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SUMMARY

Introduction Ectromelia is a congenital abnormality characterised by limb growth disturbances (aplasia or hypoplasia) dur-

ing the period from 4™ to 8™ gestation week.

Case outline \We present a case of hemimezomelic longitudinal ectromelia of the right upper limb associated with other skel-
etal abnormalities, surgically treated. An important role in the management of this case is attributed to the complex rehabili-
tation programme done before and after each surgical intervention.

Conclusion The aim of the complex therapy is to diminish the permanent invalidity of these patients.
Key words: ectromelia; surgical treatment; functional rehabilitation

INTRODUCTION

Ectromelia is defined as a congenital development
anomaly characterised by limb growth disturbances
(aplasia or hypoplasia) or by limb amputations due to
amniotic liquid insufficiency [1]. This report describes
a case of ectromelia and tries to analyse the efficiency of
a complex treatment.

CASE REPORT

A 19-year old white female from the rural environ-
ment was referred to the Orthopaedic and Traumatology
Clinic IT of the Emergency County Hospital Timisoara for
right knee stiffness and a congenital plurimalformative
syndrome. The patient is the first child of a young female
who developed multiple respiratory virosis in the first

FIGURE 1. Facial aspects of the patient.
CJINKA 1. M3pa3 nuta bonecHwika.

FIGURE 2. Shortening of the right forearm, muscular atrophy, exter-
nal deviation.
CJINKA 2. Ckpahetbe fecHe nognakTuiue, atpoduja muimha, aesu-
jauwvja ynome.
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months of pregnancy. At the age of two, the patient was
admitted to the Children’s Clinic with bronchopneumo-
nia, anaemia, nutritional dystrophy and plurimalforma-
tive syndrome, treated for a long period with intramus-
cular antibiotics.

Examination showed growth retardation (height -
125 centimetres, weight — 32 kilogrammes); macrotia,
low set ears; triangular face (Figure 1); short right devi-
ated cervical spine; an antero-lateral deformation of the
thoracic cage; shortening of the right forearm with mus-
cular atrophy and an external deviation of this anatom-
ical segment (Figure 2). There also could be seen a radi-
al deviated right hand, tetradactyly due to right thumb
agenesis, clinodactyly of the second, third and fourth
finger of the right hand (Figure 3) and left hypoplastic
thumb (Figure 4). Examination also showed advanced
left quadriceps hypotrophy (Figure 5).

FIGURE 3. Tetradactyly due to right thumb agenesis; clinodactyly of
the second, third and fourth finger of the right hand.

CJINKA 3. TeTpagakTunuja ycnef HegocTaTka Nasnla AecHe pyke; Knu-
HodakTunvja apyror, Tpeher 1 ueTspTor NpcTa.

FIGURE 4. Left hypoplastic thumb.
CJINKA 4. Xnnonnasuja nanua nese pyke.
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Radiology of the right forearm and right hand revealed
the absence of the radius, the first metacarpal and the
thumb and the right club hand (Figure 6). X-ray of the left
hand revealed agenesis of the first metacarpal and thumb
hypoplasia (Figure 7).

On the spine and thoracic X-ray, there could be seen
thoraco-lumbar right-convex scoliosis (Figure 8a, 8b).

Laboratory investigations and abdominal ultrasonog-
raphy were normal.

According to the anamnestic, clinical and radiologi-
cal data, the following diagnoses were established:

1. Hemimezomelic longitudinal ectromelia of the right
upper limb.

2. Right radial club hand. Right tetradactyly with clin-
odactyly of the second, third and fourth fingers. Left
thumb hypoplasia.

3. Iatrogenic post-injection right knee stiffness.

4. Thoracolumbar right-convex decompensated scolio-
sis with secondary deformation of the thoracic cage.

5. Growth and mental retardation.

FIGURE 5. Left quadriceps hypotrophy.
CJINKA 5. XvinoTpodwja neBor KBagpuuenca.

FIGURE 6. Absence of the radius, the first metacarpal and the thumb
and the right club hand.

CJINKA 6. 130CTaHaK paamjyca, Npse MeTakapnanHe KoCTv 1 nanua
JlecHe pyke ca TUMUYHUM 1eGOPMUTETOM LLaKe.

FIGURE 7. Agenesis of the first metacarpal and thumb hypoplasia (left
hand).

CJINKA 7. AreHesuja NpBe MeTakapnanHe KOCT 1 X1nonnasuja nan-
La neBe pyke.

FIGURE 8a-b. Thoraco-lumbar right-convex scoliosis.
CJINKA 8a-6. TopakonymbanHa JeKCTPOKOHBEKCHA CKOMO3a.

FIGURE 9. Judet technique (intraoperative pictures).
CJINKA 9. KnaeoBa TexHMKa (MHTpaonepauvony Hanas).

The surgeons took several surgical steps in consider-
ation. Because orthostatism and walking were consid-
ered indispensable for self-care, the first surgical inter-
vention consisted of Judet method for knee mobilisa-
tion (Figure 9) [1].

A 90° right knee flexion was established after this first
surgical step (Figure 10).

The rehabilitation programme was started in the first
post-surgical days and consisted of hygienic orthopaed-
ic measures for the right lower limb, electrical stimula-
tion (Figure 11a-d), massage, kinetotherapy and occu-
pational therapy [2, 3]. The main aim of this complex
programme was to re-educate static and gait and to
strengthen the hypotrophic muscles.

In the first postoperative week, the patient performed
isometric exercises for quadriceps strengthening and
also passive and active assisted range of motion of the
right lower limb (Figure 12a-c) [2, 3].

Using a helping frame, the patient was sustaining her
own weight partially on her arms and orthostatism was
achieved, leaning on the healthy limb.

The rehabilitation programme was continued in
kinetotherapy room. At this moment, the aim was to
correct body posture, especially for scoliosis by per-
forming adapted exercises [3] and to regain movement
coordination and a correct way of walking, using Fren-
kel exercises [4] (Figure 13a-b), walking with a helping
device (Figure 14), walking using visual control for pos-

S L
FIGURE 10. 90° right knee flexion established after the first surgical
step.
CJIKA 10.locne npse eTane XxMpypLIKOT lederba Yy KONeHy je nocTu-
rHyTa dnekcuja on 90 cTeneHu.

FIGURE 11a-d. Electrotherapy.
CJINKA 11a-p. Enextpotepanuja.
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FIGURE 12a-c. Isometric exercises for quadriceps strengthening; passive and active assisted range of motion of right lower limb.
CJIUKA 12a-u. V13omeTpuuke Bexbe 3a jauatbe KBagpuuenca; NacMBHO 1 akTUBHO NOTNOMOrHYTO AobWjeH 00MM MOKpPeTa y KOMeHy.

FIGURE 13a-b. Frenkel exercises.
CJINKA 13a-6. OpeHkenose Bexoe.

FIGURE 14. Walking with a helping device.
CJIMKA 14. Xopatbe ca nomMaranom.

FIGURE 15a-b. Ergo cycle.
CJINKA 15a-6. Epro-6uumkn.
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FIGURE 16a-b. Results after first surgical step and rehabilitation pro-
gramme.

CJIUKA 16a-6. Peayntatvi nocne npse Gpase XMpypLIKOr f1eyetsa 1 pe-
xabunutauuje.
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ture and walking education, climbing stairs with addition-
al support and ergo cycle (Figure 15a-c) [3].

The preoperative rehabilitation programme was also
performed as the second surgical step. The surgeons used
the Sulamaa technique for radius total aplasia [5]. The
preoperative rehabilitation programme consisted of anal-
gesic electrotherapy, massage and kinetotherapy [2, 3].

After the first surgical step and the complex rehabili-
tation programme, improvement of the right knee stift-
ness, orthostatism (Figure 16a-b) and walking without
helping devices were achieved. Activities of daily living
using both hands were also possible.

DISCUSSION

Ectromelia is defined as a congenital development
anomaly characterised by limb growth disturbances (apla-
sia or hypoplasia) or by limb amputations due to amniotic
liquid insufficiency [6]. The failure of normal limb devel-
opment from 4™ and to 8" gestation week is due to tera-
togenic, mechanical or vascular factors or genetic muta-
tions and chromosomal aberrations may be involved [6,
7]. The most frequent teratogenic factors are thalidomide
[2-5], misoprostol (prostaglandin E1 analogue), alcohol
consumption, chemotherapy and vasoconstrictor thera-
py in the first gestation period [6, 7].

Prenatal diagnosis procedure chorionic villus sam-
pling before 10 weeks gestation, rupture of the amni-
on, strands of the collapsed amnion and adhesions are
some of the most frequent mechanical factors associated
with ectromelia [6, 7]. Although considered to be a spo-
radic anomaly, there are some cases of genetically based
ectromelia, due to recessive (Roberts syndrome, autosom-
al recessive tetra-amelia, X-linked tetra-amelia) or dom-
inant mutations (Holt-Oram syndrome), or to chromo-
somal aberrations such as trisomy 8 or deletion of region
7q22 found on the long arm of chromosome 7 [6, 7].

According to the type and grade of limb involvement,
ectromelia can be classified in transverse forms such as
total ectromelia, phocomelia and hemimelia, and in lon-
gitudinal forms. A more severe degree is total ectromelia,
also called amelia, characterised by the absence of one or
more limbs, rarely unilateral [6, 7]. Phocomelia is a prox-
imal type of ectromelia, in which the limbs are directly
attached onto the body, due to the absence of belts or of
the middle segments of the limbs. Usually it is a bilateral,
symmetric malformation [6, 7]. Hemimelia can be either
a transverse or longitudinal anomaly, characterised by
total or partial absence of the acromelic segment [6, 7].
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In the longitudinal forms, hypoplasia, total or partial
aplasia of one of the middle bones (radius/ ulna, tibia/ fib-
ula) can be seen. There are two main types of longitudi-
nal defects — a preaxial type or an internal type in which
the radius can be involved, the first metacarpal and the
thumb, or the tibia can be involved, the first metatarsal
and the hallux; and a postaxial type or external type in
which the ulna can be involved, the fifth metacarpal and
the fifth finger, or the fibula, the fifth metatarsal and the
fifth toe [6, 8].

The limb defects seen in ectromelia can be an isolat-
ed anomaly, or they can be associated with other con-
genital anomalies such as cleft lip and/or palate, facial
anomalies, body wall defects, malformed head, anoma-
lies of the neural tube and other organs. Kyphoscolio-
sis, rib fusions, growth deficiencies, mental retardation
can also be seen [8].

Prenatal diagnosis can be assessed using ultrasonog-
raphy [9]. Coexisting anomalies are more frequent in
association with lower limb defects [8]. A complete
maternal anamnesis is necessary for possible maternal
exposure to teratogenic factors, for the evaluation of
maternal health status during pregnancy and for identi-
fication of family genetic anomalies [8]. The limb defect
is rapidly seen in the new-born, but some radiological
investigations may be necessary to identify the exact
type of anomaly [10].

Prognosis in these cases depends on the precocity of
diagnosis and therapy, and also on the presence of oth-
er associated anomalies [10].

The most important preventive measure is to avoid
teratogenic factors throughout pregnancy. The thera-
peutic decision is made based on gestational age at the
time of diagnosis and on the gravity of the malforma-
tion. In severe cases, such as amelia or ectromelia com-
bined with multiple other defects, pregnancy termina-
tion is the first treatment option. This can be accom-
plished either by intra-amniotic injection of prostaglan-
din F2 or by caesarean section [10].

The goal of treatment in children with ectromelia is to
achieve and maintain a functional and cosmetic status,

and to improve the quality of life of these patients. The
rehabilitation programme must be started in the neo-na-
tal period. The corrective surgical treatment is recom-
mended to be done in the first 6-18 months of life. In
some cases, a prosthetic treatment may be useful. Occu-
pational therapy is an important component of the reha-
bilitation programme [10].

The main objective of the treatment is to reduce the
permanent invalidity of these patients to the minimum.
An important role in the management of this case is
attributed to the complex rehabilitation programme
done before and after each surgical intervention [10]
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MOTIYRHOCTW CNOXKEHOTI JIEYEHA EKTPOMEJINJE
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'YH1Bep3UTET 33 MeanUMHy 1 dapmaunjy ,Bruktop babew”, Temmweap, PymyHuja; 2Oncek pexabunutalumje 1 peymatonorimje,
KnuHWuKa oKpy»xHa ypreHTHa 6onHm1ua, Temmwsap, PymyHuja; 2[ipyra KnvHMKa 3a opToneaujy v Tpaymatonorujy, KnnHuuka
OKpYHa ypreHTHa 60nHu1La, TemmwBap, PymyHuja; “Onerberbe pexabunutauvie, lpyra KnvMHMKa 3a OpToneaujy 1 Tpaymatonorujy,
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KPATAK CALPXA)J

YBog EKTpomenyja je KoHreHnTanHu HeloCTaTak jejHor Vv BULE eKCTPeMUTETA I HIXOBYIX 1E/I0B, @ OAJIVKYje Ce 3ayCTaB/ba-
FeM pa3Boja yoBa (annasuja unu xmunonnasuja) u3mehy 4eTBpTe 1 OCMe Heflesbe YHyTapMaTepUUHOT XI1BOTa.

Mpukas 6onecHunka prikasaHa je 6onecHmLa ca xeMMMEe30MENUHOM Y34yKHOM CrO/bHOM eKTPOMENMjOM AECHOT TOPHET VA3,
rPYAHOT Kola 1 APYTvM aHOManujama KocTujy, Koja je xupypLuky nedyeHa. OyHKLMOHanHa GpusnkanHa tepanuja urpa Beoma BaxHy
YIIOTY Y OfP*aBatby ¥ N06OsbLIAHY MOKPET/bUBOCTY 3r060Ba. Bpuiv ce npe onepaluje 1 paHo Nocse He.

3aK/byuak L CIoXeHOr Neyerba je CMarberbe CTanHOr MHBaNMAMTETa 0BUX 0Coba.

KrbyuHe peum: eKTpoMenyja; paHo XMPYPLIKO Nederbe; GyHKUMOHaNHa GusmkanHa Tepanuja
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YBOA

EKTpomenuja, KOHreHMUTanHn HegocTaTak jeiHor Un BU-
LIe eKCTpeMUTETa U HIUXOBUX AENI0BA, OAJNNKYje Ce 3aycTa-
B/barbeM pa3Boja YAoBa WM aMmnyTaumjama Koje cy 1n3asBsa-
He aMHMOHCKMM M3pacinHama ycsief HeAoBO/bHE KoNnunHe
nnopose Boge [11. Y pagy je onvcaHa aHanm3a eprkacHOCTH
CIIOXEHOT Jleuera 6onecHuLLe C eKTPOMesNjoM.

MNPUKA3 BOJIECHUKA

bonecHuua y3pacta og 19 rogmHa, KaBkacke pace, U3 py-
panHe cpefvHe, jaBrba ce Ha [lpyry KnvHUKY 3a optoneaunjy
1 TpaymaTonorujy KnmHuuke okpy»He ypreHTHe 6onHuue y
TemuwBapy 360r yKoueHOCTH 3rnoba fecHOr KoJsieHa v niy-
prMangopMaTUBHOT KOHTreHUTaNnHor cruHapoma. MpBo je gete
XeHe Koja je y NpBoM Tpomeceujy TpyaHohe nmana Hekonu-
Ko BMpO3a. Kapa je umana Ase rognHe, CMeLUTeHa je Ha [leu-
je onerberbe 360r MeLoBMTE OBPOHXONMHEYMOHUjE, Koja je ay-
ro fleyeHa MHjeKLymjama aHTMOMOTUKa, LLITO Ce cMaTpa noyeT-
HOM TaYKOM YKOUYEHOCTU KosneHa. [injarHoCTMKOBaHu Cy U:
npenom Ha HUBOY AOHer AeCHOT YA, KOj je leyeH opTonen-
CKOM MMOBUNN3aLMjOM FrMNCcaHUM 3aBojeM, ca Nobosbluarbem
nocsie neyema, 3aTUM aHemuja, guctpoduja n nnypmumandop-
MaTUBHU CUHAPOM.

ToKOM KJIMHUYKOT MCMUTVBakba yTBPHEeHM Cy: peTapaauu-
japacta n TexuHe (BucmnHa 125 cm, TexnHa 32 kg), Benvike Hu-
e nocTtaBsbeHe ywn, Tpoyrnactu dpauujec (Cnuka 1), kpahu
LepPBUKCHY CTY6 HarHyT yAecHO, Kao 1 NpeAtba CrosbHa ae-
dopmaumja rpyaHor kouwa. MpumeheHo je ckpahere gecHe
NoAsaKTMLEe Ca OMNWTOM aTPodrjoM OBOT aHATOMCKOT CErMeH-
Ta 1 CNoJsbHa ieBrjaLmja y OfHOCY Ha y3AyKHY ocy pyke (Cnu-
Ka 2). Ha necHoj pyun youeHe cy: pagujanHa gesujauuja, Te-
TpajakTUanja ca areHe3snjom nasnua 1 KNMHOAaKTuAnja apy-
ror, Tpeher n uetBpTor npcta (Cnvka 3). Ha neBoj pyuu 3abe-
nexeHa je xmnonnasuja nanua (Cnvka 4). Ha H1Boy powber fe-
CHor yaa yTBpheHu cy xunotpoduja KBagpuLenca n ykoue-
HOCT Ha HMBOY fileCHOT KoneHa y ekcTeH3uju (Cnuka 5).

PeHpreHckn cHMMaK fecHe pyke MOKasao je NoTnyHu 13-
OCTaHaK pagujanHor nyka (nanay, NpBa MeTakapnasnHa KocT,
Tpanes, ckabong 1 paaujyc) n pagujanHy Kpusy pyky (Cnmka
6). Pagnorpam nese pyke je yka3ao Ha areHesujy npse meTa-
KapnanHe KOcTu, Tpanesa n ckadownga n xmnonnasujy nanua
(Cnwuka 7). Pagunorpadcko ucnutmBahe rpygHor Kolla u Kuy-
me (Cnuka 8a, b) je ykazano Ha JeKCTPOKOHBEKCHY rpyLHO-
CNabuHCKY CKONMo3y. BUOXeMUrjCK/ 1 XeMaTOSOWKM Hanasu
cy 6vnm y rpaHLiaMa HoOpMasTHUX BPeAHOCTU; HY YNTPa3ByY-
HY Hana3 abfjomMeHa Huje NoKasao naTosoLwKe npomeHe. Ha
OCHOBY @aHaMHECTUYKMNX, KNMMHWUYKMX 1 NapakNMUHUYKMX NoAa-
Taka nocTtaBsbeHe cy cneaehe gnjarHose:

1. Xemmmesomenujcka y3fy»Ha CrnosbHa eKTpomenuja je-
CHOT rpyAHOT yAa;

2. JlecHa pyka KpvBa pagnjanHo. TeTpagakTuamja ca KnmHo-
JakTunujom gpyror, Tpeher v yeTBpTor npcta. Xunonna-
3u1ja neBor nanua;

3. JaTporeHa NOCTUHjeKLMjCKa YKOYEHOCT AeCHOT KONeHa;

4. [leKCTPOKOHBEKCHa IEKOMMeH30BaHa FpyAHO-ClabuHCKa
CcKonvo3a ca cnopefHom fepopmaLijoM rpyAaHOr KoLwa;

5. MeHTanHa 1 petapaaumja pacta v TexKnHe.

Mocne nocTaBbaka AnjarHo3a, ogpeheHe cy etane xupyp-
LIKOT neyera. Kao npBo, n3BpLueHa je Mobunmsaumja gecHor
KoneHa Jynetosum (Judet) [1] noctynkom (Cnvka 9) jep ce cma-
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Tpano Aa cTajakbe 1 xodame npefcrasbajy npuopurer. [1o-
cne onepauuje gobrjeHa je dpnekcumja fecHor KoneHa of 90°
(Cnuika 10). Y6p30 nocsie onepauuje nprMeHeHu Cy TpeTMaH
NeKOBMMa 1 CNIOXKeHW Nporpam Gr3snKaaHe Tepanuje, Koju ce
€acTojao ofj eneKkTpoTepanuje, Macaxe, KUHe3nTepanuje, Xu-
ApOKUHe3uTepanuje 1 pagHe Tepanuje.

Mporpam enekTpoTepanuje (Cnuka 11a-d) ce cactojao y
npumeHu cTpyje Hucke dpekseHLMje (MpaBoyraoHu TOK) 1
cpearbe ppekseHuyje (KpoLoBu TOKOBM) Ha HUBOY XMMOTPO-
duuHux rpyna muwmnha 6ytuHe — quadriceps femoris, triceps
surae, ca MOTOPUYKU CTUMYNaTUBHOM ynorom. KopuwwheH je
nyn3aTuiHy yNTpas3ByK 360r cBOje aHanreTuuke yrnore v crno-
cobHocTy onywTarwa muwmrha. MprmereHa je pyyHa, Bna-
Ha Macaka 3a onylTare muwmnha, Kao 1 BacKynapHa ma-
ca)ka yfa v fenosa yaa, Koju Cy NpeTXoAunn OniToj Macaxu
[2, 3]. Cnepwmo je cnoxeHn Nporpam KuHesutepanuje, unju je
LWb ornopaBak CTaTUKe U XOAaka, eBEeHTYalIHO C opTones-
CK1M NOMORHUM CPefCTBMMA, Kao 1 ToHMdMKaLuvja mywrha
caBujaya 1 onpyxaya NoMohy N30MeTpPUjCKMX KOHTpaKLmja
1 aKTMBHUX NMOKpeTa ca HanpeaHum otnopom. Ca ¢pusukan-
HOM TepanujoM ce noyeso NpBe Heferbe Nocsie onepauuje y
605H1YKOj cobu. bonecHuua je n3soamna N3OMeTpPUjcKe KOH-
Tpakuuje muwuha quadriceps femoris v NaCMBHO-aKTVBHE Mo-
KpeTe pnekcurje notkoneHuue (Cnnka 12a-c) [2, 3]. Kopucte-
hn BMCoOKy xopanuuy, 6onecHuua je Bexkb6ana ycTajarbe Ha HO-
re nomohy flomer 3apaBor yaa, npuap:kaBajyhv TexuHy Te-
na nomohy roprix yaoBa. Jleyerbe je HacTaB/beHO y canu 3a
KUHe3nTepanujy, rae je 6onecHuua BexbarbeM NokyLwana aa
1CrpaBy Nomoxaj Tena, 3agobuje KoopanHaLuujy nokpeTa u
MOHOBHO yCnocTaBu xopatbe. Paguna je OpeHkenose (Fren-
kel) [4] Bex6e (Cnuka 13a-b) n xogana nomohy xofanuue, ca
6narvm npugpxaearem Ha orneprcaHom yay (Cnuka 14).Y Ha-
CTaBKy Jleyetba Xofarbe je 06aB/baHO BaH cane, Ha XO4HNKY,
Y3 BM3YyeNHy KOHTPOJy NonpaBsbatba NosoXaja Tena n Kkopa-
yatba. MNocTeneHo je Bexb6ana xopame y3 CTeNeHnLEe Nomo-
hy wraka 3a npugpxasarbe (Cnnka 15a-c) [31.

McToBpemeHO je BplleHa npunpema gpyre etane xupyp-
wKor nevera CynamoBom (Sulamaa) [5] TexHnKom 3a ToTan-
Hy annasunjy pagaujyca, Koja ce cacToju y TpaHCno3numju yn-
He. [lpeonepauroHa Npunpema 3a Apyry eTany cacTojana ce
y NpYIMeHV eneKkTpoTepanuje 1 Nyn3aTuiHOr yNTpasByKa C aH-
TaNrMYHOM YNOroMm, Macaxe v KuHesutepanuje [2, 3]. Apyru
Aeo du3mKanHe Tepanuje npencTaBbano je kopuwhere um-
TaBOr Tena 3a IHEBHE aKTUBHOCTH, LUTO NPEeTrocTaB/ba 1 KO-
puwhetbe 06a roproa yaa.

Mocne npBe eTane XMpPypLLKOTr feyerba Y NpYMereHor
cnoXxeHor nporpama ¢yHKUOHanHe ¢ur3nKaaHe Tepanuje,
Kof bonecHuLe je JowWo A0 Cy36ujatba YKOUEHOCTW feCHOr
KoneHa, Ao nobosbluatba cTajatba (Cnuka 16a-b) v xopara 6e3
OC/IOHLA, Kao 1 Bpahatba OCHOBHMM CBaKOLHEBHMM aKTUBHO-
CTVMa, YKibyuyjyhn n kopuwhere roprwunx yaoBa 3ajeHo.

ANCKYCUIA

EKTpomenuja je KOHreHUTanHa aHoManuja HefgocTaTKa jea-
HOT UMW BYILLIE eKCTPEeMUTETa UV FUXOBUX AEST0BA, @ OANNKY-
je ce 3aycTaB/barbeM pa3Boja yaoBa Uy amnyTaumjama ycnes
AMHMOHCKMX M3pacinHa 360r HeAOBObHE KONMYMHE MI0[0-
Be Bofe [6]. 3aycTaB/batbe Y pasnmuntum ctagujymmma pas-
BOja yAoBa y NpBMM Hederbama (4-8 Hepgerba) yHyTapmate-
PUYHOT XMBOTa pe3ynTart je AenoBakba PasnnMumTrx dpakTo-
pa (TepaToreHnx, MexaHnyKyx, BaCKyNapH1X) WU FeHeTCKNX
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MyTaLja n XpOMO30MCKUX abepaLiuja, Koju AoBoAe Ao anna-
3uje, OAHOCHO XMMomnnasuje yaoBa y NoTnyHOCTU UW NMOHe-
KMX KOCTHUX cermeHarta [6, 7]. Hajuewhu TepaTtoreHn dpakTo-
pu cy: Tanmaomug, mmusonpocton (aHanor ET npoctarnaHau-
Ha) [2] 1 anKoxon KOH3yMupaH y NpBOM TpomMeceyjy TPYAHO-
he, uMToCTaTNLM 1 Ba3OKOHCTPUKTOPU [6, 7]. Brioncuja xopu-
OHCKMX pecuua y NpBux AeceT Heferba TpyaHohe 1 Kngame
aMHVIOHa NPefCTaBrbajy MexaHUuKe pasnore 360r Kojux Moxe
nohu go ektpomenuije [6, 71. Y reHeTcke nopemehaje Koju Mo-
ry AOBeCTU [0 eKTpomenuje ybpajajy ce: peLiecBHe MyTaLu-
jereHa (PobepTcoB cHAPOM, peLiecriBHa ayTO30MHa TeTpaa-
Menuja, TeTpaamenuja Be3aHa 3a X XpOMO30M), AOMUHAHTHe
MyTaumje reHa (XonT-OpamoB CHAPOM), XPOMO30MCKe abe-
paumje, Kao WTo Cy Tpu3omMuja 8 1 M3oCcTaHak cermeHTa 7q22
ca gyror gena xpomo3soma 7 [6, 7].

[ocToju HEKONMKO BpCTa eKTpoMenuje, y 3aBUCHOCTY Of
cTeneHa v Tvna owTtehera yga. Y rpyny C nonpeyHnm oLTe-
herrMa ybpajajy ce: ToTasiHa eKTpomenuja, poKomenuja v xe-
MuMenuja. Hajtexun obnvk npeactas/ba ToTanHa eKTpoOMenu-
ja nnun amenuja, Kojy oanvKyje n3ocTaHak jeHor Uimn Heko-
NNKo ypoBa [6, 7], a Koja je peTKko jegHocTpaHa. [Tose3aHa je
Ca X1MonnasunjomM ckanynapHor obpyya, OfHOCHO ca Aedop-
Maunjom Kapnuue [6, 7]. NMpesaneHuynja amennje je 0,04-0,15
Ha 10.000 nopohaja. Dokomenuja npeacTaBsba 06K eKTPO-
Menuje Koju obenexaa 130CTaHaK PU3OMESNjCKOT, O4HOCHO
cpenmer cermeHTa. Pyka, 0JHOCHO Hora Mory 61T HOpManHo
WM HeHOopManHo passujeHe [6, 7]. Mandopmauuja je yrnas-
HOM 060CTpaHa 1 CUMeTPUYHaA. XeM1Mennja ce oannKyje not-
NYHUM WU ENUMUYHMM N30CTaHKOM aKpOMENUjCKor cer-
MEHTA, a MOXKe 61TV nonpeyHa nnn y3gyxHa aHomanuja [6,
71. Y y3oyHe 06nuKe eKTpomMenuje CBPCTaBajy ce NoTnyHa
VNN AgeniMmnyHa annasuja 1 Xxunonnasuja cpefHe KocTu jea-
HOT of1 y10Ba — paAujyc Unu ynHa, Tnbuja unu ¢ubynall, 7, 8].
Y 3aBrCHOCTU of owTeheHOor cermeHTa, y3ay»KHe aHomanvje
Mory 61T cnosbhe — ca nopemehajem ynHapHor nyKa, OfHO-
CHO nyKa ¢prbyrne, n yHyTpallke — ca nopemehajem pagujan-
HOT JlyKa, OAHOCHO nyKa Tn6buje [6, 8]. AHOManuje yaoBa Koje
ce jaBJbajy Y eKTpOMeNnuju mory 6utu nsonosaHe nunu npahe-
He ApyrM aHoManujama n manpopmauujama — palatoschisis,
Mandpopmaumje pebpa, mandopmaumje nobare, aHoMmanunje
HeypoHcKe LeBu, bybpera nnn gnjadparme, kKupockonmosa
n dy3uja pebapa [8].

MpeHaTanHa gujarHo3a ektpomenuje je moryha, a cTaH-
JapAHN METOA je nperneq ynTpasByKoMm, FAe ce MoXe youu-
TN HepoCTaTak UM He[OBOSbHA Pa3BUjeHOCT AenoBa YA0Ba
[9]. AKo ce TakBa aHOManwvja NPUMeTH, Tpeba NPOLLEHUTA Yn-

TaBy aHaTomujy deTyca [8]. 3a nocTaB/batbe AnjarHo3e Kopu-
CHa je 1 fieTarbHa aHaMHe3a y Be3u ¢ n3noxeHolwhy majke pa-
3HVM TepaToreHVM GpakToprMa, HapoUunTO Y NPBOM TPOMe-
ceujy TpyaHohe, anun 1y Be3n ca 34paBCTBEHUM CTakbeM Maj-
Ke 1 reHeTcknm nopemehajuma y nopoauun [8]. Mocne no-
pohaja HefocTaTak yioBa ce MOXe NPUMEeTUTN jeHOCTaB-
HUM npernefomM HoBopoheHYeTa, anun cy PaanoNoLLKK, X1-
PYPLIK/ 1 064YKLMOHW Hanasu HeOMNxXoAHW 3a yTephrBarbe
TayHor Tuna aHomanuje [10].

Pa3Hu obnuum ekTpomenuje ce Mopajy pasnnkoBaTt of
Apyrux nopemehaja y KojuMa ce Takohe gujarHocTrKyje ckpa-
here yaoBa anu ca NnocTojarbem CBMX KOCTHYX CErMeHaTa, Kao
1 o axoHAponnasuje n osteogenesis imperfecta [8]. EkTpome-
NInja ce MOXe jaBUTW y OKBUPY APYI1X CIIOXKEHNUX Niyprmar-
dopmatmeHMx nopemehaja, kao wro cy: ®aHkoHwjeBa (Fan-
CONi) annacTYHa KOHIeHWTaHa aHeMuja, TPOMOOLMTONEHN-
ja c 06ocTpaHUM n3ocTaHKoM paaujyca u nopemehaju ca re-
HeTcKuM npeHocom (XonT-OpamoB cuHapoMm, PobepTcoB cuH-
APOM, ayTO30MHO peLiecBHa WY TeTpaamenuja Be3aHa 3a X
XPOMO30M).

MporHo3a oBor KoHreHuTanHor nopemehaja 3aBucu of pa-
HOr NoCTaB/baka AnjarHo3e 1 NoyeTKa neyera, Kao 1 of no-
BE3aHOCTV Ca APYrMM aHOManunjama v KOHreHUTanH1M man-
dopmaumjama [10]. Y npeBeHumju mandopmaumja cmatpa ce
[a je of U3y3eTHe BaXXHOCTM 13beraBambe n3naraka repatore-
HUM daKkTopmMa y TpyaHohu. Tepanmjcko noHallame 3aB1Ucn
01 OAMAKNOCTU TPyAHONE Yy TPeHYTKY NnocTaBsbatba AnjarHo-
3e 1 TeXnHe aHomanuje. AKO Cy y NuTamy TellKke aHoManuje,
npekug TpyaHohe je Tepanujcku nsbop 6poj jesar [10].

Kapa je pey o geun c akpomesnivjom, Wb neyersa je cMatbe-
e CTaJIHOT MHBaNUAuUTeTa U fobujatbe 1 ogpxaBame OyHK-
LIMOHANHOCTU YI0Ba, KaKo 61 ce No6osbliao KBaNUTET XIBO-
Ta. OyHKUMOHanHa Gpr3mKanHa Tepanvja BpLUKY Ce joll y HeOHa-
TanHOM nepuogy, He NpeAcTaB/ba MHBA3VBaH TPETMaH 1 MOXe
ce 0b6aB/baTy 3ajeHO ca NneyereM nosesaHux nopemehaja. Ko-
PEKTUBHE XMPYPLLKe MHTEpPBEHLWje Mory ce 06aBuTy Beh y np-
BUM MeceLMmMa no poherby, mehyTum, npenopyuyje ce aa To 6y-
Je nocre 6-18 mecewn. 3a Texe 0b6NMKe eKTpOMenuje NoTpe6-
HO je HEeKOJNIMKO eTana XMpypLIKor nevera. PusmkanHy Tepa-
nujy Tpebano 6y noyeTn ybp3o nocne onepauuje. PagHa Tepa-
nvja Takohe je yKIbyueHa y CnoxeHy cxemy fiedersa [10].

Kpajru uurb neyera 6onecHmKa ¢ EKTPOMENMjOM je CMa-
tbetbe CTanHor nHBanuanteta. OrsmnkanHa Tepanuja urpa
BAXKHY YJIOTY Y OfipKaBaky 1 Nobosbluakby NOKPET/bUBOCTH
3rnoboBa, a BPLM Ce npe onepauuje 1 ybp3o no OKOHYamy
XMpYpLUKOr neyetba [10].

* Pykomnuc je ocTaB/beH YpeguuiuTsy 26. 1. 2007. ropune.
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