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[10I0Y2 A2OENET> AOOPA

~ AYTOYZ NMOY EXOYN FrENNHOEI ME ZINANIA AIATAPAXH TOY FrENETIKOY
KQAIKA ME ANNTOTEAEZMA THN AIATAPAXH ZYNOEZHZ TQN OZTQN, TQN

XONAPQN KAI TQN AONTIQN. ZTnv nAsiowyn@ia Touc ol acOeveIc auToi Eival
ATopa ye Avannpia.

OI AIATAPAXEZ AYTEZ ATIAKPINONTAI 2E AYO KATHIOPIEZ
A. TI2Z 2KEAETIKEZ AY2IAAZIE2

B. TA METABOAIKA NOZHMATA

2XETIKA ME TIZz 2KEAETIKEZ AYZIAAZIEZ, H ANAGEQPHMENH NOzZOAOI'TA
TOY 2023, AIAKPINEI
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EAAAAA  #Adiké Noocokopeio #Avdpovikn Apdkou #Kévrpo Znaviwv Noonuarwv Ootwv

KévTpo onaviwv vVOoonHAT®V TV
OOT®WV OnHIoupyYNOnkKe oTo «AdIKO»

@a Aeitoupyei otnv OpBonaidikiy KAivikA - Mia oTi¢ dUo XIAIAdeC n
OUXVOTNTA AUTWV TWV KPOUCHATWV

TI AAMNAZEL T'TA TOYZ EAMAHNEZ A2OENEI2 ME 2TANIO 2KEAETIKO NOZHMA



GAME CHANGERS

~ CPMS (Clinical Patient Mana ement
System): H di1evepyeia Tou KAivikou -
AlayvwoTIKOU EAsvxou Kal n AVTIHETONION
TV ACOEVWV oudnTouvTal HETA ANO 2 ERN BOND
2YNAINEZH Toug o€ eningdo Eupwnaikou i
AikTUOU KaI cuvanopaoifovral ol HpACEIq
TWV ENICTNHOVOV.

H 'Epguva yia Ta voonparta auTa
OpYav@VETal Kal yprnparodoreital Kevrpika
ano Tnv EE

H epgpaon diveral o Enevduoeig Koivmvikng Special
Aikaloouvng kail o€ KaivoToHIEG nou P
AapBavouv unoyiv Toug TIG IOIAITEPEG

CAVAYKEC TOV ACOEVWV

O1 ZUAAOYIKOTINTEG TWV ACOEVOV
6luauv6£ovm| Kal £n|K0|vo)vouv o€ €Ninedo
EE, KOIVEC OpPACEIC OPYAVWVOVTAIL.




TI TTPO2OEPOYME 2TO KE2NO ECQ2 TQPA

~ To ERN BOND ano@aoioe va diepeuvioel 3 Baoika Zndavia Noofnpara oTa
gnopeva xpovia : AXONAPOIIAAZIA, ATEAH OZTEOINENEZH xai X-Linked
YNODPQ2DATAZIA

~ ZT0 KEZNO'GVTlpsTo)ni)SJp € nAg10d0a Znaviwv ZKeAeTIKOV Noonpatmyv kai
OnHIoupyoupHE evTog EAAAOAG AikTua HETAEU TWV ENICTNHOVWYV YYEIAG Nou
gaxo)\ouvml HE TA VOONHATA AUTA ano TNV BPE@PIKN NAIKIA €®WC THV EVNAIKN
o).

~ Napadeiypara Noonpatwv KEZNO : ZkeAeTikEG AUCTIAACIEG, '
2novouAoenipuoiakeg AuonAaocieg, AxovoponAaoia kal YnoxovoponAaaoiaq,
ATeAnG OoTeoyevean, ATEANG OXNHATIOHOG 00TOU , HHIpEAEIEG, 0. Jacobsen,
Noonan Syndrome with SOS1 gene mutation, Z. lNoAAanAwv Enipuoiakwv
AuonAaocinv (syndromic Club foot & hand),

~ Napadeiypara MNapeppacewv : Feveriki Alepedvnon, EmpnkOvVoEIG, _
Ai10pOwTIKEG OO0TEOTOHIEG, APOPONAAOTIKEG , CUVOIAGOHOG OAWV TWV AVWTEPW,
HEAETEG BaOICEWG, NAPANOUNEG OE AAAEG E10IKOTNTEG, on-line 1aTpika
OUHBOUAIA HE €EEI0IKEUHEVA KEVTPA TOU EEWTEPIKOU.
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22 E (©) ME ZYITENH ANIZOZKEAIA KNHMHz 25XIA , MIKPOTEPO
NMEAMA KATA 20 XIA KAI KOIAOINOAIA Q2 ENINAOKH XEIPOYPIEIQN
AANAXOY




EMIMHKYNZH KNHMH2 KAI ME20Y INOAO2 KAI AIOPOQ2H TH2
NMAPAMOP®Q2H2 TOY NOAO2 ME BUTT FRAME
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NMEAMATOINPA®HMA MNPIN & META



EITQAYNA OIAHMATA APOPIKA KAI NEPIAPOPIKA

: RARE DISEASE DAY® ABOUTTHEDAY +  EVENTSNEARYOU JOIN + NEWS Q

LIVING WITH JACOBSEN
SYNDROME: GIORGOS FROM¢
GREECE |

Jacobsen syndrome

= Greece
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AlM At developing strategies to
minimize pin-site complication rates at
the tibia and the foot concerning pain-

irritation and pin-track infection
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MeyaAn TN n EMICKEYPN KAl | cuvepyacia ME TO
THMa AtpoppodiAltkwy Kat Tnv OpBomatdikn
KAWLKT Tou Adikou Noookopueiou touv Dr Pier Luigi
Solimeno (Polyclinic of Milano)

ZEXWPLOTY EUTELPLA YLa OAoug pag!

Grazie tanto Prof Solimeno per la vostra visita in
Centro Emofilico di Atene, la vostra grande
esperienza e stata molto utile per noi.




H NMOAYENIZTHMONIKH OMAAA TOY KE2NO AHMOZIEYEI KAI
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' Case Report

A Case of Personalized Limb Salvage of the Distal Femur by Three-Stage
Distal Femoral Replacement
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Abstract A Drakou et al. Ann Case Report 14: 508.
Major distal femur defects involving the knee with underlying osteomyelitis and joint destruction
require a staged surgical plan. We describe a case of a 21-year-old patient who suffered high-energy
open diaphyseal and articular trauma of his right distal femur. Following radical debridement of bone
and soft tissues, we implanted a cement spacer covered by a musculocutaneous flap. Previous tissue
scarring did not permit knee function; therefore, we used a 250 ml soft tissue expander to create
extra skin cover and we shortened the leg. A custom-made lengthening distal femoral replacement
prosthesis was implanted, and the length was gained gradually followed by an intensive full range of
motion exercises (0-125). We introduce the combination of first shortening and then lengthening a
limb combined with the use of tissue expanders to create a soft tissue functional envelop for a knee

Androniki Drakou,
Konstantinos
Zygogiannis,
Markos Psifis,
Aristides Mitrou

Department of Orthopaedic,
Laiko General Hospital,
University of Athens Medical
School, Athens, Greece

Case Report

DOI: 10.29011/2574-7754.100508

Osteogenesis Imperfecta (OI) Type 2-B or 3: Investigating the
Survivorship of a Patient

Androniki Drakou?, Georgios Boutzios', Loukia Koutsogeorgopoulou', Athanasios Tzioufas'

prosthesis to work.

Keywords: Lengthening prosthesis, limb salvage, tissue expander

Introduction

Total knee arthroplasty (TKA) performed
with simultaneous distal femoral
replacement (DFR) was first designed
to treat bone tumors located around the
distal femur. It is now increasingly used
as a salvage procedure in periprosthetic
distal femoral fractures complicated by
osteomyelitis.l'!  Extensive resection of
bone and soft tissues with clear margins is
paramount but creates a more significant
problem to solve as adequate soft tissue
cover is imperative for any joint prosthesis
to function. To achieve a tension-free
closure of well-perfused tissue, surgeons
have used different types of flaps, followed
by a variable rate of success.

Case Report

A 21-year-old patient following high-energy
open diaphyseal and articular trauma of his
right distal femur, 2 years earlier, ended
with chronic osteomyelitis with draining
sinuses, shortening of 40 mm, a sizeable
osteoarticular defect of the anterior femoral
condyles, and erosion of the distal femoral
condyles. Extensive scarring of the soft
tissues and extension contracture with varus
of his right knee coexisted.

This is an open access journal, and articles are
distributed under the terms of the Creative Commons
Attribution-NonCommercial-ShareAlike 4.0 License, which
allows others to remix, tweak, and build upon the work
non-commercially, as long as appropriate credit is given and
the new creations are licensed under the identical terms.

For reprints contact: reprints@medknow.com

The patient was informed of all
complications, costs, and limited
survivorship of DFR but decided to take
the risks of limb salvage looking forward
to future technological innovations in this
area. He could not accept an above-knee
amputation at this point.

Initially, we performed radical debridement
of the bone and soft tissue, leaving a
160 mm distal femoral defect [Figure la-c].
We used a pedicled rotational lateral
gastrocnemius  musculocutanecous  flap®!
to cover a straight, hand-made, cement
spacer. Long-standing soft tissue scarring
prevented coverage of an articulated spacer.
The spacer later broke, resulting in a total
limb length discrepancy (LLD) of 80 mm.

Six months later, all infection indicators
were negative. Loose skin was needed to
cover functional knee prosthesis; therefore,
we implanted a 250 ml tissue expander at
the level of the knee that was gradually
fully distended [Figure 2].

Eight months later, we removed the
spacer and the tissue expander and
implanted a custom modular MUTARS®
Xpand (Implantcast GmbH, Germany) DFR,
lengthening prosthesis with a reconstruction
length of 175 mm. Intraoperatively, we
shortened the bone by 30 mm to achieve an
arc of motion of 0°-125° at the knee, ending
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Abstract

We present a case of osteogenesis imperfecta were the exact molecular diagnosis was made at 36 years. Based on the
severity of the molecular diagnoses obtained in retrospect, the pregnancy would have been terminated. However, our patient
survived and thrived in her adult life. The case demonstrates that genotype alone can not predict the phenotype of the patient.
Genetic counseling plays a vital role in these situations to integrate prenatal ultrasound and molecular findings.

Case

A 36-year-old woman sought consultation for low bone
density. She reported a history of multiple spontaneous skeletal
fractures since the 8th day of birth (humoral, rib, femoral and
hip) as well as severe scoliosis, poor hearing, blue sclera, and
dentinogenesis imperfecta. She is a graduate of the School of
Sociology and a current student at the Art School of Acting. To
this point, she was treated based on the clinical manifestations
according to Sillence classification of Osteogenesis Imperfecta
(OI), type 3 (progressively deforming OI) [1]. There was no family
history for bone fractures. The patient was mobilizing both with
a cane and a wheelchair alternatively. Radiographic investigation
revealed severe malformations, some of which had been treated
surgically (Figure 1A and B).

Bone mass density (L1-L4) was measured 0.62 g/cm’® with
a Z-score of -3.8. Radiographic investigation revealed severe
malformations, some of which had been treated surgically (Figure
1A and B). Laboratory tests were all within normal limits. We
decided to proceed with genetic testing for OI in order to have
a precise molecular diagnosis. The testing revealed a heterogenic
mutation with autosomal dominant inheritance in the COL1A2
gene, chromosome 7, exon 46 ¢.3034GC>A:p. (Gly1012Ser), a
defect compatible with OI type 2 as well as OI type 3. Osteogenesis
Imperfecta Type 2 is generally considered lethal. According
to the provided pedigree, the asymptomatic parents are non-
consanguineous, and she has no affected sibling; a de novo gene

Case report

mutation was suspected.

Figure 1: Standing Anteroposterior radiograph of the pelvis (A).
Anteroposterior radiograph of the left tibia (B).

Discussion

Since 1984 it has been postulated that some babies have a
phenotype which is a little less severe with fewer rib fractures (OI
type 2-B), and as such, they can show overlap with OI type 3 [2,3].
Additionally, the OI type 3 phenotype does not necessarily equate
with progressively deforming OI, and probably only a proportion
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TO KE2NO 2THPIZEI TO OPAMA TOY ERN BOND :
SHARE-CARE-CURE (MOIPA2OY-OPONTI2ZE-OEPAIEY2E)

OpBomtatdikn KAwvikn AaikoU Nocokopeiov
kat AXEMANX EAAGSQG : TxEoM ZuvEpPYELAS




H MPO2KAH2H TOY KE2NO

2Tnpi¢te TNV lNpootradsid Mag yia Ta Zmravia Nooquarta

¢ évav kéouo TTou TTOAAOI CEXVOUV TOUG AIYOTEPO TUXEPOUG CUVAVOPWITTOUG MAG, susic emSIKOUUE VO SWOOUKE QWVA Kal ayKaAIG OF EKEIVOUG TTOU TNV £X0UV
avaykn 1TePIOcOTEPO aATTO TTOTE. OAOKANPEC (WEC eTTNPEAlOVTAl ATTO OTTAVIEC VOOOUG, AQUTEG TTOU OXETICOVTAI JME TO YEVETIKO KWOIKA TWV O0TWYV, TWV XOVOPWV Kal TWV PMETABOAIKWYV
dlATAPAXWV.

AvriKkouue o€ pia Opdad ATTOPaAOoIO pévwv £1TGVV£)\|.IGTIU'L)V UV£I'd§ KAl ETTIOTN pc’)vwv TTOU ouvaywvidovTal yia TNV avakaAuyn atTavioewy, TNV Karavonaon Kai
TV QVTIMETWTTION QUTWY TWV TTPOKANTIKWY vOowv. Madi dnuioupyoule Jia KOIvOTATA OTAPIENG KOl avayvwpiong TToU TTIOIWKEI TNV OIKAIOoUVN YIA TOUG QVUTTEPACTTIOTOUG.

O1 aoBeveic TTou avTIMETWTTICOUV QUTEG TIG TTIPOKANCEIC €ival TTOAU TTEPIOOOTEPO ATTO ATTAOUC apiBuoug. Eival rpéowTra, Ol 10 Topiag TOUG OVTAVOKAOUV Tnv 5(!VG|JI‘]
TNG avOpwTIvnNS BOUANONG KOl AVOEKTIKOTNTOG. Autoi ol TTOAUTIHOI GvBpwTTOl XPeIG{ovTal TNV BORBEIX HAG.

To Eupwtraiko diktuo ERN BOND egival n atravrnon otnv avaykn yia aAAnAgyyun kai cuvepyaaoia. Méoa atré auTto 10 diKTUO ouvOEOVTal EBVIKA EUTTEIPOYVWHOOUVNG KAl dNUIOUPYEITAl HIa
OUAAOVYIKI TTPOCTTABEIa YIa TRV KOAUTEPN UYEIOVOMIKI PPOVTIdA YIa TOUG QCOEVEIC e OTTAVIEC VOOOUC.

H mmpooTrdBeid uag OEV B ATAV dUVATA XWPEIG TNV UTTOOTAPIEN KAl TRV OWPEA TWV QPIAOTINWY XOPNYWV HAG. H evioxuor cag Ba emTpéyel TRV avaTrTuEn
TOU KEVTPOU HAG, TNV avaBaduion Twv EYKATAOTACEWY KAl TOV EKOUYXPOVIONO TwV ECOTTAIOUWY, EVIOXUOVTAG £TCI TNV IKAVOTNTA YOG va FonBnoouue 600UG TTEPINEVOUV TNV [BorBsia pac.
EipaoTe atropaciopévol va dWOooUE ATTIOO Kal QUVAUIKA ATTOTEAEOMATA OE€ AQUTOUG TTOU TO XPEIalovTal TTEPICOOTEPO. EAATE va CUUBAAETE OTO £pPYO HOG, VA €I0TE NEPOC TNG TTPOCTTIABEINC
Yia JIa KOAUTEPN KAl TTI0 EVOUVAUWTIKN MEAAOV yia Toug aocBeveic pac. Madi utTopoUpe va EPOUNE OANAYEG, VO AVTATTOKPIBOUUE OTIC AVAYKEC TOUG KAl

Vo ONMIOUPYNOOUME EVAV KOOHMO TTOU PPOVTICEI KOl oTNPICElI KOBE TOU MEAOCG.



