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KAMIITOMEINYHA OUCIITA3UJA - ITPUKA3 BOJIECHUKA

Pagmmna KOLIY, buwpana MEHO!, Cnoboganka TPKOBURY, Mumutpuje HUKOJINRY,
Cunsuja CAJUIRY, Jenena VIJINR!

'YHuBep3uTercKa fiedja KIMHUKaA, beorpan

KPATAK CAOPXA)J

KamntomenvuHa (kamnomenuuHa) Ancnnasinja je Beoma peTka, Tellka OCTEOXOHAPOANCNA3M]a KOjy OANVIKY]Y BULLECTPYKE KOCT-
He 1 HeKOCTHe Mandopmalivje, ca neTanHUM NCXOAOM Hajuelhe y HoBOpoheHaukoM neproay. TnuyHa aHoManuja npema Kojoj je
CUHAPOM JOOKO MMeE Cy CaBjeHe KpaTke U Ayre KOCTU A0HWX eKCTPeMUTET], Hajuellhe Gemypa, LWTo ce MaHWUdeCTyje KpaTkuM 1 ca-
BMjeHMM HOrama. YayOrberbe Koxe Ha Npefirb0oj CTpaHu NoTKoNeHwLe je Takohe obenexje oBor cuHapoma. Hajtexu obnuum ce Ha-
cnehyjy ayTo30MHO OMUHAHTHO, MyTaLIMjOM reHa Sox9, Koju Ce Hanasu Ha XpomMo3omy 17, ca CMPTHUM MCXOLOM OfiMax Mo poherby.
Jlakwu obanum HacTajy 6anaHcvpaHom TpaHcaoKaumjom t(13; 17) 1 Hajaye OnucaHuM 1BOTHUM Bekom Ao Tpehe fekage. BehuHa
60necHMKa ca MyLUKMM KapuUOTUMOM UMa KeHCKI deHoTuN. MpUKasyjemo Cydaj »eHCKor HOBOpoheHuYeTa 13 nopopuLe 6e3 KoH-
CaHrBUHUTETa KOJ KOje Cy YOUeHM TUMMYHM 3HALW KaMNTOMeNVYHe AUCnnasuje, Ca MarnoM TeIeCHOM LyXMHOM (46 cm), MakpoKpa-
Hujom (06mM rnase 39 cm) 1 LONMXOKPaHW]OM, XuapoLiedanycom, KpaTkim Tpynom v Horama. OCKM Tora, FpyAHM Kow je 610 y3ak, a
[0tV eKCTPEMUTETY CaBMjeHN, GanaHre Ha pykama 1 Horama KpaTke; 3abenexeHa je xunonnasuja Hokara. YoueHu cy: Benuka npes-
Hba GOHTaHEeNa, Masno 1 PaBHO ULIE, XNePTENopy3am ounjy, BEIMKO Yeno, yrHyTa, Wipa 6asa Hoca, pacLien Henua, M KPOorHaTuja,
ywm ycaheHe HIMCKO 1 No3aan. Ha npearboj cTpaHu obe noTKoneHuLe je ynaambmeo TUNMYHO yaybrberbe koxe. Ha perareHorpamy
KOCTWjy youeHe cy cneaehe npomMeHe: KpaTku, aHTEPUOPHO CaBuMjeHr Gemypw, XMnonnasuja Kapavue, BpaTHUX NpLIbeHoBa 1 lona-
TWUa, jenaHaecT napu pebapa Koja Cy yCKa, NyKcauuja KykoBa. KaprnoTun je 61o HopmanaH, xeHcki, 46, XX. On pohetba aeTe je 60-
N0BaNO off MHCyGULMjeHLmje ArcajHmX OpraHa, koja ce NoCTeneHo noroplasana 1 Aosena Ao CMPTY APYror AaHa No pobhetby, kao
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LWTO Ce OMUCyje Ko OBMUX 6onecHuKa.
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YBOJ

CriopajyraHy onmcy 60/1ecHIKa KOJI KOJUX Cy yodeHe
ommke Kamnromennyee pucivrasuje (KJ) Hamase ce 'y
JINTEPaTypU Y IIPBO;j IIOJIOBUHMY ABaeCeTOT BeKa Y OKBIU-
Py €HTUTeTa IO3HATOT Kao ,KOHI'€HUTA/IHA VICKPUB/bE-
HOCT fiyrux KocTujy”. IIpBu 3aceban ommc cy objaBumm
MInpaurep (Spranger) u capaguunyu 1970. roguse [1]. Ka-
CHHje cy 00jaB/beHM yITTaBHOM IIOjelNHaYHI CIy4YajeBU
[2]. ¥ cxopuje BpeMe objaB/beHa je cepuja off et 6ore-
CHIKA KOjii Cy IpeXXuBey HoBopoheHauku nepuog, [3],
Kao U CTydvaj orja 1 hepke ¢ paiMoIONUIKNM U TeHETCKIM
sHanuma KJI [4]. Hasus cungpoMa — KaMIToMennyHa
AUCITa3uja — IOTUYe Off TpUKe pedn campto, MTO 3HA-
41 KPUBUHA, U melia, to 3Haum ekcTpemMuteT. CUHOHM-
M Cy: KaMIIOMe/IM9Ha AUCIUIa31ja, KAMIIOMe/TIYHA 130~
CTO3a, KAMITOMEIMYHN CYHAPOM, KAMITOME/IVYHM T1a-
Ty/bacT pact (eHrn. dwarfism).

K] je Hajuemhe /ieTamHO TeHETCKO 060JbeIbE C Te-
IIKVMM aHOMa/IijaMa YIJTAaBHOM KOCTHOT, /I ¥ HEKOCT-
Hor cucrema. HajpakHuja aHomanuja, mpemMa Kojoj je
CMHJIPOM 1 JOOMO MMe, jecTe 3aKpUB/bEHOCT OB UX eKC-
TpeMuTeTa Koju cy obuyHo ckpahenn. Onmucyjy ce MHO-
re IIPOMEHe, ITpe CBera Ha KOCTHOM CUCTEMY, aJIi M OCTa-
JIVM CUCTEMVIMA U OpTaHMMa:

. I7aBa: Makpoledanuja, TOTUXOKPaHMja, BeNuKa Impe-
I1ba QOHTAHeNa, BE/IVKO, BUCOKO 4eJI0, MUKPOTHATH-
ja, MaJjio, paBHO /IM1ie, XUIIEPTEIOpMU3aM O4Hjy, yCKe
rime oculi, HUCKO TTOCTaB/beHE yIIHE IIKOJbKE, YTHY-
Ta 6a3a HOCa, pacliell Helmlla;

« TPYIL: KpaTaK U y3aK 'PyJHM KOLI 3BOHACTOT 0O/MMKa,
XMIIOI/Ia3uja JIOTATUIA, yCKa pebpa, M30CTaHAK MU-
Hepasusaliyje rpyAaHe KOCTH, jeflaHaect mapu peba-
pa, XUIOIIACTUIHY, €160 0CU(PUKOBAHY I{ePBUKCHI
IPII7beHOBN, KM(OCKOMN03a, yCKa Kap/nIia;

« eKCTpeMUTeTH: CybryKcaluja KyKoBa, KpaTke aaH-
re LIaKe I CTOIA/IA, UCKPKB/beHN demyp, Tibuja (aH-
TepropHo) u ckpahena ¢ubyna, ekBuHOBapyc momo-
Kaj CTOMAJIa; M30CTAaHAK OCU(UKALIMje TPOKCUMATI-
HOT ferta Tibnje u fucrante enudunse pemypa; 3a0-
CTajarbe 30Ha en(U3HOT PacTa;

« YHYTpAIIBJ OpPraHu, XPCKaBUIIA, MeKa TKIBA: yPO-
hene mane cpua (oTBOpeH ductus arteriosus, BEHTpU-
KyJIapHO cenTanHo omreherbe, KOapKTalyja aopTe),
xumnortasuja mwiyha, 6poHxXoManaluja; reHUTaTHNA
TPAKT: MYIIKY KapUOTHII KO (PEHOTUIICKY YKEHCKOT
meteTa (pa3Boj jajHuka, MunepoBux KaHana, BaruHe 1
MaTepulie); yPUHCKU TPAKT: XUAPOHeDPO3a, XUAPOY-
perepu, MefiyapHe 1jucTe 6ybpera, IIOMepyIoLUCTe;
LepebpoCcHAIHe aHOMAIH]je: XUAPOoLedanyc, Iom-
TUpuja, M30CTaHAK 0/I(PaKTOPHOT TpaKTa WK 6yn6y-
ca, XUMOTOHUja, ynernyhe (,pynnia”) Ha npenmoj
CTpaHU HOTKOJIEHNI[A;

o OIIIITE IIPOMEHE: MajIa TeJleCHA JY)XXMHA Ha pohemy
(35-49 c¢m), maTy/pacT pacT, 4eCTO MaJjla TelleCHa Maca
Ha pobemy, momxupaMHNOH Kox 30% obomenux.
Hacnebusame K]I je ayT030MHO JOMMHAHTHO, C NHIIN-

mexnyjoM 1:10.000 >xuBopobene pene [2]. Y3pok je my-

Tanuja reia Sox9 Ha xpomosomy 17 (17924,3-925,1) [5].

ITourro 0Baj reH Kopypa pasBoj TECTICA, 300T XaITONH-

cydunyjennnje, Kox 75% reHeTCKY MYIIKe fielle pasBU-

jajy ce >xeHcke reuuranuje [6, 7]. Ilporenn Sox9 Takobe
nupektHO peryauute COL2A1 (xonaren tun II), xoju je

HeOIIXO/[aH 3a AudepeHLnjalnjy XoHapounTa 1 GopMu-

pambe xpckasuie [6-8]. Kox manor 6poja 6omecHnka Ha-

cTaje bamaHcupaHa TpaHcnokanyja t(13;17), kaga cy de-

HOTUIICKe OJI/IVKe 3HATHO O7axke, a mporHosa 6oma [3].

O6jaB/beH je IpuKa3 60/mecHMKa ca TerKuM obmkoM KJT

KOjM je yMpO HEKOJIMKO JiaHa 110 pobemby ca de novo penu-

IIPOYHOM TPaHC/IOKaNVjoM, 46, XX, t(5;17)(q15;925) [9].
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K]I ce cMaTpa TelKoM KOCTHOM JVICIIIa3VjOM KOja JIo-
BOJM 10 cMpTH O0JIeCHUKA. [ TaBHA KOMIUIMKAIIVja je MH-
cypuumjeHnnja JUCajHUX OpraHa 300T Major IPYLHOT
KOllIa, TpaxeoOpoHXOMaIalyje, XUIoIiasyje miyha u gu-
cajHux nyrtea. OHa je y3pok cMpTy Hajuemthe y HOBO-
pobenauxom nepuony. Mebytum, 5-10% HoBopohenya-
IV TIPeXXVBY, @ HajAy>KU OIMCAHM XMBOTHM BeK OMO je
20 ropmHa [3], Maga ce Bepyje fa MMa JOCTa MPEXMBEINX
6onmecHrnka ¢ makumm obnvkom KT koju Huje gujarHo-
CTMKOBAH I Jia je Ipe>xuB/baBabe Behe. Kox oBux 6oe-
CHIUKA jaBIbajy ce IIPobIeMI ca TUcambeM, y3UMambeM Xpa-
He, acCTIMpanjoM, nHdeKunjama gucajanx oprasa. Yectu
Cy 1 KOHAYKTUBHO oluTeheme cyxa, OfIoXKeH MCUXO0-
MOTOPHI PasBoj 1 Kapujec 3y6a. OpToreficke KOMIIIN-
Kallyje Cy IPOrpecuBHa, TelIKa K(POCKOII03a, eKBIHO-
BapyC [I0/I0XKaj CTOIAIA, CyOIyKCcalyja Min JUCIOKALN-
ja KyKOBa, KPaTKJ/ MICKPUB/bEHY eKCTPEMUTETH, KOjI 3aX-
TEBajy /IeYerhe.

IudepeHnyjanay [yjarHo3y 4iHe TAHATOPOPUYHA U
Me30oMeNMnYHa AuCIIasnja, xunodocdarasuja, Pobepr-
COB CHHJIPOM U osteogenesis imperfecta. lujarHosa ce mo-
CTaB/ba Ha OCHOBY TUIIMYHMX aHOMasIuja KOCTHU)Y Koje ce
youaBajy Ha peHATeHOTpamy, ylernyha Ha MOTKo/IeHNIa-
Ma 11 OCTA/INX OMMCAHNX MOPQOJIOIIKIX ofuKa. [Jujar-
HO3a ce MO>Ke TIOCTaBUTH U ITpe pobema freTeta momohy
yntpassyka [10, 11]. Ykonuko je Beh sabenexeno obone-
Barbe HeKor 4aHa nopopute o, K] ca okasaHoM MyTa-
[1joM reHa Sox9, mpeHaTanHa fujarLosa je Moryha amun-
OLIEHTE30M U OMOIICHjOM XOPMOHCKIX IyIIHUIIA.

ITPMKA3 BOJIECHUKA

ITpuxkasyjemo >keHCKo HoBOpoheHdYe poheHo y TepMu-
HY KOje je mpe6adeHo 13 pernoHaaHe 6OMTHNIlE TIeT CaTh
o pobemy. Ebenn poanresu — mmaan, 3gpasn, 6e3 Bu-

CJINKA 1. PeHareHcKn CHMaK KoCTujy Tpyna HoBopoheHYeTa ca kamr-
TOMENNYHOM AUCTNA3NjOM.
FIGURE 1. X-ray of the neonatal trunk with camptomelic dysplasia.
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JUbUBUX aHOMa/IMja ¥ IPOCEYHE MHTETUTEHIIMje — HEeTH-
paIV Cy KOHCAaHIBUHUTeT; CTapuju 6pat HoBopobeHe fe-
BojunIle 6110 je y3pacTa off YeTHPH TOAVHe U 31paB. [eTe
je M3 ipyre HeKOHTpoONMCaHe TpynHOhe, mopohaj je 3aBp-
IIeH apCKVUM Pe30M, HoNMXupaMHnoH. Ilapamerpnu Ha
pobemwy: TenecHa TexxuHa 3,2 kg, TenecHa gy>kuHa 46 cm,
061M rmaBe 39 cm, 06uM rpygHoOr Koura 31 ¢m, 06um ab-
momeHa 30 cm, Anrap ckop 5/7/7. Yodenu cy: nonuxo-
KpaHMja, BeNNKO, BUCOKO Ye/I0 Ca Ma/IMM 3aPaBIEHIM
JIMIieM, MUKpOTHaTjoM. Bennka donranena 6una je Be-
nnanHe 5X5 cm, rime oculi cy 6ue ycke U pasMakHyTe,
6a3a Hoca je 61y1a yrHyTa U LIMPOKA, VI Cy O1Ie Iolie
MofieNMpaHe, IO3aA1 1 HUCKO ycabeHe, Ha 3afibeM Je-
JIy HeTIlja YOUeH je pacLell, Bpart je 6uo kparax u gebeo,
a 110 TPYII, HOCeOHO IPYAHM KOIIL, BEOMa y3aK I KpPaTak.
Hucame je 6110 4yjHO, AN OTEXAHO, Y3 YIOTpeOy IIO-
MohHe fiucajHe MyckymaType. ['enuranmje cy 6uae Hop-
MajIHe. YO4YeHa Cy MaJia, TUIIMYHa ylernyha koxe ¢ obe
cTpaHe mpetubujanHo. Pes equinovarus oboctpano. /s-
pakeHa XUIIOTOHMja.

YobuuajeHe aHanuse 610XeMIjCKMUX ITapaMeTapa, KpB-
He CIIMKe U ypuHa 6uie Cy y TpaHMIjaMa HOPMayTHVX BPef-
HOCTH. Y TACHUM aHajM3aMa KpB) Ha II0YeTKy je yTBphe-
Ha MEIIOBMTA, a IOTOM PeCIMpaI[MOHa allM03a Ca TeH-
JIeHIIMjoM Ioropirama. KapuoTun: HopmanaH eHCcK, 46,
XX. VnTpasBy4HM Ha/mas je yKa3ao caMo Ha xuppoueda-
JIyc ca 671aro IpoLIMPEeHNM TaTepaTHIM KOMOopaMa; Huje
3abenexxeHa MOpGOIOLIKa AaHOMAINja BUCLIEPATHUX Op-
raHa. Penpirencku canmun Tpyma (Cnuka 1) n ekcTpemu-
teta (Cruka 2) cy motBpammu gujaraosy KJI: Mmamm u ysax
rpysHM Kot ca 11 mapu yckux pe6pa. Cxarmyie 1 BpaTHU
IPI/bEHOBYU Cy XUIIOIIACTUYHM. Kapuiia je ycka, Xuro-
wiactiyHa. JIykcanuja kykoBa. KocTy ZOmIX eKCTpeMu-
Teta cy kpahe, 06a demypa cy caBujeHa Harper.

Y mammeM TOKy 60/ecTH JIOLIIO je O MOTOpIIarmha
(dyHKIIUje AVCcajHMX OpraHa M CMPTH JieTeTa APYTOT Ja-

CJTINKA 2. PeHareHCKM CHUMaK KOCTU]Y AOHUX EKCTPEMUTETa HOBOPO-
HeHyeTa ca KaMnTOMeNMYHOM ANCTA3njoM.

FIGURE 2. X-ray of the neonatal lower extremities with camptomel-
ic dysplasia.
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Ha 110 pobemy. C 0031poM Ha MHOTe aHOMaJIje U IIPOT-
HO3y 60/ecTn, HUCY TIpefiy3eTe arpecyBHe Mepe peaHu-
Maryje. O6yKIIMja je ITOTBpAMIIA IUjarHO3Y.

IOVICKYCUJA

[IpBu Iy T y HaLIOj 3eM/b) 00jaB/byjeMO CTy4aj HOBO-
pobenuera ca K]I. Ko mera cy yrBphene cBe Tunuye
(eHOTHIICKe OfITMKe CUHIPOMA KOjU Ce OIICY]y y JInTe-
patypu [2, 3]. To cy temke mandopmariyje KOCTHOT CH-
creMa IJIaBe, TPyla U eKcTpemureTa. Hajrunumanuju u
HajIIPETIO3HAT/bYBHjI 3HAK, II0 Y€MY je CUHAPOM U J06110
M€, jeCTe CaBMjE€HOCT KPaTKUX JIOIX eKCTPEMUTETA 3a-
jelHO ca JyruM KocTuma. Pes equinovarus je Takobe 3a-
6enexxer. Ha mpenmboj crpann obe Tubmje yodeHo je Tu-
maHoO yrerayhe xoxxe. [opmy eKCTPEMUTETH CY TaKo-
be 6umu KpaTkm, ca KpaTkuM (anmaHrama 1 XUIoTIasm-
joM HokaTa. JleTe je umano u ocrane sHake KJI [2-4] Ha
IJIaBY, TPYILy M eKCTpeMuteTyMa. To ¢y: MaKpOKpaHu-
ja ¥ HONMMXOKpaHIja, Be/uKa Ipefmba GOHTaHea, Be-
KO 4eJI0 Ha padyyH MajIoT PaBHOT JIMLA C pa3MaKHYTUM U
BeOMa YCKVMM OYHMM IIpOpesyMa, yTHyTOM 6a3oM Hoca,
cmabo pasBMjeHOM MaHAMOYIOM, PaclelloM HeIIIa; JI0-
Ille MOJieMpaHe yIIHe IIKO/bKe ycaheHe HIMCKO 1 TTO3a-
M, Kao LITO ce OINCYje Y OBOM CUHIpoMy. BpaTHu mp-
IUbEHOBY Cy OU/IU XUITOIIACTUIHIL.

Ha peHAreHCKMM CHMMIMMA TPYyIIa U eKCTpeMuTeTa
Halre 0OJIeCHNUIIE, IITO je K/bYYHO 3a ITOCTAaB/batbe [U-
jarHO3€, TaKO Ce YO4YaBajy TUIIMYIHE KOCTHE JIe31je OBOT
CUHJIpOMa: Y3aK U KpaTaK IPyfiHM Koul, 11 nmapu Beoma
yckux pebapa. Ckamysie ¢y xunonnactudse. JIykcanu-
ja xykoBa. Koctu momux excrpemnrera cy Kparke. Oba
demypa cy caBujena anTepmopHo. CTomana cy y eKBu-
HOBapyC MONI0Xajy.

Hosopobende je mMamo HOpMasHy TelecHy Macy 3a
Y3PacT; OIIMCHU U3 IUTePaType TOBOPeE /ja OHa MOXKe OUTH
HOpMaJIHa Wiy cHIpKeHa [2]. Ca moganyMa 13 IuTepary-
pe y CKIIafiy je ¥ CMarbeHa TelleCHa Iy KMHa Ha pobemy of
46 cm, koja je kox HoBopobhenuany ca KII 35-49 c¢m (2, 3].
OO6pyKIMOHY Ha/la3 HUje IOTBPAMO CTPYKTYpHE aHOMa-
JMje eHTPaTHOT HEPBHOT CUCTeMa 60JIeCHUIIE, Kao IITO
Cy ONMUTUPYja, N30CTaHaAK 0/1aKTOpHOT Oy10yca, OK je
notBphen xuaporedanyc, Koji je OTKPUBEH YITPa3By-
KoM. Hacynpor Tome, yodeHa je nspakeHa XUIIOTOHNja,
Koja ce Moxe jaButu kop KJI. Vako ce oHa omnucyje kao
MaHudecTanuja 0BOr CHAPOMa, BEPOBATHO jOj je JOIIpu-
Hejla mepuHaTanHa achukcuja Oyayhu na je gere umano
Hu3ak Anrap ckop Ha pobemy (5/7/7). ITpema nofaunma
U3 JINTeparype, jefHa TpehnHa HoBOpoheHYanu nma Ma-
HY Cplia TUIIAa BeHTPUKY/IAPHOT U aTPYjATHOT CEITaTHOT
omrehersa u oTBOpeH ductus arteriosus [2, 3]. Kop Hame
6omnecHMIle HIUCY YTBpheHe aHOMauje y TOM CMUCITY, Kao
HJI aHOMaJIyje TeHUTOYPUHCKOT cucTeMa (XxupmpoHedpo-
3a, XUIPOypeTep, XuIomnnasuja 6yopera).

Kop naie 6omecHutie je 3abenexeH GpeHOTUIICKM U3-
I7Ie] HOPMa/IHUX KEHCKMX TeHUTaNNja, ca HOPMaTHUM
JKeHCKUM Kapuotunom (46, XX). To, mpema nofanyma
U3 TUTepaType, 3Ha4YM fa Ipunazga tTpehnHu 6omecHnKa
Koju HeMajy nopemehaj gudepenmujanuje mona [4-9]. Y
mocan Hajsehoj ommcanoj cepuju koja je obyxsarmia 36
ucnuranuka (3], 73% 6omecHnKa ca MyIMIKUM KapHOTHU-
[IOM MMAJIO je YKEHCKe 1IN aMOUBa/IeHTHe TeHNUTAINje.

Hasxaoct, Hucmo 611u y MoryhHOCTH fija ypaiguMo co-
JKEHMja FeHEeTCKa MCIIUTUBAbA.

ITopemehaj popmupama XpckaBuiie, Tj. TapUHIOTpa-
XeoMasaluja, y3 XMIomnasujy miyha, rpygHor komra u
MMKPOTHaTHja Cy ITIaBHM PA3jIoT HaCTaHKa pecrupariy-
OHOT JIVICTPeca, KOjI Ce jaB/ba HEKOIMKO CaT! II0 pobemy
¥ KOju TIpeficTaB/ba IpUMapHY Y3poK cMpTi. Hasenenn
npobieMy Cy youeHM M Kof, Halle 6ormecHuIe of pobe-
wa. VIHCcypuujeHIja fUCcajHUX OpraHa ce MOCTENeHO
HOTOpIIaBaja 1 OBea 0 CMPTH fiBa aHa 1o pobemy.
Bynyhu na je ped 6uma o CMHAPOMY ca TELIKVMM aHOMa-
JMjaMa 1 JIOUIOM IIPOTHO30M, HUCY TIpey3eTe arpecus-
He Mepe peaHumanyje. My Harpe IOMEHYTOM UCTIUTH-
Bamy [3] 77% melie yMpIIo je y HOBOpOheHauKOM I1epyo-
Iy, a BehnHa y IpBUX HEKOIUKO CaTH.

VHpKoBaHa je IpeHaTaHa AMjarHo3a HoMohy aMHM-
OlIeHTe3e MY 6MOTICHjOM XOPMOHCKIX YyINIfa y Hapey-
HOj TpymaHOhM Majke Hare 6omecHnte [10].

Hosopobhenyan ¢ omycannm aHoManujama ce 36puba-
Bajy U Jiede Y je[lUHMI[aMa HeOHATa/THe MHTEH3MBHE Here,
Hajuenrhe 3axTeBajyhu MexaHNYKY BeHTUIALN)Y.

3AK/bYYAK

Naxo je KII penax, ypobheH, reHeTCK1t CMHAPOM 1 € 06-
3MpOM Ha TO Aa je nHuypeHuja 1:10.000 sxuBopobhene
Iielie, BEpOBAaTHO jé fia je JOoCTa ClIydajeBa KoJ Hac KO-
jU HUCY OTKPMBEHN, OGHOCHO Ipero3Hary. 360r Tora je
Ba)KHO YIIO3HATI Ce C OCHOBHIM 3HAI1Ma OBe 60/IecT.
PeTxu npesxuBenu 60/IeCHUIY MMAjy PeCcIMpaLoHe, Op-
TOTIEZICKe 11 TTIpobIeMe Xparmbera, CTyXa, HeYPOJIOIIKe ITo-
pemehaje, OlT0>KeH ICUXOMOTOPHY pa3Boj. OcuM Tora, y
Hajeehem 6pojy cmydajesa mocroju mopemehaj mdepen-
nujanuje mosa. Cee oBo mokasyje fa je KI myntupncmm-
I/TIMHApaH Mpo6yIeM KOjy 3aXTeBa aHTaKOBame HeOHATO-
7I0Ta, TMHEKOJIOTa, TeHeTUYapa, EHJOKPUHOJIOTA, HEYpO-
7I0Ta, ITy/IMOJIOTA M JieYjer Xupypra.
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CAMPTOMELIC DYSPLASIA - A CASE REPORT

Radmila KOS, Biljana MEDO, Slobodanka GRKOVIC, Dimitrije NIKOLIC, Silvija SAJIC, Jelena ILIC
University Children’s Hospital, Belgrade

ABSTRACT

Campomelic/camptomelic dysplasia is a very rare, severe
osteochondrodysplasia characterised by severe skeletal and
nonskeletal malformations and lethal outcome mainly in neo-
natal period. Characteristic abnormality by which the syndrome
got its name is short, bowed long bones of lower extremities,
most often of femur, manifested by short and bowed legs. Skin
dimpling on tibial anterior side is another prominent character-
istic of this syndrome. Severe cases are inherited by autosom-
al dominant trait, by mutation Sox9 gene on chromosome 17,
with lethal outcome in the first days of life. Less severe forms
of the disease are due to balanced translocation t (13;17) with
life span up to the third decade of life. A majority of karyotyp-
ic males present as phenotypic females. We report a case of a
female neonate, without consanguinity between parents, with
characteristic signs of camptomelic dysplasia with short birth
length of 46 cm, macrocephaly (head circumference 39 cm),
dolichocephaly, hydrocephalus, short trunk and legs. Narrow
rib cage, bowed lower extremities, short hand and foot pha-
langes, nail hypoplasia were noticed. Anterior fontanelle was

enlarged, high forehead, face small and flat, hypertelorism,
low nasal bridge, micrognathia, low set ears, cleft palate, were
found. Characteristc skin dimpling on anterior side of tibia was
present on both legs. Bone X-ray studies presented the follow-
ing changes: anterior bowing of shortened femurs, hip disloca-
tion, cervical vertebrae, scapulas, eleven pairs of slender ribs.
Hip luxation. Karyotype was normal for a female, 46 XX. Respi-
ratory insufficiency was present since birth, exacerbated, and
led to lethal outcome in the second day of life, as described in
the majority of these patients.

Key words: camptomelic dysplasia; campomelic dysplasia;
osteochondrodysplasia; newborn

Radmila KOS

Gospodar Jevremova 56, 11000 Beograd
Tel: 011 324 3250

Faks: 011 268 4672

E-mail: radmilakos@yahoo.com

* Pykomnuc je gocTaBber Ypegauiutsy 2. 2. 2006. rogune.

338





