Mnpraia evidpeon pepopelio
1986|Gollop-Wolfgang complex Q74.8 |sUpmAeypa Gollop-Wolfgang
Bifid femur-monodactylous ectrodactyly , ZUvSpopo SLoxtdoug pnplaiov ootou-
1986|Gollop-Wolf, | SOMAS Gollop-Wolf X .
ollop-VWoligang complex syndrome vurigyka Gollop-wollgang HoVOSaKTUALKNG EKTPWSAKTUALG
Al OTIA:
1980|Bilateral striopallidodentate calcinosis G23.8 udoteporheupeg , ,
PABOWTOWXPOOSOVIWTEG AOBECTWOELG
AudoTEPOTAEUPE!
1980|Bilateral striopallidodentate calcinosis |BSPDC uéorep PES A , BSPDC
PaBSWTOWYPOOSOVIWTEG AOBECTWOELG
1980|Bilateral striopallidodentate calcinosis |Cerebrovascular ferrocalcinosis Audorepdrieupes EykedoloayyeLakr odnpaoBEctwo
P PaBSWTOWYPOOSOVIWTEG AOBECTWOELG v vy N olone n
Audotepomievpe 1610mabrg acBéoTwon Twv Baotkwv
1980|Bilateral striopallidodentate calcinosis |Idiopathic basal ganglia calcification uéotep PES , , s fic aoB n b
paBSwtowypooSoviwtég aoBeotwoelg  [yayyAiwv
Al OTTA:
1980|Bilateral striopallidodentate calcinosis |PFBC udotepsmievpes , , PFBC
PaBSWTOWXPOOSOVIWTEG AOBECTWOELG
Audotepomievpe Mpwtonabrig otkoyeviig aoBEcTwan Tou
1980|Bilateral striopallidodentate calcinosis |Primary familial brain calcification uéotep PES , , P , ne veviis ach n
paBSwtowypooSoviwtég aoBeotwoel  [eykepdiou
1997|Blepharo-cheilo-odontic syndrome Q87.8 |BAedapo-xetheo-080VTikd cUVEPOUO
1997|Blepharo-cheilo-odontic syndrome BCD syndrome BAedapo-xet\eo-080VTIKO aUVEPOHO SUvSpopo BCD
1997|Blepharo-cheilo-odontic syndrome Blepharocheilodontic syndrome BAedapo-xe\e0-080VTIKO cUVEPOHO BAedapoxetlodovtikd cUvEpopo
Clefting-ectropion-conical teeth SOVEPOHO OXLOTLOG-EKTPOTILOU-KWVLKWY
1997|Blepharo-cheilo-odontic syndrome & P BAedapo-xelheo-080VTIKO aUVEPOpO p' HO o C-EKTp
syndrome Sovuwv
Ectropion inferior-cleft lip and, lat S0v6 ¢ : Aedapou-
1997|Blepharo-cheilo-odontic syndrome ctropion inferior-cleft lip and/or palate BAedapo-xe\e0-080VTIKO cUVEPOHO UVOpOLo errpo’mou Kdrw B sd)ﬂp&?u
syndrome XeWeooxLotiag f/Kat UTEPWLOOXLOTIOG
1997|Blepharo-cheilo-odontic syndrome Elschnig syndrome BAedapo-xetheo-080VTIKO aUVEpOpO ZUvSpopo Elschnig
L hthalmia-cleft lip and palat 0v8 M BaApiag-
1997|Blepharo-cheilo-odontic syndrome agophthaimia-clett fip and palate BAedapo-xetheo-080vTikd cUVEpopo UVOPOHO ?lVDd) anutag ,
syndrome XEWEOOXLOTIAG KOl UTIEPWLOCXLOTIAG
. . SUvBpopo xelheooyLotiag-
1995|Cleft lip-reti th d 87.8 .
eft lip-retinopathy syndrome Q apubBANCTPOE SonaBELC
1995|Cleft lip-retinopathy syndrome Ausems-Wittebol Post-Hennekam JuvSpopo xst)\socxlfniaq— JUvSpopo Ausems-Wittebol Post-
syndrome apdtpAnotpoetdonddelag Hennekam
. . . ZUvSpopo xetheooxtotiag- ZUvSpopo xetheooxtotiag-Suotpodiog
1995|Cleft lip-reti th d Cleft lip- d dystroph d . . .
eft lip-retinopathy syndrome eft lip-cone rod dystrophy syndrome AUIBANCTpOEISOnBEL Koovieov paBSiwy
. . Cleft lip-progressive retinopathy SUvSpopo xetheooyLotiag- JUVEPOpO XENEOOXLOTIAG-TIPOOSEUTIKAG
1995|Cleft lip-reti th d
eft lip-retinopathy syndrome syndrome apdBAnotpoeldonddelag apdBAnotpoetSonddeLag
1993|Pai syndrome Q87.8 [20vSpopo Pai




Telxog B'248/17.01.2024

EOHMEPIAA THE KYBEPNHZEQX

1583

syndrome

oUvSpopo

ORPHAc ICD Juvwvupa
PreferredTerm Synonyms Mpotuwpevog Opo
i ynonyl e potipwuevos Opog
SOV é i .
Median cleft of the upper lip-corpus U,V POHO HfUHC oxiotiag w‘,) e
. X - . | . xethoug-Amwpartog pecoloBiouv-
1993|Pai syndrome callosum lipoma-midline facial JUvbpopo Pai ) ) A ,
SEPUATIKWY TIOAUTIOS WV LEDNG YPAUUAG
cutaneous polyps syndrome )
TIPOCWITOU
1988|Femoral-facial syndrome Q87.8 |Mnpo-Tpocwrtkd cUVEPOHO
1988|Femoral-facial syndrome FFS Mnpo-Tpoowrikd cUVSpopo FFS
1988|Femoral-facial syndrome FHUFS Mnpo-Tpoowrikd cuVSpopuo FHUFS
. Femoral hypoplasia-unusual facies .. JUvSpopo pnplaiag vronaociog-
1988|Femoral-facial syndrome Mnpo-rpoowrikd cUVSpPopo , ,
syndrome QoLVABLOTWY TPOCWTELWV
2348 Famil?al partial lipodystrophy, E88.1 OLKO\{EVF’]C peptki Autoduotpodia, TUTOG
Dunnigan type Dunnigan
Familial partial lipodystrophy, (o] A | Amod 8 _
2348 am! !a partiatiipodystrophy Dunnigan syndrome lKOV_Ean Hepu Aioduatpodia, timog 20vSpopo Dunnigan
Dunnigan type Dunnigan
Familial ial li h A A ia, T0
2348 ami !a partial lipodystrophy, FPLD? Ou«)v_svnc pepiki Autoduotpodia, TUTOG FPLD?
Dunnigan type Dunnigan
Familial partial lipodystrophy, . o OLKOYEVAG HepLKr AttoSuotpodia, TUTOG |Owkoyevig Leptk Autoduotpodia
2348 . P podystrophy, Familial partial lipodystrophy type 2 V NS KEpL pod g A VEVIIC HEpUa) pod
Dunnigan type Dunnigan TOTou 2
2351|Kousseff syndrome Q87.8 [zOvSpopo Koussef
Sacral meningocele-conotruncal heart lepd UNVLYYOKAAN-KWVOOTEAEXIKE:
2351|Kousseff syndrome 8 SUvdpopo Koussef pa N ,W n n AKES
defects syndrome KapSlakég BAABeG
247768 Millerian aplas!a and o518 MuMhepiavi unhufslu Ka
hyperandrogenism UTLEPAVEPOYOVLOHOG
247768 Miillerian aplasia and Miillerian duct failure and MuMeplavi amaoia kat AveTnapkeLa Twv opwv tou Miiller kat
hyperandrogenism hyperandrogenism UTEPAVSPOYOVIOUOG UTIEPAVSPOYOVLOUOG
Miilleri lasia and MUAX: ) amhaot
247768 uflerian ap as!a an WNT4 deficiency oriepLav ar ozc'ml K Avendpkela WNT4
hyperandrogenism UTLEPAVEPOYOVLOHOG
2353|Schilbach-Rott syndrome Q87.8 [Zuvdpopo Schilbach-Rott
2353|Schilbach-Rott syndrome BRSS 30vSpopo Schilbach-Rott BRSS
Hypotelorism-cleft palate-hypospadias S0VEPOHO UTEPTENOPLOOU-
2353|Schilbach-Rott syndrome a P Yposp SUvdpopo Schilbach-Rott POM ,p PLoH .
syndrome unepwlooxtotiag-unoonadia
247790|FTH1-related iron overload gg3.1 || HL-OXETWOuEun umepbopTwon
odnpou
FTH1-oxet{6pevn unepdopTwol FTH1-oxet{opevn unepdoptwol
247790|FTH1-related iron overload FTH1-associated iron overload . HETLOUEV pdsprwon . AETLOUEVN phsprwon
oléripou olbripou
. . JUVEPOHO VEAVIKOU KATAPPAKTN -
J le cataract- - |
247794 uven e.ca aract-microcornea-rena E88.8 |UKPOKEPATOELSH- VEDPLKAG
glucosuria syndrome ,
yAukoZoupiag
20v8 o qKTn - PV 0 oK -
Juvenile cataract-microcornea-renal [Juvenile cataract-microcornea-renal uvopoko vmvufou Kdtdp'paKTr] uvopopo vsavufou K(lt(lp,paKTl’]
247794 X X HIKPOKEPUTOELS- VEDPLKIG HIKPOKEPATOELSH- VEDPLKIG
glucosuria syndrome glycosuria syndrome , .
yAukoZoupliag yAukoZoupiag
247815 Autosoma_l r.ecesswe ataxia due to G118 Auro?wulm UTOAELTIOpEVN atagio Adyw
PEX10 deficiency avendpketag PEX10
247815 Autosomal recessive ataxia due to Mild peroxisomal disorder due to PEX10 AUTOOWHLKN UTIOAELOpEVN atagio Adyw [Hra umtepogetdloowpatiki Statapoxn
PEX10 deficiency deficiency avemndpkelag PEX10 Aoyw avendpkelag PEX10
2363 Lacrimoauriculodentodigital 0878 A0KPUOWTLOLOOSOVTOSAKTUALKO
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2363 Lacrimoauriculodentodigital LADD syndrome A([XKpUOu)TlO(lOOﬁOVI’OGC(KTU}\LKé S0vpopo LADD
syndrome olvdpopo
Lacrimoauriculodentodigital AaKpPUOWTLALOOEOVTOSAKTUALKO ,
2363 ' uried '8! LARD syndrome ) Kpuowmal VEOOaKTVALC ZUvSpopo LARD
syndrome ouvépopo
2363 Lacrimoauriculodentodigital Lacrimoauriculoradiodental syndrome A('IKpUOu)TlC(lDOﬁOVI’OSC(KTUMKé A(:.(KpUOu)TLO(lOKEpKL&DEOVTLKl’)
syndrome oUvdpopo olUvépopo
Lacrimoauriculodentodigital AaKpPUOWTLALOOEOVTOSAKTUALKO , .
2363 ! uricu el Levy-Hollister syndrome , kpuowTiay VEOOAKTUAL ZUvépopo Levy-Hollister
syndrome ouvépopo
Retinal vasculopathy with cerebral ApdBAnotpoeldikn ayyslonddela pue
247691|leukoencephalopathy and systemic H35.8 |eykedahkn Aeukoeykedahondbeta Kat
manifestations OUOTNUOTLKEG EKSNAWOELS
Retinal vasculopathy with cerebral ApdBANCTPOELSIK ayyeLlOMAOELa pe
247691|leukoencephalopathy and systemic ~ [RVCL eykepalkr Aeukosykedalondabela kat  |RVCL
manifestations OUOTNHOTIKEG EKSNAWOELS
Retinal vasculopathy with cerebral ApdLBAnotpoeldikn ayyslonddela pe
247691|leukoencephalopathy and systemic ~ |RVCL-S eykedolikn Aeukoeykedaronabeta kat  [RVCL-S
manifestations OUOTNUOTIKEG EKSNAWOELS
Retinal vasculopathy with cerebral A Al oelSkn ayyelondBeta pe , ,
; Lopathy wi . Retinal vasculopathy and cerebral HoLB nm'p Lot ayyeworn . L m AudBANoTPOELSIKN ayyelomaBeLa Kat
247691 |leukoencephalopathy and systemic eykepalikr) Aeukoeykedalonabeta kat , X
. . leukoencephalopathy . , eykepoikr Aeukoeykedaomabeto
manifestations OUCTNUOTLKEG EKSNAWOELG
. . - OUAAKLKN UTIEPKEPATWON HE AWTEKIAL
Keratosis follicularis spinulosa ) A N
2340 Q82.8 |tou TpLXwToUL NG KEPAANS (spinulosa
decalvans
decalvans)
2342|Haim-Munk syndrome Q82.8 [sUvSpopo Heim-Munk
Keratosis palmoplantaris- JUvSpopo mohaponeAlatiaiog
2342|Haim-Munk syndrome periodontopathia-onychogryposis Z0vSpopo Heim-Munk KEPATWONG- TEPLOSOVTOTABELG-
syndrome OVUXOYPUTIWONG
Palmoplantar hyperkeratosis- SUvSpopo moAaponeApatiaiog
2342|Haim-Munk syndrome periodontopathia-onychogryposis Z0vSpopo Heim-Munk UTIEPKEPATWONG- TEPLOSOVTOMABELaG-
syndrome OVUXOYPUTIWONG
Palmoplantar keratoderma- JUvSpopo moAaponeApatiaiog
2342|Haim-Munk syndrome periodontopathia-onychogryposis JUvSpopo Heim-Munk kepatoSeppiag- neplodovrondOetag-
syndrome ovuxoypUTwong
247724|Idiopathic eosinophilic myositis M60.8 |I5lomabrig nwowodhiki puooitida
Idiopathi inophilia- iated 161 on ¢} ¢
247724|ldiopathic eosinophilic myositis fopathic eosinophilia-associate 1810maBr ¢ nwolvodAkr puooitida Lonasing !,luona £La oxETouEVn He
myopathy nwotvodio
Infl t thy with s i ‘ ‘
247718 nflammatory myopathy wi 6724 [0) svuov'wénc HuoraBeta pe adpBova
abundant macrophages pakpodaya
247718 Inflammatory myopathy with IMAM (D?\Evuov’u)&nq HuoraBeta pe adpOova IMAM
abundant macrophages Hakpodaya
485|Kniest dysplasia Q77.7 |Avomhacia Kniest
247762|Lipoblastoma D17.9 |AutoPAdotwpa
2347|Lethal Kniest-like dysplasia Q77.8 |@avatndopog ducmhacia tunouv Kniest
247585|Citrullinemia type Il E72.2 |KitpouMwatpia tumou I

247585

Citrullinemia type Il

Adult-onset citrin deficiency

KutpouMwarpia torou 11

AVETIAPKELL KLTPLVNG pe Evapén otnv
gviiAwko {wn

247585

Citrullinemia type Il

Adult-onset citrullinemia type 2

KitpouAAwatpia tomou I

KitpouMuwatpia tomou 2 pe évapén
otnv eviAko {wn
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S . . . . L KitpouMwvatpia tomou Il e évapén
247585|Citrullinemia type Il Adult-onset citrullinemia type Il KitpouMwvatpia tormou I R R
otnv evijAiko wn
247585|Citrullinemia type Il CTLN2 KutpouMuwatpia tomou I CTLN2
247585|Citrullinemia type Il Citrullinemia type 2 KitpouMwatpia tormou I KitpouMwatpia tomou 2
2333|Kenny-Caffey syndrome Q87.1 [Z0vSpopo Kenny-Caffey
2333|Kenny-Caffey syndrome Kenny syndrome 20vSpopo Kenny-Caffey Z0vSpopo Kenny
N lintrah ic chol i N A g ¢ 5
247508 eqnéta mFrfa epatic cholestasis due £72.2 EOV\'ILKI’] svéonm?mxr] XoAootaon Adyw
to citrin deficiency QVETTAPKELOG KITPivNG
247598 Neo_na.tal |nFr§hepatlc cholestasis due NICCD Nsov\{u(r] 5v50r1ru'1m<r1 XoAdotaon Adyw NICCD
to citrin deficiency QVETTAPKELOG KLTPIVAG
N 1 evd ) XOAO
Neonatal intrahepatic cholestasis due [Neonatal intrahepatic cholestasis caused Neoyvikr evdonmatikr xohéotaon Adyw EOVVLK“,EV or]rm"ukn xo' ootaon
247598 L - L - . s T(POKOAOUHEVN QIO QVETIAPKELAL
to citrin deficiency by citrin deficiency QVETAPKELOG KITPivNG )
KiTpivng
2332|KBG syndrome Q87.8 [zUvSpopo KBG
Short stature-facial and skeletal ZUVEPOUO XOUNAOU OVOLOTAROTOG-
2332|KBG syndrome anomalies-intellectual disability- SUvdpopo KBG TIPOCWTTLKWY KAl OKEAETIKWV QVWHAALWV-
macrodontia syndrome VONTLKAG UOTEPNONG-HAKPOSOVTiOG
247604 |Juvenile primary lateral sclerosis G12.2 |Neaviki mpwrtonadng mayia okAfnpuvon
247604 Juvenile primary lateral sclerosis JPLS Neavikn mpwtonadnig mayia okApuvon [JPLS
247604 |Juvenile primary lateral sclerosis Juvenile PLS Neaviki mpwrtonadig mayio okAjpuvon [Neavikr PLS
Non-epidermolytic palmoplantar Mn-emudeppoAutikr mokaponeApatioio
2337 P! ytic p. p Qs2.8 n PH’ n H W
keratoderma KepaTOSEPHiQ
Auty | dominant diff X . |A g NG Sua
Non-epidermolytic palmoplantar utosomal dominant dituse Mn-emudepoAUTIKY TohapomeApatiaio UTOGWHLKN ET(lKE)C!\'r]Q wlxurr]l
2337 palmoplantar keratoderma, Norrbotten | moAaponeApatiaia kepatodeppia,
keratoderma Kepatodeppia )
type Turou Norbotten
2337 Non-epidermolytic palmoplantar Diffuse palmoplantar keratoderma, Mn-emudeppoAutiki modaponeApatiaia |Awdxutn noAaponeipatiaia
keratoderma Bothnian type KepaTOSEPHia kepatodeppia, Tumov Bothnian
2337 Non-epidermolytic palmoplantar NEPPK Mn—zm&epuyo)\utu(n TaAaponeApatiaio NEPPK
keratoderma KepaTOSEPHLQ
2339 Keratosis follicularis-dwarfism- 0871 SUVEpOpO BUAAKIKIG UTIEPKEPATWONG-
cerebral atrophy syndrome 7 |vaviopoU-eykedaiikrg atpodiag
494|Keratoderma hereditarium mutilans Q82.8 AxpwTnplacTik kAnpovopLn

Kepatodeppio

494

Keratoderma hereditarium mutilans

Mutilating keratoderma of Vohwinkel

AKPWTNPLAOTLKA KANPOVOULKN
KepATOSEPHia

AKPWTNPLAOTLKA KEpATOSEPHLDL
Vohwinkel

494

Keratoderma hereditarium mutilans

Mutilating keratoderma plus deafness

AKPWTINPLOOTLKA KANPOVOULKA
Kepatodeppio

AKPWTINPLOOTIKA KEPATOSEPLN HE
Kkwdwon

494

Keratoderma hereditarium mutilans

Mutilating keratoderma plus hearing
loss

AKPWTNPLOOTLKA KANPOVOULKN
KepaToSeppia

AKPWTNPLAOTLKA KEPATOSEPHLDL HE
QTWAELDL OLKOFG

494

Keratoderma hereditarium mutilans

PPK mutilans and deafness

AKPWINPLOOTIKA KANPOVOULKA
Kepatodeppio

Akpwinplaotiki PPK pe kdwon

494

Keratoderma hereditarium mutilans

PPK mutilans and hearing loss

AKPWTNPLACTIKA KANPOVOLKH
KepaTOSEPHia

Akpwtnplaotiki PPK pe anwleta akong




1586

EQHMEPIAA THX KYBEPNHZEQX

TelUyxo¢ B'248/17.01.2024

ORPHACc ICD Tuvwvupa
PreferredTerm Synonyms Mpotipwpevog Opo
il ynony! @S potipwpevog Upog
Al 1 KA |
494|Keratoderma hereditarium mutilans  [Vohwinkel syndrome prl‘ﬂplc(c:l.’lKr] KAnpovok SUvSpopo Vohwinkel
KepatoSeppio
2322|Kabuki syndrome Q87.0 [UvSpopo Kabuki
2322|Kabuki syndrome Kabuki make-up syndrome SUvdpopo Kabuki SUvdpopo Kabuki make-up
2322|Kabuki syndrome Niikawa-Kuroki syndrome SUvSpopo Kabuki SUvSpopo Niikawa-Kuroki
Autosomal recessive secondary AUTOCWLK UTIOAELTOUEVN
247378|polycythemia not associated with VHL D75.1 |Seutepomnabrig moAukutTapatpia pn
gene oxetl{Opevn e o yovibio VHL
Autosomal recessive secondary Autosomal recessive secondary AUTOOWULKF UTLOAEUTOMEVN AUTOOWULKF UTLOAEUTOpEVN
247378|polycythemia not associated with VHL |erythrocytosis not associated with VHL Seuteponadng moAukuTtapatpio pun Seuteponadrig epubpokuttdpwon pn
gene gene oxeTl{OPEVN HE TO Yovibio VHL oxetl{Opevn Ue To yovisio VHL
Al | i A g 0 A g ¢
utosoma (ecessnve seFondarY Autosomal recessive secondary UTOCWLKN 'urro)\smousvn ) UTOOWMLKN 'uno)\emouevr]'
247378|polycythemia not associated with VHL K Seutepomnadrg moAukuTtapatpia pun Seuteponabrg epubpokuTttdpwon,
erythrocytosis, non-Chuvash type , , ,
gene OXETLWOUEVN HE TO Yovibio VHL tUnou un-Chuvash
Autosomal recessive secondary . AUTOCWLLKT UTIOAEUTOMEVN AUTOOWLLKT UTIOAELTTOUEVN
) _ g Autosomal recessive secondary , , . .
247378|polycythemia not associated with VHL . Seutepomnabrg moAukuTtapatpia pun Seuteponabrig moAukuTTapatpoa,
polycythemia, non-Chuvash type A . .
gene OXETLOUEVN HE TO Yovibio VHL tUnou un-Chuvash
2321|Jung syndrome Q87.8 |3UvSpopo Jung
2324 Osteopenia-intellectual disability- SUVEPONO 0CTEOTEVING-VONTIKAG
sparse hair syndrome UOTEPNONG-APALWY TPLXWV
Ost: ia-intellectual disability- S0v6 {oG- )
2324 s eopen.la inteflectuat dlsability Kaler-Garrity-Stern syndrome uv'pouo OGTEDT,‘EVW: YDHTlKHQ ZUvdpopo Kaler-Garrity-Stern
sparse hair syndrome UOTEPNONG-APALDV TPLXWV
Al | i A g g \
247511 utosoma éommant secondary D751 UTOCWHLKN en%Kparnc Seuteponadrg
polycythemia ToAUKUTTapaLpio
247511 Autosomal dominant secondary Autosomal dominant secondary AUTOOWLLKY ETUKPOTHG Seutepomadng AUTOOWLKN ETUKPATHG Seutepomnadig
polycythemia erythrocytosis TIOAUKUTTapaLpia £pubpokuTTApwon
2323|Sanjad-Sakati syndrome Q87.1 [SUvSpopo Sanjad-Sakati
2323|Sanjad-Sakati syndrome HRD syndrome SUvSpopo Sanjad-Sakati S0vSpopo HRD
Hypoparathyroidism-intellectual J0v8popo unonapaBupeoelSIopHoU-
2323|Sanjad-Sakati syndrome .yp p vroict X ! ctu SUv8popo Sanjad-Sakati uvop 'll un' TAPABUPECELOLO U,
disability-dysmorphism syndrome VONTLKAG UOTEPNONG-SuapopdLopol
- SUv8popo unonapabupeoelSIopoY-
. . Hypoparathyroidism-short stature- , . . . . .
2323|S: d-Sakat d P S: d-Sakat A -
anjad-sakat! syndrome intellectual disability-seizures syndrome UVOPOHO Sanjad-sakatl xapt] ov uvao‘mua'troq vontkns
UOTEPNONG-OTIACUWY
2323|Sanjad-Sakati syndrome Richardson-Kirk syndrome SUvSpopo Sanjad-Sakati ZUvSpopo Richardson-Kirk
2323|Sanjad-Sakati syndrome SSS SUv8popo Sanjad-Sakati SSS
247522 Primary ciliary dyskinesia-retinitis Mpwtomnabrg Suoknoia Twv KPOooWV -
pigmentosa syndrome HeAayxpwotikr apdtBAnotpoetdonddeia
247525|Citrullinemia type | E72.2 |KutpouMwatpia turmou |
247525|Citrullinemia type | ASS deficiency KitpouMwvaipia tomou | Avemdpkela ASS

247525

Citrullinemia type |

Argininosuccinate synthase deficiency

KitpouMwatpia tomou |

AVETIAPKELX TNG OPYLVLVONAEKTPLKIG
ouvBaong

247525

Citrullinemia type |

Argininosuccinate synthetase deficiency

KitpouMuwatpia tomou |

AVETIEPKELDL TNG APYLVIVONAEKTPLKAG
ouvBetdong

247525

Citrullinemia type |

Argininosuccinic acid synthase
deficiency

KitpouMwatpia tomou |

AvemdpkeLa tnG ouvBdong Tou
OPYLWLVONAEKTPLKOU 0§E0G
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Argini inic acid synthet Avend BeTd
247525|Citrullinemia type | rg}r\.lnosuc5|n|c acldsynthetase KitpouMuvatpia tormou | VETLAPKELQ TG UUY ET,0.0F]Q tov
deficiency apyWLVonAeKTpLKoU 0&€og
247525|Citrullinemia type | CTLN1 KitpouMuwatpia tormou | CTLN1
247525|Citrullinemia type | Citrullinemia type 1 KitpouMwatpia tomou | KitpouMwatpia tvmou 1
247525/|Citrullinemia type | Classic citrullinemia KitpouMuwatpia tomou | KAaoowkn KiepouMwatpio
Epidermolysis bullosa simplex with AT TioppoAuywdng emubeppdiuon pe
2325 . . Q81.0 . ,
anodontia/hypodontia avoSovtia/uroSovtia
Epidermolysis bullosa simplex with A topdoAuywong emdepUOA € . .
2325 P! . VSls bu . implexwi EBS with anodontia/hypodontia TN 'H¢ v f]'C TUoEpHOALON 1 EBS pe avodovtia/unodovtia
anodontia/hypodontia avoSovtia/unodovtia
2325 Epidermf)lysis buIIose_! simplex with Kallin syndrome ATAR no}ld)o}\uvd;&n'q erubeppoluon pe svspopo Kallin
anodontia/hypodontia avoSovtia/uroSovtia
2329|Karsch-Neugebauer syndrome Q87.2 [zOvSpopo Karsch-Neugebauer
Split hand/split foot-nystagmus S0vEpopo oxLoTOXELpiac/oxioTonosiag-
2329|Karsch-Neugebauer syndrome P /sp vstag SUvdpopo Karsch-Neugebauer PO , uotoxetplag/ox S
syndrome vuotaypou
2328|Kapur-Toriello syndrome Q87.8 |zOvSpopo Kapur-Toriello
. . JUvSpopo
Cleft lip/palate-facial, eye, heart and ) . | ,
2328|Kapur-Toriello syndrome ) ,p/p X 4 SUvdpopo Kapur-Toriello XEWEOOXLOTLOG/UTIEPWLOOXLOTIOG-
intestinal anomalies syndrome , , ,
TIPOCWTIKWYV, 0GOAALLKWY, KAPSLOKWY
2408|Lowe-Kohn-Cohen syndrome Q87.8 [zOvSpopo Lowe-Kohn-Cohen
Deafness-nephritis-ano-rectal S0VEPOHO KWPWONG-VEDPITLSAG-TIPWKTO
2408|Lowe-Kohn-Cohen syndrome . P SUvdpopo Lowe-Kohn-Cohen p, K b 'nq o TP
malformation syndrome opBkng Suomhaoiag
Hearing loss-nephritis-ano-rectal SOV O\ c- tdag-
2408|Lowe-Kohn-Cohen syndrome earing OS_S nepnritis-ano-recta SUvépopo Lowe-Kohn-Cohen VvopoHo anw] eLae ou(on'q vedpinidoc
malformation syndrome TPWKTOo-0pBOLKNG SuoTAaoiog
2409|Lowry-MacLean syndrome Q87.8 [ZUvdpopo Lowry-MacLean
2405 Thickened earlobes-conductive H90.0 SUVEPOPO MaXUOoHEVWY AoBlwv WTwv-
deafness syndrome 7 |kwdpwong Timou aywypéTnTag
Thickened earlobes-conductive 20OVEPOHO TaXUOHEVWY AoBlwv WTwv-
2405 Escher-Hirt syndrome 3 POM , XU , b ZUvSpopo Escher-Hirt
deafness syndrome KWWoNg TUMoU aywylHoTNTaG
2405 Thickened earlobes-conductive Thickened earlobes-conductive hearing SUVEPOPO MaXUOHEVWY AoBlwv WTwv- ZUVSpOpO TaXVOUEVWY AoBiwv WTwv-
deafness syndrome loss syndrome KWWong TUMoL aywylpdTnTog QMWAELOG KOG TUTIOU ayWYLHOTNTOG
2407|Laryngo-onycho-cutaneous syndrome Q81.8 [Aapuyyo-ovuxo-8€ppaTIKO GUVEPOHO
2407|Laryngo-onycho-cutaneous syndrome |LOC syndrome A0PUYYO-OVUXO-8EPUATIKO GUVEPOLO Z0vSpopo LOC
2407|Laryngo-onycho-cutaneous syndrome [LOGIC syndrome AQpUYYO-0OVUXO-8EPUATIKO GUVEPOHO ZUvSpopo LOGIC
Laryngeal and ocular granulation tissue 20vSpopo Aapuyyikou Kat opOaAuLkoU
2407|Laryngo-onycho-cutaneous syndrome |[in children from the Indian subcontinent AQPLYYO-OVUXO-8EPUATIKO GUVEPOHO KOKKLWE0UG LoTol og matdLd and tnv
syndrome V81K uTtormeLpo
2407|Laryngo-onycho-cutaneous syndrome [Shabbir syndrome Aapuyyo-ovuxo-8epuatikd cUVEpopuo SUvSpopo Shabbir
2412 Dislocation of the hip-dysmorphism 087.2 SUvdpopo e§apBprpatog Tou Loxiov-

2412

Dislocation of the hip-dysmorphism
syndrome

Collins-Pope syndrome

SUvSpopo e§apBprpatog Tou Loxiou-
Suopopdilopol

SUv8popo Collins-Pope
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2575 Cystic fibrosis-gastritis-megaloblastic JUVSPONO KUOTIKAG (vwong-yaotpitidog-
anemia syndrome peyahopAaotikig avatpiag
Cystic fibrosis-gastritis-megaloblastic SOvépopo G @ -yaotpitdag- |, . .
2575 v I, ! Is-gastritl & ! Lubani-Al Saleh-Teebi syndrome OVOPOM KUOTL'KI']Q vaulncv otptuoag ZUvSpopo Lubani-Al Saleh-Teebi
anemia syndrome HeyaAoBAAOTIKAG avatpiog
2410 Hypergonadotropic hypogonadism- £29.1 ZUvSpopo unepyovadotpormikol
cataract syndrome "7 |unoyovadiopol-katappdktn
Hypergonadotropic hypogonadism- SUVEPOHO UTEPYOVEOTPOTILKOU § )
2410 yperg pic hypog ' Lubinsky syndrome UVOPOHO UTL D'V v rp' Koy ZUvSpopo Lubinsky
cataract syndrome UTTOYOVOSLOHOU-KATAPPAKTN
2399 Nasopalpebral lipoma-coloboma Q103 JUvSpopo poPAedapko AWUATOg-
syndrome " |odBapikol koAoBwpaTog
2400 Peripheral motor neuropathy- G60.8 SUVEpopo MePLPEPLKAG KVNTIKAG
dysautonomia syndrome " |veupondBelag-Sucautovopiag
Peripheral mot: thy- S0v6 ) g
2400 eriphera m.o or neuropatny Lisker-Garcia-Ramos syndrome v pOHO TepLbepLKric KWn,“K”q ZUvpopo Lisker-Garcia-Ramos
dysautonomia syndrome VEUPOTABELAG-6UCAUTOVOLOG
Encephalocraniocutaneous i .
2396 Iipor:atosis focu Y E88.2 |EykedpalokpavioSepUaTIKY AUTWHATWON
Encephalocraniocutaneous
2396|,. P . Haberland syndrome Eykedadokpaviodeppatiki Mnwpdtwon |Zuvdpopo Haberland
lipomatosis
Mepovwpévn vooog SéAta-Segapeva
248340|lsolated delta-storage pool disease D69.1 K ,un VN V0005 B Saneviv
anobrikeuong
. Mepovwpévn vooog SéAta-Se§apeviv ) )
248340|Isolated delta-storage pool disease  |lsolated delta-SPD , Mepovwpévn éAta-SPD
anoBrikeuong
Mepovwpévn vooog SéAta-Segapeva !
248340|lsolated delta-storage pool disease Isolated dense-SPD M ,un VN vooog : fopeviv Mepovwpévn rukvr-SPD
anobrikeuong
Mepovwpévn vooog SéAta-Sefapeviv MepovwHEVN VOGOG TUKVWY SeEAEVWV
248340|Isolated delta-storage pool disease Isolated dense-storage pool disease B , HEVN s b ” , HEVN 5 S
anoBrikevong anoBrikevong
2388|Choreoacanthocytosis E78.6 |XopeloakavBokuttapwon
2388|Choreoacanthocytosis ChAc XopeLoaKavBoKUTTApWanN ChAc
2388|Choreoacanthocytosis Chorea-acanthocytosis XopeloakavBokuttdpwon Xopeia-akavBokuttdpwon
2388|Choreoacanthocytosis Levine-Critchley syndrome XopeloakavBokuTtapwan SUvSpopo Levine-Critchley
248111|Juvenile Huntington disease G10 |Neaviki vooog Huntington
248111|Juvenile Huntington disease JHD Neavikr vooog Huntington JHD
248111|Juvenile Huntington disease Juvenile Huntington chorea Neavikr vooog Huntington Neaviki xopeia Huntington
2387|Leukonychia totalis Q84.4 |OAwkr) Aeukovuyio
2386 Leukoencephalopathy-palmoplantar ZUvSpopo AeukoeykedparondabeLag-
keratoderma syndrome moAaponepatiaiog kepatodeppiag
2379 Early-onset parkinsonism-intellectual 620 SUVEpOpO MPWLUNG Evapéng

TLOPKLVOOVLOUOU-VONTLKAG LATEPNONG

2379

Early-onset parkinsonism-intellectual
disability syndrome

Laxova-Opitz syndrome

ZUVSPONO TPWLUNG Evapéng
TLOPKLVOOVLOHOU-VONTLKAG LOTEPNONG

SUv8popo Laxova-Opitz

2379

Early-onset parkinsonism-intellectual
disability syndrome

Waisman syndrome

SUVEpOpO PWLUNG Evapéng
TLOPKLVOOVLOUOU-VONTLKAG LATEPNONG

SUvSpopo Waisman
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2301 (.Zongenltally short costocoracoid 068.8 ZLfvvsvu)q Bpaxug mAeupokopakoeLlSHg
ligament oUvdeopog
2390|Lichtenstein syndrome D70 |z0Ov6popo Lichtenstein
AavOd &1 it i
247834|0ccult macular dystrophy H35.5 avl dvouoa BucTpodia Te wxpas
KNAiSag
AavBdvouoa & odia o1
247834 (0ccult macular dystrophy OCMD V vouoa Suatpodia g wxpds OCMD
KNASag
AavOd & it i
247834|0ccult macular dystrophy OMD uv' dvouoa Buctpodia Te wxpas OMD
KnAiSag
2371|Lethal Larsen-like syndrome Q74.8 |Gavatndopo cUvSpopo tumnou Larsen
ZOpnA G - :
2369|Limb body wall complex Q87.8 U,I'm EYHQ AKpWY-TOXWHATWY TOU
OWHATOG
TOpmAeypa d -Tol & o . . .
2369|Limb body wall complex Body stalk anomaly u'un YHA AKpLVToNWHATWY ToU AvwpoAio Tou pioxou Tou CWHATOG
CWHATOG
ZOpmA G - :
2369(Limb body wall complex LBWC syndrome U,I'm EVHA QKpLVTORLHATLYTOU ZUvbpopo LBWC
OCWHOTOG
E | lasia- | 30 | {og-
247820 ctodermal dysplasia-syndactyly 0828 uvSpopo E'EU)GSPHLKT]C Suomlaoiag:
syndrome OUVSOKTUALOG
247820 Ectodermal dysplasia-syndactyly EDSS ZUuvépopo E'£W5€PI»11KHQ Suom\aotiag- EDSS
syndrome ouvdaktuliag
E ia- 30 ; log-
247820 ctodermal dysplasia-syndactyly EDSS1 UuvSpopo E'Ewéspumnc Suomlaoiag: EDSS1
syndrome OUVSOKTUALOG
247827 Ectodermal dysplasia-cutaneous 0828 Zuvépouov E&wéepulkns Suomaotiag-
syndactyly syndrome Seppatikng ouvdaktuAiag
E ia- 30 ) log-
247827 ctodermal dysplasia-cutaneous EDCS uvépouo’ EEw&spulKncy Suomhaoiag: EDCS
syndactyly syndrome SePUATIKAG CUVSAKTUALAG
247827 Ectodermal dysplasia-cutaneous EDSS2 Zuvépouov EEwBepuLKncy Suom\aotiag- EDSS2
syndactyly syndrome Seppatikng ouvdaktuAiag
2378|Laurin-Sandrow syndrome Q87.2 |zOvSpopo Laurin-Sandrow
Mirror hands and feets-nasal defects ZOVEPOHO XELPWY Kot TTOSWV Siknv
2378|Laurin-Sandrow syndrome SUvdpopo Laurin-Sandrow p HO XEp , ) n
syndrome KaBpéntn-pvikwv PAaBwv
2378|Laurin-Sandrow syndrome Sandrow syndrome 3UvSpopo Laurin-Sandrow 3UvSpopo Sandrow
247868 NLR.PllZ-associated hereditary £85.0 20v6p0|:10 K}\I’]pOVOLlLKDL? TiepLoSLKOU
periodic fever syndrome mupetol NLRP12-oxeTi{dpevou
247868 NLRPI?»assoaated hereditary FCAS? Zuvépo;llo K)\I’]pOVOMLKOl{ TEPLOSIKOU e
periodic fever syndrome mupetol NLRP12-oxeTI{opevou
247868 NLRP12-associated hereditary Familial cold autoinflammatory SUVEPOHO KANPOVOULKOU TIEPLOSLKOU Otkoyevég auTodAeYHOVWEEG GUVEpOHO
periodic fever syndrome syndrome type 2 nupetoy NLRP12-oxeTi{dpevou ek PUxoUg TUTIOU 2
247868 NLRPI?»assouated hereditary NAPS12 Zuvépo;lw K)\l’]pOVOMLKOl{ TEPLOSLIKOU NAPS12
periodic fever syndrome mupetol NLRP12-oxeTi{opevou
2375 Laryngeal abductor paralysis- 138.0 SUVEPOHO TAPAAUCNG TWV AQPUYYLIKWV
intellectual disability syndrome 7 |anaywywv-vontikig votépnong
2375 .Laryngeal abc_juct.o_r paralysis- Plott syndrome ZUVépOuf) nupdhu?nq ru)'v AapuyyLkwv 0vSpopo Plott
intellectual disability syndrome QITOYWYWV-VONTLKAG UOTEPNGNG
2456|Familial supernumerary nipples Q83.3 |Owoyeveic umepdptBueg BnAég
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2456|Familial supernumerary nipples Isolated polythelia Owoyevelg uepdpLBueg BnAég Mepovwpévn oAubnAia
2457|Mandibuloacral dysplasia Q87.5 |Avomhacia kdtw yvdBou-dkpwv
2457|Mandibuloacral dysplasia MAD Avomhaoio Katw yvaBou-akpwy MAD
M B, 3 f
2451 ucocutar?eous venous Q27.8 Asvvovo'voéspuankec PAePwdELG
malformations Suom\aoieg
2451 Mucocutaneous venous Cutaneous and mucosal venous BAevvoyovoSeppatikég dAeBwdELS AEPUATIKEG KaL BAEVVOYOVLKES
malformations malformation Suom\aoieg PAeBwdeLg Suomhaoieg
M B, 3 f
2451 ucocutar?eous venous VMCM Aevvovo'voéspuankec PAePwdELg VMCM
malformations Suomaoieg
Patt -St -Fontail
2439 atterson-stevenson-rontaine Q87.0 |z0vdpopo Patterson-Stevenson-Fontaine
syndrome
Patterson-Stevenson-Fontaine . . ,
2439 syndrome v ! Patterson-Stevenson syndrome 20v8popo Patterson-Stevenson-Fontaine |ZUv8popo Patterson-Stevenson
. " R " . SUvEpopo mapapdpdwong
Patterson-Stevenson-Fontaine Split foot deformity-mandibulofacial , . , ,
2439 ) SUvSpopo Patterson-Stevenson-Fontaine |oxtotonodiag-yvaBonpoowrikig
syndrome dysostosis syndrome ,
Suodotwong
Domil h hosph: ia with E g {
244305 omma(nt( ypop osp atemlé witl N25.8 rukpatm'; UT!O(lt)u)Ud)C(Ta'lulC( He
nephrolithiasis or osteoporosis vedpoABiaon r ooteondpwon
244283 Biliary atre.5|a with splenic Q44.2 Zuvépou'o arpnclu'Q XoAndopwv pe
malformation syndrome omAnvikr Suomhaoio
Biliary atresia with spleni SOvEpopo a {og xoAndo, € ,
244283 Hary . a with spienic BASM syndrome vop H TPnat ‘,;X nddpwv ZUvSpopo BASM
malformation syndrome onAnviki SuomAacia
2440 Isolated spvllt hand-split foot Q716 Msuokuzlvn Suom\acia oxlotoxelpiag-
malformation oxlotonodiag
Isolated split hand-split foot M évn Suoraoi log-
2440 solate Sp_l and-spiitfoo Ectrodactyly Q72.7 euovaelvn VOTAAOL OXLOTOXEPLAG ExtpwdaktuAia
malformation oxlotorodiag
2440 Isolated spvllt hand-split foot SHFM MsuokuE’vn Suom\aoia oxlotoxelpiag- SHFM
malformation oxLlotonodiog
Isolated split hand-split foot M évn Suoraoi log-
2440 solate Sp_l and-splittoo Split hand foot malformation Euokuelvn VOTAAOL OXLTTOXEPLAG AvcmAacia oxlotoxetpornodiog
malformation oxLlotorodiag
244310|RFT1-CDG E77.8 |RFT1-CDG
244310(RFT1-CDG CDG syndrome type In RFT1-CDG SUv8popo CDG tumou In
244310|RFT1-CDG CDG-In RFT1-CDG CDG-In
244310|RFT1-CDG CDGIN RFT1-CDG CDGIN
- . SOVEPOHO ENEUUATIKAG OE
Carbohydrate deficient glycoprotein
244310|RFT1-CDG v glycop RFT1-CDG uSaTavOpaKeg YAUKOTIPWTELVNG TUTIOU
syndrome type In in
244310|RFT1-CDG Congenital disorder of glycosylation type RET1-CDG Z?vvsvnq Slatapaxr g yAukoluAiwong
in tonou 1n
244310|RFT1-CDG Congenital disorder of glycosylation type RET1-CDG itjnwevr']c Statapayn g yYAukoluAiwong
In Tornou In
A ¢ Man5GIcNAc2-PP-Dol
244310|RFT1-CDG Man5GlcNAC2-PP-Dol flippase deficiency RFT1-CDG VETapKeLa e MianoGIciAC °
$Adong
244242|HELLP syndrome 014.2 |Z0v8popo HELLP
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244222 |HELLP syndrome Hemolysi‘s, elevated liver enzymes, low S0vBpoyo HELLP ALubAL{on, otuEnuléva r]notru(fi éviupa,
platelets in pregnancy XQUNAQ QLUOTIETAALA 0TV KUNON
0 - - ;
Hemolysis-elevated liver enzymes-low , UVGPOHO mu'o)\uonq au&r]uevwv
244242 [HELLP syndrome Z0v6popo HELLP NMATIKWV €VIULWV-XAUNAWY
platelets syndrome .
aLponetaiinv
296|0llier disease Q78.4 [Nooog Ollier
296|0llier disease Dyschondroplasia Noéoog Ollier Auvoxovdporhaocio
2437|Czeizel-Losonci syndrome Q87.8 [20vSpopo Czeizel-Losonci
5 - -
. . Split hand with obstructive uropathy, , . . XLOTO)('ELDLG He anosbpt?zknm
2437|Czeizel-Losonci syndrome . o . . JUvépopo Czeizel-Losonci ouponaBeLa, SloxLdn pdxn Kot
spina bifida and diaphragmatic defects , ’
Stadpaypatikd eMeippato
. . Split hand-urinary anomalies-spina | . . ZUVEPOO OXLOTOXELPLAG-O0UPOAOYIKWV
2437|Czeizel-Losonci syndrome - SUvdpopo Czeizel-Losonci 3 L
bifida syndrome avwpaAtwy-8Loxtdoug paxng
244275 De novo thrombotic microangiopathy M31.1 De novo BpopBwtikn HKpoayyeLomadeLa
after kidney transplantation "7 |petd and petapdoxeuon vedpol
2438|Hand-foot-genital syndrome Q51.2 [Xelpo-mtodo-yewwnTikd cUVSpOpO
2438|Hand-foot-genital syndrome HFGS Xelpo-moo-yevwntikd cuvEpopo HFGS
2438|Hand-foot-genital syndrome Hand-foot-uterus syndrome XeLpo-1toS0-yewwnTikd cUVSpPopo Xetpo-nodo-puntpLaio cuvépopo
Di ) . .
243343 |rr.|e_thylg|ycme dehydrogenase E72.5 AvemapkeLa t'r]c adudpoyovaong tng
deficiency SpueBulyAukivng
Dimethylglycine dehydrogenase Avemndpkela TG apudpoyovdong T Avendpkela TG adudpoyovdong T
243343 - ViEly yerog DMG dehydrogenase deficiency P 'nq bupoy neTme p nc agudpoy neTne
deficiency StueBulyAukivng DMG
Dimethylglycine dehyd AVeTd 5 :
243343 mernvislycine dehydrogenase DMGDH deficiency VEMGPKELL TG AGUBPOYOVAONG TG |\ 6o e i tne DMGDH
deficiency SpueBulyAukivng
243367|Acute fatty liver of pregnancy 026.6 |0&0 Atwdeg Arap TG KUNONG
243367|Acute fatty liver of pregnancy AFLP 080 Atwbeg Amap tng KUNONG AFLP
Hypo- and hypermelanotic cutaneous SUVEPOLO UTIO- KA UTIEPUEAQVWTLKWY
2435|macules-retarded growth-intellectual Seppatikwy KNAiwv-kabuotepnuévng
disability syndrome QVAITTUENG-VONTIKNG UOTEPNONG
Hypo- and hypermelanotic cutaneous ZOVEPOHO UTIO- KOl UTLEPUEAQVWTIKWV
2435|macules-retarded growth-intellectual |Westerhof-Beemer-Cormane syndrome Seppatikwv knAidwv-kabuotepnuévng 3UvSpopo Westerhof-Beemer-Cormane
disability syndrome QVATTTUENG-VONTLKAG UCTEPNONG
2429 Macrocephaly-spastic paraplegia- 087.8 SUVEPOpO HaKPOKEGAALOG-OTIOOTIKAG
dysmorphism syndrome " |mapaminyiag-ucpopdiopol
M haly-spasti legia- 20v8 oG- \
2429 acrocep_ aly-spastic paraplegia Fryns macrocephaly UvSpopo }lL‘!KpOKEd)(I {og: c'r(ozcnknq Maxpokedahia Fryns
dysmorphism syndrome napaninyiog-ducpopdiopol
2432 Macrosomia-microphthalmia-cleft 087.0 SUVEpopo Hakpoowpiag-pkpodBatpiag-
palate syndrome " |unepwiooxiotiog
M hthalmia-cleft 20v8 (oG- Batuiog-
2432 acrosomia-microphthaimia-cie Teebi-Al Saleh-Hassoon syndrome UVOPOHO uuK’pocwuLuq HupodBauiac 3UvSpopo Teebi-Al Saleh-Hassoon
palate syndrome UTIEPWLOCYLOTILOG
Upper limb defect-eye and ear SUvSpopo BAaBWY Gvw akpwv-BAaBwY
2489 . Q87.8 . .
abnormalities syndrome 0pOaAUWY KAl WTWV
247353|Generalized pustular psoriasis L40.1 [Fevikeupévn dAuktawwdng Ywpiaon
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247353|Generalized pustular psoriasis GPP levikeupévn pAuktavwdng Pwpiaon GPP
247262 Hyperphosphatasia-intellectual ZUvSpopo unepdpwodataciag-vontkig
disability syndrome votépnong
247262 H‘ypeTPhosphatasia-intellectual Mabry syndrome ZUV(,SpO[.lO unepdwodataciog-vontkrg S0v6popo Mabry
disability syndrome uotépnong
2487 Lower limb malformation- ZUVEpOpO SUCTIAACLWV KATW GKPWV-
hypospadias syndrome unoornadia
L limb malf tion- S0v6 SUOTIAALOLWY KATW & -
2487 ower |m> matiormation Fried-Goldberg-Mundel syndrome oV pouci UOTARALLY KETW Akpuy ZUvdpopo Fried-Goldberg-Mundel
hypospadias syndrome unoonadia
247257|Inhalational anthrax A22.1 |Ewomvedpevog avBpakag
247257|Inhalational anthrax Inhalation anthrax disease Elonveopevog avOpakag Nooog avBpaka ard lonvon
247257|Inhalational anthrax Pulmonary anthrax Elonvedpevog avBpakag Mveupovikdg avBpakag
247257|Inhalational anthrax Respiratory anthrax Elomveduevog avopakag AVamVEVOTLKOG AvOpakag
247257|Inhalational anthrax Respiratory anthrax disease Elomvedpevog avOpakag AVQTIIVEUOTLKH VOOOG AvBpaka
247245|Superficial siderosis 169.0 |Emubavetakn oldnpwon
Hemosiderosis of the central nervous X Al 81 o 0
247245|Superficial siderosis mosiderost centratnervou Erudavelakn odrpwon LHO({L MPWGT TOU KEVIPLKOU VEUPLKOU
system oUOTHHATOG
247245|Superficial siderosis Superficial hemosiderosis of the CNS Erudavelakn odrpwon Erudavelakn atpootdnpwon tou KN
S ficial h iderosis of th tral i E ) 6N
247245|superficial siderosis uperficial hemosiderosis of the central ErubaveLaxs otbpwon T[Ld)(XVElflKn muoc{t npwf!n Tou
nervous system KEVTPLKOU VEUPLKOU GUCTAHOTOG
247245|Superficial siderosis Superficial siderosis of the CNS Erudavetakn otdripwon Erudavetakn odripwon tou KN
Superficial siderosis of th: tral i E | oo 0
247245|superficial siderosis uperficial siderosis of the centra ErubaveLaxs otbpwon m¢uvs'mkr1 OL’ PWON TOU KEVIPLKOU
nervous system VEUPLKOU GUGTAHATOG
2485|Melorheostosis M85.8 |Melopeootéwon
347234 Sporadic adl.Jlt»onset ataxia of GaL8 an)puélm '(!Yuﬁl(’l pe évapén cm']v
unknown etiology gvnAko {wn ayvwoTou attloloyiog
Sporadic adult-onset ataxia of Snopadikn atagio pe évapén otnv 1610mabri¢ mapeykepahSikn atagio
247234 P . Idiopathic late-onset cerebellar ataxia , P N , ¢ , " etn n . r'1c pevied n ¢
unknown etiology eviAko {wr ayvwotou attoloyiag OPung évapéng
347234 Sporadic adl.Jlt»onset ataxia of . an)puéu(r’] 'C(Yuil'.(’l He évapén ctr']v SAOA
unknown etiology evnAko {wn ayvwoTou attloloyiog
2483|Melkersson-Rosenthal syndrome G51.2 |ZUvépopo Melkersson-Rosenthal
247203|Collecting duct carcinoma C64  |Kapkivwpo Twv aBpoloTikv mopwy
247203|Collecting duct carcinoma BDC Kapkivwpa Twv aBpotoTikwv mopwv BDC
247203|Collecting duct carcinoma Bellini carcinoma Kapkivwpo Twv abpolotikwv ndépwv Kapkivwpa Bellini
247203|Collecting duct carcinoma Bellini duct carcinoma Kapkivwpo twv aBpolotikwv mopwv Kapkivwpa twv népwv tou Bellini




Telxog B'248/17.01.2024

EOHMEPIAA THE KYBEPNHZEQX

1593

O'ZZZAC PreferredTerm Synonyms ccl:t:iIZs Npotuwpevog Opog AT
247203 |Collecting duct carcinoma cDC Kapkivwpa twv abpolotikwy ndpwv cDC
2484|Melnick-Needles syndrome Q77.8 |2OvSpopo Melnick-Needles
2484|Melnick-Needles syndrome Melnick-Needles osteodysplasty SUvdpopo Melnick-Needles Oocteoduonhaocia Melnick-Needles
247198 :trroog;:isive cerebello-cerebral GILs :;gf;;:;rl?;p;z/:ed)a)uﬁo»
247198 :L'fog;isive cerebello-cerebral PCCA ::);(;;S;}l\i:;rl:;p;:/:ed)uhéo- PCCA
2481|Neurocutaneous melanocytosis D22.4 |NeupoSepUATIKE HEAQAVOKUTTAPWON
2481|Neurocutaneous melanocytosis NCM D22.5 |Neupodeppatikr HEAAVOKUTTAPWON NCM
2481|Neurocutaneous melanocytosis Neurocutaneous melanosis D22.6 |NeupoSeppatikr) peAaVOKUTIAPWON Neupobeppatikn peddvwon
2481|Neurocutaneous melanocytosis D22.3 |NeupOSEPUATIKI) HEAAVOKUTTAPWON
2481|Neurocutaneous melanocytosis D22.7 |NeupoSdeppaTikr HEAAVOKUTTAPWON
2482|Melhem-Fahl syndrome Q76.4 [ZUvépopo Melhem-Fahl
247165|Infantile mercury poisoning T56.1 |Bpedikr) SnAntnpiaon and vdpdpyupo
247165|Infantile mercury poisoning Erythroedema polyneuritis Bpedikr) SnAntnpiaon and udpdpyupo  [EpuBpootdnpatikn moAuveupitdo
247165|Infantile mercury poisoning Feer disease Bpedkr dnAntnpiaon and udpdpyupo  |Ndoog Feer
247165|Infantile mercury poisoning Infantile acrodynia Bpedikr) dnAntnpiaon and udpdpyupo  [Bpedikn akpoduvia
247165 |Infantile mercury poisoning Infantile mercury intoxication Bpedikr) SnAntnpiaon and udpdpyupo  |Bpedikn togikwon amnod uspdpyupo
247165|Infantile mercury poisoning Pink disease Bpedukn dnAntnpiaon and udpdapyupo  [Néoog Pink
247165|Infantile mercury poisoning Swift disease Bpedukr) SnAntnpiaon and udpdpyupo  [Ndoog Swift
247165|Infantile mercury poisoning Swift-Feer disease Bpedikr) dnAntnpiaon and udpdpyupo  [Ndoog Swift-Feer
2477|Megalencephaly Q04.5 |Meyaheykedahia
2477|Megalencephaly Macroencephaly Meyaheykedahio Makpogykepaia
2479 sl\il/:zio:\(;rnea-intellectuaI disability 087.8 Etézjssgsgusva)\oKEpo.rosuSqu-vonrlKr’]q
2479 ::I/:i?‘lao;oernea-intellectuaI disability MMR syndrome il;\;gsro]s:qusva}\oKsparosléodc-vonukr’]q ovSpopo MMR
2479 sl\:ll:zijor:](:nea—intellc-:ctuaI disability Neuhsuser syndrome ig:jssgsgusvw\oKEpo.rost6qu—vonrlKr’]q S0v6popio Neuhiuser
2475|White forelock with malformations Q87.8 [Aeukn) Séopn TpLwv pe SuoThacieg
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. " . JUvSpopo Suopadlopov-
D hism-cleft | late-limb
2476 ysrap_ ism-cleft lip/palate-lim Q00.0 |xet\eooytotiag/unepwiooxLotiag-
reduction defects syndrome 3 , )
BAaBwv Bpdxuvong Twv AKpwv
S0v6 & 0-
Dysraphism-cleft lip/palate-limb . . . UvOpoKo 'ucrpmblouou . | . . .
2476 . Medeira-Dennis-Donnai syndrome XeWeooxLotiag/unepwiooxLotiag- SUvSpopo Medeira-Dennis-Donnai
reduction defects syndrome 3 , X
BAaBwv Bpdixuvong Twv GKpwv
2473|McKusick-Kaufman syndrome Q87.8 [20vSpopo McKusick-Kaufman
H Ipos- ial pol | 30 6 -
2473|McKusick-Kaufman syndrome ydrometrocolpos-postaxial polydactyly ZUvSpopo McKusick-Kaufman Ovépopo 'uépounrpoxo)\'nou
syndrome HETAEOVIKNG TIOAUSOKTUALOLG
2473|McKusick-Kaufman syndrome Kaufman-Mckusick syndrome SUvdpopo McKusick-Kaufman ZUvdpopo Kaufman-McKusick
2471|McDonough syndrome Q87.8 [UvSpopo McDonough
2470|Matthew-Wood syndrome Q11.2 |20vépopo Matthew-Wood
Anophthalmia-pull h lasi 30 {og- |
2470|Matthew-Wood syndrome nophthalmia-pulmonary hypoplasia SUvSpopo Matthew-Wood uv&poug avogBudniagvevpovikiic
syndrome unomAaotiag
2470|Matthew-Wood syndrome MCOPS9 ZUvSpopo Matthew-Wood MCOPS9
2470|Matthew-Wood syndrome Syndromic microphthalmia type 9 JUvSpopo Matthew-Wood JuvSpoptkn pikpodOapia tumou 9
561|Marshall-Smith syndrome Q87.3 |zvvépopo Marshall-Smith
SOV 5 AETIKN
. Accelerated skeletal maturation-facial ’ . U\{ poko EIILTQ)(UVOHEW](;’ oxe Et,lmc
561(Marshall-Smith syndrome . ) . SUv8popo Marshall-Smith WpiHavong-8uoHoPPLOHOY TIPOCWTOU-
dysmorphism-failure to thrive syndrome , ,
aduvaplag avamntuéng
2464|Marfanoid syndrome, De Silva type Mapdavoeldég ouvdpopo, Turmog De Silva
559(Marinesco-Sjogren syndrome G11.1 |ZUv8popo Marinesco-Sjégren
Marfanoid habitus-autosomal JUvSpopo papdavoeldolg CWHATOTUTIOU
2463|recessive intellectual disability Q87.8 |AUTOOWHLKIG UTTIOAELTTOUEVNG VONTLKAG
syndrome votépnaong
2462|Shprintzen-Goldberg syndrome Q87.8 [2UvSpopo Shprintzen-Goldberg
. . . . ’ . SUvSpopo poapdavoelsolg
2462|Shprintzen-Goldberg syndrome Marfanoid craniosynostosis syndrome ZUvSpopo Shprintzen-Goldberg A
KPAVLOGUVOGTEWONG
2462|Shprintzen-Goldberg syndrome SGS JUvSpopo Shprintzen-Goldberg SGS
2461|Marden-Walker syndrome Q87.0 |zuvSpopo Marden-Walker
251630|Anaplastic oligodendroglioma C71.9 [Avarm\aotikd ohyodevdpoyloiwpa
. - SUvSpopo pkpokepatiag-
Microcephaly-glomerulonephritis- , ,
2172 87.8 dac- 8
marfanoid habitus syndrome b GT[Elp(X!J(XTOVE¢plTL ac-hapbavoeidole
OWUATOTUTIOU
251636|Ependymoma D43.2 |EmevSUpwpa
251636|Ependymoma Classic ependymoma EnevdUpwpa KAaowko enevsUpwpa
251639|Subependymoma D43.2 |YrmoenevdUpwpa
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251643 |Myxopapillary ependymoma D43.2 [Mu&oBnAwbeg emevbipwua
251646|Anaplastic ependymoma C71.9 |Avamhaotiko enevUpwa
2181 Hydrocephaly-tall stature-joint laxity 087.8 SUvSpopo udpokedpaliag-uPniol
syndrome " |avactipatog- xahapdtntag apBpwoswy
Hyd haly-tall stature-joint laxit: 20v8 5 Alog-upnAou
2181 yerocepnaly-tall stature-joint faxity Daish-Hardman-Lamont syndrome oV pc;uou pOKEd)C(’lO(C vgn OU, 20vSpopo Daish-Hardman-Lamont
syndrome QVOLOTARATOG- XaAXPOTNTAG ApBPWoEWY
251656(0ligoastrocytoma C71.9 |OAyoooTpOKUTIWHA
251656|0ligoastrocytoma MOA OAlyoQoTPOKUTIWHA MOA
251656(0ligoastrocytoma Mixed oligoastrocytoma OALYOOOTPOKUTTIWHA MIKTO OALYOQOTPOKUTIWHA
Hydrocephalus-costovertebral SUvEpopo udpokeddrou-
2180|dysplasia-Sprengel anomaly Q87.8 |mAeupoomovSulikng SuoThaoiog-
syndrome avwpaAiog Sprengel
Hydrocephalus-costovertebral SUvSpopo uSpokeddrou-
2180|dysplasia-Sprengel anomaly Ferlini-Ragno-Calzolari syndrome TAeupooTtovSuAkig Suomhaoiag- 2UvSpopo Ferlini-Ragno-Calzolari
syndrome avwpaAiog Sprengel
Hydrocephalus-costovertebral SUvSpopo udpokeddalou-
2180|dysplasia-Sprengel anomaly Waaler-Aarskog syndrome TAeUpOOTIOVSUALKG SuoThaciag- sUvbpopo Waaler-Aarskog
syndrome avwpaAiag Sprengel
251663 |Anaplastic oligoastrocytoma C71.9 |Avamhaotiko oAlyoaoTPOKUTIWHLO
251663 |Anaplastic oligoastrocytoma aMOA AVOTTAQOTIKO OALYOQOTPOKUTTWHA aMOA
2186 Hydrocephalus-blue sclerae- 087.8 SUVEpopO USPOKEPANOU-pTTAE OKANPWV-
nephropathy syndrome " |vedponaberag
Hyd halus-bl! | - 20v8 5 GAOU-UTAE OKANPWY-
2186 ycrocephalus-blue scerae Daentl-Townsend-Siegel syndrome o pop}ou pokedou-urhe okAnpwV SUvbpopo Daentl-Townsend-Siegel
nephropathy syndrome vepponabeLag
251671|Angiocentric glioma C71.9 |Ayyelokevtpikod yAolwpa
2189|Hydrolethalus Q87.8 |@avatndopog udpokédarog
251674|Chordoid glioma C71.9 [XopSoeldég yhoiwpa
251679|Astroblastoma C71.9 |ActpoBAdotwpa
312 Autosomal dominant epidermolytic 080.3 AUTOCWHLKI ETILKPOTAG EMUEEPUOAUTIKI

31

N

Autosomal dominant epidermolytic
ichthyosis

BCIE

AUTOOWWLK ETIKPOTAG EMULEEPUOAUTIKI
x6vaon

BCIE

31

N

Autosomal dominant epidermolytic
ichthyosis

Bullous congenital ichthyosiform
erythroderma

AUTOCWHLKI ETILKPOTAG EMUEEPUOAUTIKI
wOvaon

MopdoAvywdng cuyyevrg
xBuaotoeldng epubpodeppia

312

Autosomal dominant epidermolytic
ichthyosis

Bullous congenital ichthyosiform
erythroderma of Brock

AUTOOWWLK ETUKPOTAG EMULEEPUOAUTIKI
xBvaon

MopdoAuywsdng ouyyevrg
xBuaoloeldng epubpodeppia tou Brock

312

Autosomal dominant epidermolytic
ichthyosis

Bullous ichthyosis

AUTOOWHLKI ETILKPOTAG EMUEEPUOAUTIKI
xBvaon

MopdoAuvywdng Bvaon

312

Autosomal dominant epidermolytic
ichthyosis

EHK

AUTOOWWLKI ETUKPOTAG ETULEEPUOAUTIKI
1x8vacn

EHK

312

Autosomal dominant epidermolytic
ichthyosis

El

AUTOOWHLKI ETULKPOTAG EMUSEPUOAUTIKY
xBvaon

El
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Auty | dominant epid lyti Al | | 6 A \
312, N °5°m_a ominant epicermalytic Epidermolytic hyperkeratosis UT,OqulKI’] ETIKPATNS EMOEPHOAUTLA Em8eppoAUTIKY UTtEPKEPATWON
ichthyosis xBvaon
Autosomal dominant epidermolytic Auto )€ At embePHOA \ § . ,
312 ic:thyosis ! Pl v Ichthyosis hystrix Brocq type Lxlgt')::rj]wm TUKPOTIG ETUOEPHOALTUM IxBVaon Votpl tomou Brocq
Familial primary hypomagnesemia Owoyevig pwtonadrig
2196 with hypercalciuria and £83.4 uropayvnotapia pe untepacBeotiovpia
nephrocalcinosis with severe ocular " |kau vedpaoBéotwon pe Bapeio
involvement 0bOaAKr cuppEeTOXA
Familial primary hypomagnesemia Owoyevig pwtonadrg
2196 with hyper(v:alcifjrialand FHHNC with severe ocular involvement Unouuvvnom'tuia ue Unqucl}so‘noupiu FHHNC ue'Bupsiot odpBaAuLkr
nephrocalcinosis with severe ocular Kat veppaoBéotwon pe Bapeia OCUMHETOXN
involvement obOaAKr cuppEeToXn
Fa_milial primar-y hypomagnesemia - OLKoyevng npwt'orwzer']c _ |s6vspopo unepaspeotioupiac-
with hypercalciuria and Hypercalciuria-bilateral macular umopayvnolatpio pe unepacPeotiovpia X .
2196 o ) ; apdOTEPOTAEUPOU KOAOBWHATOG TNG
nephrocalcinosis with severe ocular  |coloboma syndrome Kat veppaoBéotwon pe Bapeia wrode km\iBo
involvement obOaAKr cuppEeToXn XPAG KN ¢
Familial primary hypomagnesemia OwoyevrG mpwtonadg
ith h Iciuria and i i
2196 W ypert.:a c'f”'a_a" Meier-Blumberg-lmahorn syndrome Unouo.vvnmallula Ke Uﬂspau!.’:sonoupm SUvSpopo Meier-Blumberg-Imahorn
nephrocalcinosis with severe ocular Kat veppaoBéotwon pe Bapeia
involvement odOaApKr cuppeToXn
2150 Hirschsprung disease-type D Q431 ZUvSpopo VO(I’0U Hllrschsprung»
brachydactyly syndrome BpaxudaktuAiag tumouv D
251582|Gliomatosis cerebri C71.0 [Eykedahikn yhouwpdTwon
2152|Mowat-Wilson syndrome Q43.1 [ZUvSpopo Mowat-Wilson
Hirschsprung disease-intellectual 20v8popo vooou Hirschsprung-vontikn
2152|Mowat-Wilson syndrome o .p s SUvSpopo Mowat-Wilson ,p H Prung-vonTikng
disability syndrome voTépnong
2153 Hirschsprung disease-nail hypoplasia- Q431 ZUvSpopo vooou Hirschsprung-
dysmorphism syndrome ™ |umomAactiag ovixwv-Sucpopdiopol
Hirschsprung disease-nail hypoplasia- S0vSpopo vooou Hirschsprung-
2153 P K g Ypop Al Gazali-Donnai-Muller syndrome P u, N Prung , SUvSpopo Al Gazali-Donnai-Muller
dysmorphism syndrome unonAaoiag ovuxwv-6ucpopdLopoy
251589|Anaplastic astrocytoma C71.9 [Avarm\aotikd aoTpoKUTIWHA
2155 Hirschsprung disease-deafness- Q431 S0vSpopo vooou Hirschsprung-kwdwong-
polydactyly syndrome " [moAuSaktuAiag
2155 Hirschsprung disease-deafness- Hirschsprung disease-hearing loss- JUvSpopo vooou Hirschsprung-kwdwong-|2vvpopo vdoou Hirschsprung-
polydactyly syndrome polydactyly syndrome mioAuSaktuhiag ANWAELAG aKORG-TLOAUSaKTUALAG
Hirschsprung disease-deafness- S0vSpopo vooou Hirschsprung-kwdwong-
2155 prung Santos-Mateus-Leal syndrome oM , prung-kipwong JUvSpopo Santos-Mateus-Leal
polydactyly syndrome moAuSaktuhiag
251595|Diffuse astrocytoma C71.9 |AdxuTO AOTPOKUTTWHA
2158 Histidinuria-renal tubular defect £70.8 SUVEPOO LOTLELVOUPLaG-VEDPLKWY
syndrome " |owAnvaplakwv BAaBwov
251612|Pilocytic astrocytoma C71.9 [MAOKUTTAPLKO AOTPOKUTTWHA
Holoprosencephaly-craniosynostosis SUvSpopo olompooeykedaiog-
2163 p phaly Y Q04.2 pOu pooeykepahiac

2163

Holoprosencephaly-craniosynostosis
syndrome

Camero-Lituania-Cohen syndrome

JUvSpopo olonpooeykedahiag-
KPOVLOOUVOOTEWONG

Camero-Lituania-Cohen cUvSpopo

2163

Holoprosencephaly-craniosynostosis
syndrome

Genoa syndrome

ZUvSpopo olompooeykedahiag-
KPAWVLOOUVOOTEWONG

JUvSpopo Genoa
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251607 |Pleomorphic xanthoastrocytoma C71.9 [MAelopopdiké §avBoaoTpokUTIWHA
251607 |Pleomorphic xanthoastrocytoma PXA MAelopopdkd EavBoaoTpokUTIWHA PXA
\ 5 ¢ 5
251618|Subependymal giant cell astrocytoma D43.2 ROEHEY UHCITLKE YIyouTOKUTEapLKO
QOTPOKUTTWHA
YMOEMEVEUHATIKG YLYOVTOKUTTAPIKO
251618|Subependymal giant cell astrocytoma |SEGA ™ n\,’ VHOTLKO yyavTokuTTap SEGA
QOTPOKUTTWH
2165 Holoprosencephaly-caudal dysgenesis Q04.2 SUvEpopo olonpooeykedaiag-oupaiag
syndrome " |duoyeveoiag
2166 Holoprosencephaly-postaxial 087.8 SUvSpopo olonpooeykedaiog-
polydactyly syndrome " |netagovikrg moAuSaktuiiag
Hol haly-postaxial 20v8 A Alog-
2166 oloprosencephaly-postaxia Pseudo-trisomy 13 syndrome o pouo'o OT[QOGEVKEd)'G a6 20vSpopo Pevdo-tplowpiag 13
polydactyly syndrome peTagovikng toAUSakTuAiag
251627 |0ligodendroglioma C71.9 |OAwobevSpoyhoiwpa
2167|Holzgreve syndrome Q87.8 [Zuvdpopo Holzgreve
ZUV8popo UTEPWLOOXLOTIOG-akoAouBia
Cleft palate-Potter sequence-congenital PoKO Tt p oxiot 'C 'q
. ; § Potter-ocuyyevwy KapSIakwy avwHoALDV
2167|Holzgreve syndrome heart anomalies-mesoaxial polydactyly- ZUvbpopo Holzgreve R ) ,
. A KEVTPLKNAG TIOAUSaKTUALAG-TIOAATAWY
multiple malformations syndrome ,
SuomhacLwv
2167|Holzgreve syndrome Holzgreve-Wagner-Rehder syndrome 2UvSpopo Holzgreve JUvSpopo Holzgreve-Wagner-Rehder
251623 |Pituicytoma C71.9 |YroduotlokuTtwHA
251927 |Extraventricular neurocytoma C72.9 |E€wkoWLaKO VEUPOKUTTWHA
251927|Extraventricular neurocytoma EVN E€wKOWALOKO VEUPOKUTTWHA EVN
251931 (Cerebellar liponeurocytoma D33.1 |MapeykedaASiko AuToveupoKUTIWHA
JUYYEVAG UTLEPTPIXWON TUTIOU EUPPULKOY
2222|Hypertrichosis lanuginosa congenita Q84.2 vy n? prelxwan Hee
xvousiol
Juyyevi £pTPL OTIOU € oU . ,
2222|Hypertrichosis lanuginosa congenita |Hypertrichosis universalis )(\L/J:xﬁ‘:x unepTpixwan Trou eppputkoy KaBoAwn uneptpixwaon
251919 Flneal parenchymal turncTr of D445 Emd)vumukoq Tmpsv)(uu?(ru(oc OyKog
intermediate differenciation evbLapeong Sladopormnoinong
2220|Hypertrichosis cubiti Q84.2 |YMepTpixwon TWV ayKWVwWY
2220|Hypertrichosis cubiti Hairy elbows syndrome YIEPTPiXWon TWV ayKWvwy ZUVSPOUO TPXWTWV QYKWVWV
2220|Hypertrichosis cubiti MacDermot-Patton-Williams syndrome Yreptpixwon Twv ayKwvwv JUvSpopo MacDermot-Patton-Williams
1051|Ramos-Arroyo syndrome Q87.8 [ZUvSpopo Ramos-Arroyo

1051

Ramos-Arroyo syndrome

Corneal anesthesia-deafness-intellectual
disability syndrome

SUvépopo Ramos-Arroyo

ZUVSpOUO KEPATOELSIKNG avalodnoiag-
KWPWOonG-vonTiking vatépnong

1051

Ramos-Arroyo syndrome

Corneal anesthesia-hearing loss-
intellectual disability syndrome

SUvépopo Ramos-Arroyo

ZUVEPOUO KEPATOELSIKAG avaloBnoiag-
QMWAELOG KO G-VONTLKAG UOTEPNONG
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251940 Desmoplastic |nfan.tlle_ D33.0 Ascuon?\aattko Bpedko )
astrocytoma/ganglioglioma aoTpokUTIWHA/yayyAtoyhoiwpa
Desmoplastic infantile Agopomhaotiké Bpedikd
251940 plastic intantiie. DIA/DIG ouoThaoTUO BREdL DIA/DIG
astrocytoma/ganglioglioma aotpokUTIWHA/yayyAtoyAoiwpa
251046 Dysembryoplastic neuroepithelial D33.0 éuceuﬁpuon)\aunkoq VEUPOETILONALOKOG
tumor 6yKog
D lasti ithelial A A ¢ ¢
51946 ysembryoplastic neuroepithelial DNET 'ucequuon QLOTIKOG VEUPOETUONALOKOG DNET
tumor 6yKkog
228 Hypodontia-dysplasia of nails 0824 ZuYépouo unodovtiag-Suomiaciag
syndrome [
Hypodontia-dysplasia of nails SUvépopo unodovtiag-SuomAacia J0vpopo unodovtiag-Suoyeveaia
2228 VP fa-clysplasi ! Hypodontia-nail dysgenesis syndrome U\,’ oo UntooovTlag-ouoTiastag U\,’ POHO uTIodOVTIac-duoyevestag
syndrome [ ovOXWv
Hypodontia-dysplasia of nail S0v6 Sovtiag-Suomhact
2228 ypodontia-dysplasia ot nalls Tooth and nail syndrome U\,/ POLO LTtobovTiac-usTastag ZUVEPOHO SOVTLWY KaL VUXLWY
syndrome [0
Hypodontia-dysplasia of nails SUvépopo unodovtiag-SuomAacia ,
2228 s a-dysplasi ! Witkop syndrome U\,’ POHO UTOSOVTIAG-ovaTAactag ZuvSpopo Witkop
syndrome [
2224|Hypertryptophanemia E70.8 |Ymeptpuntodpavarpia
251937|Gangliocytoma D36.1 [layyAokuTtwpa
Primary hypergonadotropic JUvSpopo npwronadoug
2232|hypogonadism-partial alopecia E28.3 |umepyovaSoTpomnikol UToyovasLopoy-
syndrome HEPLKIG QAWTTEKLOG
Primary hypergonadotropic JUvSpopo npwtonadoug
2232|hypogonadism-partial alopecia Al Awadi-Farag-Teebi syndrome E29.1 |umepyovadotpormikol unoyovadiopou-  [Z0vSpopo Al Awadi-Farag-Teebi
syndrome HEPLKNG QAWTIEKLOG
251962|Papillary glioneuronal tumor D33.0 |OnAwSENG YAOLOVEUPWVLKOG OYKOG
251962|Papillary glioneuronal tumor PGNT ONAWSNG YAOLOVEUPWVIKGG OYKOG PGNT
251962|Papillary glioneuronal tumor Pseudopapillary ganglioglioneurocytoma OnAWSNG YAOLOVEUPWVLKOG OYKO Weugobniidee
pillary gl papillary gangliog y NAWSNG v; p G Gykog [ VR a——
Pseud ill t ith glial WeudoOnAwsd 0
251962|Papillary glioneuronal tumor .seu Dp?pl. ary nedrocytoma with glta ONAWSNG YAOLOVEUPWVIKGG OYKOG &V o'n WOEG VEU?OKUIT(,UHC! Ke
differentiation yAotakn Stadopomnoinon
AOLOVEUPWVIKAG OYKOG HE aTIopo
251975|Rosette-forming glioneuronal tumor D33.1 L, UPWVIKOG Oykog HE oxnHatiop
podakwv
A 0G 0 ¢
251975|Rosette-forming glioneuronal tumor [RGNT OL?VEUpwVLKOc OVKOE U& OYNpATIONS RGNT
podakwy
. . SUVEPOHO UTIOYOVASOTPOTILKOU
Hypogonadotropic hypogonadism- 8 ,
2230 . . E23.0 |umoyovaSiopou- LETWMOBPEYHATIKAG
frontoparietal alopecia syndrome |
QAWTTEKLAG
. . SUVEPOHO UTIOYOVSOTPOTILKOU
H dot h dism-
2230 fr\c/ylr)\‘:is;e:all:ﬁ)lgc)ecyig(;\g/z:?o::z Salti-Salem syndrome Unovove{étcuoﬂ- UETWTOPRPEYHATIKAG SUvSpoypo Salti-Salem
QAWTTEKLOG
251949|Ganglioglioma D33.0 |layyAtoyhoiwpo
Dilated cardiomyopathy- , . .
S0vé 3 & Betag-
2229|hypergonadotropic hypogonadism 142.0 vvopopo LC(TC(T\KHS HUOKAPOLOTC E,mc
UTTEPYOVASOTPOTILKOU UTIOYOVaSIoHOU
syndrome
Dilated cardiomyopathy- ) , ,
S0V 3 5 Betac-
2229|hypergonadotropic hypogonadism Cardiogenital syndrome UvOpoyo meu(nq' Huokapoonc e'uxg Kap&toyevvntiko olvdpopo
UTTEPYOVASOTPOTILKOU UTIOyovVaSIopoU
syndrome
Dilated cardiomyopathy- , , .
S0v6 [ 5 Beac-|_,
2229|hypergonadotropic hypogonadism Malouf syndrome UVOPOLO SLATATIKNG Luokapdlonadelag Z0vépopo Malouf
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Dilated cardiomyopathy- ) , ,
20v8 ) i BeLac-|
2229|hypergonadotropic hypogonadism Najjar syndrome uvopoLo Lm‘m’tmc' HuokapoLona E,laq JUvSpopo Najjar
UTtEPYOVASOTPOTILKOU UTIOYOVASLOHOU
syndrome
251957 |Anaplastic ganglioglioma D43.0 |Avarmiaotiko yayyAoyAoiwpa
o . .
2238|Familial isolated hypoparathyroidism E20.8 LayEVIG usuokusv?q
unonapaBupeoelSLopdg
252015 Choriocarcinoma of the central 712 Xoplgkupxikua TOU KEVTPLKOU VEUPLKOU
nervous system ouoTipatog
20v8 61 6 0-
2237 Hypoparathyroidism-sensorineural Q878 v:\: zztl;eu:?nipi;d’:zzﬂ lvc‘efulk'
deafness-renal disease syndrome . A P nenptas ne pLKNG
vooou
. . SUvSpopo unonapabupeoelSLopoU-
2237 Hypoparathyroidism-sensorineural Barakat syndrome VeupoaLoONTpLag KWPWoNG-vedpLKh ZUvSpopo Barakat
deafness-renal disease syndrome V! . P nenpLag ne LG POL
vooou
. . SUVEpopo unonapaBupeoELSLGHOL-
2237 Hypoparathyroidism-sensorineural HDR syndrome VELPOALEBNTAPLAG KW vedpkn ZUvSpopo HDR
deafness-renal disease syndrome V! 'up OONTNPLAG kpwong LG UvopoLK
vooou
30v8 61 S 0- S0V ] S O-
2237 Hypoparathyroidism-sensorineural Hypoparathyroidism-sensorineural Vz: 225;;:9“::’0:(6?:2?[ l‘z;?um, VZL\: zzlﬁ;emr(?nzpz:g;si L:rr;'u
deafness-renal disease syndrome hearing loss-renal disease syndrome . P nenpLag ne LG P , ” npLag < ne
vooou VeppLKIG vOTOU
20v8 5 0
Hypogonadotropic hypogonadism- UVOPOHO UT(OV'OV(X OTPOTHKOD ,
2235 . C uroyovasLopoU - LEAQYXPWOTLKAG
retinitis pigmentosa syndrome X
apPpBAnotpoetSondabeLag
. . SUVEPOHO UTIOYOVaSOTPOTILKOY
Hypogonadotropic hypogonadism-
2235 w.j .g. K pichypos Chang-Davidson-Carlson syndrome UTTOYOVASLOMOU - HEAQYXPWOTIKNAG 20vSpopo Chang-Davidson-Carlson
retinitis pigmentosa syndrome .
apdBAnotpoetSondadeLag
251992 |Ganglioneuroma D36.1 |[lFayyAlovelpwpa
20v8 i 0
Male hypergonadotropic u:[‘x/a pz:s;;‘; ‘t))l:?KL;L'J UTOYOVOSLOHOU:
2234|hypogonadism-intellectual disability- Q87.8 Py , p v 3 "
) VONTIKIAG UOTEPNONG-OKEAETIKWV
skeletal anomalies syndrome ,
QVWHAALWV
. 20V8popo avspLkol
Male hypergonadotropic UTEPYOVASOTPOTIKOU UTtOyovaSLopoU:
2234|hypogonadism-intellectual disability- [Sohval-Soffer syndrome i , p v R W 20vSpopo Sohval-Soffer
) VONTIKNAG UGTEPNONG-OKEAETIKWOV
skeletal anomalies syndrome )
VWALV
2199 Epidermolytic palmoplantar 0828 EﬂlﬁipuOAU"[lKn oo ponelpatiaia
keratoderma KepATOSEPHLQ
. . . . , s Aldyutn epuBpodepuikn
Epidermolytic palmoplantar Diffuse erythrodermic palmoplantar ErudeppoAutiki makaponeipatioio , .
2199 , nahaponeApatiaia kepatodepuia,
keratoderma keratoderma, Voerner type Kepatodeppia )
tonou Voerner
ALd 6pod )
Epidermolytic palmoplantar Diffuse erythrodermic palmoplantar EruSeppoAutiki makaponelpatiaia LOXUTN EPUDPO! Fpulm ,
2199 . , maAaponeApatiaia kepatodeppia,
keratoderma keratoderma, Vorner type KepATOSEPHLQ , N
Tunou Voérner
Epi lytic pal | E | i
2199 pidermolytic palmoplantar EPPK Hl&EpHO}\UTLKI’] miaAaponepartiaia EPPK
keratoderma Kepatodeppia
2199 Epidermolytic palmoplantar Epidermolytic palmoplantar EruSeppoAutiki makaponeipatiaia EruSeppoAutiki mahaponelpatiaio
keratoderma keratoderma of Voerner Kepatodeppio kepatodeppia tou Voerner
2199 Epidermolytic palmoplantar Epidermolytic palmoplantar EruSeppoAutiki makaponeipatiaia EruSeppolutiki mahaponeApatiaio
keratoderma keratoderma of Vérner KepaTodeppio kepatoSeppia tou Vérner
Focal palmoplantar and gingival Eotiakr kepatoSeppio Twv maAapwy,
2200 P P! ging Qs2.8 N Kep PU H

2200

Focal palmoplantar and gingival
keratoderma

Focal palmoplantar and gingival
hyperkeratosis

EOTLaK KEPATOSEPIO TWV TOAAUWY,
TEALATWY Kot OUAWV

EOTLaKI UTIEPKEPATWON TWV TIOAAUWY,
TEALATWY Kat VAWV

2198

Palmoplantar keratoderma-
esophageal carcinoma syndrome

ZUvEpopo Ao HOTEALATLALOG
KEPATOSEPLNG-OLo0DAYIKOU
KOPKLWVWHOTOG

2198

Palmoplantar keratoderma-
esophageal carcinoma syndrome

Bennion-Patterson syndrome

SUvEpopo maAaponeAlatiaiog
Kepatodeppiag-olcopaytkol
KOPKLWVWHOATOG

ZUv8popo Bennion-Patterson

2198

Palmoplantar keratoderma-
esophageal carcinoma syndrome

Howell-Evans syndrome

SUvSpopo makaponeApatiaiog
KEPATOSEPLAG-OLT0DAYIKOU
KOPKLWVWHOTOG

20vSpopo Howell-Evans
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. . SUvSpopo makaponeApatiaiog B .
Palmoplantar keratoderma- Keratosis palmoplantaris-esophageal , , JUvEpopo moAaponeALaTLaiog
2198 . . kepatodeppiag-olcodaykol , , ,
esophageal carcinoma syndrome carcinoma syndrome X KEPATWONG-0L00DAYIKOU KAPKLVWHIATOG
KOPKLVWLATOG
. SUvSpopo makaponelpatiaiog SUvSpopo moAaponeApatiaiog
Palmoplantar keratoderma- Palmoplantar hyperkeratosis-esophageal , ) ) A
2198 . . kepatodeppiag-oloopayikol UTIEPKEPATWONG-0LTODAYLIKOU
esophageal carcinoma syndrome carcinoma syndrome ) N
KOPKLVWLLOTOG KOPKLVWLLATOG
50 A A i
Palmoplantar keratoderma- Tylosis-oesophageal carcinoma Ovépopo m?z apone uomm'm; ZUvSpopo TUAwoNG-olcodayLkol
2198 . KepatoSeppiag-otcodpayikoy .
esophageal carcinoma syndrome syndrome ) KQPKLVWHLOTOG
KOPKLVWLOTOG
295 Transgrediens et progrediens 0828 Kartarmatntkn Kot mpoodeutikni
palmoplantar keratoderma " [mahaponelpotiaia kepatodeppia
Transgrediens et progrediens Katamatn Tk Kat pooSeuTIKY
495 g prog Greither disease o , P n , Nooog Greither
palmoplantar keratoderma moAaponeApatiaia kepatodeppia
295 Transgrediens et progrediens Keratosis extremitatum hereditaria Kartarmatntikn kot mpoodeutikni Mpoodeutiki KAnPOVouLKA KEpATWwon
palmoplantar keratoderma progrediens mioAaponedpatiaia kepatodeppia TWV dKkpwv
495 Transgrediens et progrediens Keratosis palmoplantaris transgrediens KatomatnTikr Kat poodeutikn MaAaponelpatiaia kepdtwon
palmoplantar keratoderma et progrediens moAaponepatiaio kepatodeppia KOQTOUTOLTNTLKT KOLL TTPOOSEVTIKN
Transgrediens et progrediens . . KatomotnTikr Kot poodeuTikn Lo .
495 Progressive diffuse PPK , , Mpoodeutiki Stdxutn PPK
palmoplantar keratoderma nahaponelpatiaia kepatodeppia
495 Transgrediens et progrediens Progressive diffuse palmoplantar KatoamatnTikr Kat mpoodeutikn Mpoodeutiki Staxutn
palmoplantar keratoderma keratoderma moAaponepatiaio kepatodeppia miaAaponelpatiaia kepatodeppio
Transgrediens et progrediens . . KatomotnTikr Kot poodeuTikn , ,
495 Transgrediens et progrediens PPK , | Katamotntikn kat tpoodeutikn PPK
palmoplantar keratoderma maAaponeApatiaia kepatodeppia
Medulloepithelioma of the central MughoemBnAiwpa Tou KEVTIPLKOU
251883 P c72.9 TonAtom o
nervous system VEUPLKOU OUOTAHATOG
2206 Ar_1ky|osm‘g vertebral hyperostosis Mas.1 Aykuhwru(n OTOVSUALKI UTtEPOOTWON UE
with tylosis TUAwoN
251880|Ependymoblastoma C71.9 |EmevSupofAdotwpa
2201 Palmoplantar keratoderma-spastic JUvSpopo nalaponeApatiaiog
paralysis syndrome KePATOSEPULAG-OTIAOTIKAG TTapdAuong
2201 Palmoplantar keratoderma-spastic Palmoplantar hyperkeratosis-spastic SUv8popo makaponeApatiaiog SUvSpopo makaponepatiaiog
paralysis syndrome paralysis syndrome KepATOSEPPiaG-omaoTiki§ apdAuvong UTIEPKEPATWONG-OTAOTIKAG TtapdAuong
Palmoplantar keratoderma-spasti SUvSpopo maAaponeApatiaia ,
2201 p pastic Powell-Venencie-Gordon syndrome UVOROLY n’ AHOTEA ,u ) C' ZUvépopo Powell-Venencie-Gordon
paralysis syndrome KEPATOSEPLLOG-OTIACTLKAG TTAPAAUGNG
251877|Ganglioneuroblastoma C71.9 |lFayyAoveupoPAdotwpa
2202 Palmoplantar keratoderma-deafness 082.8 Z0vSpopo nohaponeApatiaiog
syndrome " |kepatodeppiag-kwdwong
Palmoplantar keratoderma-deafness S0vSpopo mahaponeApatiaio
2202 P PPK-deafness syndrome POl , IJ' H S ZUvSpopo PPK-kwdwong
syndrome kepatodeppiag-kwdwong
2202 Palmoplantar keratoderma-deafness |Palmoplantar hyperkeratosis-deafness ZUvSpopo nohaponeApatiaiog JUvSpopo moAaponeApaTaiog
syndrome syndrome kepatodeppiag-kwdwong UTIEPKEPATWONG-KWDWONG
2202 Palmoplantar keratoderma-deafness |Palmoplantar hyperkeratosis-hearing JUvSpopo nolaponeApatiaiog JUvSpopo mohaponeApatiaiog
syndrome loss syndrome kepatodeppiag-kwdwong UTIEPKEPATWON G-OTIWAELAG QKOG
2202 Palmoplantar keratoderma-deafness |Palmoplantar keratoderma-hearing loss ZUvSpopo nokaponeApatiaiog JUvSpopo moAaponeAdatLaiog
syndrome syndrome kepatoSeppiac-kwdwong KEPATOSEPULAG-OTWAELAG AKONG
Aturo BAwpa Tou XopLoeL5oU
251902|Atypical papilloma of choroid plexus C71.5 A NAWK xop ¢
TAéYHOTOG
. . . . Atumo BriAwpa Tou XopLoELSoUg ,
251902 |Atypical papilloma of choroid plexus |Atypical CPP , Aturo CPP
TIAéypaTOg
Aturo BAwpa Tou XopLoeLSoU Aturo BriAwpa Tou XopLogLSoU
251902|Atypical papilloma of choroid plexus |Atypical choroid plexus papilloma NAWK xop < NAWK xop ¢

TAéYHaTOG

TAéYpaTOg
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251899|Choroid plexus carcinoma C71.7 |Kapkivwpa Tou Xoplogldolg mAéypatog
2213 Hypertelorism-microtia-facial clefting 087.0 ZUVEPOpO UTEPTEAOPLOMOU-HIKPWTLAG-
syndrome " |oxwotiwv mpoocwnou
H telorism-microtia-facial clefti 20v8 A 0- log-
2213 ypertelorism-microtia-facial cletting Bixler-Christian-Gorlin syndrome oV pcfuo UT(Ep,TE OPLOpOU-pikpwTIaG 20vSpopo Bixler-Christian-Gorlin
syndrome OXLOTLWV TTPOCWITOU
Hypertelorism-microtia-facial cleftin, J0VEpOO UMEPTEAD oU- tac- ,
2213 i ' ' ! ! ne HMC syndrome o p'u e p'T PLoHOU-LpwTLAG 20vépopo HMC
syndrome OXLOTLWV TTPOCWITOU
2211 Hypertelorism-hypospadias- 0878 JUvSpopo unepteloplopol- untoomadio-
polysyndactyly syndrome " |moAuouvsaktudiag
Hypertelorism-hypospadias- 20v8popo uTtepTEAO] 0U- UTIOOTIAS {0~ [AKPOHETWITOTPOCWTIO A
2211 P ' ypospad Acrofrontofacionasal dysostosis type 2 UYOROHO T prl PLoHOD- UTIooTad Kp'u e n'p owropa
polysyndactyly syndrome TIOAUGUVSOKTUALOLG Sucootwon tumou 2
2211 Hypertelorism-hypospadias- Acrofrontofacionasal syndrome type 2 SUvSpopo uneprle)\oplouoo- unoonadia- A'Kpouerumonpoamnoptvtké olv8popo
polysyndactyly syndrome ToAucuvSaktuAiag Tonou 2
Hypertelorism-hypospadias- 2UvSpopo unepteloptopol- uroomadio- |_, RN
2211 VP ' ypospad Naguib-Richieri-Costa syndrome UYOROHO T prl PLOHOD- UTIOoTIAd 20v6popo Naguib-Richieri-Costa
polysyndactyly syndrome TIOAUGUVSOKTUALOLG
251915|Papillary tumor of the pineal region D44.5 |OnAwSNG 6YKOG TNG EMLPUOLAKIG XWPAS
251915|Papillary tumor of the pineal region  [PTPR OnAwdng oykog tng erduoiakng xwpag |PTPR
251912 |Pineocytoma D44.5 [EmpuotokUTIwpa
2218 Cervical hypertrichosis-peripheral 660.0 ZUVEPOPO TPAXNALKAG UTEPTPIXWONG-
neuropathy syndrome " |nepubepikrig veupondBeilag
251909|Pineoblastoma C75.3 |Emupuotophdaotwpa
2915 Multiple pterygium-malignant 6718 ZUVEpOpO TMOAATAWV TITepLYiwY-
hyperthermia syndrome " |kakornBoug unepBeppiag
2215 Multiple pterygium-malignant Froster-Iskenius-Waterson-Hall 3UvEpopo TOMATAWV Ttepuyiwy- 3UvSpopo Froster-Iskenius-Waterson-
hyperthermia syndrome syndrome KakonBoug unepBepuiag Hall
2215 Multiple pterygium-malignant Malignant hyperthermia-arthrogryposis- ZUVEpOopOo TMOMATAWV TITepLYiwY- 20vSpopo kakorBoug unepBeppiog-
hyperthermia syndrome torticollis syndrome KakorBoug unepBeppiag apBpoypunwong-patBokpavou
2216 Maternal hyperthermia-induced birth 086.8 Ex yevetrig BA&Beg rou mpokalouvtat
defects 7 |amd untpwkn unepBeppia
251019(2g32933 microdeletion syndrome Q93.5 [Z0vSpopo HikpoeMewpng 232433

251019

2932933 microdeletion syndrome

Del(2)(q32)

SUvSpopo pkpoéMewdng 2932933

Del(2)(q32)

251019

2g32q33 microdeletion syndrome

Del(2)(gq32q33)

SUvEpopo pkpoéMewbng 232933

Del(2)(q32q33)

251019

2032933 microdeletion syndrome

Monosomy 2q32

SUvdpopo pkpoéMewdng 2932933

Movoowpia 2g32

251019

20g32q33 microdeletion syndrome

Monosomy 293233

0OvSpopo pikpoEMewpng 2932933

Movoowpia 232933

2266

Hypotrichosis-intellectual disability,
Lopes type

Yrotpixwon-vonTiky votépnon, TUmog
Lopes

2266

Hypotrichosis-intellectual disability,
Lopes type

Lopes-Marques de Faria syndrome

Yrotpixwon-vontiki uatépnon, TUTog
Lopes

3UvSpopo Lopes-Marques de Faria

2269

Ichthyosis-alopecia-eclabion-
ectropion-intellectual disability
syndrome

SUvSpopo BUaonG-aAwrekiog-
£KOTPODNG XEWNEWV-EKTPOTILOU-VONTLKAG
yotépnong
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Ichthyosis-alopecia-eclabion- JUvSpopo Buaong-aAwnekiag-
2269|ectropion-intellectual disability Jagell-Holmgren-Hofer syndrome £KOTPODN G XENEWV-EKTPOTILOU-VONTIKAG  |ZUvEpopo Jagell-Holmgren-Hofer
syndrome voTépnong
251038|3g29 microduplication syndrome Q92.3 |ZUvbpopo pikpoduthactacpol 3g29
2510383929 microduplication syndrome Trisomy 3929 Z0vbpopo pikpoSuthactaopou 329 Tplowpia 3929
250999|1g41q42 microdeletion syndrome Q93.5 [Z0vSpopo pikpoéAewpng 14142
250999|1g41q42 microdeletion syndrome Del(1)(q41q42) 3UvSpopo pikpogMewpng 1g41q42 Del(1)(g41q42)
250999|1g41942 microdeletion syndrome Monosomy 1g41q42 ZUvSpopo pikpoéMeuwpng 1g41q42 Movoowpia 141942
2261 Hypospadias-intellectual disability, 087.8 JUvSpopo unoonadia-vonTikrg
Goldblatt type syndrome " |votépnong, Tumou Goldblatt
H dias-intellectual disabilit 0V Sio- )
2261 ypospacias-inteliectual disabflity, Goldblatt-Wallis syndrome uv'pouo Un?mm LeVOnTLG SUvSpopo Goldblatt-Wallis
Goldblatt type syndrome votépnong, tumou Goldblatt
351004 Paternal uniparental disomy of 099.8 I'IurlenyuovovovstKr] Slowpia tou
chromosome 1 Xpwpoowpatog 1
251004 Paternal uniparental disomy of UPD(1)pat MNatpikn 'uovovovs‘[Kr'] Stowpia tou UPD(1)pat
chromosome 1 Xpwpoowpatog 1
251009 Maternal uniparental disomy of 099.8 MnTlen'MOVOVOVSLKﬂ Slowpia tou
chromosome 1 Xpwpoowpatog 1
251009 Maternal uniparental disomy of UPD(1)mat Mr]rpu(r’]' Hovoyoveikr Stowpia Tou UPD(1)mat
chromosome 1 Xpwpoowpatog 1
672(Pallister-Hall syndrome Q87.8 |ZUvSpopo Pallister-Hall
Hypothalamic hamartoblast SOv8 B o
672|Pallister-Hall syndrome ypothalamic hamartoblastoma ZUvSpopo Pallister-Hall Uvopowo ur[o' ahaitkou
syndrome apaptofAacTwpATOg
251014|2931.1 microdeletion syndrome Q93.5 [ZUvSpopo pikpoéAewpng 2q31.1
251014|2g31.1 microdeletion syndrome Del(2)(g31.1) JUvSpopo pikpoéMeupng 2g31.1 Del(2)(g31.1)
251014|2q31.1 microdeletion syndrome Monosomy 2¢31.1 SUVEpopo pikpoéMewpng 2q31.1 Movoowpia 2q31.1
455|Superficial epidermolytic ichthyosis Q80.8 |Emubavetakn emdeppoluTik xBvoon
455|Superficial epidermolytic ichthyosis  [Ichthyosis bullosa of Siemens Emupavetakn embeppolutikn xBuaon MopdoAvywdng BVaon tou Siemens
455|Superficial epidermolytic ichthyosis ~ [SEI Erudavetakn embeppolutikn xvaon SEI
251061|7g31 microdeletion syndrome Q93.5 [Z0v8popo uikpoéAAewpng 7g31
251061|7g31 microdeletion syndrome Del(7)(g31) JUvSpopo pikpoéMewpng 7g31 Del(7)(g31)
251061|7g31 microdeletion syndrome Monosomy 7q31 SUvEpopo HikpoéMewpng 7931 Movoowpia 731
251066|8p11.2 deletion syndrome Q93.5 [ZUvSpopo EMNewdng 8pll.2
251066|8p11.2 deletion syndrome Del(8)(p11.2) SUvBpopo ENeldng 8pll.2 Del(8)(p11.2)
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251066|8p11.2 deletion syndrome Monosomy 8p11.2 SUvBpopo eENewpng 8pll.2 Movoowpia 8p11.2
2272 Ichthyosis-oral and digital anomalies SUVEpopO 1XBUACNG-OTOMATIKWY KAt
syndrome SAKTUAKWV avWHLOALWV
Ichthyosis-oral and digital li 20v8 ClY - i
2272 chthyosis-oral an digital anomafies Clayton Smith-Donnai syndrome o pouo' fBdaons U,wlmukwv K 20vSpopo Clayton Smith-Donnai
syndrome SOKTUALKWY QVWHOALWV
251071(8p23.1 microdeletion syndrome Q93.5 [Z0vSpopo pikpoeAeupng 8p23.1
251071|8p23.1 microdeletion syndrome Del(8)(p23.1) 20vSpopo pikpoEMewpng 8p23.1 Del(8)(p23.1)
251071(8p23.1 microdeletion syndrome Monosomy 8p23.1 Z0vSpopo pikpoEMeuwpng 8p23.1 Movoowpia 8p23.1
. SUvépopo xBvaong-
Ichth: -hepatospl ly-
2274 Chtnyosis-nepatosp (.anomegay Q87.8 [nmatoonAnvoueyahiog-
cerebellar degeneration syndrome ’ ,
napeykedaASikig ekpuALong
20vd ClY -
Ichthyosis-hepatosplenomegaly- UVOpouO i uaonq' ,
2274 X Dykes-Marks-Harper syndrome nratoomAnvopeyaiiag- 20vSpopo Dykes-Marks-Harper
cerebellar degeneration syndrome , X
TiapeyKePaALSIKNG EkDUALONG
251076(8p23.1 duplication syndrome Q92.3 [ZUvSpopo Suthactacpol 8p23.1
251076|8p23.1 duplication syndrome Dup(8)(p23.1p23.1) SUvdpopo Suthactacpou 8p23.1 Dup(8)(p23.1p23.1)
251076(8p23.1 duplication syndrome Trisomy 8p23.1 SUvépopo Suthactaopou 8p23.1 Tplowpia 8p23.1
Ichthyosis follicularis-alopecia- SUvSpopo Bulakwdoug yBvaong-
2273 . f .
photophobia syndrome aAwrekiag-pwrodopiag
Ichthyosis follicularis-alopecia- SUvdpopo Bulakiwdoug Bvaong- ,
2273 IFAP d 20V, IFAP
photophobia syndrome syndrome oAwnekiog-dwtodopiog uvopoko
Ichthyosis follicularis-alopecia- Ichthyosis follicularis-atrichia- SUvSpopo Bulakwdoug yBvaong- 2UvBpopo Bulakiwdoug Buaong-
2273 . . . . . .
photophobia syndrome photophobia syndrome aAwrekiag-pwrodopiog atpyiag-dpwrodopiag
251043 (Ring chromosome 5 syndrome Q93.2 Zuvépouf) Saxtuhoeibous
XPWHOOWHATOG 5
20v8 5 ALogLSoU
251043|Ring chromosome 5 syndrome Ring 5 oV pou'o U000 AakTUMOELSEG 5
XPWHOOWHOTOG 5
. . S0vEpopo SaktulloeLldolg , ,
251043 (Ring chromosome 5 syndrome Ring chromosome 5 ., AKTUMOELSEG XPWHOOWHA 5
XPWHOCWHATOG 5
251046|6p22 microdeletion syndrome Q93.5 [Z0vSpopo pikpoEANeupng 6p22
251046|6p22 microdeletion syndrome Del(6)(p22) UVEPOpO HIKPOENEWPNG 6p22 Del(6)(p22)
251046|6p22 microdeletion syndrome Monosomy 6p22 SUvEpopo pkpoéMewpng 6p22 Movoowpia 6p22
139|CHILD syndrome Q87.8 [z0vSpopo CHILD
139|CHILD syndrome CHILD nevus SUvSpopo CHILD Znihog CHILD
Congenital hemidysplasia with 2uyyeviig nuduvorasia pe
139|CHILD syndrome ichthyosiform nevus and limbs defects ZUvépopo CHILD Lxeugmopopd)ouc omniloug kot BAaBeg
TWV GKpWV
457 |Harlequin ichthyosis Q80.4 |IxBuaon apAekivou

457

Harlequin ichthyosis

HI

IxBOaon aphekivou

HI
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457|Harlequin ichthyosis Ichthyosis congenita, Harlequin type IxBVaon apAekivou Suyyevig Bl aon, Tumog apAekivou
457 |Harlequin ichthyosis Ichthyosis fetalis, Harlequin type IxBVaon apAekivou EpBputkn xBuaon, Tumog apAekivou
2271 Congenital ichthyosis-microcephalus- 087.8 JUvSpopo ouyyevoug xBvaong-
tetraplegia syndrome " |ukpokedoiag-tetparinyiag
2271 Congenital ichthyosis-microcephalus- |Congenital ichthyosis-microcephalus- ZUvSpopo ouyyevoug xBuaong- ZUvSpopo ouyyevoug xBuaong-
tetraplegia syndrome quadriplegia syndrome Hikpokepaiog-teTpaninyiog HikpokepaAiag-tetpaninyiog
251056|6g25 microdeletion syndrome Q93.5 [Z0vSpopo pikpoéNewpng 625
251056|6G25 microdeletion syndrome Del(6)(g25) JUvSpopo pikpogMewpng 625 Del(6)(g25)
251056|6g25 microdeletion syndrome Monosomy 6q25 Z0vSpopo pikpogMewpng 625 Movoowpia 625
S0vEpopo mapeykedaALSikn
Cerebellar hypoplasia-tapetoretinal Lvop u, rapeykepahbikig ,
2246 . Q04.3 |unomAaciag-tannToapdPANCTPOELSIKAG
degeneration syndrome R
ekpUALong
250831|Logopenic progressive aphasia G31.0 |Aoyomevikr mpoodevtiki adacia
250831|Logopenic progressive aphasia LPA Noyorevikn pooSeutiki adaocio LPA
/\OYOTIEVIK TIPWTOTIAOG TIPOOSEVTIK]
250831|Logopenic progressive aphasia Logopenic primary progressive aphasia \OYOTeVIKr) TIPOOSEUTIKA adaoia oz(b\[wiu nre ne e n
250831|Logopenic progressive aphasia Logopenic variant PPA /\OYOTIEVLKT TIPOOSEUTIKA adacio Noyomevikr tapaliayr PPA
2249 Ulna hypoplasia-intellectual disability Q87.2 Zuvépouo uronAaciag wWAEVNG-VoNnTKNAG
syndrome votépnong
2241 Megacystis-microcolon-intestinal Q438 ZUVSPOHO MEYOKUOTNG-HIKPOKOAOU-
hypoperistalsis syndrome " |evtepkol unonepiotaitiopol
Megacystis-microcolon-intestinal SOVEPOHO HEYOKUOTNG-IIKPOKOAOU-
2241 8 y, R Berdon syndrome P u, id NG kP , ZUvSpopo Berdon
hypoperistalsis syndrome EVTEPLKOU UTIOTEPLOTAATIOHOU
2241 Megacys-tls»m.lcrocolon-lntestlnal MMIHS Zuchpouc'J uSVC(KUUTHQHLKpDKVO)\OU- MMIHS
hypoperistalsis syndrome EVIEPLKOU UTIOTIEPLOTAATIOHOU
M tis-mi lon-intestinal 20v8 y - OkoAOU-
Megacystis-microcolon-intestinal egacys. . mlcroco on-intes |.na JUVEPOHO HEYOKUOTNG-HIKPOKOAOU- oV pouc'> KeyakvoTng “leOK,O ou
2241 ) R hypoperistalsis-hydronephrosis ) , EVIEPIKOU UTIOTEPLOTAATIONOU-
hypoperistalsis syndrome EVIEPLKOU UTIOTEPLOTAATLONOU .
syndrome vSpovédpwang
2956 Fibulo-ulnar hypoplasia-renal 087.8 JUvSpopo unomhaoiag mepovVNG-wAEVNG-
anomalies syndrome " |vedpikiv avwpaiimv
Fibulo-ulnar hypoplasia-renal S0vSpopo unomhaciog mepovnG-wAévng-
2256 . ypop Saito-Kuba-Tsuruta syndrome P u , ¢ TEpovns ne JUvSpopo Saito-Kuba-Tsuruta
anomalies syndrome VEPPLKWV QVWHAALWY
2257|Primary pulmonary hypoplasia Q33.6 |Mpwtonabrig nveupovikr urtorAaacio
250977|AICA-ribosiduria E79.8 |AICA-ptBoliSoupia
5-amino-4-imidazol b id 5- -4-1uS aoA 5
250977|AlCA-ribosiduria -amino-t-imidazole carboxamice AICA-ptBoltSoupia apwo-4-yudatorokappofapuso
ribosiduria pBoltsoupia
AICA-p1BoliSoupia AOyw avemapKeLa
250977|AICA-ribosiduria AICA-ribosiduria due to ATIC deficiency AICA-pLBoldoupia e A%E g P v P <
Averndpkela tng AICAR
AICAR t fi | IMP
250977|AICA-ribosiduria ranstormy z.)s_e/ AICA-pLBoltSoupia tpavodoppurdong/IMP
cyclohydrolase deficiency M ,
KUKAOUSpoAdong
250977|AICA-ribosiduria ATIC deficiency AICA-ptBolidoupia Averdpkela ATIC
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250994|1q21.1 microduplication syndrome Q92.3 [20v8popo pikpodimhactiacpol 1g21.1
250994|1g21.1 microduplication syndrome  [Dup(1)(q21.1) JUvSpopo pkpoduthactacpol 1g21.1 Dup(1)(q21.1)
250994|1q21.1 microduplication syndrome  [Trisomy 1g21.1 20vSpopo pikpoSuthactaopol 1g21.1 Tplowpia 1g21.1
250989(1q21.1 microdeletion syndrome Q93.5 [Z0vSpopo pikpoeMeupng 1g21.1
250989|1q21.1 microdeletion syndrome Del(1)(g21) 20v6popo pikpoéMewpng 1921.1 Del(1)(g21)
250989(1q21.1 microdeletion syndrome Monosomy 1g21.1 20vSpopo pikpoeMeuwpng 1g21.1 Movoowpia 1g21.1
Hyposmia-nasal and ocular SUVEPOHO UTIOOULOG-PLVIKAG KOl
2250|hypoplasia-hypogonadotropic Q87.0 |odpOahuikrig untomhaciog-
hypogonadism syndrome UTOYOVASOTPOTILKOU UTIOYOVASIOHOU
Hyposmia-nasal and ocular J0VEPOHO UTIOOUIAG-PLVIKAG KOl
VP . . Bosma arhinia-microphthalmia oM , Moo qp, ne SUvSpopo appuviag Bosma-
2250|hypoplasia-hypogonadotropic odpBaukrg urtorhaciag- ,
. syndrome | , uikpodBaipiag
hypogonadism syndrome UTIOyoVa80TPOTILKOU UTIOyoVaSLoHOU
Hyposmia-nasal and ocular SUVEPOHO UTIOOULAG-PLVIKAG KoL
2250|hypoplasia-hypogonadotropic Bosma-Henkin-Christiansen syndrome odBaAuLKkAG urtorAaoiog- SUv8popo Bosma-Henkin-Christiansen
hypogonadism syndrome UTOYOVASOTPOTILKOU UTIOYOVASIOHOU
250923|Isolated aniridia Q13.1 [Mepovwpévn avipdia
2251 Thumb deformity-alopecia- SUVEpOopO TapapopPWOEWY aVTIXElpWY-
pigmentation anomaly syndrome OAWTEKIOG-QVWHAALWY HEAGYXPWONG
9251 Thumb deformity-alopecia- Sparse hair-short stature-skin anomalies SUVEpopO MapapopPWOEWY aVTIXEipwY- |ZUVEPOLO apaLWY TPXWV-XaHNAoU
pigmentation anomaly syndrome syndrome oAwnekioG-avwHaALWY HEAdyXpwong QVOLOTAROTOG-AVWHOALWY SEPUATOG
Radial hypoplasia-triphalangeal 20V8popo KepKISIKNG uTtomAaaiog-
2252|thumbs-hypospadias-maxillary Q87.2 [tpudadayyikwy avtixeipwv-unoonadio-
diastema syndrome S1a0THUATOG TNG dvw yvaBou
Radial hypoplasia-triphalangeal SUVEPOpO KEPKLSIKNG uTtoTAaoiag-
2252|thumbs-hypospadias-maxillary Schmitt-Gillenwater-Kelly syndrome TpLpoayykwv avixeipwv-unoonadia-  |ZUvEpopo Schmitt-Gillenwater-Kelly
diastema syndrome SLooTARATOG TG Avw yvdBou
250972 Polymicrogyria with optic nerve MoAvpikpoyupia pe uronhacia tou
hypoplasia orntkol vevpou
2255 Pancreatic hypoplasia-diabetes- 087.8 20OVEPOHO AYKPEATIKNG UToMAaaiag-
congenital heart disease syndrome " |8waBritn-ouyyevolc kapSlondBetag
Pancreatic hypoplasia-diabetes- 20OVEPOpO MaYKPEATIKAG UTtomAaaiog-
2255 B PO . Yorifuji-Okuno syndrome p K vip , ne . ¢ 20vSpopo Yorifuji-Okuno
congenital heart disease syndrome SLaprtn-ouyyevoug KapSlonabeLag
50932 Autosomal dominant optic atrophy H47.2 AUTOOWHLKF ETIKPATAG OTITKN atpodio
and peripheral neuropathy " |kau mepidbepikr veupondBeia
Hereditary persistence of fetal SUVEPOPO KANPOVOLLKAG TIOPALOVIAG TNG
251380[hemoglobin-sickle cell disease D57.2 |epBputkng atpoodatpivng-
syndrome SPEMAVOKUTIAPLKAG VOTOU
Hereditary persistence of fetal SUVEPOHO KANPOVOLKAG TIOPOUOVAG TG |, ,
JUvSpopo HPFH-8pemavokutTaptk
251380|hemoglobin-sickle cell disease HPFH-sickle cell disease syndrome eUBpULKAG atpoodatpivng- véco‘l)) s P PG
syndrome SPEMAVOKUTIOPLKAG VOoOU
2306|Isotretinoin-like syndrome Q87.8 [Z0VEPORO TUTOUL LOOTPETIVOIVNG
2306(lsotretinoin-like syndrome Kawashima syndrome ZUVEPOO TUTIOU LOOTPETIVOIVNG SUvbpopo Kawashima
2306 |lsotretinoin-like syndrome Microtia-aortic arch syndrome 20VSpopo TUTOU LOOTPETLVOIVNG ZUVEPOHO HIKPWTLAG-00pTIKOU TOE0U
251383|CK syndrome S0vépopo CK
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X-linked intellectual disability- 3UvEpopo puAOCUVEETNG VONTIKAG
251383|CK syndrome microcephaly-cortical malformation-thin SUvdpopo CK UOTEPNONG- Hikpokedaiag-drowwdoug
habitus syndrome SUOTAALGL0G-LOXVOU CWUATOTUTIOU
2305|Isotretinoin syndrome Q86.8 |ZUVSPOHO LOOTPETLVOTVNG
2305|Isotretinoin syndrome Isotretinoin embryopathy 20VSpopo LooTPETLVOLVNG Epppuonadeia tootpetivoivng
2305|Isotretinoin syndrome Retinoic acid embryopathy JUVEPOO LOOTPETLVOLVNG Epppuonddeia petvoikol 0éog
2305|Isotretinoin syndrome Retinoids embryopathy Z0vSpopo LooTpeTvoivng Epppuonadeta and petvoeLdn
51370 Sickle cell-hemoglobin D disease D57.2 ZUvSpopo {Spsnavownapmr’]q vOoOU-
syndrome awpoodatpivng D
251370 Sickle cell-hemoglobin D disease HbSD disease JUvSpopo §penotvowrmpu<r’]q vOoOU- Noooc HbSD
syndrome awpoodatpivng D
951375 Sickle cell-hemoglobin E disease D57.2 Z0vSpopo i?psnaVOKurtap\Kﬁq vOoOoU-
syndrome awpoodatpivng E
Sickle cell-hemoglobin E disease SOVEPOHO SPEMAVOKUTTAPLKIG VOGOU-
251375 B HbSE disease PoLo Op pLae N6ooG HbSE
syndrome apoodatpivng E
ickle cell-beta-thal ia di 50 G vooou-B-
51359 Sickle cell-beta-thalassemia disease D57.2 Ov6popo §psnavoxurtapu<r]q vooou-B
syndrome Balacoatpiag
Sickle cell-beta-thalassemia disease SOVEPOHO SPEMAVOKUTTAPLKIG VOGOU-B-
251359 HbS-beta-thalassemia syndrome POl ,p PG B ZUvSpopo HbS-B-Bahacoaipiag
syndrome BaAacoatpiog
51365 Sickle cell-hemoglobin C disease D57.2 Ov6popo §psnuv0Kurtup\an VOOOU!
syndrome awpoadatpivng C
Sickle cell-hemoglobin C disease SOVEPOHO SPEMAVOKUTTAPLKIG VOGOU-
251365 e HbSC disease POLO Op PG Néoog HbSC
syndrome awpoodatpivng C
2295 Familial articular hypermobility Q79.6 OlKoyevEg O\fvépouo apBpLKrg
syndrome UTTEPKLVNTIKOTNTOG
2205 Familial articular hypermobility Familial joint instability syndrome OLKOyEVEG GL"Jvépouo apOpLKAg OLKOV:c‘VE'C oUVEPOHO AoTABELAG TWY
syndrome UTTEPKLVNTLKOTNTAG apBpwoewv
Familial articular h bilit [o] £G oLV Opn ,
2295 amtial articular iypermobiiity Familial joint laxity H(OVEVES c\fv POHO apBpUT Owkoyevrg apBpikr xahapotnta
syndrome UTTEPKLVNTIKOTNTOG
Familial articular hypermobilit OKoyevEG GUVEPOLO aPBPLKH
2295 s ¥ Joint instability syndrome YEVES A POO apBpucng JUvSpopo aotdbelag twy apBpwoewv
syndrome UTTEPKLVNTIKOTNTOG
2292|Congenital bowing of long bones Q68.8 |ZuyyeVAG KUPTWON TWV LOKPWY 0CTWV
2292|Congenital bowing of long bones Q68.3 |Zuyyevig KUPTWON TWV HAKPWY 00TWY
2292|Congenital bowing of long bones Q68.4 |Zuyyevig KUPTWON TWV LOKPWY 0CTWV
2292|Congenital bowing of long bones Q68.5 |Zuyyevig KUPTWON TWV HAKPWY 00TWY
2319|Juberg-Hayward syndrome Q87.0 |UvSpopo Juberg-Hayward
0v8
Cleft lip/palate-abnormal thumbs- 3 uvopopo , ,
2319|Juberg-Hayward syndrome X 3UvSpopo Juberg-Hayward Xe\eooxiotiog/unepwiooyiotiog-
microcephaly syndrome ) , ,
QVWHAAWY aVTLXEIpWV-pLKpoKEDaAiog
2319|Juberg-Hayward syndrome Orocraniodigital syndrome SUvSpopo Juberg-Hayward STOHATOKPAVIOSAKTUALKO GUVSpOpHO
251523 Hyperzincemia and £83.2 Yrepyeuvdapyupatpia kat
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251523 Hyperzincemia z.md ) Ha/Me Yneptbsuéapvupmuiul Kol Ha/Me
hypercalprotectinemia UTTEPKAATIPOTEKTIVALHLQL
Hyperzincemia and Yrepeuday atpio Ka .
251523| YPeraincemiaanc PAMI syndrome mepeuSapyupatpia Kt $0vSpopo PAMI
hypercalprotectinemia UTEPKAATIPOTEKTLVALILIOL
A 08 OV PSTPIP1-
Hyperzincemia and PSTPIP1-associated myeloid-related YriepyevSapyvpatpia kat o EVL,lOVuJ €6 ouvopouo X
251523 . . . o . OXETWOMEVNG KAl LUENO-OXETIIOHEVNG
hypercalprotectinemia proteinemia inflammatory syndrome UTTEPKAATIPOTEKTIVALHLQL N Y
npwreivatpiog
2316|Johnson neuroectodermal syndrome Q87.8 [Neupoefwdeppikd cuvdpopo Johnson
. . . . ZUvEpopo aAwrnekiag-avoopiag-
Alopecia-anosmia-conductive hearing L, , ., )
2316|Johnson neuroectodermal syndrome . Neupoe§wdeppikd ouvpopo Johnson QTWAELOG OKONG TUTTOU Ay WYLHOTNTOG-
loss-hypogonadism syndrome A
uroyovasiopou
Alopecia-anosmia-deafness- . 2UVSpopo aAweKiaG-avoopiog-
2316|Johnson neuroectodermal syndrome " Neupoe§wdeppikd ocuvdpopo Johnson . .
hypogonadism syndrome kwdwong-urnoyovadiopol
2316{Johnson neuroectodermal syndrome {Johnson-McMillin syndrome Nevpoe§wdeppikd olvpopo Johnson SUvSpopo Johnson-McMillin
2315|Johanson-Blizzard syndrome Q87.8 |zOvSpopo Johanson-Blizzard
2315(Johanson-Blizzard syndrome IBS ZUvSpopo Johanson-Blizzard JBS
251510|46,XY partial gonadal dysgenesis Q56.1 [Mepikr) yovadikr Suoyeveoia 46,XY
251510|46,XY partial gonadal dysgenesis 46,XY PGD Mepukn} yovadikr Suoyeveoia 46,XY 46,XY PGD
251510|46,XY partial gonadal dysgenesis 46,XY partial testicular dysgenesis Mepukn yovadikn Suoyeveoia 46,XY 46,XY pepkn Suoyeveoia Twv Opxewv
251515|Distal arthrogryposis type 10 Q68.8 [MNepidepikni apBpoypunwon turov 10
251515|Distal arthrogryposis type 10 DA10 MNepidpepikn apBpoypunwon tonou 10 DA10
251515|Distal arthrogryposis type 10 Plantar flexion contracture Mepidpepikn apbpoypunwon tunou 10 SUykapn oe meApatiaia kKapyn
251515|Distal arthrogryposis type 10 Short Achilles tendon MNepidpepikn apBpoypunwon tonou 10 BpaUg AxiMeLog Tévovtag
251515|Distal arthrogryposis type 10 Short tendo calcaneus MNepidpepikn apBpoypunwon tomnou 10 Bpaug AxiMeLog Tévovtag
2310 Absence deformity of leg-cataract SUVEPOpO AoUoiag KATW AKPOU-
syndrome KQTAPPAKTN
2309|Pachyonychia congenita Q84.5 |Zuyyevng maxuovuxia
2309|Pachyonychia congenita PC JUYYEVAG TtaXuovuyia PC
251393 Localized junctional epidermolysis 0818 E\rmmc;{s’vn GUVSEGHLK TTOPdOALYWENG
bullosa emubeppoiuon
251393 Localized junctional epidermolysis JEB-nH loc Evromculévn ouvSeoptkn TopdoAuywdng JEB-nH loc
bullosa embeppoluon
PV | AUy WS
Localized junctional epidermolysis Junctional epidermolysis bullosa, non- Evtoniopévn ocuvSeoutkr ropdoAuywdng o Ecu'u(n TopboALYG 'f]C ,
251393 R . ) emSepUOAUON, EVIOTULOUEVOU TUTIOU n-
bullosa Herlitz localized type emdeppoAvon .
Herlitz
251393 Localized junctional epidermolysis Localized JEB Evromculévn ouvdeoptkn TopdoAuywdng Evtomiopévn JEB
bullosa emdeppoluon
2307|IVIC syndrome Q71.8 [20vSpopo IVIC
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2307|IVIC syndrome Oculo-oto-radial syndrome SUvSpopo IVIC 0O¢dOaApo-wTOo-KEPKISIKO GUVEpPOUO
Radial ray defects, hearing impairment, BAGBEG NG KePKLSIKNAG aktivag, PAABN
2307|IVIC syndrome external ophthalmoplegia, and JUvSpopo IVIC NG akong, §wteptkr) opOaApomAnyio
thrombocytopenia Kot BpopBokuttapomnevia
251295 Plgmented Faravenous H35.5 MeAayxpwoTikn napad))\EBw'Bnc ,
retinochoroidal atrophy apdtpAnotpoeldoxoploetdikn atpodio
Pi ™M A 0
251295 |gmented ;?aravenous PPRCA eAayXpwoTiKkn napu¢AeBw§nq ) PPRCA
retinochoroidal atrophy apdpAnotpoeldoyoploetdikn atpodia
251290 Parietal f?ramlna with clavicular Q74.0 BOEVLlflTlKC( TPAHOTA LE UTtoTAaGia
hypoplasia KAELB WV
351290 Parietal foramina with clavicular Parietal foramina with cleidocranial Bpeypatkd Tppata e umonhaoio Bpeypatikd Tprpata pe KAelSokpaviakn
hypoplasia dysplasia KAEWS WV Suomlaoia
Dysmorphism-short stature-deafness- JUvSpopo SuopopdLopol-xapniol
2282|disorder of sex development Q87.8 |avaotipatog-kwdwons-dlatapaxig g
syndrome avdrtuéng tou puAou
D_ysmorphism-short stature-deafness- Dysmorphism-short stature-hearing loss- ZL’Jv&pc':uo 6uuu?p¢Lcuob-xuunAOL:J ZUVEDE?L[D 5ucuoe¢tuuod-xu'un)\ob
2282|disorder of sex development . QVAOTAHATOG-KWWONG-SLATAPAXNG TG |AVAOTIHATOG-AMTWAELOG 0KONG-
disorder of sex development syndrome . ., . . .
syndrome avdrtugng tou puAou Slatapayrng g avartuéng tou puou
Dysmorphism-short stature-deafness- 2UvSpopo uopopdLopolv-xapniol
2282|disorder of sex development leshima-Koeda-Inagaki syndrome avaotipatog-kwowong-Slatapaxrg e |Z0vSpopo leshima-Koeda-Inagaki
syndrome avantuéng tou puAou
251287 Benign concentric annular macular H35.5 Ku)\onenlq UUVKE’thLKr"] SaktuAoeldng
dystrophy Suotpodia wxpdg knAidag
251282 Autosomal dominant spastic ataxia 6114 A'uroommkr'] ETUKPOTIG OTOLOTLK aTa§ion
type 1 Tumou 1
251282 Autosomal dominant spastic ataxia SPAXL A:JTOO(UMLKI'] EMUKPATIG OTIACTIKNA atagio SPAXL
type 1 Turou 1
SUvBpopo pikpodBaApiag -
Microphthalmia-retinitis pigmentosa- HEAQYXPWOTLKAG
251279|foveoschisis-optic disc drusen Q15.8 |apdiBAnotpoeidonddelag - oxioipatog
syndrome Tou KevtpikoU BoBpiou - drusen Tng
ontikrg OnAng
3UvSpopo pikpodBaApiag - SUvSpopo vavodpOaipou -
Mi hthalmia-retinitis pi - ! A
icropl t f’ mia .ret{mtls pigmentosa Nanophthalmos-retinitis pigmentosa- HEAQYXPWOTLKAG ) ) HEAQYXPWOTLKAG , )
251279|foveoschisis-optic disc drusen L - apdpAnotpoetSonddelag - oxioipatog  |apdipAnotposidondOelag - oxioiparog
foveoschisis-optic disc drusen syndrome B , B ,
syndrome Tou KevtptkoU BoBpiou - drusen Tng Tou Keviptkol BoBpiou - drusen Tng
ontkng OnArg orntikig OnArg
OLKOYEVIG UTEPOASOOTEPOVIOHOG TUTIOU
251274|Familial hyperaldosteronism type 1l E26.0 1 vevne o e Hos
[o] N AS 0G TV
251274|Familial hyperaldosteronism type Il |FH-IlI mlkovevnc UTEPAAOOTEROVIGHOG TUTOV 1y
OLKOYEVIG UTEPAASOOTEPOVIOHOG TUTIOU
251274|Familial hyperaldosteronism type Il [FH3 1 Yevne P P Hos FH3
[o] | A& 0G TV o] \ AS 0 TV
251274|Familial hyperaldosteronism type Il |Familial hyperaldosteronism type 3 I”lKovzvr]q UTEPAAOOTEPOVIONOG TUTIOL 3 HKOVEVIIG UTEPAAOOTTEPOVLOHOG TUTtOU
2278 Ichthyosis-intellectual disability- SUVEpopo LXBUONG-VONTIKNG UOTEPNONG-
dwarfism-renal impairment syndrome vaviopoU-vedptkig PAABNG
2978 Ichthyosis-intellectual disability- Passwell-Goodman-Siprkowski ZUvSpopo BUoNG-voNTKAG LaTéPNONG-|ZUvSpopo Passwell-Goodman-
dwarfism-renal impairment syndrome|syndrome vaviopoU-vedptkig BAGBNG Siprkowski
251262 |Familial osteochondritis dissecans M93.2 Owovevig U?(O()\lE(UTLKI’] [Braxwetotik]
ooteoxovdpitida
h itis di h | | A b3 1 (D |
251262|Familial osteochondritis dissecans Osteochondritis dissecans and short OLKOyevng U'XQNSQJTLKI'] [Sraxwprotikn] xul\t&wuxr}l [ \axwp\o-uxr]]' )
stature ooteoxovspitida ooteoxovspitida kat xapnAd avactnpa
2201 Congenital velopharyngeal 139.2 Zuyyevig dapuyyolnepwiog

Suohettoupyia
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A A ) i -
251347|Ataxia-telangiectasia-like disorder G11.3 LoTapaxn TUT[,OU avaiag
tnAayyetektaoiog
Alatapoxr) TUmou atagiag-
251347 |Ataxia-telangiectasia-like disorder ATLD LarTapaxn TUTI' v araiag ATLD
tnAayyetektaoiog
Unexplained long-lasting Ave€AynTto Lakpdg Stapkelag cuVEpopo
251332 " R65.2 | , ,
fever/inflammatory syndrome Tupetol/pAeypovideg cuvEpopo
251332 Unexplained long-lasting Persistent fever/inflammation of AVEENYNTO HaKPAG SLdpKeLag oUVEpopo  |Emipovog mupetds/dpAeypovr ayvwotou
fever/inflammatory syndrome unknown origin Tupetol/PpAeypoviSeg ouvEpopo attodoyiag
251328(Unclassified vasculitis M31.8 [Mn tafwopnuévn ayysitsdo
2289 Nleuronal intranuclear inclusion 6310 Nc’)co? VEUPWVLKWY EVEOTIUPNVLKWV
disease eykAeioTwy
251325|Drug-induced vasculitis M31.8 |Dappako-emnayopevn ayyeutda
2290|Microvillus inclusion disease P78.3 |NOOOG eYKAELOTWV TWV UIKPOAXXVWY
2290|Microvillus inclusion disease Congenital microvillous atrophy NOo0G eyKAELOTWY TWV HKPOAAXVWV Juyyevig atpodia Twv HKPOAAXVWOV
2290|Microvillus inclusion disease Congenital microvillus atrophy NOOOG EYKAEIOTWY TWV HKPOAAXVWV Zuyyevig atpodia Twv HKPOAAXVWV
2290|Microvillus inclusion disease MVID N6o0oG eYKAELOTWV TWV HKPOAOXVWV MVID
2290|Microvillus inclusion disease Microvillous inclusion disease NOOOG EYKAEIOTWY TWV HIKPOAAXVWV NOOOG EYKAEIOTWY TWV HIKPOAAXVWV
2287|Fused mandibular incisors K00.2 |ZUvtnén twv topéwv tng KATtw yvdbou
. - L Mpwtomnadrg eykoAeacpog tng Baong touv
2285|Primary basilar invagination Q75.8 .
Kpaviou
n on A\ ¢ ‘
2285|Primary basilar invagination Bull-Nixon syndrome pwt’ona 16 eykoAeaondg T paong Tou 30vSpopo Bull-Nixon
Kpaviou
i . X . 1610maBrig untotpordovoa
251307|ldiopathic recurrent pericarditis 109.2 ;
nepkapSitda
. . . - . . . . . 1610mar|g untotpordovoa 16tomtaBrg urtotporndlovoa
251307|ldiopathic recurrent pericarditis Idiopathic relapsing pericarditis K K
nepkapSitda nepkapSitda
B NG € 5 tud
Infantile onset panniculitis with psd)u(r]vq évapng uro spuurvlrl aue
251304 . . . MO08.8 |payoelditida kaL cuTTNHATIKA
uveitis and systemic granulomatosis .
KOKKLWUATWON
2674 Cyprus facial-neuromusculoskeletal 087.8 I'I?oowmKo'-veu;?ouuooxs?\snké
syndrome ouvSpopo g Kumpou
N 5 A 5
2673|Neurofaciodigitorenal syndrome Q87.8 VEUponpouumo aktudovedpus
olUvépopo
L . o . NeuponpoownodaktuAovedpLkd , . o .
2673|Neurofaciodigitorenal syndrome Freire Maia-Pinheiro-Opitz syndrome 0VBpOLo 20v6popo Freire Maia-Pinheiro-Opitz
2672|Neuhauser-Eichner-Opitz syndrome G11.1 |Z0vSpopo Neuhauser-Eichner-Opitz
Recurrent encephalophathy of § ) X Yrotporudlouoa eykedarondBeta
2672|Neuhauser-Eichner-Opitz syndrome . u P P v JUvépopo Neuhauser-Eichner-Opitz TP 'ru ¢ u'o veegahondBelatn
childhood TS KAG NAKiag
254857 Lethal infantile mitochondrial 6713 Oavatndopog Bpedikn prtoxovdplakn

254857

Lethal infantile mitochondrial
myopathy

LIMD

Oavatndopog Bpedikn ptoxovdplakn
puomndBeia

LIMD
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254857 Lethal infantile mitochondrial UMM Guvarlnd)opog Bpedikn pitoxovdprakn LIMM
myopathy HuomnaBeta
Lethal infantile mitochondrial Oavatndopog Bpedikr proxovdpLakr Oavatndopog Bpedikr prtoyovdplakn
254857 ! ! ' ' Lethal infantile mitochondrial disease v T'f]¢ PO peuc proxovbpua A vorngopos Bpeduk urroxovBpax
myopathy HuondaBela vooog
2678|Neurofibromatosis type 6 L81.3 [Neupoivwpdtwon tvmou 6
2678|Neurofibromatosis type 6 Familial café-au-lait spots Neupoivwpdtwon tunou 6 Owoyeveig café-au-lait knAideg
2678|Neurofibromatosis type 6 Multiple café-au-lait spots Neupoivwpdtwon tunou 6 MoA\ar\ég café-au-lait knAideg
2678|Neurofibromatosis type 6 Multiple café-au-lait syndrome Neupoivwpdtwon tunou 6 MoAar\é café-au-lait cUvépopo
2678|Neurofibromatosis type 6 NF6 Neupoivwpdtwon tomnou 6 NF6
Mitochondrial myopathy with Mtutoxovdplakr puomndbeia pe
254864 |reversible cytochrome C oxidase G71.3 |avootpePiun avendpkela tng o§eldaong
deficiency Tou KuTOXpWHaTog C
Mitochondrial myopathy with Mtutoxovdplakr puomnddeia pe
254864 |reversible cytochrome C oxidase Benign COX deficiency avaotpéPiun avendpkela tng ofedaong |Kalondng avendpketa COX
deficiency Tou KuToxpwHatog C
Mitocl_\ondrial myopathy with Infantile reversible cytochrome C MlTOXOYﬁplGKﬁ uuo'miesm pe ) BpE(b%KH’ avaotpédiun HUOT{(iSSL(I
254864 |reversible cytochrome C oxidase . . avaoTpEPLUN QVETIAPKELD TNG OEELSAONG |QVETTAPKELAG TNG 0§ELSAONG TOU
. oxidase deficiency myopathy ) .
deficiency Tou KuToxpwHatog C KuToXpWHatog C
Mitochondrial thy with M 5 g ¢} i .
: oc_on e myopathy W! Mitochondrial myopathy with reversible lTOXOY prax uU?na ela e , MutoxovSpLakr HUOMABELa pe
254864 |reversible cytochrome C oxidase - QVOOTPEYLUN QVETTAPKELA TNG OEELSAONG X ,
. COX deficiency , avaotpéPiun avendpketo COX
deficiency Tou KUTOXpWHaTOg C
Mitocl_\ondrial myopathy with Mitochondrial myopathy with reversible MlTO)(O\{GplC(Kr’] uuolndeewl HE ) MLTOXOYEplaKﬁ uuo'ndeetot HE
254864 |reversible cytochrome C oxidase complex IV deficienc aVaoTPEPLUN QVETIAPKELD TNG OEELEACNG |aVaOTPEPLUN AVETTAPKELA
deficiency P ¥ Tou KUTOXpWHaTOog C ouprAéypatog IV
Mitochondrial thy with M 5 \ ¢}
! oclon nal myopathy W{ Reversible infantile cytochrome C lTOXOY pLaKn uuo'rm el e , Avaotpéiun Bpedikr avendpkela tng
254864 |reversible cytochrome C oxidase R L aVaoTPEPLUN AVETIAPKELX TNG OEELSATNG , ,
. oxidase deficiency ) 0&eldaong tou kutoxpwpatog C
deficiency Tou KuTtoxpwpaTtog C
Mitochondrial thy with M 5 \ T¢]
! oc.on rial myopatny W! Reversible infantile respiratory chain lTO)(O\'/ plaki uuo'rm Sl ue , AvaotpéPLpn Bpediki AVEMEPKELD TG
254864 |reversible cytochrome C oxidase L avaoTpEPLUN AVETIAPKELX TNG 0EELSAONG . .
. deficiency A QVATVEUOTIKAG aAuoidag
deficiency Tou Kutoypwpatog C
A . .
254851 |Mitochondrial DNA-related dystonia E88.8 votovia sttlllouevn heto
pitoxovdplako DNA
Maternally-inherited mitochondrial Avctovia OYeETIOHEVN HE TO MnNTPLKA KANPOVOHOUHEVY!
254851 |Mitochondrial DNA-related dystonia . v o , fouevn e np' " Ll n
dystonia pitoxovdplako DNA ptoxovdplakn ductovia
A . .
254851|Mitochondrial DNA-related dystonia |mtDNA-related dystonia ut’;;:cg;éizzsﬁzm HeTo mtDNA-oxetl{opevn Suotovia
254854|Pure mitochondrial myopathy G71.3 |lTvijola ptoxovSplakn puonadeta
2668 Nephropathy-deafness- 087.8 SUvEpopo vedpondBeLag-kwdwong-
hyperparathyroidism syndrome " |unepnapabupeoeldiopol
Nephropathy-deafness- S0vSpopo vedpondbeLag-kwdwong-
2668 phropatny L Edwards-Patton-Dilly syndrome POHo vedp < bwong Edwards-Patton-Dilly syndrome
hyperparathyroidism syndrome unEPMaPaBUPEOELSIOHOU
2668 Nephropathy-deafness- Nephropathy-hearing loss- JUvSpopo vepponddelag-kwdwong- ZUVEpOopO VEPPOTIADELNG-OMWAELNG
hyperparathyroidism syndrome hyperparathyroidism syndrome unteprapaBupeoelSLopoy QKONG-UTEPTIAPABUPEOELSLONOU
2663|Nathalie syndrome Q87.8 [20v8popo Nathalie
2663|Nathalie syndrome Deafness-cataract-skeletal anomalies S0v6popto Nathalie ZUV(SPOM(? Kd)d)wcr]q-l’(otmppdkm-
syndrome OKEAETLKWV QVWHOALWV
Sensorineural hearing loss-cataract- SUVEpopo VEUpoaLoONTHPLOG ATWAELAG
2663|Nathalie syndrome skeletal anomalies-cardiomyopathy ZUvSpopo Nathalie KON G-KATAPPAKTN-OKEAETIKWV
syndrome QVWHOALWV-PUOKaPSLOTIADELAG
2662|Keipert syndrome Q87.0 [sUvSpopo Keipert
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2662|Keipert syndrome Nasodigitoacoustic syndrome sUv8popo Keipert PLvoSaKTUAOOKOUGTIKG CUVEPOHO
2671|Neu-Laxova syndrome Q87.8 |zOvSpopo Neu-Laxova
1475|Renal coloboma syndrome Q60.4 Ns¢opu<'o o0vbpopo odBadukol
KOAOBwHATOG
| f opti ith | N 5 0V 0 KoAo O Ve
1475|Renal coloboma syndrome Cf) oboma of optic nerve with renal sct)le'o oUVEpopo odpBaApLKOU 0. oBufuu' TOU OTITLKOU VEUPOU ME
disease KoAoPwuaTtog vedpLkr vooo
N 6 GOV Ba| 0
1475|Renal coloboma syndrome Papillo-renal syndrome Ed)pLK'D 00vBpono obBaAuKol OnAo-vedpiko alvdpopo
KoAoBwHATOG
2670|Pierson syndrome Q13.8 [zOvSpopo Pierson
2670|Pierson syndrome Microcoria-congenital nephrosis S0vBpowo Pierson Zl:'vépouo HIKpOKopiag-ouyyeVOUG
syndrome véppwong
Nephrosis-deafness-urinary tract- SUVEpopo VEPPpWONG-KWdWong-
2669 .. . Q87.8 ) . ., .
digital malformations syndrome Suorhaouwv oupodOpwv 08WV-SaKTUAWY
Nephrosis-deafness-urinary tract- SUvSpopo VEGpwWonG-kwwong- ,
2669 B -B. d ) , VY B -B
digital malformations syndrome raun-bayer syndrome SuoTAaoLwv oupodEPwWV 0EWV-EaKTUAWY UvopoLo Braun-bayer
. . . . . , , , ZUVEpopO VEDPWONG-AMWAELOG QKON G-
Nephrosis-deafness-urinary tract- Nephrosis-hearing loss-urinary tract- ZUvépopo védppwaong-kwdwong- . ) .,
2669| . . . L N | ) | , SuomAaouwy oupoPOpwV 08wWV-
digital malformations syndrome digital malformations syndrome Suomhaouwv oupodOpwV 08WV-SaKTUAWY SaKtiAwy
254930 Combined oxidative phosphorylation £88.8 Zuvéuaoué'\/n B)\dﬁln ™G o0& WTIKAG
defect type 7 dwodopuliwong tumou 7
254930 Combined oxidative phosphorylation COXPD7 Zuvéuaousyn B)\uﬁln NG 0&ELSWTIKAG COXPD7
defect type 7 dwodopuriwong tumou 7
Combined oxidative phosphorylation Juvbuaopévn BAABN TNG 0EELBWTIKN
254930 phasphory Severe C120RF65-related COXPD " , np ﬁ,n s of ne Baply C120RF65-oxeti{opevo COXPD7
defect type 7 dwodopuliwong tumou 7
. . . Baply C120RF65- ¢
Combined oxidative phosphorylation |Severe C120RF65-related combined Juvuaouévn BAaBn tnG oeldwTikng apu , lcxsn(ousvo ,
254930 L . , , Suvbuaopévn BAABN TG ofedwTLKg
defect type 7 oxidative phosphorylation defect dwodopuriwong tunou 7 ,
dwodopuliwong
54925 Combined oxidative phosphorylation £88.8 Zuv&uaoué'\/n B)\dB'n ™G o0& WTIKAG
defect type 4 dwodopuliwong tumou 4
254925 Combined oxidative phosphorylation COXPDA ZUVSUqcusyn B)\uﬁln NG 0EELSWTIKNAG COXPDA
defect type 4 dwodopuriwong tumou 4
2607 Arthrogryposis-renal dysfunction- 089.7 SUvEpopo apBpoypUmwong-vedpLkng
cholestasis syndrome " |6ucAettoupyiag-xohdotaong
2607 Arthrogry‘posis—renal dysfunction- ARC syndrome SUvépopo aeepovpﬂrtwunq—v5¢plkﬁq 50v6poH0 ARC
cholestasis syndrome Suohettoupyiag-xohootaong
54920 Combined oxidative phosphorylation £88.8 Zuv&uaoue"vn BAo’zB'r] ™G o0& WTIKAG
defect type 2 Pwodopuliwong Tumou 2
254920 Combined oxidative phosphorylation COXPD2 Zuvéuaaue}/n BAotB'n NG o§ELSWTIKNAG COXPD2
defect type 2 dwodopuliwong tumou 2
2695|Bifid nose Q30.2 [IXLOpOELSNG piva
M 3 ¢ ATP
254913|lsolated ATP synthase deficiency E88.8 euovt?usvn aueEmapketa e
ouvBetdong
. . MeHOVWHEVN QVETIAPKELA TO!
- Isolated mitochondrial respiratory chain Mepovwpévn avendapkeLa tng ATP s V,wu VIl QVETIAPKELRL TOU ,
254913 (lIsolated ATP synthase deficiency - , GUUTAEYHATOG V TNG ULTOXOVEPLAKAG
complex V deficiency ouvBetdong , ,
QVOTMVEUOTIKAG aAuciSag
2701 Noonan syndrome-like disorder with Q871 Atatapayr Tunou cuvdpopou Noonan pe

XOAQPEG AVaYEVELG TPIXEG

2701

Noonan syndrome-like disorder with
loose anagen hair

Mazzanti syndrome

Awatapoyn Tumou cuvépopou Noonan pe
XOAQpEG avayeveig Tpixes

2UvSpopo Mazzanti
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2701 Noonan syndrome—like disorder with NS/LAH Alawplot)(r'] r\'moul uuv?pc’:uou Noonan pe NS/LAH
loose anagen hair XOAapEG avayeveig Tpixeg
255132 Adult-onset autosomal recessive D64.0 Aljsroouép;\mn UH,OAEU(OHEVH vapt
sideroblastic anemia O 'npo m,mm QAL pe evapsn otV
evrAwo lwn
Al | AELTO
Adult-onset autosomal recessive . X . UTOOWHLKN un'o EUIOL'lEVr] ) GLRX5-0xeTl{OpEVN 0L8NpoPAACTIK
255132| . . . GLRX5-related sideroblastic anemia odnpoPAaoctikr avatpio pe évapén otnv .
sideroblastic anemia , , avatpio
eviAko Twn
ZUvSpopo npookedpdAwy
Knuckle pads-leukonychia- HecobaAayyLKWV apOpLCEWV-
2698|sensorineural deafness-palmoplantar Q82.8 |Aeukovuyiag- veupoatadntrplag
hyperkeratosis syndrome KWwwong-mahaponeApatiaiog
UTIEPKEPATWONG
2UvSpopo npookepdAwy
Knuckle pads-leukonychia- HecobaAayyLKWY apOpLOoEWV-
2698|sensorineural deafness-palmoplantar |Bart-Pumphrey syndrome Aevkovuyiag- veupoaloBntrpLag SUvSpopo Bart-Pumphrey
hyperkeratosis syndrome Kwdwong-mahaponeApatiaiog
UTIEPKEPATWONG
Z0vSpopo npookepdAwy ZUvEpopo npookepAAwv
Knuckle pads-leukonychia- Knuckle pads-leukonychia-sensorineural HecodalayylkwV apOpwoewv- pecopalayylkwv apBpwoswv-
2698|sensorineural deafness-palmoplantar |deafness-palmoplantar keratoderma Aevkovuxiag- veupoaloBntrpLag Aeukovuxiag-veupoaloBntripLag
hyperkeratosis syndrome syndrome Kwwong-mahaponeApatiaiog KWPwong-mohaponeApatiaiog
UTIEPKEPATWONG KEPOTOSEPULOG
SUv8popo mpookeddAwv SUVEpopo pookehAAwv
Knuckle pads-leukonychia- Knuckle pads-leukonychia-sensorineural pHecodalayylkwv apOpwoewv- HecopalayyLlkv apBpwoswyv-
2698|sensorineural deafness-palmoplantar [hearing loss-palmoplantar Aeukovuxiag- veupoaloBntipLag Aeukovuxiag-veupoaloBntipLag
hyperkeratosis syndrome hyperkeratosis syndrome Kwwong-rohaponeApatiaiog AMWAELALG AKONG-TIOAQHOTIEAATILOLG
UTIEPKEPATWONG UTIEPKEPATWONG
ZUvSpopo npookebdAwy 3UvEpopo TpookebIAwY
Knuckle pads-leukonychia- Knuckle pads-leukonychia-sensorineural HecODaAAYYLKWV 0pOPLCEWV- HecodalayyLlkv apBpwoewy-
2698|sensorineural deafness-palmoplantar |hearing loss-palmoplantar keratoderma Aeukovuyiag- veupoaloBntriplag Agukovuxiag-veupoaloBntriplag
hyperkeratosis syndrome syndrome Kwwong-naAaponeApatiaiog AnWAELOG akofg-TahaponeApatiaiog
UTEPKEPATWONG KepatoSeppiag
07610 NG péo QUUNG TOU AVw
2699|Median nodule of the upper lip Q18.8 ( N6 K=ONS YRakknG
xethoug
154886 Autosomal recessive pro_gresswe H49.4 AUYOGUUH'LKH unoAstnousyn TIPOOSEVTIKA
external ophthalmoplegia e§wteptkn opOaApominyia
254886 Autosomal recessive pro_gresswe J. Auroswultkn uno)\smoueyn TIPOOSEVTIKA ArPEO
external ophthalmoplegia g§wrteptkr) opOaApomAnyia
NwtiatonapeykedaAdikn atagia pe
254881|Spinocerebellar ataxia with epilepsy E88.8 | pevKEd n flan
emAndia
N ALK i
254881|Spinocerebellar ataxia with epilepsy [MSCAE wno@nupvasd)a WBuch artaga pe MSCAE
enmAnPio
" . . . , ’ Mttoxovdplakn
. L ) Mitochondrial spinocerebellar ataxia NwtiatonapeykepaAtSikr atagio pe , ,
254881 |Spinocerebellar ataxia with epilepsy . . . vwtiatonapeykepoASikn atasia pe
with epilepsy emAndia s
eruAndia
N ALK i
254881|Spinocerebellar ataxia with epilepsy |SCAE wnml’mupvasd)a Buh aaia e SCAE
ermAnPio
S0V GVTAl
Mitochondrial DNA depletion vvopoue EE(IV'I non tou A
254875 . G71.3 |ptoxovSpiakot DNA, puonabntikog
syndrome, myopathic form )
TOmog
S0v6 GVTAl , .
254875 Mitochondrial DNA (.iepletion mtDNA depletion syndrome, myopathic ulljrvox‘j)?;l:)f;:;g Sﬁ:ﬁ:zZHuenrlkbq Z0vépopo ei,otvr)’\ncnq ToU MtDNA,
syndrome, myopathic form form , HuomadnTikog TUTog
TUTog
254905 Isolé?ed cytochrome C oxidase £88.8 Mspovmuév'r] QVETIAPKELD TNG OEELSAONG
deficiency TOu KUTOXPWHATOG C
Isolated cytoch C oxid! M > ‘ 5a
254905 so‘a.e cyrochrome L oxidase Isolated COX deficiency Euokuz\{n avendpkeLa T ofetddong Mepovwpévn avendpkeLla tng COX
deficiency Tou KUTOXpWHaTOG C
. . . . . . MepoVWwHEVN QVEMAPKELX TO
Isolated cytochrome C oxidase Isolated mitochondrial respiratory chain MEHOVWHEVN QVETIAPKELA TNG 0EELSAONG " V,wu VI QUETAPKELR Tou ,
254905 L . , OGUUMAEYUOTOG IV TNG ULTOXOVEPLAKAG
deficiency complex IV deficiency Tou KuTtoxpwpatog C , ,
QVATIVEUOTIKNAG aAuaidag
254902 Renal tubulopathy-encephalopathy- £88.8 JUv8popo vedpikig cwAnvaplondBelag-
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2690 Neutropenia-monocytopenia- 0%2.8 20v&popo ou&srslponsylag—
deafness syndrome HovokuTTapomneviag-kwowong
2690 Neutropenia-monocytopenia- Neutropenia-monocytopenia-hearing SUvSpopo oudeteporneviag- 20vSpopo oudetepomneviag-
deafness syndrome loss syndrome HovoKuTTaporeviag-kwowong LOVOKUTTOPOTIEVIAG-AMWAELOG QKOG
SUvEpopo Kwdwong-
Deafness- hall thy-
254898 ea f‘ess encephaloneuropatny E88.8 |eykedahoveupondBelag-rayxuoapkiog-
obesity-valvulopathy syndrome )
BaABLbomndBetag
. SOVEpopo KWdWong- ZUvSpopo anwlelag akong-
Deafness-encephaloneuropathy- Hearing loss-encephaloneuropathy- , , X ,
254898 ) . eykepaoveupomndBelag-taxuoapkiag-  |eykepatoveupondaBelag-raxuoapkiog-
obesity-valvulopathy syndrome obesity-valvulopathy syndrome , ,
BaABLbondBetag BaABidomnabetag
254892 Autosomal dominant prlogressive Ha9.4 Aurocmufkr’] ETUKPATAG n'pooEsuru(r']
external ophthalmoplegia e&wteptkr) opOaApomAnyio
254892 Autosomal dominant pr(.)gressive 2dPEO Aurocwu’LKr'] eTuKpaTAg T(,pOO(SSUTlKr’] adPEO
external ophthalmoplegia efwteptkr) opBaApomAnyia
OdBaAponPocwWNoKapSLOEoVTIKO
2712|Oculofaciocardiodental syndrome Q87.8 ¢ HoT P
oUvSpopo
. ) Cat.aract—microphtha.lmia— ObBAALOTEOOWTOKAPBLOSOVTK ZOV&pOuOlKCtTC(ppLi’KTr]*uleDd)eC()\u'l(f(Q
2712|Oculofaciocardiodental syndrome radiculomegaly-cardiac septal defect GOVE0OLO plopeyahiag-eMeippatog kapdlakol
syndrome POl Stadpdypatog
OdBaAponpocwokapSLOEovTIKG
2712|Oculofaciocardiodental syndrome OFCD syndrome ¢ HoTp ° ZUvbpopo OFCD
oUvépopo
OdBaApo- - ALKO
2714|0culo-palato-cerebral syndrome Q87.1 ¢ aMo-UTEpWIO-EVKEGAAKO
oUvSpopo
OdpBaApo-uTEPWLO-EVKEPAALKO OdpBaApo-UTEPWLO-EVKEPAALKO!
2714|0culo-palato-cerebral syndrome Oculo-palato-cerebral dwarfism ¢ K o veed ¢ H o ved <
ouvépopo VOVIOUOG
2713|Oculoosteocutaneous syndrome Q87.5 [OdBaApoocTe0SEPRATIKG CUVEPOUO
2715 Severe oculo-renal-cerebellar Bapt odpBaApo-vedpLko-
syndrome napeykedaAdikd ocvvSpopo
S lo- I-cerebell Bapu odpBaApo- o-
2715 evere oculo-renal-cerebetiar Hunter-Jurenka-Thompson syndrome aps opBato v’5¢1’9u<o sUvBpopo Hunter-Jurenka-Thompson
syndrome napeykedaAdikd cuvpopo
Severe oculo-renal-cerebellar Bapl odpBatpo-veppLko-
2715 ORC syndrome pU 0bBaAN . ¢‘,) ORC cUvépopo
syndrome napeykedaAdikd ocvvSpopo
2715 Severe oculo-renal-cerebellar Oculorenocerebellar syndrome Bapu 0¢900\|.10*V’5d)’pll<é* O’d)euAuOVEd}pOT{&IpEVKEd)aM&lKC’)
syndrome napeykedaAdikd cuvépopo cUvSpopo
2718|Oculotrichodysplasia OdBahpotpyoduomiacia
2718|Oculotrichodysplasia Cecato de Lima-Pinheiro syndrome O¢Baipotpiyoduomiacia 2UvSpopo Cecato de Lima-Pinheiro
2717|Oculotrichoanal syndrome Q87.8 |OpOAALOTPLXOTPWKTLKO GUVEPOHO
2717|Oculotrichoanal syndrome MOTA syndrome OdOAAHOTPLXOTPWKTIKO GUVEPOUO Z0vSpopo MOTA
- OdBaApoTpL O 6 ouvEpopo
2717|Oculotrichoanal syndrome Manitoba oculotrichoanal syndrome OdOAALOTPLXOTIPWKTIKO CUVEPOHO Mtnitoﬁamlx TIPWKTLKO GUVOPOHO TG
2717|Oculotrichoanal syndrome Marles syndrome OdOAAHOTPLXOTPWKTIKO GUVEPOUO 20vSpopo Marles
2717|Oculotrichoanal syndrome Marles-Greenberg-Persaud syndrome ObOAALOTPLXOTPWKTLKO 6UVEPOUO JUvSpopo Marles-Greenberg-Persaud
2704|0choa syndrome N31.8 |Z0vSpopo Ochoa

2704

Ochoa syndrome

Hydronephrosis-inverted smile
syndrome

SUvdpopo Ochoa

20vSpopo uSpovédpwong-
QVECTPAUUEVOU XOpOYyEAOU
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2704|0choa syndrome Inverted smile-neurogenic bladder S0vpopo Ochoa JUvSpopo (?.veclrpotuuévou Xapoyehou-
syndrome VEUPOYEVOUG KUOTNG
2704|0choa syndrome Partial fafiél palsy with urinary S0v6popto Ochoa Mepikn nu?d}\uon T(POCWITLKOU \{EL’)pOU
abnormalities HE avwpaAieg TOU oupomoNTIKOU
2704|0Ochoa syndrome Urofacial syndrome 20vSpopo Ochoa OupOMPOCWILKO CUVEPOUO
SUVEPOHO TPLXOELSLKWY SUCTIAACLWV
Port-wine nevi-mega cisterna magna- [port-wine nevi]-peydAng
2703 , .
hydrocephalus syndrome niapeykeGaALSonpopnKIkrg Se§apevrg-
udpokedalou
JUVEPOHO TPLXOELSIKWY SUCTIAAOLWV
2703 Port-wine nevi-mega cisterna magna- Nova syndrome [port-wine nevi]-usvd)\nq' ) S0v6popo Nova
hydrocephalus syndrome TapeyKeDAALSOTPOUNKIKAG SEaUEVHG-
vbpokedalou
Mitoch ial DNA- i Leigh 30 Leigh 0
355210 itochondria associated Leig E88.8 Uvdpopo elg' OXETL{OUEVO HE TO
syndrome pitoxovdplako DNA
255210 Mitochondrial DNA-associated Leigh MILS Z0vépopo Lelg'h OXETWOUEVO UE TO MILS
syndrome proxovdplako DNA
Mitochondrial DNA-associated Leigh SUvSpopo Leigh oxeti{opevo pe To
255210 sylnd:ome ' <l '8 Maternally-inherited Leigh disease ul::oxpov‘;plmlgb D(II\IXAHZ HEVO HET Néoog Leigh pntpikd kKAnpovopolpevn
255210 Mitochondrial DNA-associated Leigh |Maternally-inherited infantile subacute JUvSpopo Leigh oxetl{dpevo pe to Mntpkd kAnpovopoUpevn Bpedikn
syndrome necrotizing encephalopathy pLtoxovdplako DNA urogeia vekpwTikn eykedaronadeta
Mitochondrial DNA-. iated Leigh S0vé Leigh 0
255210 ftochondria assoclated Lelg mtDNA-associated Leigh syndrome UVOPoHO elg' OXETONEVO e TO JUvSpopo Leigh mtDNA-oxet{dpevo
syndrome pitoxovdplako DNA
255229|Navajo neurohepatopathy E88.8 [NeuponmatondBela Navajo
255229|Navajo neurohepatopathy Navajo neuropathy Neuvponmnatonddesia Navajo NeupondBeia Navajo
2707 Oculocerebrofacial syndrome, 087.0 Ofbeahuoekaad)a?\onpocwmko
Kaufman type oUvSpopo, Tunog Kaufman
0 .
Mitochondrial DNA depletion T::ZT;O f:::?r?;:c tou
255235|syndrome, encephalomyopathic form G31.8 HLTaXOVOP! CL,
. eykedalopuonadnTikdg TOToG pe
with renal tubulopathy A )
vedpLkr) cwAnvaplonddeia
S0v6 QVTAl
Mitochondrial DNA depletion mtDNA depletion syndrome, LLJYVO ‘2:;0 if::J Dn;:c tov JUvSpopo e§aviAnong tou mtDNA,
255235|syndrome, encephalomyopathic form |encephalomyopathic form with renal HLToXovOp L gykeparopuonadnTkog TUmog pe
with renal tubulopath tubulopath eykeparopuonabnukdg timog pe vedpikry cwAnvaplonddeia
pathy pathy vedpikr) cwAnvaplondOeia LN Ve
2710|Oculodentodigital dysplasia Q87.8 |0dpBaApoodovrodaktuAik SucmAaacio
2710|Oculodentodigital dysplasia Meyer-Schwickerath syndrome O¢pBaipoodovtodaktuAikn Suomhacia  [SUvEpopo Meyer-Schwickerath
2710|Oculodentodigital dysplasia ODDD syndrome OdBaipoodovtodaktulikr Suothacia  [ZUvEpopo ODDD
2710|Oculodentodigital dysplasia Oculodentoosseous dysplasia OdpBaipoodovrodaktulikr Suormhacia  [OdBaipooSovtoootikr SuoThaoio
255241|Leigh syndrome with leukodystrophy G31.8 |z0vSpopo Leigh pe Aeukoduotpodia
X ) Infantile subacute necrotizing X ) , Bpedikr| unofeia vekpwtikr
255241|Leigh synd ith leukodystroph S0vé Leigh pe A i X .
€lgh syndrome with feukodystropny encephalopathy with leukodystrophy Vvbpopo Leigh pe Aevkoduatpodia eykepalondBela pe Aevkoduotpodia
255241|Leigh syndrome with leukodystrophy |Leigh disease with leukodystrophy S0vSpopo Leigh pe Aeukoduotpodia Nooog Leigh pe Aeukoduotpodia
2709 Oculodental syndrome, Rutherfurd 087.8 0¢pBaAp0050VTIKO 0UVEPOLO, TUTOG
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2709 Oculodental syndrome, Rutherfurd Gingival hypertrophy-corneal dystrophy O¢BaApoodoviikd cuVEpopo, TUTIOG Ynsptpod)'to.'ot’)hwv—éuo‘tpod)'ta
type Rutherfurd KEPUTOELSOUG
| I synd Rutherfi A 6 00 y
2709 Oculodental syndrome, Rutherfurd Rutherfurd syndrome 0¢pBaApoodovTikd cuVEpopo, TUTTOG S0vpopio Rutherfurd
type Rutherfurd
Leigh synd ith hroti
255249 ssfdrch\r/:e rome with nephrotic G31.8 |zUvSpopo Leigh pe vedbpwotkd cuvSpopo
X X . Infantile subacute necrotizing Bpedikr| umoeia vekpwtikr
Leigh syndrome with nephrotic | . - . .
255249 s :\gdro‘:ne Wi P ! encephalopathy with nephrotic ZUvdpopo Leigh pe vedpwotko cvvdpopo |eykepalonabela pe veppwolko
Y syndrome ouvdpopo
Leigh synd ith hroti
255249 ssfdrc?:e rome with nephrotic Leigh disease with nephrotic syndrome 20vSpopo Leigh pe vedpwotkd cuvdpopo |Nooog Leigh pe vedpwolkd alvdpopo
2728 Blepharophimosis-intellectual 0878 SUvdpopo BAedapodipwong-vontikig
disability syndrome, Ohdo type " |votépnong, timog Ohdo
2728 B!eph‘a.rophimosis-intellectual BMRS, Ohdo type vaépouo BAE'd:otpod)iuwan-vonnKr']q BMRS, Toroc Ohdo
disability syndrome, Ohdo type votépnong, tumnog Ohdo
Blepharophimosis-intellectual . . SUvdpopo BAedapodipwong-vontikig 20vSpopo BAedapodipwaong, Tumog
2728 Bleph h d , Ohdo t X |
disability syndrome, Ohdo type epharophimosis syncrome o type votépnong, tunog Ohdo Ohdo
Blepharophimosis-intellectual SUvEpopo Bredapodipwong-vontikig ,
2728| . Ohdo syndrome i | S0vépopo Ohdo
disability syndrome, Ohdo type Y votépnong, tonog Ohdo VoPoH
Bleph himosis-intellectual 20v8 A i - \
2728 .ep Aa.mp imosis-intefiectua Ohdo-Madokoro-Sonoda syndrome UV,pOHOB E'¢apo¢mwonq vonmng 2UvSpopo Ohdo-Madokoro-Sonoda
disability syndrome, Ohdo type votépnong, tunog Ohdo
2730|Postaxial tetramelic oligodactyly Q73.8 |Metagovikn TeTpapeAtkr oAtyoSaktuAia
. SUvdpopo
Olivopontocerebellar atrophy-
2732 'vopontocere atrophy Q04.8 |ehatoyedpupornapeykepoASIKAG
deafness syndrome , )
atpodiac-kwdwong
. . X SOvSpopo JUvSpopo
Olivopontocerebellar atrophy- Olivopontocerebellar atrophy-hearin,
2732 P phy P phy J elatoyedupornapeykedaAtdikig ehatoyedupornapeykepaAdikng
deafness syndrome loss syndrome s ) , ) .
atpodiag-kwdwong atpodilag-anwAELag aKorg
2733|Omodysplasia Q78.8 |Quobduomhaocia
2719 Oculocerebral hypopigmentation £70.3 OdBahpoeykedahikd cvvSpopo
syndrome, Cross type "~ |umoperdyxpwong , TUnog Cross
2719 Oculocerebral hypopigmentation Cross syndrome O(beLXMI'OEVKS(bCO\LK(? ouvépopo 0v6popio Cross
syndrome, Cross type UMOpEAAYXPWONG , TUTOG Cross
2720 Oculocerebral hypopigmentation OdBahpoeykedahikd cvvSpopo
syndrome, Preus type uTopeA@yxpwong , TUTog Preus
2721|0donto-onycho-dermal dysplasia Q82.4 |0&ovto-ovuyxo-Seppartikr Suomhacia
2721|0donto-onycho-dermal dysplasia 00DD 0O8ovrto-ovuyo-Seppatikn Suomhaoia 0ooDD
9722 Odonto-onycho dysplasia-alopecia SUvSpopo odovto-ovuxoduomhaciog-
syndrome oAwrekiog
2723|0dontotrichomelic syndrome O8ovtotpiyopeAkd cuvdpopo
2723|0dontotrichomelic syndrome Freire-Maia syndrome O8ovtotpyopeAkd ocuVEpopo JUvSpopo Freire-Maia
2724 Odontomatosis-aortae esophagus SUVEPOO 08OVIWHATWONG- OTEVWONG
stenosis syndrome 0pTHG 0Lo0Payou
2724 Odont(_)matosis—aortae esophagus Boder syndrome ZOvﬁeouo oﬁoyrwudrwcnq— oTEVWONG S0v6popio Boder
stenosis syndrome QopTrG oLoddyou
260305 Autosomal recessive sideroblastic D64.0 AUTOOWHLKN UTLOAELTTOMEVN

oldnpoPAactiki avatpio
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260305 Autos.omal recessive sideroblastic ARSA AUTOOWHLKN unlo)\emoesvn ARSA
anemia oLdnpoPAaCTIKA avatpio
Autosomal recessive sideroblastic Auto ) UTOAE O E . ! .
260305 Y X Ve st ! Congenital sideroblastic anemia UTOGWHIKT Un, e u Vi Zuyyevng odnpoPAactikr avatpio
anemia odnpoPAaotikn avatpio
2725 Eye defects-arachnodactyly- ZUvSpopo odBahpkwy BAaBwv-
cardiopathy syndrome apayvodaktuliag-kapdlonddelag
Eye defects-arachnodactyly- S0vEpopo opBatukwy PAaBwV- , . )
2725 v . vy Al Gazali-Al Talabani syndrome Ovépono ob . Hcov B !Swv ZUvdpopo Al Gazali-Al Talabani
cardiopathy syndrome apaxvoSaktuAiag-kapSlondBeLag
Eye defects-arachnodactyly- S0v6 OaAukwv BAaBwv-
2725 ve .e ects-arachnodactyly Al Gazali-Lytle syndrome bvbpopo of fx oy B cthwv ZUvdpopo Al Gazali-Lytle
cardiopathy syndrome apaxvodaktuliag-kapdlondBelag
L ZTOHATONPOCWIOSAKTUALKO GUVEpOUO
2755|Orofaciodigital syndrome type 8 Q87.0 |,
Torou 8
o STOUATONPOCWITOSAKTUALKO GUVEPOHO
2755|Orofaciodigital syndrome type 8 OFD8 , OFD8
Torou 8
P o ZTOHATONPOCWIOSAKTUALKO GUVEPOUO | ZTOUATO-TIPOCWITO-GAKTUALKO GUVEPOHO
2755|Orofaciodigital syndrome type 8 Oral-facial-digital syndrome type 8 , .
Torou 8 Tornou 8
2755|Orofaciodigital syndrome type 8 Oral-facial-digital syndrome, Edwards Zrlouutonpocwno6aKru)\LKé ouvépopo Zr'ouaro-npolowno-éukru)ukb
type TUToUL 8 oUvdpopo, tunog Edwards
L Lo ZTOHATONMPOCWIOSAKTUALKO GUVEPOUO  |ZTOHATONMPOCWTOSAKTUAKG cUVEpoLO,
2755|Orofaciodigital syndrome type 8 Orofaciodigital syndrome, Edwards type , ,
TUTOU 8 Tunog Edwards
o STOPATONPOCWITOSAKTUALKS GUVEPOHO
2754|Orofaciodigital syndrome type 6 Qo4.3 |,
Tomou 6
i |-facial-digi p2 6 00 30 -
2754|0rofaciodigital syndrome type 6 Joubert syndrome with oral-facial-digital Touatonpocwnoéukru}\mo ouvdpopo uchpopo' Jo'ubert HE OTOULATO-TIPOCWITO
syndrome TUTIOU 6 SaktuAkd cuvSpopo
Joubert syndrome with orofaciodigital STOHOTONPOCWNOSAKTUALKG cUVEpopo  |ZUvSpopo Joubert pe
2754|Orofaciodigital syndrome type 6 v g , 2 P Pou POl K U
defect Turou 6 OTOUATONPOCWTTOSAKTUALKO BAGBN
s ZTOHATONPOOWIOSAKTUALKO 6UVEpPOUO
2754|O0rofaciodigital syndrome type 6 OFD6 , OFD6
ToTou 6
o o STOHATONPOCWIOSAKTUALKO GUVEPOUO | ZTORATO-TIPOOWTTIO-6AKTUAKO GUVEPOHO
2754|O0rofaciodigital syndrome type 6 Oral-facial-digital syndrome type 6 , .
Tomou 6 tomou 6
. . SUv8popo moAuSakTuAiog-
Polydactyly-cleft | late-| h t p2 5 A 5
2754|Orofaciodigital syndrome type 6 olycac .y y-cleft lip/palate-psychomotor Touaronpocwno AKTUALKO GUVOPOHO Xe\eooxLotiog/unepwiooytotiog-
retardation syndrome TUToU 6 A )
YuxokwnTkrg emBpdduvong
STOHOTONPOCWIOSAKTUALKO GUVEPOHO
2754|O0rofaciodigital syndrome type 6 Véradi syndrome n’mtu 6 P Pou SUvSpopo Véradi
p2 5 ALkd oOVE
2754|O0rofaciodigital syndrome type 6 Varadi-Papp syndrome th:(;;treonpocwno OKTUALKO OUVOPOKO 3UvSpopo Véradi-Papp
252164|Benign schwannoma D36.1 [KaAonBeg oBdvvwpa
252164|Benign schwannoma Neurilemmoma KaAdnBeg oBdvvwpa Neupe\fUpwpo
252164|Benign schwannoma Neurilemoma KaAonBeg oBavvwua Neupe\fpwpa
252164|Benign schwannoma Peripheral fibroblastoma KaAdnBeg oBdvvwpa MNepipepikd woPAdotwpa
N STOMATONPOCWITOSAKTUALKS GUVEPOHO
2753|Orofaciodigital syndrome type 4 Q87.0

2753

Orofaciodigital syndrome type 4

Baraitser-Burn syndrome

STOPATONPOOWIOSAKTUALKO 6UVEpOLO
Turou 4

sUv8popo Baraitser-Burn

2753

Orofaciodigital syndrome type 4

Mohr-Majewski syndrome

STOUATONPOCWITOSAKTUALKS GUVEPOHO
Torou 4

SUvSpopo Mohr-Majewski
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2753|Orofaciodigital syndrome type 4 OFD4 Z\;ouqronpoowno&ukruhko obvbpouo OFD4
tonou 4
Lo o STOHATONPOCWIOSAKTUALKO CUVSPOHUO | ZTOHATO-TIPOCWTO-SAKTUALKG cUVEpOUO
2753|Orofaciodigital syndrome type 4 Oral-facial-digital syndrome type 4 , .
Tonou 4 Tonou 4
o STOHATONPOCWITOSAKTUALKG GUVEPOpO
2752|O0rofaciodigital syndrome type 3 Q87.0 |,
tonou 3
5 .
2752|Orofaciodigital syndrome type 3 OFD3 Youatonpoownoéakru)\mo obvépouo OFD3
Tomnou 3
o . STOHATONPOCWITOSAKTUALKO GUVEPOUO  |ZTOHATO-TIPOCWTO-SAKTUALKS GUVEpOpO
2752|O0rofaciodigital syndrome type 3 Oral-facial-digital syndrome type 3 ) ,
tonou 3 Tomou 3
Lo STOHATONPOCWIOSAKTUALKO CUVEPOUO .
2752|Orofaciodigital syndrome type 3 Sugarman syndrome Wrou 3 20v&popo Sugarman
o STOHATONPOCWITOSAKTUALKO GUVEpPOO
2751|Orofaciodigital syndrome type 2 Q87.0 |,
tomnou 2
JTOHATONMPOCWIOSAKTUALKO GUVEPOLO .
2751|Orofaciodigital syndrome type 2 Mohr syndrome TZHEUTZHP owr KTUALKO GUVOPOR 20v&popo Mohr
b3 S k6 0OV
2751|0rofaciodigital syndrome type 2 OFD2 TOHATOTPOOWTOOAKTUAKO OUVOROKO ey
tomnou 2
Lo . STOMATONPOCWITOSAKTUALKO CUVSPOHO | ZTOHATO-TIPOCWTO-SAKTUAKG cUVEpOUO
2751|Orofaciodigital syndrome type 2 Oral-facial-digital syndrome type 2 | |
Tomou 2 Tomnou 2
o STOMATONPOOWIOSAKTUALKS CUVEPOHO
2750|Orofaciodigital syndrome type 1 Q87.0 |,
tonou 1
JTOHATONMPOCWIOSAKTUALKO GUVEPOLO
2750|Orofaciodigital syndrome type 1 OFD1 T HaTonpoowr KTUALKO g0VOpOM OFD1
Tonou 1
o STOMATONPOOWIOSAKTUALKS CUVEPOHO
2750|Orofaciodigital syndrome type 1 OFDI ) OFDI
Torou 1
b3 S Ak o0V
2750Orofaciodigital syndrome type 1 OFDSI TOUATOTPOOWNOOAKTUAKO GUVOROUO | ey
Tnou 1
o o STOMATONPOOWIOSAKTUALKS OUVEPOHO | ZTOpATO-TIPOoWTO-8aKTUAKS cUVEPOUO
2750|Orofaciodigital syndrome type 1 Oral-facial-digital syndrome type 1 ) ,
Torou 1 Tomou 1
b2 S Ak o0V
2750|Orofaciodigital syndrome type 1 Papillon-Léage-Psaume syndrome Tzi:[};(:}tfnpocwno AKTUALKO GOVOROHO ZUvSpopo Papillon-Léage-Psaume
Primary melanoma of the central NPWTONABEG HEAGVWHO TOU KEVTPLKOU
252050 v C70.9 | POTOTIAPEC HEAIVLL e
nervous system VEUPLKOU oUCTANATOG
Primary melanoma of the central . . Mpwtonabég LeEAAVWULA TOU KEVTPLKOU , , ,
252050 Malignant melanoma of meninges , , KakonBeg peAdvwpa Twv pnviyywv
nervous system VEUPLKOU CUCTAATOG
Primary melanoma of the central . Mpwtonabég LEAGVWLO TOU KEVTPLKOU , ,
252050 Primary melanoma of the CNS , N Mpwrtonabég peddvwpa tou KN
nervous system VEUPLKOU oUCTANATOG
9743 Ophthalmoplegia-intellectual SUvEpopo odpOaApomAnyiag-vonTikrg
disability-lingua scrotalis syndrome UOTEPNONG-00XEOELS0UG YAWOOQG
Ophthalmoplegia-intellectual 20v8popo odpBarpomAnyiag-vontikn
2743 .p I Ples . Levic-Stefanovic-Nikolic syndrome 'p Ho odBay ,nv q' e 2UvSpopo Levic-Stefanovic-Nikolic
disability-lingua scrotalis syndrome UOTEPNONG-00XEOELSOUG YAWOOUG
252054|Hemangioblastoma D33.4 |AwayyeloBAdotwpa
252054|Hemangioblastoma D33.7 |AwayyeloBAdotwpa
2741|0Ophthalmomandibulomelic dysplasia Q87.8 |0¢pOaApoyvabouehkr Suomhacia

2741

Ophthalmomandibulomelic dysplasia

OMM syndrome

OdBahpoyvabopelikr Suomhaocio

20vSpopo OMM




1618

EQHMEPIAA THX KYBEPNHZEQX

TelUyxo¢ B'248/17.01.2024

dystrophy R17

oxXeTl{OPeVN HE TNV TAEKTIVN

ORPHACc ICD Tuvwvupa
PreferredTerm Synonyms Mpotipwpevog Opo
il ynony! @S potipwpevog Upog
2741|0Ophthalmomandibulomelic dysplasia |Pillay syndrome O¢pOaApoyvabopehikr Suomhaocia Zuvdpopo Pillay
gy Aertro \
252031/ Diffuse leptomeningeal melanocytosis C70.9 Laxum n,t KV
HeAavokuTtapwon
AL A |
252031|Diffuse leptomeningeal melanocytosis|DLM XU ET(’TDLU']VLVVLKI'] DLM
peAavokuTTapwon
A, Aemtof \ ! .
252031/ Diffuse leptomeningeal melanocytosis|Leptomeningeal melanomatosis u;;g/?}(ﬁ:;ng:vvmn AETTOUNVLYYLKT) LEAQVWHATWON
252046|Meningeal melanocytoma D32.9 [Mnviyytko peAavOKUTIWHA
661(Ondine syndrome G47.3 |Zuv8popo Ondine
661|Ondine syndrome CCHS ZUvSpopo Ondine CCHS
Central congenital hypoventilation , . SOVEPOHO Ke ou £voU)
661(Ondine syndrome geni ypoventiiati ZUvSpopo Ondine UVOpoKO K )/tpu( v ovyyevous
syndrome UTOQEPLOHOL
. Congenital central alveolar , . SUVEPOHO CUYYEVOUG KEVIPLKOU
661|Ondine syndrome s Z0vSpopo Ondine , .
hypoventilation syndrome KUPEMSLKOU UNOAEPLOHOU
661(Ondine syndrome Ondine curse ZUvSpopo Ondine Katdpa tng Ondine
2736 Lethal omphalocele-cleft palate 087.8 Oavatndopo &:.rL')vaouo opdarokAng-
syndrome unepwiooxtotiag
Lethal halocele-cleft palat (] 6po GOVEpOpO AokAAng- ,
2736 omphalocele-ciett palate Czeizel syndrome avamnop ?UV POKO opdaokiAnG ZUvdpopo Czeizel
syndrome UTEPWLOOYLOTIOG
2776 Autosomal recessive distal osteolysis AUTOOWLKO UTIOAELTTOHEVO GUVEPOLO
syndrome TEPLPEPLKNG 0OTEOAUONG
. . . . . , , , JUVEpopo EPLPEPIKAG 00TEONUONG-
Autosomal recessive distal osteolysis |Distal osteolysis-short stature- AUTOOWLKO UTIOAELTTOUEVO GUVEPOHO . . ,
2776 . A , , XOUNAOU 0VaOTHLOTOG-VONTLKAG
syndrome intellectual disability syndrome nepudbepkrig ootedAuong .
votépnong
Autosomal recessive distal osteolysis AUTOOWULKO UTIOAELTIOEVO GUVEPOUO
2776 v Petit-Fryns syndrome H , ) K POK S0vSpopo Petit-Fryns
syndrome TEPLPEPLKIG 0OTEOAUONG
2777|0steomesopyknosis Q78.2 |OcteopeconuKVWon
. X i 3 OoTte0ookApUVON TOU afOVIKOU
2777|0steomesopyknosis Axial osteosclerosis OOTEOUETOMUKVWON .
okeleTol
54361 Plectin-related limb-girdle muscular G710 Zwviaia puikn Suotpodia R17,

254361

Plectin-related
dystrophy R17

limb-girdle muscular

Autosomal recessive limb-girdle
muscular dystrophy type 2Q

Zwviaia puiki duotpodia R17,
OXETLWOMEVN HE TNV TAEKTIVN

AUTOOWLKY UTLOAETOpEVN {wviaia
puiki Suotpodia tumou 2Q

254361

Plectin-related
dystrophy R17

limb-girdle muscular

LGMD type 2Q

Zwviaia puikn Suotpodia R17,
oxXeTW{OPEVN HE TNV TAEKTIVN

LGMD torou 2Q

254361

Plectin-related
dystrophy R17

limb-girdle muscular

LGMD2Q

Zwviaia puiki duotpodia R17,
OXETWOMEVN HE TNV TIAEKTIVN

LGMD2Q

254361

Plectin-related
dystrophy R17

limb-girdle muscular

Limb-girdle muscular dystrophy type 2Q

Zwviaia puikn Suotpodia R17,
oxeTl{OpevVn e TNV TAeKTivn

Zwviaia puikn duotpodia tomou 2Q

254361

Plectin-related
dystrophy R17

limb-girdle muscular

Plectin-related LGMD R17

Zwviaia puiki Suotpodia R17,
OXeTOMEVN HE TNV TIAEKTIVN

LGMD R17 oxetl{Opevn He TV TAEKTiVN

2774

Multicentric carpo-tarsal osteolysis
with or without nephropathy

MOAUKEVTPLKN KAPTIO-TAPOLKF 00TEOAUON
He A Xwpic vedpomndBeLa

2774

Multicentric carpo-tarsal osteolysis
with or without nephropathy

Idiopathic multicentric osteolysis with or
without nephropathy

MOAUKEVTPLKI| KAPTIO-TAPGLKH 00TEOAUCH
He 1} xwpig vedpondadeLa

1610maBr)G TOAUKEVTPLKY 00TEOAUGN HE
1 xwpig vedppomndBera
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i ynonyl e potipwuevos Opog
254351 Distal 7q11.23 microdeletion Q935 ZUv8popo MePLHEPLKNG UKPOENNELPNG
syndrome 7911.23
Distal 7911.23 microdeletion X TUVEpopo EPLPEPLKNG UIKPOEANELWPNG ,
254351 Distal del(7)(gq11.23 n del(7)(q11.23
syndrome istal del(7)(q ) 7q11.23 epdepwkni del(7)(q )
Distal 7q11.23 microdeleti pIVVY g ENN
254351 s;;:ror:e microdetetion Distal monosomy 7q11.23 7:\11‘?;;0 TepubepLiric pikpoghReLpn Mepidepikr) povoowpia 7q11.23
2769 Familial osteodysplasia, Anderson Owoyevrg ooteoduomAaocia, TUTOG
type Anderson
254346|19p13.12 microdeletion syndrome Q93.5 [20vSpopo pikpoéAewpng 19p13.12
254346|19p13.12 microdeletion syndrome Del(19)(p13.12) 0vSpopo pikpoéMewbng 19p13.12 Del(19)(p13.12)
254346|19p13.12 microdeletion syndrome Monosomy 19p13.12 Z0vSpopo pikpogMewpng 19p13.12 Movoowpia 19p13.12
2770|Nasu-Hakola disease E75.2 |Nboog Nasu-Hakola
2770|Nasu-Hakola disease NHD Néoog Nasu-Hakola NHD
2770|Nasu-Hakola disease PLO-SL N6oog Nasu-Hakola PLO-SL
2770|Nasu-Hakola disease PLOSL N6oog Nasu-Hakola PLOSL
Polycystic lipomembranous MoAukuotikr AutopepBpavwsdng
2770|Nasu-Hakola disease osteodysplasia with sclerosing Néoog Nasu-Hakola 00TE08UOTIANALGLOL PE OKANPUVTLKY
leukoencephalopathy AeukoeykedaomabeLo
. . . AUTOOWHLKO UTIOAELTTOpEVO CUVEPOO
Autosomal recessive spastic ataxia- R . R X
254343 ) . E88.8 |omaotikng atagiag-ontikng atpodiog-
optic atrophy-dysarthria syndrome g
Suoapbpiag
. . . . . . AUTOOWHLKO UTIOAELTTOUEVO GUVEPOHO , . R
Autosomal recessive spastic ataxia- Autosomal recessive spastic ataxia type . . . . AUTOOWULKI UTTOAELTOUEVN OTIACTIKN
254343 . . onaoTikig ataiag-ontikig atpodiog- .
optic atrophy-dysarthria syndrome 4 , ataéio tumou 4
Sucapbpiag
Autosomal recessive spastic ataxia- AUTOOWLIKS LTTOAEOUEVO 0UVEPOHO
254343 ) p SPAX4 OTIALOTLKAG ataiag-omTikrg atpodiag- SPAX4
optic atrophy-dysarthria syndrome .
SucapBpiag
2767|Carpotarsal osteochondromatosis D16.9 |Kaprotapotkn 00TEOXovEpwHATWON
Maroteaux-Le Merrer-Bensahel , . S0vépopo Maroteaux-Le Merrer-
2767|Carpotarsal osteochondromatosis X Kaprotapokr ooteoxovépwpdtwon Lvopop X
syndrome Bensahel
254334 Autosomal recessive intermediate G60.0 AUTOOWWLKF UTIOAELTOPEVN EVELAEDN
Charcot-Marie-Tooth disease type B " |vboog Charcot-Marie-Tooth tinou B
Autosomal recessive intermediate AUTOCWLKT) UTTOAELTONEVN EVOLAHEDN ,
254334 RI-CMT t B , . | RI-CMT B
Charcot-Marie-Tooth disease type B vpe vooog Charcot-Marie-Tooth tomou B ooy
2768|Blount disease M92.5 |Néoog Blount
2768|Blount disease Infantile tibia vara Néoog Blount Bpedikr patBn kvAapun
n g 6V,
2768|Blount disease Osteochondrosis deformans tibiae Nooog Blount K\;]p::;opd)wrlm OOTEOXOVOPWAN TG
2768|Blount disease Tibia vara Blount Noéoog Blount PatBr) kvripn tou Blount
2762|Progressive osseous heteroplasia M61.5 |Mpoodeutiki ootk etepomAacia

2762

Progressive osseous heteroplasia

Familial ectopic ossification

Mpoodeutikn ooTik eteponAacia

OwKOYEeVHG EKTOTN 0oTEOTOINON
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2762|Progressive osseous heteroplasia POH MpoodeuTikn 00TIKA eTEpONAQTial POH
2763|Osteocraniostenosis Q78.0 |OCTEOKPAVIOOTEVWON
2763|Osteocraniostenosis Gracile bone dysplasia OCTEOKPAVLOOTEVWON AvoThaoio AEMTWY 00TWV
2763|Osteocraniostenosis Osteocraniosplenic syndrome OOoTEOKPAVLOOTEVWON O0TEOKPAVLOOTIANVLKO GUVEPOO
252206 Melanoma and neural system tumor D43 Zuv&po;{o uervauaroq KalL OYKWV TOU
syndrome VEUPLKOU GUGTAHATOG
Melanoma and neural system tumor SOVEPOHO HEAAVWHATOG KAl O of JOVEPOHO HEAAVWHATOG-
252206 Y v Y Melanoma-astrocytoma syndrome ovop ll H ,un 106 kat oykwyTou VOPOK H VOHATOS
syndrome VEUPLKOU GUOTAHATOG QOTPOKUTTWHOTOG
52202 Corfs.tltutlonal mismatch repair D80.8 |5L00LVJGTO(UI.L1KO ouvSpopo o&vsnupkemq
deficiency syndrome mSLOPOWONG AVAVTLOTOLXLWYV
Constitutional mismatch repair 16100UCTAGLAKG CUVEPOHO AVETIAPKELXL
252202|, ... P CMMR-D syndrome . PO , P S SUvSpopo CMMR-D
deficiency syndrome £MSLOPBWONG AVAVTLOTOLLWY
2759 Imperforate oropharynx- JUVSpopo AtpnTou oTOpATOPAPUYY-
costovertebral anomalies syndrome TINELPOOTIOVE UALKWV VWALV
Imperforate oropharynx- S0vEpopo ATpnTou CTOHATODAPUYYQ-
2759 P phary . Seghers syndrome POl PN , uarod ,p v ZUvSpopo Seghers
costovertebral anomalies syndrome TINEUPOOTIOVE UALKWV QVWHOALWV
2760|OSLAM syndrome C41.9 |20vSpopo OSLAM
. . . ZOVEPOHO OOTEOCUPKWHOTOG-
Osteosarcoma-limb anomalies-erythroid
2760|OSLAM syndrome . v ZUvSpopo OSLAM QVWHOALWY TWV GKPWV-
macrocytosis syndrome i , ,
UQKPOKUTTAPWANG TNG epuBPdg oeLpdg
252183|Neurofibroma D36.1 |Neupoivwpa
254516|Temple syndrome JUvSpopo Temple
2793|Otoonychoperoneal syndrome Q87.5 |Qroovuxomepoviaio cuvEpopo
2792|Otofaciocervical syndrome Q87.0 |QtompoownoTpaxnAKo cOVEpoUo
2792|Otofaciocervical syndrome Fara-Chlupackova syndrome QronpoowrnotpaxnAtkd cOvEpopo SUv8popo Fara-Chlupackova
2792|Otofaciocervical syndrome OFC syndrome QTonpoownotpaxnAkd cuVSpopo JUvSpopo OFC
254519|Kagami-Ogata syndrome SUv8popo Kagami-Ogata
254519|Kagami-Ogata syndrome KOS JUvSpopo Kagami-Ogata KOS
2708 Paf:hygyna—lntellectual disability- 6404 Zuvz?pouo naxuvueluq—vonnknq
epilepsy syndrome votépnong-ertAniog
Pachygyria-intellectual disability- SUvSpopo maxuyupiag-vonTikn
2798| . Ve ¥ Kuzniecky syndrome 'p H Xy p GvonTiKng SUv8popo Kuzniecky
epilepsy syndrome votépnong-ertAndiog
2796|Pachydermoperiostosis M89.4 [Maxudeppomneplootwon
2796|Pachydermoperiostosis PDP MNaxudepponeplootwon PDP
2796|Pachydermoperiostosis Touraine-Solente-Gole syndrome MNayudepponepldootwon SUv8popo Touraine-Solente-Gole
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254478|Lichen planus pemphigoides L43.8 [Nepdiyoetdrg oparog Aeyxivag
254478|Lichen planus pemphigoides LP pemphigoides MNepdLyoetdng opaldg Aerivag MNepdyostdng LP
2789|Lateral meningocele syndrome Q87.5 [20vSpopo mAayiag pnviyyoknAng
2789|Lateral meningocele syndrome Lehman syndrome SUvSpopo mhayiag unviyyokning 20vSpopo Lehman
2788 Osteoporosis-pseudoglioma 087.5 20v&popo o'arsonopwonc-
syndrome Yeudoylotwpartog
is-| li 30 5 -
2788 Osteoporosis-pseudoglioma OPPG Uvbpopo o'cteonopwonc oPPG
syndrome Yevdoyrowwparog
2788 Osteoporosis-pseudoglioma Ocular form of osteogenesis imperfecta SUvépopo o'araondpwcnq- O¢60()\L:llKﬁ popdn TG ateloug
syndrome Yeuvdoylotwpartog 00TEOYEVEDNG
254492|Frontal fibrosing alopecia L66.1 [Metwriaio wwtikn oAwrnekia
254492|Frontal fibrosing alopecia FFA Metwruaio vwtikr) oAwrekio FFA
2791|Otodental syndrome K00.2 |QtooSovtikd ouvSpopo
2791|Otodental syndrome Globodontia Qroodovtikd cuvépopo Zdapodovtia
2791|Otodental syndrome Otodental dysplasia Qroodovtikd cuvSpopo Qroodovtikr Sucmhaocia
2790|Endosteal hyperostosis, Worth type Q78.2 |Evdootikn unepootwon, tunog Worth
2790|Endosteal hyperostosis, Worth type Autosomal dominant osteosclerosis, EvSootikn untepdotwon, tunog Worth AUTOOWLLKR EMIKpaTAS
s ! vp Worth type n P . < ooteookAipuvon, Turog Worth
2790|Endosteal hyperostosis, Worth type  [Worth syndrome EvSootikn untepootwon, tumnog Worth 20vSpopo Worth
A ALoeLdn ¢ e
254411 (Annular atrophic lichen planus L43.8 QKT,U 10eiBriG atpodirbs opadg
Aeixrivag
AaKTUNOELSG ATPOPIKOG OpAND
254411 |Annular atrophic lichen planus Annular atrophic LP Newivac i aTPodikdG opace AaKTUALOELSNG aTPOdIKOG LP
1306|Buschke-Ollendorff syndrome Q78.8 [20vSpopo Buschke-Ollendorff
Disseminated dermatofibrosis with Aldyutn Seppatoivwon pe
1306|Buschke-Ollendorff syndrome - SUvpopo Buschke-Ollendorff v vpu nw
osteopoikilosis ooteomnotkiAwon
254424 |Annular lichen planus L43.8 |Aaktulloeldig opalog Aexvag
254424 |Annular lichen planus Annular LP AaKTUALOELSG OLONGG AELXvag AaKTUALOELSHG LP
2783 Autosomal dominant osteopetrosis Q782 A})rocwulkn ETUKPATIG OOTEOMETPWON
type 1 Tumou 1
20v8 6 -
Osteoporosis-macrocephaly-blindness Uvopopo oc'reono!)monq A
2787|. . . pakpokedohiag- TUGAwonG-umepPoAKrg
joint hyperlaxity syndrome ) R
XoAapotntag apbpwoswv
. . SUVEPOO 00TEOTIOPWONG-
Ost - haly-blind
2787|. S eoporosis .macrocep aly-blindness Heide syndrome pakpokedaiiac- todAwonc-unepPolkric|ZUuvEpopo Heide
joint hyperlaxity syndrome . R
XaAapotntag apBpwoswv
254449|Atrophic lichen planus L43.8 [AtpodkOG Opahog Aexrvag
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254449|Atrophic lichen planus Atrophic LP ATPOBLIKOG ORAAGG AeLXvVag Atpodkog LP
2786 Osteoporosis-oculocutaneous ZUVSpOpO 00TEOTOPWONG-
hypopigmentation syndrome 0bOaALOSEPUATIKAG UTIOPEAAYXPWONG
Ost is-oculocut: S0V 0 -
2786 s eo;_)oroms ot.:u ocutaneous Hernandez-Fragoso syndrome Vvopouo ootsono!)wonq , SUv8popo Herndndez-Fragoso
hypopigmentation syndrome 0bBOAALOSEPUATIKAG UTIOLEAQYXPWANG
Osteoporosis-oculocutaneous SUVEPOHO OOTEOOPWONG-
2786| rooP . 00CHS pou poons 00CHS
hypopigmentation syndrome 0pOAALOSEPUATIKNAG UTTOHEAAYXPWONG
254463 |Lichen planus pigmentosus L43.8 [MelayxpwHatikdg opaAdg Aexrvag
254463|Lichen planus pigmentosus LP pigmentosa MeAQyXpWHATIKOG OMAAGG AELXVaG MeAayxpwpatikog LP
254463 |Lichen planus pigmentosus LP pigmentosus MehayxpwHaTikog 0pHaldg Aetxivag Mehayxpwpatikog LP
254463|Lichen planus pigmentosus Lichen planus pigmentosa MehayXpwHATIKOG OUOAOG AELXvag MeAayxpwpatikdg opaAdg Astxivag
. . . . . , , , MeAayxpwHaTikdg avaoTpodog opuarog
254463 |Lichen planus pigmentosus Lichen planus pigmentosus inversus MeAayxpwHATIKOG OLaAGG AELXVag ewiva
2780 Osteopathia striata-cranial sclerosis a78.8 ZUvépouyo paﬁiimrr']q ooteondbetag-
syndrome KPOWVLAKNG OKApUVeNG
Ost: thia striata-cranial sclerosi SOvé Swtn (BeL0G-
2780 steopathia striata-cranial sclerosis Hyperostosis generalisata with striations oV pouf: puﬁlwtnc OoTEoTABELAG FevikeupEvn UTIEPOOTWON UE PABSWOELG
syndrome KPQVLAKNAG OKAjpuveng
Osteopathia striata-cranial sclerosis S0vEpopo paBdwtrg ooteondbetag-
2780 P Robinow-Unger syndrome P H' P B, ns S SUvSpopo Robinow-Unger
syndrome KPAVLAKNG OKARpuvong
SOvépopo Swtrig ooteondbelag-
2779 Osteopathia striata-pigmentary Q778 l.:.Xup chpt‘:f' wggc ::ongem: f;
dermopathy-white forelock syndrome s Yxp , ne p,'u <
A€UKN G BEOUNG TPLXWV
. . . SUv8popo pafdwtrng ooteondBeLog-
Ost: thia striata- t
2779 desrfnoop:atrl\?/iv:?t:f?)lrgerIT:)ecrll :\;:drome Whyte-Murphy syndrome uE)\a\'/Xpu')OTlKr']Q Bep'ruurondeetuq- 3UvSpopo Whyte-Murphy
AEUKNG BEOUNG TPLXWV
254379|Linear lichen planus L43.8 [Mpappikog opahog Astxivag
254379|Linear lichen planus Blaschkoid LP Ipapptkdg opaAdg Aetxfvag LP Blaschkoid
254379|Linear lichen planus Blaschkoid lichen planus Ipapptkdg opaldg Aetxnvag Opao6g Aetyrivag Blaschkoid
254379|Linear lichen planus Linear LP TPappKOG OpahOG Aexrvag Ipapptkdg LP
254395|Actinic lichen planus L43.8 |AKTWLKOG OpaAdGg Aetxnvag
254395|Actinic lichen planus Actinic LP AKTWIKOG OpaAGG Aetxfvag AKTLVIKOG LP

254395

Actinic lichen planus

Lichen planus actinus

AKTWLKOG OPaAOG Aexrvag

AKTWIKOG OHaAOG AeLxrvag

254395

Actinic lichen planus

Lichen planus subtropicus

AKTWIKOG OpaAOG Aexfvag

YIoTporkdg opaAog Aelxfvag

254395

Actinic lichen planus

Lichen planus tropicus

AKTWLKOG OpaAOG Aexnvag

TPOoTKOG OHaAOG Asxrvag

254395

Actinic lichen planus

Lichenoid melanodermatitis

AKTWVIKOG OPaAOG Aexfvag

Nexnvoeldng pehavodeppatitdo

254395

Actinic lichen planus

Summertime actinic lichenoid eruption

AKTWLKOG OPaAOG AeLxrvag

KoAoKatpvo aktwikd AetxnvoeLdeg
g§avonua




Telxog B'248/17.01.2024

EOHMEPIAA THE KYBEPNHZEQX

1623

iron overload

unepdoptwon odrpou

ORPHAc ICD Juvwvupa
PreferredTerm Synonyms Mpotuwpevog Opo
i ynonyl e potipwuevos Opog
667 Autosomal recessive malignant Q782 AUTOOWWLKF UTLOAEUTOPEVN KaKORONG
osteopetrosis ™ |ooteonétpwon
Autosomal recessive malignant . . . AUTOOWHLKI) UTTOAEUTOPEVN KaKOnONng , , ,
667 . Infantile malignant osteopetrosis , Bpedikr| kakoriOng ooteonétpwon
osteopetrosis 0CTEOMETPWON
2815 Spastic paraparesis-deafness G114 ZLvaSpouo OTLOLOTIKIG TIOPATIAPEDN G-
syndrome Kwdwong
2815 Spastic paraparesis-deafness Spastic paraparesis-hearing loss SUVEPOHO OTOOTIKNG TAPATIAPETN G- ZUVSPOUO OTIALOTIKIG TTOPATIAPECN G-
syndrome syndrome Kwdwong QMWAELOG QKOG
Spasti is-deafi 20v8 ) ¢ -
2815 pastic paraparesis-deainess Wells-Jankovic syndrome Lfv POLO CTACTIKNG TApANAPETNG 20vSpopo Wells-Jankovic
syndrome KWwdwong
2818 Spastic paraplegia-glaucoma- 6114 SUVEPOPO OTOOTLKAG TtaparAnyiag-
intellectual disability syndrome " |yAaukdpatog- vontikig uotépnong
2808|Laryngeal abductor paralysis J38.0 |MapdAuon Twv AopUYYLIKWY oraywywv
2808(Laryngeal abductor paralysis Familial vocal cord dysfunction MNapdAuon Twv AaPUYYLKOV amaywywy OuwoyeviiG uchetroupyia twy
yng paraly: 3% P n puYY YWY HWVNTIKGY XOPEWY
2808(Laryngeal abductor paralysis Gerhardt syndrome MapdAuon Twv Aapuyylkwy anaywywv  [ZUvSpopo Gerhardt
2809 Familial recurrent peripheral facial 651.0 Owoyevr¢ unotpordlovoa meptdeptkn
palsy " |mapdAuon mpocwrikol velpou
2809 Familial recurrent peripheral facial Familial recurrent Bell palsy OLKo'var']q unorpomdl?uccvx nepipepikny  |Okoyevig urtotpornidlovoa mapdiuon
palsy TOPAAUCH TIPOCWTTLKOU VEUPOU Tou Bell
2812|Parana hard skin syndrome 191.8 |Z0vSpopo okAnpou Séppatog tou Parana
. . , e 20vSpopo okAnpou S£ppatog, TUMog
2812|Parana hard skin syndrome Hard skin syndrome, Parana type 20vSpopo okAnpou Séppartog tou Parana parana
2805|Partial pancreatic agenesis Q45.0 |Mepikr) TayKPEQTIKN ayevesia
2805|Partial pancreatic agenesis Congenital pancreatic agenesis MepLkn maykpeatikn ayeveoia ZUYYEVNAG TTAYKPETLKN ayeveaia
2805|Partial pancreatic agenesis Partial agenesis of the pancreas Mepikn aykpeatik ayeveoia Mepikn ayeveoia Tou ayKpEaTog
254698 |Epithelioid trophoblastic tumor D39.2 |EmBnAoeldnig tpodoPAactikog dykog
675|Annular pancreas Q45.1 |AaKTUALOELBEG TIAYKPEQS
2807|Papilloma of choroid plexus D33.0 |OnAwpa TOU XOPLOELSOUG TAEYHATOG
2807|Papilloma of choroid plexus CPP OfAWLA TOU XOPLOELSOUG TIAEYHATOG CPP
2807|Papilloma of choroid plexus Choroid plexus papilloma OiAwHA TOU XOPLOELSOUG TAEYHATOG ONAWHA TOU XOPLOELSOUG TIAEYLOTOG
678|Papillon-Leféevre syndrome Q82.8 [ZUvSpopo Papillon-Lefévre
Keratosis palmoplantar-periodontopath S0vSpopo maAaponeApatiaia
678|Papillon-Lefévre syndrome P P P pathy SUvdpopo Papillon-Lefévre 'p a H H , S
syndrome KEPATWONG- EPLOSOVTOTADELaG
678|Papillon-Leféevre syndrome PLS SUvépopo Papillon-Lefévre PLS
254704 Genetic hyperferritinemia without R77.8 levetwkr) unepdepprrvatpia xwpiq
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Genetic h ferriti ia without I g i i
254704, enetic hyperierritinemia withou Benign hyperferritinemia EVEUK,” unspd)epp,mvmula Xwple KahorOng unepdepprivatpio
iron overload uneppoptTwon odripou
2802 X-linked sideroblastic anemia and D64.0 ®DuhooUvSetn oldnPOPAACTIKN avatpia
spinocerebellar ataxia " |kaw vwtiatontapeykedpaASkr atagio
X-linked sideroblasti ia and AocOvE 6 A | {
2802 >|n ed sideroblas I_C anemiaan Pagon-Bird-Detter syndrome @uhooivéem otdnpof qant(n uvo,uuw( ZUvdpopo Pagon-Bird-Detter
spinocerebellar ataxia Kat vwrioonapeykedpaAdikn atagia
X-linked sideroblastic anemia and Duhoolvdetn adnpopractiki avatpia  |Ouloctvsetn otdnpoBAacTiky avatpio
2802 . . X-linked sideroblastic anemia with ataxia n ownpop R n ., " . n owénpop N "
spinocerebellar ataxia Kat vwrtiaonapeykebahdikn atagia pe atagio
2802 X»I'lnked S|deroblast|.c anemia and XLSAA ®uhoovvdetn ulénpoﬁ}\umttm uvtnflulu XLSAA
spinocerebellar ataxia KOl vwtlatonapeykeaiLsikn atagia
2804|W syndrome Q87.8 |z0vSpopo W
2804|W syndrome Pallister-W syndrome SUvSpopo W SUv8popo Pallister-W
2401 MU”ETI?I’\ duct anomalies-limb 087.8 ZuyEpouo akuc'l}\tmv ru'uv TOpWV TOU
anomalies syndrome Miiller-avwpaALwy Twv akpwv
2492|FATCO syndrome Q87.2 [sUvSpopo FATCO
Fibular aplasia-tibial campomelia 26vbpopto amhaotag nepbync-
2492|FATCO syndrome . P P ZUvSpopo FATCO KOUTTTOMERLOLG KVANG-
oligosyndactyly syndrome ,
OALYOOUVSaKTUALOLG
2492|FATCO syndrome Hecht-Scott syndrome SUvSpopo FATCO SUv8popo Hecht-Scott
2498|Syndactyly type 8 Q70.0 |ZuvdaktuAia tumou 8
2498|Syndactyly type 8 Fusion of metacarpals 4 and 5 JuvSaktulia TuTou 8 Z0vtnén 4ou Kat 50U petakaprniov
2499|Metachondromatosis Q78.4 |Metaxovépwpdtwon
2496|Mesomelia-synostoses syndrome Q74.8 [ZUv8popo PeCOUENIG-CUVOOTEWCEWY
2496|Mesomelia-synostoses syndrome 8q13 microdeletion syndrome JUVSPOUO HECOUENIQG-OUVOOTEWOEWY 20vSpopo pikpoéMeupng 8q13
2496|Mesomelia-synostoses syndrome Del(8)q(13) 3UVEpopo HecopeNiaG-OUVOOTEWOEWY Del(8)q(13)
2496|Mesomelia-synostoses syndrome Mesomelia-synostoses syndrome, SUVEPOUO PECOUENIQG-OUVOOTEWCEWY 20VBPOHO LEGOUEAAG-OUVOOTEOEWY,
4 Y Verloes-David-Pfeiffer type POHO HECOI ¢ turnog Verloes-David-Pfeiffer
M Awkr} Suomhaot
. Mesomelic dysplasia with acral , , ) £00HE .Lm vor '(IGLC( He |
2496|Mesomelia-synostoses syndrome . 3 20VEpOUO PHECOUEALQG-OUVOOTEWTEWY OUVOOTEWOELG TWV AKPWV, TUTIOG
synostoses, Verloes-David-Pfeiffer type R .
Verloes-David-Pfeiffer
2496|Mesomelia-synostoses syndrome Monosomy 8q13 ZUVEPOHO HECOUENIAG-OUVOCTEWOEWY Movoowpia 8q13
2496|Mesomelia-synostoses syndrome Verloes-David syndrome JUVEPONO HECOUEAIQG-OUVOOTEWOEWY SUvSpopo Verloes-David
2497|Upper limb mesomelic dysplasia Q78.8 |Meoopelikn SuomAacio Twv Avw dkpwv
2497|Upper limb mesomelic dysplasia Fryns-Hofkens-Fabry syndrome Meoopelkr) Suomhaoia twv avw dkpwv [ZUvSpopo Fryns-Hofkens-Fabry
2497|Upper limb mesomelic dysplasia Ulna hypoplasia MeoopeAkn SuomAacio Twv avw dkpwv |YromAaocia tg wAévng
Metaphyseal dysostosis-intellectual Z0vSpopo petaduotakng Sucdotwong-
2502|disability-conductive deafness Q78.5 |vontikig uoTtépnong-kwdwaong TuTou
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Metaphyseal dysostosis-intellectual ~ [Metaphyseal dysostosis-intellectual SUvdpopo petaduotakig Sucdotwong-  [ZUvSpopo petaduotakng Sucdotwong-
2502|disability-conductive deafness disability-conductive hearing loss VONTLKAG UOTEPNONG-KWdWonG TUTIOU VONTLKAG UOTEPNONG-OIWAELAG KON
syndrome syndrome QAYWYLHOTNTOG TUTIOU QYWYLHOTNTAG
2500|Acrogeria 190.8 |Akpoynpia
2500|Acrogeria Acrogeria, Gottron type Akpoynpia Akpoynpia, TUmog Gottron
2500|Acrogeria Acrometageria Akpoynpia Akpopetaynpia
2500|Acrogeria Gottron syndrome Akpoynpia SUvSpopo Gottron
M h I ch lasi h M ! iat, T0
2501 etaphyseal chondrodysplasia, Spahr Q785 etaduaotakr xovépoduomiaoia, TUMOg
type Spahr
20v8 16 SuomAaoiag-
Metaphyseal dysplasia-maxillary oV pouc; us\y‘ud)umlaknq vonhaciac
2504 hypoplasia-brachydacty syndrome Q77.8 |umom\aoiag dvw yvadou-
ypop v vsy BpaxudaktuAiag
2505 Multiple benign circumferential skin 0828 MoMarAég kahorBeLg KUKAOTEPELS
creases on limbs " | eppotikég TTUXEG TwV dKkpwv
Multiple benign circumferential skin MNoAMarmAég karonBetg kukAotepei
2505/ HP'e benig cesF ¢ KaAOTITELS Kuhotepets cesF
creases on limbs SEPUATIKES TITUXEG TWV AKPWV
2505 Multiple berﬁign circumferential skin Circumferential skin creases, Kunze type I'IoMunAS”Q Ku)\oﬁestc Kl’JK)\OI'EpEi.C KukAotepeig SEpUATIKEG TTTUXEG, TUTIOG
creases on limbs SEPHOTIKEG TITUXEG TWV GKPWV Kunze
Multiple benign circumferential skin NoAarAég karonBetg kukAotepei Suyyeveig KUKAOTEPELG SEPUATIKE
2505 - LIHP'e benig Congenital circumferential skin folds =6 KAAONTELS KUIOTEQELS VYEVELS PELC OEPHATIKEG
creases on limbs SEPHUATIKEG TITUXEG TWV AKPWY TITUXEG
Multiple benign ci ferential ski MoA\arA£g kalon6: A it
2505 uitiple er.ugn cireumierentiat skin Kunze-Riehm syndrome onar £’q K or'1 el Kl,JK OTEPELS 2Uv8popo Kunze-Riehm
creases on limbs SEPUATIKEG TTTUXEG TWV AKPWV
2511 Microbrachycephaly-ptosis-cleft lip Q878 JUVEpopo pikpoBpaxukedoAiog-
syndrome 7 |BredapdTTwOnG- xeeooxiotiog
2511 Microbrachycephaly-ptosis-cleft lip  [Richieri Costa-Guion Almeida-Ramos SUvEpopo pikpoBpaxukedaliog- 20vSpopo Richieri Costa-Guion Almeida-
syndrome syndrome BAedapdmtwong- xetheooxtotiag Ramos
2510|Micro syndrome Q87.0 [MikpooUvSpopo
2510|Micro syndrome WARBM MkpoouvSpopo WARBM
2510|Micro syndrome Warburg micro syndrome MikpooUvSpopo Muwpoouvdpopo Warburg
2508 Corpus callosum agenesis-abnormal Q87.8 SUvSpopo ayeveoiag pecoloBiou-
genitalia syndrome " |avdpodwv yevntikwy opydvwv
Corpus callosum agenesis-abnormal 20v8popo ayeveaiog pecoropiou- Z0vEpop0 ACC-aVOHOAWY YEVWNTIKWY
2508 p . s ACC-abnormal genitalia syndrome , PoHo Y CVM , B 'p a s vewn
genitalia syndrome QAVWHOAWY YEVWNTIKWY 0pyavwv opyavwv
. . . , s , SUvSpopo pkpokedpatiog-ayevesiag
Corpus callosum agenesis-abnormal  |Microcephaly-corpus callosum agenesis- SUvSpopo ayeveoiag pecoloBiou- | B ,
2508 . - ; , , HECOAOBLOU-AVWHOAWY YEVWNTIKWY
genitalia syndrome abnormal genitalia syndrome QVWHAAWY YEVNTIKWY 0pYAVWY )
opyavwy
Corpus callosum agenesis-abnormal 20v8popo ayeveaiog pecoropiou-
2508 p . s Proud syndrome 3 popo ay CVM ) i 20vSpopo Proud
genitalia syndrome QAVWHOAWY YEVWNTIKWY 0pyavwY
Corpus callosum agenesis-abnormal . SUvSpopo ayeveoiag pecoloBiou- 8 .
2508 . Proud-Levine-Carpenter syndrome B , , 20v8popo Proud-Levine-Carpenter
genitalia syndrome QVWHOAWY YEVWNTIKWY 0pyavwy
Microcephaly-cardiac defect-lun 20OVEpopOo pikpokedaAiog- KapSLaKwy
2516 phaly g 087.8 POHO pukpokedatiag- kap

2516

Microcephaly-cardiac defect-lung
malsegmentation syndrome

Ellis-Yale-Winter syndrome

SUVEpopo pkpokedahiog- KapSLaKWY
BAaBWV- TVEUHOVIKIAG SUCKATATUNONG

20vSpopo Ellis-Yale-Winter
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2515 Microcephaly-cardiomyopathy 087.8 Z0vépopo uufpoxsd)a}\tac—
syndrome Huokapdlondbetag
Microcephaly-cardiomyopathi SOvépopo okedahiag- , NN
2515 ! phaly lomyopathy Winship-Viljoen-Leary syndrome VVOPoL H“,(p Kegoiag ZUvdpopo Winship-Viljoen-Leary
syndrome Huokapdlonddeiag
Microcephaly-albinism-digital JUvSpopo pikpokedaiiag- oAdLopou -
2513 ) Q87.8 , |
anomalies syndrome AVWHOALWY SAKTUAWY
Microcephaly-albinism-digital SOvépopo okedahiag- oA ou - 8
2513 ! Ap y-atbint '8! Castro Gago-Pombo-Novo syndrome ovop u, HuP K, bahiag- ardiopol Z0vdpopo Castro Gago-Pombo-Novo
anomalies syndrome AVWHOALWY SAKTUAWYV
S0vé Alag-
Microcephaly-cleft palate-abnormal UvopoLo HLK?OKEdm, LG
2521| . . . Q87.8 |umepwlooyLotiag- avwpaing
retinal pigmentation syndrome , 3
ApPPBANOTPOELSIKIG LEAGYXPWONG
Autosomal recessive JUVSPONO AUTOOWHLKAG UTIOAEUTOHEVNG
2518|chorioretinopathy-microcephaly Q87.8 |xoploapdiBAnotpoeidondbetac-
syndrome HikpokedpaAiog
Autosomal recessive Autosomal recessive chorioretinopathy- JUVSPOUO AUTOOWHLKAG UTIOAEUTOHEVNG  |ZUVEPOLO AUTOOWHLKAG UTIOAEUTOMEVNG
2518|chorioretinopathy-microcephaly microcephaly-intellectual disability xoproapdBAnotpoetdondbeLag- XoploapdBAnotpoeldondOelac-
syndrome syndrome HiKpokepaAiog HIKpoKeaAiag- vONTIKAG uoTEPNONG
redpuponapeykehalidikn unomhacio
2524|Pontocerebellar hypoplasia type 2 Qo4.3 ,¢ POTAPEYKED n
Tomou 2
I ALK Aaoi
2524|Pontocerebellar hypoplasia type 2 PCH2 E'd)UpOT(ClpSVKSd)Cl Lot vroracta PCH2
ToTou 2
S0V aAiog- ALK
Microcephaly-brain defect-spasticity- oV p'ouo “leDK'C:d) (G- eykepahkiv
2523 . G98  [BAaBwv- oTIACTIKOTNTOG-
hypernatremia syndrome s
unepvatplatpiag
. . . Z0vSpopo pikpokedatiag- eykedaAkwv
Microcephaly-brain defect-spasticity- , . .
2523 ' P y ' pasticity Franek-Bocker-Kahlen syndrome BAaBwv- oTaoTIKOTNTOG- Z0v8popo Franek-Bocker-Kahlen
hypernatremia syndrome ,
umepvatplatpiag
S0vé Alag- AL
2522 Microcephaly-cervical spine fusion 087.8 c:\\lnpsuoul:[:p\its,dwo?; Q;I:O"\l/(zul;:z,
anomalies syndrome : ) NengG avxi NG Hotpag ne
otiAng
. SUvSpopo pkpokepatiag-
M haly-I hedema-
2526 ICF_DCEP_ ay-lympnecema Q87.8 |Aepdoldrparog-
chorioretinopathy syndrome ,
xoproapdBAnotpoetSonabelog
. SUv8popo pkpokepatiag-
M haly-I hedema-
2526 ocephaly-lymphedema MLCRD AepdoiSipartoc- MLCRD
chorioretinopathy syndrome ,
xoproapdBAnotpoetSondbelog
2528 Microcephaly-microcornea syndrome, 087.8 Z0vSpopo plLKth(Ed),(l}\[C((;-
Seemanova type UIKPOKEPATOELSH, TUTIOG Seemanova
Mi haly-mi d 3 S0vé Alag- §
2528 lcrocepna’y-micracornea syndrome Seemanova-Lesny syndrome SVBPOHE uu(pot<5d>lo. Las ZUvSpopo Seemanova-Lesny
Seemanova type ULIKPOKEPATOELSH, TUTOG Seemanova
533 Microcephaly-deafness-intellectual 087.8 Z0vSpopo pikpokedatiag-kwdwong-
disability syndrome " |vontkrg votépnong
Mi haly-deafness-intellectual S0v6 oG-k -
2533 _|crc?c‘ep aly-deainess-intefiectua Kawashima-Tsuji syndrome oV poluo “LK,pOKEdm {agkipwong SUvSpopo Kawashima-Tsuji
disability syndrome VONTLKNAG UCTEPNONG
533 Microcephaly-deafness-intellectual  |Microcephaly-hearing loss-intellectual Z0vSpopo pikpokedatiag-kwdwong- ZUvSpopo pikpokedahiag-anwAeLag
disability syndrome disability syndrome VONTIKAG UOTEPNONG QKOFG-VONTLKAG UOTEPNONG
S0v6 6 -
Microcornea-glaucoma-absent frontal ov p?w) uleOKEpM?EL n ,
2536| . Q15.8 |yAAUKWHATOG - AMousiag HETWLAiWY
sinuses syndrome ,
KOATIWV
Oculoauriculovertebral spectrum with OdBaApowWTOOTIOVEUALKO ddopa e
2549 R Q75.8 . .
radial defects KEPKLOLKA ENEippaTa
2549 Oculoauriculovertebral spectrum with |Hemifacial microsomia-radial defects OdBaApowtoomovEUAKS ddopa pe JUVSPOHO NUUTPOCWITKIAG HKPOOWHIAG-
radial defects syndrome KEPKISIKA EANElppaTaL KEPKISIKWY BAaBWV
Oculoauriculovertebral spectrum with OdpBaApowTooToOVEUALKS daopa e ,
2549 u uricuiov pectrum wi Moeschler-Clarren syndrome ¢ uvwr OTI VBUNKS ddopct 20v8popo Moeschler-Clarren
radial defects KEPKLEIKA ENAElppaTOL
2551 Microspherophakia-metaphyseal Q87.5 20v8popo pkpoodatpodakiog-
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2551 Microspherophakia-metaphyseal Verloes-Van Maldergem-de Marneffe SUvSpopo pikpoodatpodakiog- ZUvSpopo Verloes-Van Maldergem-de
dysplasia syndrome syndrome petaduotakig duomiaoiag Marneffe
SUVEPOHO WTWV-ETLyovatidwv-xapuniol
2554|Ear-patella-short stature syndrome Q87.1 .
QvaoTHHATog
20v8 DTWV- 6wv- AoU
2554|Ear-patella-short stature syndrome  [Meier-Gorlin syndrome oV p?uo LWTWy-ETyoveTiSw-yapnian 20vSpopo Meier-Gorlin
avaoTipatog
2556 Microphthalmia with linear skin Q112 SUVEPOHO ULKPOPOAAULOG HE YPOUUULKES
defects syndrome " |8eppotikég BAGREG
2556 Microphthalmia with linear skin MCOPS7 ZL’JVSPOLIOV ule'c>¢6u)\u'Lotq UE YPOLULKES MCOPS7
defects syndrome Seppatikég BAAPeg
Microphthalmia with linear skin sUvSpopo 0dOaAUiaG e ypaUHLIKE :
2556 <P fa with I ! MIDAS syndrome 0v8pOLO HUKpOGBANAG HE YPaRMES | e o MipAS
defects syndrome Seppatikeg BAaBeg
2556 Microphthalmia with linear skin MLS syndrome ZL’JVSPOUOV ule'c>¢800\u'Lotq UE YPOLLULKES S6vSpowo MLS
defects syndrome Seppatikég BAAPeg
2556 Microphthalmia with linear skin Microphthalmia-dermal aplasia- SUVEPOpO HKPOPOAAUIOG HE YPOUULIKEG  |ZUVEpopO HikpodBaApiag- Seppatikig
defects syndrome sclerocornea syndrome Seppatikég BAABeg anAaoiag- okAnpokepatoeLdn
Microphthalmia with linear skin I . SUVEpopO HikpodpBaApiag HE YPAULIKES , .
2 S hthalmia type 7 Suvd| Al 7
556 defects syndrome yndromic microphthalmia type Seporikec BAaBec uvSpoptkn pikpodpBaipia tumou
2558|Mikati-Najjar-Sahli syndrome E22.8 |IUvSpopo Mikati-Najjar-Sahli
. . 2Uv8popo pkpokedpatiag-
Microcephaly-hypergonadotropic
2558|Mikati-Najjar-Sahli syndrome P ,y Vperg P SUvdpopo Mikati-Najjar-Sahli UTtEPYOVASOTPOTILKOU UTTOYOoVaSLOHOU-
hypogonadism-short stature syndrome | .
XOUNAOU avaoTAUOTOG
2557|Mietens syndrome Q87.8 [zOvSpopo Mietens
Intellectual disability, Mietens-Weber 3 . vonTtikr uotépnon, tunog Mietens-
2557|Mietens syndrome 4 SUvdpopo Mietens i pnen S
type Weber
2561 Pyramidal molars-abnormal upper lip K00.2 ZUVEPOHO TUPAULE KWV yopubiwv-
syndrome " lavwpaiou dvw xeihoug
Pyramidal molars-abnormal upper li ZOVEPOHO TUPAUSIKWY YOuPiwv- S0vEpopo oVt TwV pUWV Twv
2561 v pperiip Ackerman fused molar roots syndrome , PO ) o ) voud p 3 nénc Py
syndrome avwpaiou avw xeiloug yopdiwv tou Ackerman
Moebius syndrome-axonal SUVEPOHO Q§OVIKG VEUPOTIABELG-
2560|neuropathy-hypogonadotropic E23.0 |ouvSpdupou Moebius-
hypogonadism syndrome UTIOYOVASOTPOTILKOU UTIOYOVaSLoHOU
2564|Tetramelic monodactyly Q73.8 |Tetpapelkr povoSaktulio
2564|Tetramelic monodactyly Sommer-Hines syndrome Tetpapelkr) povoSaktulia 3UvSpopo Sommer-Hines
2563|MOMO syndrome Q87.3 [Zuvépopo MOMO
5 A 20vSpopo pakpokedatiag-axvoapkiog:
M haly-obesity-mental disability- i . . .
2563|MOMO syndrome acrocephaly 0. ‘.ESI y-mental disabllity JUvépopo MOMO SlavonTikng avannpiag-opBaApkwV
ocular abnormalities syndrome )
aVWHaALWY
. . ZUVEPOpO HaKPOoWHLAG-TIaXUoapKiag-
Macrosomia-obesity-macrocephaly-
2563|MOMO syndrome . v phaly SUvépopo MOMO HakpoKePaAiaG-0POAAULIKWV
ocular abnormalities syndrome !
QVWHAALWV
2565|Mononen-Karnes-Senac syndrome Q87.5 [ZOvSpopo Mononen-Karnes-Senac
Skeletal dysplasia-brachydactyl PV AeTIkng Suomaciag-
2565|Mononen-Karnes-Senac syndrome eletal dysplasia-brachydactyly SUvdpopo Mononen-Karnes-Senac tvopajo GKE, ETUNS SuonAdalag
syndrome Bpaxudaktulioag
2574|Moynahan syndrome G40.4 |20v6popo Moynahan
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2574|Moynahan syndrome Alopecia-epilepsy-intellectual disability S0v6popo Moynahan ZUVGpo,uo a}\(lAmSK'Lo.q—elm)\ndJ'Laq—
syndrome, Moynahan type VONTIKAG uoTépnang, TUnog Moynahan
575[Muckle-Wells syndrome E85.0 |zUvSpopo Muckle-Wells
575|Muckle-Wells syndrome Neutrophilic urticaria ZUvSpopo Muckle-Wells Oudetepodhkn kvidwon
2572 Spastic ataxia-corneal dystrophy 6118 ZUvSpopo OT'IC(OT\KI"]Q arsl&iuq-
syndrome KEPATOELSIKNG SuaTpodiag
2572 Spastic ataxia-corneal dystrophy Bedouin spastic ataxia syndrome JuvSpopo GT'[O(UTLKr']Q ut?(ﬁiaq- ZOV&p?uo onaotikig atafiog Twv
syndrome KEPATOELSIKAG SuoTpodiag BeSouivwy
Spastic ataxia-corneal dystroph S0vépopo ona ¢ atagiag- § .
2572 pastl X ystrophy Mousa-Al Din-Al Nassar syndrome VVOPOH OIT KNG r' flag ZUvSpopo Mousa-Al Din-Al Nassar
syndrome KEPATOELSIKNG Suatpodiag
2572 Spastic ataxia-corneal dystrophy Spastic ataxia-ocular anomalies JUVEPONO OMACTIKAG ata§iag- JUVEpOpO OTAOTIKAG ataéiog-
syndrome syndrome KEPATOELSIKAG SuoTpodiag 0POUAUKWY AVWHOALWY
2573|Moyamoya disease 167.5 |N6oog Moyamoya
2573|Moyamoya disease Idiopathic Moyamoya disease N6oog Moyamoya 18tomadrg vocog Moyamoya
[¢] ¢ V8 Sopr
Lethal intrauterine growth restriction- n:v::r:fogg:wasz:tfu? oir;\rciig(hv
2570|cortical malformation-congenital Qo04.2 pLop H, ne ) r.].q ;
SUCTIANACLWV-CUYYEVWV HUTKWV
contractures syndrome X
OUOTIACEWY
R . . Oavatndopo clvEpopo evSopnTplou
Lethal intrauterine growth restriction- EPLOPLOLOD TG AVETTTUENC- PAOLWEMY
2570|cortical malformation-congenital Morse-Rawnsley-Sargent syndrome piop “, ns ) f]Q SUv8popo Morse-Rawnsley-Sargent
SUOTIANALOLWV-CUYYEVWV LUTKWV
contractures syndrome X
OUOTIACEWV
AooOvd A \
2571|X-linked immunoneurologic disorder D82.8 Quhooiv ,Em QVOOOVELPOROYLKN
Swatapaxn
. . L DUuAocUVEETN AVOCOVEUPOAOYLKH ,
2571|X-linked immunoneurologic disorder |Woods-Black-Norbury syndrome Starapoyr SUvSpopo Woods-Black-Norbury
261183|15q11.2 microdeletion syndrome Q93.5 [SUvSpopo pikpoéAewpng 15q11.2
15q11.2 BP1-BP2 microdeletion SOVEPOHO UIKPOEAAEL 15q11.2 BP1-
261183|15g11.2 microdeletion syndrome 9 ZUvSpopo pikpogMeupng 15q11.2 POKO pucp ne 159
syndrome BP2
261183|15g11.2 microdeletion syndrome Del(15)(q11.2) JUvSpopo pikpogMewpng 15q11.2 Del(15)(q11.2)
261183|15g11.2 microdeletion syndrome Monosomy 15q11.2 JUvSpopo pikpoéMeupng 15q11.2 Movoowpia 15q11.2
2585|Ataxia-pancytopenia syndrome D61.0 [2UvSpopo ata§iag-ravkuTraponeviog
2585|Ataxia-pancytopenia syndrome Myelocerebellar disorder 20vSpopo atagiag-rmavkuTtaponeviag Muehomnapeykedahdikn Statapaxn
261120|14q11.2 microdeletion syndrome Q93.5 [SUvSpopo pikpoéMewpng 14q11.2
261120|14g11.2 microdeletion syndrome Del(14)(q11.2) JUvSpopo pikpoéMeupng 14q11.2 Del(14)(q11.2)
261120|14q11.2 microdeletion syndrome Monosomy 14q11.2 SUvEpopo pikpogMeuwpng 14q11.2 Movoowpia 14q11.2
261112|Monosomy 9p Q93.5 |Movoowpia 9p
261112|Monosomy 9p 9p deletion syndrome Movoowpia 9p ZUvEpopo ENewdng 9p
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261112(Monosomy 9p 9p- syndrome Movoowpia 9p SUv8popo 9p-

261112|Monosomy 9p Alfi syndrome Movoowpia 9p JUvSpopo Alfi

0v8 KN lag - iog -
Muscular atrophy-ataxia-retinitis L;XupOuz;li:fnq arpodiag - aratias
2579|pigmentosa-diabetes mellitus G11.1 Hetavxp ns , ,
apdLBAnotpoetSondabelag - cakxapwsdn
syndrome B
Sapntn
20v8 KN lag - log -
Muscular atrophy-ataxia-retinitis Zxapo“:;::fnc atpodlag - aragiag
2579|pigmentosa-diabetes mellitus Furukawa-Takagi-Nakao syndrome HEAQYXe ne , , 20vSpopo Furukawa-Takagi-Nakao
apdBAnotpoelbonabelag - cakyapwdn
syndrome A
Sapntn

261102 Distal 7q11.23 microduplication Q92.3 Uuvépopo T[Epld)epl'KOU
syndrome HikpoSumAactaopol 7q11.23
Distal 7911.23 microduplication X SUvEpopo EepLPEPLKOY ,

261102 Distal dup(7)(q11.23 , n dup(7)(q11.23
syndrome istal dup(7)(a ) HikpoSuthactaopol 7q11.23 epidepikds dup(7)( )
Distal 7q11.23 microduplication . . SUvEpopo nepLdpepkoy , ,

261102 Distal 7q11.2. n 7q11.2.

6110 syndrome istal trisomy 7q 3 HikpoSutAaotaopol 7q11.23 epidepuk TpLowpia 7g 3
Distal 7911.23 microduplication SUvEpopo EPLPEPLKOY
261102 Dup7q11.23D | Dup7q11.23D
syndrome up/a HikpoSuthactacpol 7q11.23 ur/a
2576|Mulibrey nanism Q87.1 [Naviopdg mulibrey
2576|Mulibrey nanism MUL Naviopog mulibrey MUL
2576|Mulibrey nanism Mulibrey growth disorder Naviopog mulibrey Awatapoyn avantuéng mulibrey
, Muo- - aA0-0pOAAUIKS
2576|Mulibrey nanism Muscle-liver-brain-eye nanism Naviopdg mulibrey Vo nrfa\'o evkebaro-opBarukdg
VOVIOROG

261236|16p13.11 microdeletion syndrome Q93.5 [Z0vSpopo pikpoéAeupng 16p13.11

261236|16p13.11 microdeletion syndrome Del(16)(p13.11) TUvEpopo pikpoMewbng 16p13.11 Del(16)(p13.11)

261236|16p13.11 microdeletion syndrome Monosomy 16p13.11 Z0vSpopo pikpoéMewpng 16p13.11 Movoowpia 16p13.11

261243(16p13.11 microduplication syndrome Q92.3 [ZUvSpopo pikpoduthactacpol 16p13.11

261243|16p13.11 microduplication syndrome [Dup(16)(p13.11) 20vSpopo pikpoSuthactacpol 16p13.11 |Dup(16)(p13.11)

261243(16p13.11 microduplication syndrome |Trisomy 16p13.11 JUvEpopo pikpoduthactacpol 16p13.11 |Tplowpia 16p13.11

2608|N syndrome Q87.8 [20vSpopo N

261222 Distal 16p11.2 microdeletion Q935 SUVEpopO EPLPEPLKAG LIKPOEANEWYNG
syndrome 16p11.2
Distal 16p11.2 microdeletion X SUVEpopo TepLPEPLKAG UIKpOEAELPNG ,

261222 Distal del(16)(p11.2 n del(16)(p11.2
syndrome istal del(16)(p11.2) 16p11.2 epLdepukn del(16)(p11.2)
Distal 16p11.2 microdeleti S0v6, g ENA

261222 s;::romz microdeletion Distal monosomy 16p11.2 12‘;1‘;210 nepLdEPING HikpOEMELPNG Nepidepikr povoowpia 16p11.2

1359|Carney complex D44.8 [ZUpmAeypa Carney

1359

Carney complex

Carney syndrome

SUprAeypa Carney

SUvSpopo Carney
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ORPHACc ICD Tuvwvupa
PreferredTerm Synonyms Mpotipwpevog Opo
il ynony! @S potipwpevog Upog
0v8 i -KNALS WS
1359|Carney complex Myxoma-spotty pigmentation-endocrine SOumAeypa Carne’ Zxdpou:);wgtsg:ic:\(/l'l oo
v P overactivity syndrome HITAEYM 4 HEAQYXPWONG . pLvIKNIG
unepdpaotnpLotnTag
2593|Tubular aggregate myopathy G71.2 |MuondBela cwAnvaptlakwv abpoicewy
261229|14q11.2 microduplication syndrome Q92.3 |Z0vSpopo pikpoduthactacpol 14g11.2
261229|14911.2 microduplication syndrome |Dup(14)(q11.2) SUvSpopo pikpodimhaoiacpol 14q11.2  (Dup(14)(q11.2)
261229|14q11.2 microduplication syndrome |Trisomy 14q11.2 JUvSpopo pikpoduthaotacpol 14q11.2  |Tpowpia 14q11.2
2590 Spinal muscular atrophy-progressive 6253 JUvSpopo vwrtlaiag puikng atpodiag-
myoclonic epilepsy syndrome "~ |npoodeutikrig puokhovikig ertAniog
i . . Z0VEPOHO KANPOVOLILKG OKAOVLWV-
Spinal muscular atrophy-progressive |Hereditary myoclonus-progressive distal ZUvSpopo vwrtlaiag puikng atpodiag- UvOopou K'np v utkwv'uu K ,Vlwv
2590 . . . , . T(POOSEUTIKNG TIEPLDEPLKNAG LUTKAG
myoclonic epilepsy syndrome muscular atrophy syndrome T(POOSEUTIKNG LUOKAOVIKNAG eTANpiag atpodiac
Spinal lar atrophy-| i S0vé it KN log-
2590 pina mf.lscu_ar R Jankovic-Rivera syndrome UVOPOLO vu’orlouuc HULKHF urpod)w'lc SUvdpopo Jankovic-Rivera
myoclonic epilepsy syndrome T(POOSEVTIKAG LUOKAOVIKAG ETANPiag
Spinal muscular atrophy-progressive SUvbpopo vwtiaiag puikig atpodiag-
2590 X " SMA-PME . | . SMA-PME
myoclonic epilepsy syndrome T(POOSEVTIKAG LUOKAOVIKAG AN iag
261204 16p11.2p12.2 microduplication Q923 20vEpopo pkpoSuThactlacpol
syndrome 16p11.2p12.2
16p11.2p12.2 microduplication Z0vSpopo pIkpoSUTAaCLaoHOoU
261204 Dup(16)(p11.2p12.2 Dup(16)(p11.2p12.2
syndrome up(16)(p P ) 16p11.2p12.2 up(16)(p P )
16p11.2p12.2 microduplication X SUVEPOHO HIKPOSUTAACLOGHOU ,
261204 T 16p11.2p12.2 T 16p11.2p12.2
syndrome nisomy Zep P 16p11.2p12.2 piswitia op P
261211 16p11.2p12.2 microdeletion Q93.5 |zUvSpopo pikpogMeupng 16p11.2p12.2
syndrome . POHO HLKP! ng lopll.Zplz.
16p11.2p12.2 microdeleti
261211 Sy:dmmpe microdetetion Del(16)(p11.2p12.2) S0VBPOLO HikpoEMepne 16p11.2p12.2  |Del(16)(p11.2p12.2)
16p11.2p12.2 microdeletion , 3 ,
261211 syndrome Monosomy 16p11.2p12.2 JUvSpopo pikpoéMeupng 16p11.2p12.2  |Movoowpia 16p11.2p12.2
2589 Myoclonus-cerebellar ataxia-deafness 6111 JUVEPOHO HUOKAOVLLV-
syndrome 7 [nopeykedpahibikrg atagiog-kwdwong
) . , . Z0OVEPOHO HUOKAOVLWY-
Myoclonus-cerebellar ataxia-deafness |Myoclonus-cerebellar ataxia-hearing ZUVSPOHO HUOKAOVLWV- UVOPOLO LU0k ,Vlwv , ,
2589 , , , napeykedbahdikig atafiog-anwelog
syndrome loss syndrome napeykedpaAdikig atadiog-kwpwong axoric
261190|15q14 microdeletion syndrome Q93.5 [Z0vSpopo pikpoéNewpng 15q14
261190|15g14 microdeletion syndrome Del(15)(q14) JUvSpopo pikpoeMeupng 15q14 Del(15)(q14)
261190|15q14 microdeletion syndrome Monosomy 15q14 Z0vSpopo pikpoéMeupng 15q14 Movoowpia 15914
2588|Myhre syndrome Q87.8 [UvSpopo Myhre
Facial dysmorphism-intellectual JUvEpopo SUCHOPDLOLOU TPOCWTTOU-
2588|Myhre syndrome disability-short stature-deafness SUvdpopo Myhre VONTLKAG UOTEPNONG-XaUNAOU
syndrome QVOLOTALOTOG-KWHWoNG
Facial dysmorphism-intellectual 3UvEpopo SuopHopdLOUOU TTPOCWTTOU-
2588|Myhre syndrome disability-short stature-hearing loss ZUvSpopo Myhre VONTIKIG UOTEPNONG-XaUNAOU
syndrome QVOLOTH LOTOG-QIWAELAG AKONG
Proximal 16p11.2 microdeleti
261197 roximat 16p microdetetion Q93.5 |Z0vEpopo eyyUG HikpoéNAeWpnG 16p11.2
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261197 :;:;irrgre:]lelspllz microdeletion Proximal del(16)(p11.2) UVEpOpO eyyUG UikpoMewbng 16p11.2 [Eyyug del(16)(p11.2)
261197 :;:Zirr;\:(jsplll microdeletion Proximal monosomy 16p11.2 ZUVEpopo eyyUG LikpoENeWPNG 16p11.2 |EyyUg povoowpia 16p11.2
261295|20p12.3 microdeletion syndrome Q93.5 [Z0vSpopo pikpoéAeupng 20p12.3
261295|20p12.3 microdeletion syndrome Del(20)(p12.3) 20vSpopo pikpoEMewbng 20p12.3 Del(20)(p12.3)
261295|20p12.3 microdeletion syndrome Monosomy 20p12.3 Z0vSpopo pikpogMewpng 20p12.3 Movoowpia 20p12.3
261304 :;rt‘zrrr;;;l]zOqB.ZqBj microdeletion Q935 ig\;&lg.ozuqolg'l;poé?\)\emmc TOTPLKOU
261304 :;:er:?‘l‘:oms‘zma.s microdeletion |, i ernal del(20)(q13.2q13.3) ig‘;ﬁgg“q"lgfg""émm’”q naTpuol Moty del(20)(q13.2q13.3)
261304 :;:Z:r;i::OqB.ZqBB microdeletion Paternal monosomy 20q13.2q13.3 ig\;&lgézuqolgf;poéMELwnc napikoy Matpkn povoowpia 20g13.2g13.3
261279 2;:;;:33'2 microdeletion Q93.5 [ZUvpopo pkpoéMewdng 17g23.1923.2
261279 2;::2::3'2 microdeletion Del(17)(g23.1923.2) 2Uvpopo pikpoéMewpng 17923.1g23.2  [Del(17)(q23.1923.2)
261279 :;:;i:f'z microdeletion Monosomy 17g23.123.2 $0vEpOHO HikpotAeupne 1723.1g23.2  |Movoowpia