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MPUKA3 BOJIECHUKA / CASE REPORT UDC: 616.71-007:616.5-007

Apamc—-0OnuBepoB CMHAPOM — NPUKaA3 bonecHUKa

Bnagumup Kybyposuh, Bnagncnas BykomaHosuh, JoaH Kowytih, Carba Pakuh,
CnobopaH lasvikanoswuh, CnobopaH Llynosuh, HuHa Kybyposuh

WMHcTuTyT 3a 30paBCTBEHY 3alITUTY Majke 1 feteta Cpbuje ,[p Bykan Yynuh”, beorpaa, Cpbuja

KPATAK CAAPXA)J

YBop Afamc-OnvBepoB CMHAPOM Ce OANVIKYje KOHFeHWUTaIHOM anJia3unjom Koxe Ha rasu, owTeherbem
KoCTujy ob6atbe 1 TUMUYHUM BedOPMUTETIMA EKCTPEMUTETA.

Mpuka3s 6onecHunKa lMNpukasaHa je neTomeceyHa feBojunLa Koja je Mana MapMopU30BaHy KOXY Lie-
NOr TeNa, C U3parkeHUM BEHCKMM LiPTEXOM 1 CNIETOBKMA BEHa MO KOXK rnase. [lanyesy Ha cTonannma
cy 61 HemoTNyHO GOPMMPaHH; OCTANIUX OCaM MPCTWjy 61K Cy MaTP/bLW. YATPa3BYUYHUM NPernesom
cpua yTBpheH je popameH oBane aneptym. BeHorpadwja je nokasana gedopmricaHe, NpoLIMpeHe BeH-
CKe CyA0Be Ha MOrnaBvHM 1 BpaTy ca fjlecHe cTpaHe. Ha OCHOBY KAMHWYKe CNKE 1 OMCeXHOr UCIUTH-
Batba MOCTaB/beHa je AnjarHo3a Agamc—OnmBepoBoOr CUHAPOMA.

3aK/byyak VIHOVKoBaHa je npeHaTanHa AnjarHOCTMKa y HapeAHUM TpyAHOhama eKCnepTCKUM ynTpa-
3BYYHVM npernefom, npaherem pa3soja nnofa u yTephrBatbemM fepopmuTeTa ekcTpemuTeTa 1 Apy-
rmx aHomanwja.

KmbyuHe peun: Agamc-OnvBepoB cvHApOM; cutis marmorata telangiectatica; aplasia cutis congenita;

aedbopmuTeTr ekcTpemmTeTa

yBOJ

Anamc-Onusepos cuuppom (AOC) je peTko
obo/bere Koje ce Of/INKYje BUIIeCTPYKUM KOH-
reHuTanHuM nopemehajuma. Hajuenthe ce k-
HIYKY MCIIO/baBa KOHT@HNUTATHOM aIl/IasyjoM
KOXXe Ha I71aBM ¢ onrrehemeM KocTHjy mobarme
U TUINYHYUM JileOpPMUTETNMA eKCTPEMUTETA
mnn 6e3 wux [1]. CuHApOM Cy IpBYK OmMCaIN
amepuukn nekapu Anamc (Adams) n Onusep
(Oliver) 1945. rogyHe KO, Tpu reHepariije po-
baka, ykasyjyhu Ha ayT030MHO HTOMUHAHTaH
HauuH HacnehuBama ¢ M3pasuTo MPOMEH/BU-
BOM K/IMHIYKOM C/IMKOM U HETIOTIYHOM IIe-
HeTpaHTHoIhy Meby wianoBuMa mopopmie
[1, 2, 3]. Hocap je ommcano oko 120 crydaje-
Ba oBOT 0bosbema [1, 4]. Ocum Tora, OIMcaHo
je 1 12 6ormecHIKa C HajBepOBaTHIje Ay TO30M-
HO pelieCBHUM Ha4MHOM HacnehuBama |5, 6].
[Iponemyje ce ma je MHIMIEHIIMja OBOT peT-
Kor o6ospema 0,44 o6onmennx Ha 100.000 >xu-
BopobeHnux [7].

3acapm Huje MAEHTU(PUKOBAH TeHETUYKN
MapKep 0BOT obo/berva. ObjaB/beHa Cy iBa paja
y KOjJIMa Cy U3/I0KeHU Pe3y/ITaTy MOJIeKyIIap-
HOTeHeTMYKIUX UCTPKUBaba Ha YKYITHO CefiaM
reHa (ALX4, MSX2, MSX1, CART1, P63 (P73L),
RUNX2 1 HOXD13) xoju UMajy 3Ha4ajHy y/10-
Ty Y pa3Bojy KOCTH]jy T06ambe 1 eKCTpeMUTETa.
Oc1M HeKOMUKO onmnMopdusama, HUCY yTBP-
bene myTanuje koje 61 611e ofroBopHe 3a Ha-
cTaHakK oBOTr obosbema [8, 9].

[TaTrou3NONMOMKY MeXaHM3aM pPasBo-
ja AOC Huje moBopHO no3Hart. [Topemehena
¢dyHKIMja TepuunTa y 3uI0BMMA KPBHIX CY-
JI0Ba ¥ paclleny Ha KPBHUM CY[0BMMa KOju ce
jaBrbajy 13MeDy 1mecte u ocMe Hefle/be eMOpPHO-
HaJIHOT pasBoja (IlpeMa MUIUbebY HEKMX ayTO-

pa, 1 paHuje) omucaHu cy kao Moryhu maro-
¢dusnonomky GpakTopu Koju yTUdy Ha HacTa-
HaK KJIMHUYKMX KOMIIOHEHT! OBOT CHHJPO-
Mma [10, 11].

[Ipema HamMM casHaBMMA, OBO je IPBU
mpuka3s 6omecHuka ca AOC Ha CpIICKOM je3n-
Ky. b papia je 6110 fja ce IpUKaXXy KIMHNY-
Ka obenexxja AOC 1 BIXOBO [T0jaB/bUBAbHE KOT,
IeToMeceyHe JeBOojunIie.

MNPUKA3 BOJIECHUKA

JKencko ofojue je 6mmo 4eTBPTO feTe U3 Ue-
TBpPTe HOPMaJHe U KOHTpO/MCcaHe TpynHohe,
Off pPORNUTe/ba KOjU HUCY Y CPOSICTBY, HOpPMaJIHe
BUCHHE U 3[paBy. Majiiu cy mmpBa ABa jieteTa
6ua u3 mpeTxonHoOr 6paka 1 o6a 3gpasa. Po-
hena cectpa geBojuniie MMana je ABe TOHE U
Takobe je 6mma sgpasa. TpynHoha je 3aBpiuena
CIIOHTaHMM NOpODhajeM y TepMUHY; feTe je ou-
710 Temko 2350 g (1CIof MeTor MeplieHTHIa 3a
y3pacT), [yradko 53 cm (Ha 75. HepLieHTITy 3a
yspact) u ob6uma rimase o 30,5 cm (ucnop me-
TOT NepLIeHTIIa 32 Y3PacT); JOOMIA je OLieHy
9 mpema Amnrap ckopy. Y paHoM HoBopobeHad-
KOM y3pacTy 3abeyexxeHe Cy MHVPEKTHA X1-
nep6unupyob1HeMNja, efeM MO3Ta, KOHBY/I3uje
u cerca nsasBaHa 6axrepujom Staphylococcus
haemolyticus (koaryanasa HeratuBHuM). IIpo-
MeHe Ha KOXKU I7IaBe 6usie cy y BUIY paHa Ko-
je cy ce oTBapase ca CYKpBUYAaBUM CEKPETOM.
VITpasBy4YHUM Iper/iefoM LIeHTPATHOT Hep-
BHOT c1cTeMa yTBpheHo je fia je 1jeo MO3aK Xu-
HepeXoreH ca CIJbOLITEHNM KoMopaMma. IIpe-
Ma TMpaluju, U3ITIEJA0 je 3peuje ¢ Harlalle-
HJM CyZIKycuma u rupycuma. [Ipernegom fo-
IUIep TeXHMKOM YCTaHOBJbEHO je [ja Cy AyOOKu
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KPBHM CY[JOBJ MO3Ta HOPMaJIHOT IIPOMepa I IIPOTOKa Kp-
BU. YITpasBY4YHM IIperiief] CpIia OTKPMO je fia je aTpuja-
HI1 cenTanHy AedeKT y pocu 0BaNIC, OK je IIep3UCTEeHT-
HI apTEPUjCKU AYKTYC XeMOAVMHAMCKY 610 Ge3HavajaH.
Kapuotum je 6mo 46, XX.

Y netoM Mecelry 1o pobemy feBojuniia je, 360r mopa-
harba 1 moBuIIeHe TellecHe TeMIlepaType, IPUM/beHa Ha

Cnuka 1. Cutis marmorata
Figure 1. Cutis marmorata

Cnuka 2. CnneToBU AUNATVPaHIX BEHa Ha KOXW NOrNaBuHe
Figure 2. Dilated scalp veins

Cnuka 3. [ledopMnTETU Ha [LOHUM EKCTPEMUTETAMA
Figure 3. Limb reduction defects
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Ky6yposuh B. u cap. Agamc-OnvBepoB CHAPOM — NpuKas 6onecHrKa

GOJHIYKO JIeYerbe Yy PErrOHaIHY 34PaBCTBEHN LIEHTAp,
opaxie je ynyhena y VIHCTUTYT 3a 3paBCTBEHY 3allITH-
Ty Majke 1 iereta Cpbuje ,,[Ip Byxan Uynuh” y Beorpany
paju fajber NCIUTHBAbA U Tederba. Ha mpujemy je 6mra
cBecHa, aheOpI/IHA, eYITHOMYHA M HOPM/THUX BUTATHIX
¢yHkimja. Maca Tena je 6mma 5400 ¢ (Ha IeToM IepLeHTH-
JIy 32 y3pacT), Ay>KIMHa Tenta 66 cm (Ha 75. mepLieHTUIy 3a
y3pacT), a 06uM rmase je 61o 39,5 cm (M3HaL meTor Iep-
LleHTIIa 3a y3pacT). Koa 1eror tera 6y1a je MapMOpu30-
BaHa (Cruka 1). IIoTKoXXHO MacHO TKMBO 61710 je crabuje
passujeno. [To KO [71aBe je 610 M3paskeH BEHCKI LPTEX
ca crreroBuMa BeHa (Cryka 2), a Ha TeMeHY ce yodaBaia
jemHa BlaXKHa IIpOMeHa. BeHCKu 1pTex je 610 MOIpPObY-
6udacre 60je U y Marb0j Mepy U3PaXKeH MO KOXKI TPYJHOT
Kola i abgomena. [ToraByHa je MMasa cerMeHTe CyBe Ko-
XKe, Koja je Ouia xpanasa Ha gopup. Koxxa ekcrpemure-
Ta je 6ua 3afe6mpana. I'aBa je 6ua yeTBpTacTor 06/M-
Ka, JIMIje CUMeTPUYIHO ¥ OUyBaHe MUMUKe. YIITHE IIKOJb-
Ke 1 Hoc 61 cy npaButHo ycahern u Mopenpanu. Je-
bopMuTETH Ha HOHBUM eKCTPEMUTETNMA Cy OUIIN Y BULY
HETOTIIYHO (pOpMUPAHNX [IaT4eBa I [IATp/baKa [IPeoCTa-
mmx ocam npcrujy (Cmka 3). AycKyaTaTopHM Hajlas Hajt
cpueM u wyhuma 6110 je HOpMasaH. JeTpa U Cle3NHa Cy
ce mannupane y ¢pusnonomknym rpauniama. Crospalime
TeHWTaJIVje XEHCKOT THUIIA, VH(AHTUIHE, OfrOBapase Cy
yapacty. Tonyc munmtha ocoBuHe 610 je 61aro cMarmbeH.
OcTanu HeypOIOLIKY Hajtas 6yo je HopMasIaH.

JlabopaTopujckmm aHamM3ama cy yTBpheHn Hopmai-
Ha KpPBHa C/IMKa V1 HUBOY ypee, KpeaTyHIHa, e/IeKTPOJIN-
Ta, TPAHCAMIHA34, TAKTaTHE AeXIpOreHase i KpeaTuH-
docdokmHase y cepymy. Hamas pyTunckor npernesa ypu-
Ha 6110 je HOpMaJIaH, Kao 1 MeTabO/INIKI CKPYHVHT YpH-
Ha. Pagmorpamu cpua u mryha cy takobe 61 HOpMaTHIL

Pafj10/OIKIM UCIIMTHBAbeM CTOIIA/IA 3aMIaXKEHO je A
cy ¢amanre o6ocTpaHo c1abo pasBujeHe; yodeHa Cy ca-
MO je3rpa OKOIITaBarba ANCTATHUX (aTaHTy CBUX IPCTH-
jy J1eBOT ¥ IIPBOT U IIETOT IIPCTa IeCHOT cTomana. [Ipome-
He cy 61yle y BUAY MEKOTKMBHUX cHHAaKTja. Koctn
Tap3yca 11 MeTarap3anHe KocTu 61te cy Ha 06a cTomaa
HOPMaJTHOT M3I7Iefa.

YATpasBy4IHMUM IpeI/efjOM LieHTPaTHOT HEPBHOT CUCTe-
Ma HICY yTBpleHe matosomike IpoMeHe TapeHxuMa Mo-
3ra, HUTY 3HALM VHTPABEHTPUKY/IAPHOT 1 IIepVBEHTPH-
KyJZIapHOT KpBaperba. KomopHu cucteM Huje 6110 mpoum-
pen. Komop ponnep nperiefom KpBHUX CYA0Ba Ha BpaTy
HIICY yOYeHe [TaTOMOLIKe IPOMeHe Ha MarucTpayTHIUM KpB-
HIM cygoBuMa. Haas nperiefoM KOMIIjyTepru30BaHOM
ToMorpadujoM, HATUBHYU U C MHTPABEHCKOM IIPMMEHOM
KOHTPACTHOT CPEfCTBA, YKa3MBaO je Ha BAPUKO3HO IPO-
IIVpeHe BEHCKE CY0Be MOIIaBiHe (IIPEeTEXHO ca JjecHe
CTpaHe) U fjeCHe MOJIOBJHE Bpara.

ANCKYCUJA

AOC je peTKO MyITUCUCTEMCKO 0060Jbebe KOje 3aXBara
KOIITaHO-3II0OHN, Kap/IMOBACKY/IAPHY, YPOTeHUTAIHA,
XeMAaTOIOe3HN, UMYHCKM U IIeHTPATHM HePBHU CUCTEM
[1]. Kox mpukasaHor »keHckor ofojiera AOC ce MaHM-
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(hecToBaO KOHTEeHUTATHOM aIlIa3njoM Koxke 6e3 omrehe-
B KOCTH)Y 7T00atbe 1 TUIIMYHUM JiehOPMUTETIMA JOEIX
excTpemurera. Hajuemrhe ce ommcyjy HeocTaTak HOKTH-
jy, BUCTATHMX (aaHIU WK LeUX IPCTHU]y, OpaxmiaKTi-
Nuja ¥ CMHAAKTUINja, KOja MOXKe OMTH MEKOTKVBHA VTN
kormraHa. Pebe ce omucyjy HefocTany MeTaTap3aaHUX I
MeTaKapIaTHMX KOCTHUjy MU CTOMAJIA U MIAKa Y L{eUHA.
Iedbopmutern ekcTpeMuTeTa Cy denrhu Ha JOBUM eKc-
TpeMUTETHMA U jaB/bajy ce y 84% crnydajeBa [4]. Konrenn-
TaJTHA aIUIa3lja KoxXe ce jaBrba Kofj, 75% 6o/ecHIKa, a Kof,
64% omnucano je u omrehemwe Koctujy nmobame [4]. Knu-
HIYKM HaJIa3 Hallle 60/IeCHnIIe Y CKIaJy je C Hala3oM pa-
HUje onucaHux 6onecHuka [1, 2, 4, 8, 9].

I[Topen BUIHNX AUIATMPAHMX BEHCKVX CY/I0Ba IIOI/IaBI-
He, BpaTa, IPYAHOT Kollla 1 aboMeHa, KOfj IIPUKasaHe Jie-
BOjuNlle HUCY YTBPDHeHe HIKaKBe IpyTe BacKyIapHe Ipo-
MeHe. YITpasByYHUM IPEIefloM CpIia YCTaHOB/bEH je MH-
TepaTpujaHu fiepeKT cenTyMa Ha pohermy Koju ce CIIOH-
TAaHO 3aTBOPMO, JOK IPYTUX CTPYKTYPHMX aHOMAJINja Cp-
1ja Hyje 6uto. VIHnupeHuja ypoheHux cpuanux anoma-
nuja xox maryjenara ca AOC je 13,4-20% [4, 7]. Y nute-
paTypu cy npukasanu 6onecHniy ¢ mwiyhHuM aprepuo-
BEHCKMM MajdopMaliijama, IITo IOTKPeIbyje 3Hadaj Ba-
cKynmomatyja y maroreresu [11].

Kop 6omecunka ca AOC criopafn4Ho ce OIUCYjy pas-
JMYUTY HeypoJIoLKy opemehaju, a BMXOBO 0jaB/b1Ba-
e je derrhe KOJI ayTO30MHO pelleCUBHOT HauMHA HaCTIe-
buama oBor obomema [5, 12]. Mehy 12 onucanux 6orne-
CHUKA C ayTO30MHO PeljeCHBHIM OOIIKOM, KOJI 0CaM Cy
yTBpheHe MynTHIIIE M KOMIUIEKCHE aHOMasIuje IeHTpas-
HOT HEPBHOT CHCTEMa, Koje Cy IofpasyMeBasle: MAMOIaT-
CKe MHTpaKpaHUjaIHe Kamuuukanuje, IoTMMIKPOTUPHU-
jy, AMIaTanujy KOMOPHOT CHCTEMA, IePUBEHTPUKYIAPHY
NleyKOMaJIalinjy, areHesujy WM XUIOI/Ia3ujy KOopIryca Ka-
nocyma. Ocum Tora, ocaM 60/IeCHIKa MMAJIO je emuIen-
TUYKe Hallajie, ceflaM MUKpoliedann;jy, a IecT YCIopeH
[ICMXOMOTOPHH pasBoj (3, 5]. HexgaBHo cy y muteparypu
omycaHa u ABa 60/IeCHMKA KOJ] KOjUX Cy Aunaranuja obe
6ouHe KOMOpe U XUIIOIIIa3Nja KopIyca KajmocyMa 3ara-
JKeHe TOKOM aHTEHATa/THOT MePUOJia IIPEr/IefloM MarHeT-
HOM pe3oHaH1IjoM [3]. Vako je kox Hale 6omecHuIe Ha
pobemwy mujarnoctukoBaHa Mukpouedanmja, 061M rma-
Be je 610 MCIIOf IIeTOT TepIIeHTUIA 32 Y3PacT, JOK je Ipu
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IpyjeMy Ha jIederbe y HaIlloj yCTAaHOBHU Y Y3PacTy Of IeT
Mecely 06UM I71aBe ieBojunIie 610 M3HAJ, IIeTOT IepIieH-
TIWIa, LIITO Ce CMATpa Jia je y rpaHuLaMa HopmaynHor. He-
YPOJIOLIKVIM ITPEITIefiOM M OTICEKHIM PaIMOMIOLIKIIM VC-
IUTUBabEM HUCY yodeHn Behu Heyposouiku mopemeha-
ju ocuM 6rare XUIIOTOHUje.

/i3y3eB OMEHYTHX, CHOPAJNIHO Ce ONUCY]y U APY-
re KJIMHUYKe OfIMKe: paclell Hellla, MUKpoodTanmuja,
crinHa 6uduma oKynTa, IpekobpojHe MaMuie, KpUITOP-
X13aM, aHoMauje 6yopera, CKIepo3a XelmaTonoPTHOT CH-
crema [1, 8, 13]. Ilaren (Patel) u capaguuiu [7] cy mpu-
Kasasy fiBa fIeTeTa ca TOJNATHUM KIVHUYKUM OfINKaMa,
Kao IITO CY MHTPAYTEPYCHO 3a0CTajambe y pacTy, iyhHa
XUIIEPTEH3Mja X OCTEOIEHMja.

IMaxo 6es npeHTI(HUKOBAHOT TeHETUYKOT MapKepa, Ipe-
HaTaJIHa IMjarHOCTIKA je Moryha eKCIIepTCKUM yNTpasByd-
HyM pahermeM pasBoja IIOfja 1 YCTaHOB/baBambeM fedop-
MUTeTa eKCTPeMUTeTa i APYrux anoManuja. [Ipsu onucu
IIPeHaTa/lHO YITPa3By4HO YTBPHeHNX aHOMaMja MIofia
C OBVIM PETKUM KIMHUYKUM CHHAPOMOM 3abe/IeKeHN Cy
y TpU y3acToIlHe TpyfgHOhe KO Cynpy>KHUKa Koju Cy 61-
7 ¥ cpoaCTBY [14]. OmmcaHo je 1 HEKOMUKO C/TydajeBa ¢
TEIIKNM MHPEKIIjaMa, CETICOM ¥ MEHUHIUTHUCOM, TTie CY
IIpOMeHe Ha KO 6ute yasHo Mecto nHbexuyjn [1].

36or moryhux nubexumja 1 KpBapemwa 13 yueparja
Ha KOXXI1 [IOIVIABMHE, POAMUTE/bYMA IIPUKa3aHe JeBOjuniie
ca AOC caBeToBaHa je pefloBHA TOAJIeTa KOXe y3 OUeKM-
Bame ja he ce omncane nmpoMeHe CIIOHTAHO HOBIAYNTH
U 3alje/bUBATH. Y MOy AeOPMUTETA Ha TOBIM eKC-
TPeMUTeTUMa, OUeKYje ce [ja IeBOjunIia HOPMAaTHO IIpo-
xopia. IIporaosa Kof me je HOBO/bHA C 063MPOM Ha TO fia
HIICY YTBpheHM TeIlKy HeyPOJIOLIKA U KapAMOBacKyIap-
Hy nopemehaju. Poputersu cy ynyhenn y renerndko ca-
BETOBA/IMIILTE YKOIMKO OYAY JKeJe/ ja MMajy jOLI ferie.
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SUMMARY

Introduction Adams-Oliver syndrome is characterized by
congenital aplasia of the vertex skin of the skull in combina-
tion with skull and transverse limb defects.

Case Outline We presented a 5-month old female infant with
Adams-Oliver syndrome manifested as cutis marmorata,
dilated scalp veins and limb reduction defects. Clinical mani-
festation also included thumb hypoplasia and extreme hypo-
plasia of other fingers, with agenesis of all toes on both feet.
Echocardiogram revealed foramen ovale apertum. Venography
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showed dilated malformed scalp and neck veins, predomi-
nantly on the right side. On the basis of the clinical features and
extended investigation we confirmed Adams-Oliver syndrome
in the presented patient.

Conclusion We recommended prenatal diagnosis in case of
future pregnancies, ultrasound examination, and follow-up of
foetal anomalies.

Keywords: Adams-Oliver syndrome; cutis marmorata telangi-
ectatica; aplasia cutis congenita; transverse limb defects
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