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Pe3ome

AxmyasnbHocmb onucaHusi npedcmaseHHo20 KAUHUYECKO20 CAy4as 06yc/a08/eHd meM, Ymo OaHHAS Namo/o2usi ecmpedaemcs
KpatiHe pedko, npakmuyecku omcymcmeyem OnucaHue KAUHUYecKUX nposiefeHuli 3a60/1eeanus 8 omedecmseeHHol aumepamype. Kpome
moeo, 8 HaCMoswee 8pemMs uMeem Mecmo pocm pucka 803HUKHOBEHUs OAHHO20 CUHOpOMA U makce caedyem ommemumsb CAOHCHOCMb
npeHamasvHol duazHoCmMuKu 3a60/1e8aHUS, MAK KAK OHO s18Asiemcsl caedcmauem mymayutl 8 eeHax. Cunopom Tonvdenxapa (uau cuHopom
scabepHbvix dyz) — amo pedkoe 8poscdeHHoe 3a60.1e8aHUe, KOMopoe NPOsi8As1emcs MHOXCECMBEHHbIMU NOPOKAMU pA38UMUS U 8 OCHOBHOM
npusodum K nopasxceHuro Auyesblx cmpykmyp. Yacmoma ecmpevaemocmu cunopoma [onedenxapa e cpedHem cocmasasem — 1 cayyaii Ha
3500-25000 HogopodcdéHHBIX. []As1 hopMUPOBAHUS 8POHCOEHHBIX NOPOKO8 pa3suUMUsl 8 hepayto ouepeds 0p2aHu3M bepeMeHHOU HeHWUHbI
dosiceH 6bimb 2eHemuyecku hpedpacno/0yceH k 8o3delicmauio nogpescdarowux pakmopos eHewH el cpedbl.

Hamu 6vl1a o6caedosana HosoposicdeHHas degoyka ¢ cuHdpomom loavdenxapa. Cundpom [oavdenxapa y pebeHKa nposieasiacs
nopasceHueM 1UYeso20 cKkesemda, C/A1yX08020 U 3pUMEAbHO20 AHANU3AMOPOS, AHOMAAUAMU PA3BUMUS KOCMHOU cucmeMbl U covemasncs ¢
8p0XHCOEHHBIM NOPOKOM cepdya U 20/108HO20 MO32d.

Mbl cuumaem, umo 8 daHHOM cayvae makice Haba0daemcst 8AUsIHUE HECKOIbKUX (PaKmopos pucka Ha na10d 80 8Hympuympo6HoMm
nepuode, makue pakmopu! kak gozpacm omya 6o1ee 50 1em, aHemust 8 medeHuu bepemMeHHOCMU, 01UmeabHbLl paHHUL MOKCUKO3, N030Hs
o6paujaemocms 6epeMeHHOU JHceHWUHbL 8 HCEHCKYH0 KOHCya1bmayuio, nepeHeceHHble OP3 u Koguo-19 ungekyus 8 paHHue CpoKu bepemeHHoCmU.
I'pamomHas op2aHu3ayusi KAH4E8bIX 386eHbes NPOPUAAKMUKU 80 MHO20M N0380AUM CHU3UMb podcdeHue demell C 8pOHCOEHHbIMU NOPOKAMU
pazsumusi.

Katowuesble cnosa: cuHdpom [onbdeHxapa, aHOmMusi, MUKpO2HamMusl, MHOJ¥ecmeeHHble 8poscdeHHble NOPOKU pa3sumusi, K0.1060Ma,
8pocdeHHble NOpoKU cepdya, KAUHU4ecKull cayyatl.
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BBeaeHue

Cungpom losnbrenxapa (MKB 10: Q87.0), (okyuio-
aypuKy/10-BepTebpasbHasd JUCIUIA3US WJIM  CHHJPOM
»KabGepHBIX Ayr) — peJiKoe TeHeTH4YecKoe 3aboJieBaHUE,
KOTOpOe MpOSBJAETCS MHOXXECTBEHHBIMH IOPOKaMHU
Pa3BUTHUS U B OCHOBHOM IPUBOJUT K TOPAXKEHUIO JTUIEBBIX
CcTPYKTYp. [lepBHUYHBbIE ONMCaHUS BPOXK/IEHHBIX aHOMAJINN
JINLEBBIX CTPYKTYP ObLIM HaWZeHbl B CTpaHax I0KHOHU U
ceBepHOM AMepuku 2000 JieT 10 HaLel 3pbl. ITH ONUCAHUSA
OblIM M300paXKeHb! B JJPEBHUX KepPaMUYECKUX HU3/Ie/HAX.
HampuMmep, Ha 0HOM W3 KepaMHUYeCKHUX H3JeJUU Oblia
n3o6pakeHa MaTb C peGEeHKOM, ¥ KOTOPOro ObILJIN CXOXKHe
aHoMaJuu jauna. BmepBeie cuHapoMm losnbaeHxapa GbLI
ONMCAaH aMepHKaHCKUM yieHbIM Maurice Goldenhar B 1952
rogy. OH IpUBOAMJ JaHHBIE O TPeX CJAy4asXx AUCIJIAa3UU
a3 M yumed C JABYMs XapaKTepPHBIMH aHOMAaJIUSIMU:

3NUOYJbOAPHBIM  JIEPMOMAOM W  INpeaypUKy/IspHbIMU
oTpocTkamu [1,2,3].
OT/IMYUTESbHBIMU npU3HaKaMH1 JIaHHOTO

3ab0JieBaHUs OT JpPYrUX JIMLEBBIX JUCMOPPUH ObLIN
BbIpaXKeHHasi TUIMOILIa3usl JMmoa (dYaue BcTpevasach
O/IHOCTOPOHHSIS), TaK)Ke HABJII0ZAI0TCS aHOMAJIMY YIIHbIX
pPaKoBWH, BEK U IJa3, 3y060B, MO3BOHOYHOIO CTOJI0A, a
TaK)Xe MHOXeCTBEHHble BpPOX/EHHble MOPOKH PAa3BUTHS
JAPYrUx oOpraHoB U cucrteM. [lpy [gaHHOM CUHApoOMe
OTMeYaloTcs MHUKpodTaabMHUs, KoJob6oMa pPaAyKKH,
anJiasusi WIM Cy>XeHHe Hapy>XHOTO CJIYXOBOTO IPOX0Ja,
OKYJIOYIIHOM cBUL (MpeaypukynspHas ¢ucrysa). MHorue
ucciaesoBarenu kak Gorlin R. J. u coaBTops! (1963) B cBOMX
MCCJIe/JOBAaHUAX COOBIUININ O CUH/APOME «OKYJI0-ayPUKYJIO-
BepTeOpasibHasl [JIUCIJIA3Usi», OHU OTMETHJIM TaKXe
M3MEHEeHHs] CO CTOPOHBbI MO3BOHOYHHMKA: hemivertebrale,
occipitalisatio atlantis, spina bifida occulta u apyrue.
B K/JIMHHYECKOM aTyiace BPOXK/JEHHBIX aHOMaJW{ JMIa
JI0 HacTosI[ero BpeMeHU CcHUHApoM [osbaeHxapa OBl
onpe/iesieH KakK JUCIUIa3Us IJa3, yuled U M03BOHOYHHKA
[3,4]. Hepeako JaHHBINA CHH/POM COUYETAETCS C MATOJIOTHEN
U JJaXke aHOMaJTUSIMU TaKHX CHCTEM, KaK HepBHasl, Cep/leyHO-
cocynuctass (MOpPOKM cepAla), MOYEBbIETUTENbHAS,
NUIeBapUTe/bHasA, a Takke y 25% JeTeld BbISIBIsAETCSA
3a/iep’KKa YMCTBEHHOI0 pa3BuTHs [5,6].

Yactora BcTpeyaeMocTu cuHApoMa [osbjeHxapa
B cpefHeM cocTtaBiseT — 1 caywaih Ha 3500-25000
HOBOpPOXKAEHHBIX [7]. B 2 pa3a uyale OH BCTpedaeTcs
y MaJbuMKOB, 4eM y JeBouyek. JlaHHble ApPYTHUX
HcclefoBaTesield  MOKasalM, 4YTO 4YacToTa pa3BUTHA
cunapoma losnbgenxapa cocrasisiet 1:3000-5000 [8].

HepmocTaTouHO U3ydeHbl 3THOJIOTHUS M THI
Hacjle/loBaHUs JAHHOIO CUHJPOMa, HO, HCCJeJJOBaHUSA
Hoc/JeJHUX JIeT NOKa3bIBalOT, UYTO HApylIeHHUsl MPOUCXOASAT
B reHe GSC u re"e TCOF1. Ecnu 3aTpoHyT nocjiefHUi, TO
MOKeT pa3BUTbCS [ONOJTHUTENbHBIN cuHpoM Tpudepa —
KosnuH3a, npu koTopoM AedpopManus yepenHo-JIULeBbIX
CTPYKTYP 3aTparuBaeT BePXHIOI0 4esI0CTh, HEGO, a TaKxe
BbI3bIBAaeT HapylleHUs CO CTOPOHBI CJyXa U JblxaHUd. Tuml
Hacje/loBaHUsI MOXeT GbITb ayTOCOMHO-PelleCCHBHBIM, B
TakoM ciy4dae JiepeKTHbIN reH 6yeT y 060UX poguTesel,
WM MOXeT ObITb ayTOCOMHO-AOMHUHAHTHBIM, @ B 3TOM
cJ1y4ae TOBPeX/JeHHbIH I'eH eCTb TOJIBKO y OJHOTO U3 HUX
[9,10,11]. l'eH, onpeensiloLUi KIMHUYECKHE NTPOSIBJIEHUS
cuHgpoMa losbZileHxapa yCTaHOBJIEH Ha IIMHHOM Iljleve 14
XpOMOCOMBI, B JIoKkyce 14q32 [12].

[Ipu cunzgpoMe Tosib/ieHXapa BCTPEYAIOTCS TAKKe
pa3Hble XpOMOCOMHbIE aHOMaJIMU. B OTZAE/NbHBbIX Cly4asx
cuHApoM losib/ieHxapa BbI3blBaeTCs JeselussMu B 5pl5 u
14932 xpomocomax, cxoxve (eHOTHUIbI HAGJIIJAITCA Y
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GOJIBHBIX C TPUCOMUAMU 18-#, 7-1, 9-1 XpOMOCOM, a TaK¥Ke
TEepMUHAJbHOU Jlesieniuent 22q [6].

CunzapoM lonbpenxapa TaKXe ABJIAETCA
MyJbTHQAKTOPHANbHBIM  3a60J€eBaHUEM, B  OCHOBE
KOTOPOTO JIEXXUT KpOMe TeHHOM MyTaluu poJib
He6J1aropUsTHOTO aKyLIepCKO-TUHEKOJIOTUYECKOT0
aHaMHe3a MaTepu U BJMSHHEe BHeEIIHe CpPeJIOBbIX
TepaTOTeHHBIX (GaKTOPOB B 3MOPHOHAJBHOM IEepHOje
[5,10].

3apy6exxHblii ydeHblt Burck U. BbIABUJ, 4YTO
CyllecTByeT MHeHHe, O CHOpaJUYecKUx CjaydaeB
3a60/1eBaHUs, KOTAA NPUYMHON pPOXJAEeHUs pebeHKa C
cuHgpoMoM [losibjleHxapa MOTyT ObITb TOJBKO TaKHe
3a60/ieBaHUS  KaK CaxapHbli  JAuabeT, OXUpeHHe,
MpexxHue abopTbl WM JPyrde TepaToreHHble (aKTOPHI,
3T yOEeXJEeHUs MNPOTHUBOpPeYaT OO6Le6HOIOTHYECKUM
3aKOHOMEPHOCTSIM HacJeJCTBEHHOCTH U H3MEHYHMBOCTHU
[8].

KiuHuveckre nmpu3HaKM, Takue KaK aCUMMeTpHUS
JIMLa, HeJ0pa3BUTHe HIKHeH 4YeNlocTH (MHUKpOTHATHsA),
MHUKpPOTHS, aHOTHUSA, TUNOIJIA3UA WM alja3usl YIIHbIX
pakoBUH B 100% ciy4yaeB SABJAIOTCA OTVIMYUTEIbHBIMU
npusHakamu cuHgpoma [osnbgenxapa [10]. [lo maHHBIM
MHOTUX HccaefoBaTesnedd, B 85% ciydaeB JiMlieBble
aucMopdur HaGIOAATCA C OAHOM CTOpPOHBbI (MpaBas
CTOpPOHA [TopaXkaeTcs yallle, 4eM JieBasi CTOpoHa), a oT 10 go
33% ciyyaeB BCTpeyarOTCsl CHMMETPUYHO C JABYX CTOPOH
[3]. CodeTaHHas KOHAYKTHMBHasl U CeHCOHeBpaJsbHas
noTeps ciayxa Bcrpevaetcs y 50% geteit [4,6].

JluarHocTuky
HaJl0 Ha4YuHATb C

CHHJApOMA TosbieHxapa
TLIATeJbHOro c6opa aHaMHesa.
Taxke [ AMAarHOCTHKH  JIMLIEBBIX  JUCMOpOUit
WCIOJIb3YIOTCS  MHOXKECTBO  METOJUK:  ayJHOMeTpHs
c/lyxa, peHTreHorpadus roJioBbl, LIeH, IPYLHOU KJIETKHY,
axokapauorpadus, KOMITbIOTEpPHAs ToMorpadus,
YJbTPa3ByKOBOE M TeHEeTHYeCKOoe HCCeoBaHusA. [leTH
¢ cungpomoMm  losibiieHXapa JOJDKHBI HaGJIIOAATBCS
Bcerza [6, 12]. JleueHue moA6UpaOT UHAUBUYAIbHO, B
3aBUCUMOCTH OT JIOKAJIM3aLHUKU U XapaKTepa MOpaXKeHHs
[5].

Bo MHOTMX ONMCaHHBIX CJy4asX, NP CHHApPOME
Tonblenxapa (OKyI0 - aypuKy/lIo - BepTebpajbHas
JUCIUIa3usl) aHoMaiuu Juna B 75-80%  ciyvaes
BCTPEYAIOTCS C OJHOH CTOPOHBI, B JAHHOM KJMHUYECKOM
clydae JIMLeBble AUCMOPGUHU GBI CHMMETPUYHBI C 06erX
CTOpPOH. B HaleM ciy4yae He GbIJIO HATOJIOTHU CO CTOPOHBI
II03BOHOYHMKA, HO ObUIM aHOMAaJIMHM KOCTHOH CHCTEMBI
B BHJe NOJUAAKTHINM C CHHAAKTU/IMEH. B HacTosmem
KJINHUYECKOM CJIyyae MHOXeCTBEHHbIe IOPOKU Pa3BUTHS,
B ToM uucie Terpaga Pamio co CTOpoHBI cepina U
areHe3usi MO30JIMCTOro Tesa co ctopoHsl LUHC yxymmumam
cocTosiHMe peGeHKa, YTO NPHBeJIO K ero rubesnu. Tak Kak
cuHgpoM [osib/ieHXapa peJJkoe reHeTHYeCKoe 3a60/1eBaHIe
C BBIP@KEHHBIM KJWHHYECKUM IOJUMOPGHU3MOM TIeHOB
B PasHBbIX NONYJIALMAX, U3y4eHHe NAHHOH NaTOJIOTHUH He
TepsieT CBOEH aKTYaJbHOCTH, U KaXKJblH KJIMHUYECKUH
clydadl  TpeGyeT 0co6Oro BHHMMAaHHS CO CTOPOHBI
HEOHATOJIOI0B, TeHETHUKOB U APYTHX CIELUaTHNCTOB.
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OnucaHue KJIMHUYEeCKOro cy4yasa

B  oTgeneHne  MaToJOTMM  HOBOPOXAEHHBIX
lopoxckol gmeTckod GosnbHULBI No5 ropojga TamrkeHTa
NoCcTynu/jaa JeBoYyKa C MHOXeCTBEHHBIMU MOPOKaMH
pa3BUTHs, C TecTalMOHHBIM Bo3pacToM 37 HeJesb,
pOAUMBLIAACA OT NepBoH 6epeMeHHOCTH, NMePBbIX POJIOB, B
lopoackoM poaunbHOM koMmiiekce Nel, B CepresniickoM
paiioHe ropoja TalkeHTa.

W3 aHamMHe3a ObLJIO YCTAHOBJIEHO: O6pak He
ABJIIETCSl POJICTBEHHBbIM, MaTepu 18 set, oty 52 ropa.
BepemeHHOCTB IpoTekasna Ha poHe aHeMHUH (reMOIJI06HH
B KpoBH y MaTepH 6611 80 r/y1) ¥ paHHEro TOKCUKoO3a 70 4
MecAneB. Ha y4eT B )KeHCKY!0 KOHCY/IbTALMI0 MaTh BCTaJIa
no3aHo, mnocjae 15 Hegenb GepeMeHHocTH. Ha paHHuX
cpokax 6epeMeHHOCTH MaTb 6osiesa OP3 6e3 nmoBeILIeHNS
TeMIepaTypbl TeJsa, MoJjydyaja aMOy/JaTOpHOe JiedyeHHe.
B 10-12 Hepmenb recrauuu nepenecna COVID-19, nerkoe
TeyeHUe, Jieyuaacb aMmbysaTopHo. [Ipu yJabTpasByKoBOM
HCCJIeIOBAHUU U NIPH Aonmieporpaduu 6bLI0 BLIABIEHO
¢deromnanentapHoe HapyuieHue (PIIH) u Hapymenue
MaTOYHO-IJIALLEHTAPHOTO  KpPOBOTOKa 16  cTemeHu
(HMIIK), manoBoaue, OKOJIOMJIOAHBIE BOABI U KOPOTKas
nynoBuHa (25 cM). OTarouieHHOe TedeHue 6epeMeHHOCTH
(MasoBOAME, MeKOHHAJIbHblEe OKOJIOIJIOZHBIE BOJBI),
KOpDOTKas MyNOBMHA SABJSJMCH [OKa3aHUAMH  AJA
pojiopa3pelleHUs MyTeM OINepaluu KecapeBO Ce4YeHHs.
HoBopoxeHHbIH pe6eHOK pOJUJICS CO CPOKOM TeCTaluu
37 Hepenp (NMO3JHAA HEJOHOIIEHHOCTb), OLIEHKAa IO

y pe6eHKa Ha 006eHX KOHEYHOCTSX BbIsIBJIEH IMOPOK
PasBUTUA KOCTHO-MbIILIEYHON CUCTEMBI — MOJIUJAKTHUJIHA C

PucyHok 1 - AHomus

mkase Anrap 6/7 6ayioB, Bec mpu poxzaenuu 2700,0
I, pocT 47 cM, OKpPY>HOCTb I'0JI0BbI 33 CM, OKPYXHOCTb
rpyau 32 cm. [locse poxzaeHuss o6liee COCTOSIHUE
pebGeHKa ObLIO TsKesoe, TSHKEeCTb COCTOSIHUSL Oblia
06ycsI0BJIeHa TOJIMOPTaHHBIMU HapyLIEHUSIMH BCJI€JICTBHE
MHOXECTBEHHBIX  BPOXK/JIEHHBIX IIOPOKOB  pa3BUTHUA.
HoBopoxx/iIeHHBbIH ObLI KHUCJI0PO/03aBUCHMBIN U MOJyYall
YBJIQ)KHEHHBIM KHCJIOpOJ, Yepe3 HOCOBble KaHIOJM. Ha
OCMOTp pearupoBasJl BsjIo, HabJOJanack MblIIeYHAs
JUCTOHUSA, Qu3Hosornyeckue pedJeKChl BbI3bIBAIUChH
o4yeHb 1a60. B CBA3M C TAXKECTbIO COCTOSHUA Ha 5 JieHb
»KU3HU peGeHOK OblJI NepeBe/leH B OT/eJleHHue MaTOJ0THH
HOBOPOX/IEHHBIX JIJI1 JaJIbHeHIIero 1006cjaeloBaHUA U
JIe4eHUs.

dnuaeMuoSIOTHYECKHH aHaMHe3: Ha TORCH
vHpeKkuuu He obciefoBaHa. bepeMeHHas B TeueHue 4-7
MecALeB Mo6bIBajIa B 3apyOeXHbIX CTPaHaX.

DusukaavHas duazHocmuka. [Ipy BHELITHEM OCMOTpe
OTMevasiCsl JINIEBOW JAUCMOPOU3M: KJIHOBOOOPA3HBIN
HOC, aHTHUMOHTOJIOU/HBIM pa3pe3 IJa3, HeJOpa3BUTas
HIDKHSIS 4eJIIOCTh — MUKPOTHATHS, C 06eUX CTOPOH BMECTO
YIIHOW pPaKOBUHBI HAGJIOJAJCS KOXXHBIA BaJIMK, MOYKHU
yXa He 6bLI0, ObIJI KOXKHBIN NpeaypUKy/ISPHbIA OTPOCTOK,
OTCYTCTBOBaJl CJyXOBOW mpoxos - aHoTusA (PucyHox
1). Takxxe y pebeHKa M3 MOPOKOB Pa3BUTHS 4YeJIOCTHO-
JIMIIEBOM  06JIacTM  ObLIO  BBISIBJIEHO  He3apalleHue
TBepZoro Heba.

CUH/IAKTUIMEN (B 06X KOHEYHOCTSIX 0 IIeCTh NaJlbleB,
MU3UHEL, U llecTo} nasel 06befuHeHbl) (Pucynku 2, 3.).

PUCyHOKZ - [loaudakmuaus ¢ cuHoakmuauel Ha HUXCHUX KOHEYHOCMSIX

Pucyrok 3 - [lonudakmuaus ¢ cuHdakmu.iueil Ha 8epXHUX KOHEYHOCMSX

an/I OLl€HKEe HEBPOJIOTUYECKOTO CTaTyCa OTMEY€EHO,
qTo pe6eHOK Ha OCMOTDP OTBe4aJl BAJIOCTBIO, Ha6mo,aany1c1>

TUNOoAWHAMUA, MbllIeYHad AWUCTOHUA, Cl)I/ISI/IOJ'IOFI/I'-IGCKI/Ie
pedmeKcm BbI3bIBaJIUCb OY€Hb BAJIO.
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[71a3ku OTKpBIBaJ, HO B3I/ He QUKCUPOBAJI.

KokHble MOKPOBBI 6JieIHO-PO30BbIE,
CYyOMKTEepUYHble, OTMeYaJicsl MepUOpaJbHbIA LHAHO3 U
akpouuaHo3s. M3-3a He3apalleHus1 TBepAoro He6a, peGeHoK
KOPMUJICST Yepe3 30HJ CLEXEHHBbIM TPYAHbIM MOJIOKOM.
BbIxaxKuBaJicsl B KpoBaTKe. /[bIxaHHe 6bLJI0 TOBEPXHOCTHOE,
C BTSDKEHHUEM TPYJUHbI U C y4aCTHEM BCIIOMOraTeJbHOU
MYCKyJaTypbl. PeGeHOK 6blI  KHUCJOPOA03aBUCHMBbIH,
noJiyyasn KHUCJIOPOJ, yepes HOCOBbIE KaHIOJIN.
AycKynbTaTUBHO B JIETKHUX BBICAYLIMBAJIOCH 0CIab6JeHHOE
JIbIXaHUe, MeJIKOMy3blpuyaThble XpUMbl. [Ipu aycKy/abTaluu
cepAila BBICJAYIIMBAJICA TPYyObId CUCTOJUYECKHN IIYM.
YKuBOT 6bL1 MATKUH, 6€360/1e3HEHHBINA. PeE6eHOK CBO6GOAHO
MOYHUJICH.

JlabopamopHvble uccaedogaHus. B obiieM aHaniuse
KPOBH YHCJI0 IEUKOLUTOB NP OCTYIJIEHUH 661710 8,9-109/
JI. BUOXMMHWYeCKHUH aHa/ln3 KPOBH - 6e3 NaToJIOrMYeCKUX
HU3MeHeHUH.

KOHC_lemeIpOSaHy3KUMU cneyuasaucmamu:

Od)TaJIbMO}lOI‘OM BbISIBJIEHbI BPOX/JEHHbIE
AdHOMaJIMU IJia3 - BPOX/JEHHadA Kosio60Ma (HeﬂOpaBBI/ITI/Ie
PaAyXKH ma3a) W YaCTHU4Had BPOXAEHHad KaTapaKTa.

3akJ/r04eHHe KapjuoJsiora - KoMOGUHHPOBaHHBIN
BpOXKJEHHBbIM mopok cepauna. Terpaga Panno, aedekt

MexnpejcepAiHord meperopogku  (AMIII), oTKpbITHIN
apTepuanbHbId npoTok (OAIl).
3akJIlOUeHHe HEBpPONAToJIora - IepUHATaJbHOe

nopaxxeHue lIHC, cmemanHoro rese3a. CUHAPOM yrHeTeHUSA
LHC. CTurmMel ucamM6proreHesa — aHoMaJIud MO30JIUCTOTO
TeJsa.

3akJiroueHue cypaoJiora — BpOXKJA€HHAadA aHOMaJud
Pa3BUTUA YUIHBIX PAKOBUH C 06enx CTOPOH - aHOTHA, TAKKe
BbIfIBJIEHA aTPe3Usd HaPY?»KHOI'0 CJIYXOBOI'O Ipoxoza.

3akawuyeHue 2eHemuka: y JAAaHHOTO 60JILHOTO
,Z[PICMOpCI)I/Iﬂ He 6bLIa O,ELHOCTOpOHHeﬁ, HO He€é 3aBUCUMO
OT 3TOTrO, IOCTAaBJIEH AUArHO3: «CMHAPOM Fonb,qeﬂxapa».
PO,ELI/ITeJ'II/I HEe PpOACTBEHHUKH, I103TOMY 3a6osieBaHUe
IIPOU3O0IIJIO 10 Ay TOCOMHO-JOMHWUHAHTHOMY THUITY.

Kaunuueckuii duazno3: OCHOBHOM: MHOKeCTBEHHbIEe
BpOXKJeHHbIe MOpPoKU pa3Butus - BIIC - Terpaga Paso,
JIMIIIT, OAIl. Cunzapom Tlosnbjenxapa. BpoxaeHHas
K0JIO60Ma, BpOXK/IeHHasi KaTapaKTa. AreHe3ust MO30JIUCTOT 0
Tesa. [lonuaakTuansa c cuHjakThaued. HesapaiueHue
TBEPAOT0 Heba. Koukypupyoumuii: BpoxaeHHas
BHYTpHUYTpOGHasi MHeBMOHHA. llepeGpanbHasg HIIeMus
2 crenenu. Cungpom yrHertenusa LHC. OcnoxHeHue:
JIbIxaTesJbHasd HeJocTaToyHOCThb Il cremeHw, cepjedyHo-

PogmomMm \ OITH

cocyaucTas HelocTaTouHOoCTh 11l 6 cTeneHu.

HpI/IHI/IMaH BO BHHMaHHE€ [JHArHos H 06Lu,ee
COCTOsdAHME, pe6e1—u<y B OTAEe/JIEHUH NaToJIOTruHr
HOBOPOX/JEHHbIX ObLI0 npoBeaeHo aZleKBaTHOe

BbIXaXKMBaHHe W Jie4eHHe, HO, HECMOTpPA Ha 3TO 06Lu,ee
COCTOsAAHHE pe6eHKa 0CTaBaJIOCh TsKEJbIM M Ha 35 AEHb
KHU3HHU COCTOAAHHE pe6eHKa Pe3KO0 yXyAlInJI0Ch, Ipou3olljia
OCTAaHOBKa cepAla U AbIXaHHUA. HeCMOTpﬂ Ha NMpoBOAHMbIE
peaHnnMalMoOHHbIE MeponpudaTHUsd, BOCCTAaHOBUTDb
cepiedHYyI0 NedATeJbHOCTb He y/1aJ10Ch.

[laTosoroaHaToMu4yeckuid Auar€Hos: OCHOBHOM:
MHo>KecTBeHHbIe BPOXK/leHHbIe TOPOKU pa3BUTHUs: Q 21.3 -
Bpox/ieHHbIH TOPOK pa3BuTHA cepaua - Tetpasa Paso, B
CTaiNM JIeKOMITIEH CallUH.

Q 33.4. BpoxxaeHHas runon/asus NpaBoro Jerkoro.

Q 87. BpoxaeHnbii nopok passutus LIHC. Cungpom
[onbpenxapa. AreHe3ust MO30JIMCTOTO TeJla.

P 35, Q 17. [lopoku pa3BUTHS YEJTOCTHO, JULEBOU
obsactid - HesapameHue TBepgoro He6a. AHOTHSA.
Bpox/eHHas Kos060Ma.

Q 70. AHoManus pasBUTHS KOCTHO-MbILIEYHOU
cucTeMbl - [IoIMAAKTUNINA C CHHAKTUIHEH.

P 23. BpoxzaeHHas 2X CTOPOHHAS IHEBMOHUS
cepo3Ho-reMopparuyeckast, 06CTPyKTHUBHBIN 3HJOOPOHXUT.

OcnokHEeHHEe: OTeK JIErKHUX, aHeMMusd, ,C[I/ICTI)OCI)I/IH
NMapeHXNMaTO3HbIX OpraHoB, napes KHUIIEYHHUKa,
TOKCH4Y€CKad reratomerasiud, I‘HHOTpOd)I/IH.

IIpedsapumenbHblil QuazHO3:

OcHOBHOH: MHOXeCTBeHHble BPOXK/|€HHbIe IIOPOKHU
pasButus, BIIC, aHoManuu pasButusa CONyTCTBYIOLIWMN:
[lepunatanbHoe nopakenve LUHC. CuHapoM yrHeTeHuUs
JHC.

JuHamuka u ucxodol:

B HeoHaTa/ibHOM nepuone
KOMIIJIEKCHOE 06C}I€,Z[OB3HI/ISZ

ObLII0 npoBeJieHO

Ha 3xoKT 6bL1u BoisiBieHbl: BIIC - Tetpaga ®aso,
JIMIIII, OAIL.

HaY3U BHyTpeHHuxopraHos: [ledeHb - peakTUBHbIE
M3MeHeHHUs], NOYKH - He6GoJIbIIoe THAPoHedpo3 cieBa.

Ha HCI' o6HapyxeHbl: AHOMasiusi pPa3sBUTHUS
MO30JIMCTOTO TeJa — areHe3us, UIIeMUs 2 CTeNeHH .

RG opraHoB rpyZiHOH KJIETKHU - TUIOIJIa3Us IPABOTO
serkoro. CMellleHHe cepjlla B CTOPOHY MOpPaXKeHUs U

KOMIIEHCAaTOpHAsl ~THIepIUIasus  KOHTpasaTepaJbHOTO
JIETKOTO.
OITH OPHUT
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O6cyxaeHue

AKTyaJbHOCTB  ONMCAHHUA  INIPeJCTaBJIEHHOrO
KJIMHUYEeCKOro cJy4as o0yc/OBJIeHa TeM, YTO JiaHHasd
[aToJIOrUsl BCTpedyaeTcsl KpalHe pejKo, NPaKTHYeCKH
OTCYTCTBYeT ONMCAaHUWEe KJIMHUYECKUX INPOABJIEHUHN
3abo0JieBaHUs B OTeYeCTBEHHOW JjuTeparype. Kpome
TOro, B HaCToslllee BpeMs HMeeT MeCTO pOCT pHCKa
BO3HUKHOBEHMSl [AHHOTO CHHJpOMa MU TaKxe CjefyeT
OTMETUTb  CJOXXHOCTb IpEeHaTaJbHOM JUAarHOCTUKHU
3a60JieBaHUs, TAK KaK OHO SIBJISIETCS CJI€/[CTBUEM My TalUi
B reHax. HekoTopsle MccieoBaTeIM NpeAnoararT, 9YTO
MOPOK Pa3BUTHS, MOXKET ObITb, M3-3a B3aUMO/I€HCTBUS
MHOTHX T€HOB B KOMOWHAIMM C He6JaronpusTHBIMU
BHeIIHUMHU dakTopamH [1,2,6].

[Io maHHBIM MHOTMX aBTOpPOB, B GOpPMHUPOBAHUU
BPOX/JEHHBIX IOPOKOB PA3BUTHUA POJIb BHEIIHE CPEJOBbIX
Cl)aKTOpOB O4YeHb Be€JIMKa, U HUX PpOJIb YCUJIUBAETCA B
pe3ysibTaTe KOMOWHHUPOBAHHOTO BJIMSIHUSL HECKOJIbKHUX
¢daxTopos pucka [10,13,14,15].

OueBU/HO, YTO /Jis1 GOPMUPOBAHUST BPOXKAEHHBIX
NOPOKOB pa3BUTUs B IEPBYI0 Ouepe/b OPTraHU3M
OepeMeHHON JKEeHIIUHbl JO/DKEH ObITb T'€HETUYECKH

BbiBOAbI

Takum o6pasom, cuHgpoMm [osbjeHxapa - 3TO
HacJle[ICTBEHHOe 3a0o/ieBaHUE, KOTOpOe BO3HUKAET
M3-3a HeOJIaronpUsATHOrO COYETAaHUS TeHeTHYeCKOH
NpeJpacroO)KeHHOCTH Y BJMAHMA BHEIIHE CPelOBBIX
¢dakTOpoB M NpoBOJAlLlee K JUCIJIA3UM  YepeIHo-
JINLEBOM 06JIaCTH, a TaKXe JpYyrux OpraHoB U
Tpebyloliee ClelHaIU3UPOBAHHBIX peaHHWMAlMOHHbIX
MeponpuaTUH. JlaHHBIM KJUMHHWYECKUMH cjydall elle
pa3 ykasbplBaeT Ha HEOOXOAMMOCTb IieJeC006pa3HOro
nozxoza K IJIAHUPOBAHUIO CeMbH, MeJUKO-
reHeTUYeCKOMY KOHCYJBTHPOBAHMIO, YTO SABJAETCA
HauboJjiee pPACHPOCTPAHEHHBIM BHJIOM INPOPUIAKTHUKU
HacJe[ICTBEHHBbIX 3abosieBaHWi. Hesb3a Takke He
NPUHMMaTb BO BHMMaHME M MeJUKO-COLHAbHbIE
¢dakTophl, TakMe, KaK CBOEBPEMEHHOe B3ATHE Ha y4eT
GepeMeHHOM >KeHIIMHBI, BO3PACTHBIE aCleKThl PoAUTeseH

JlutepaTtypa

MpeApacrnosiokeH K  BO3JEMCTBHIO  IOBPEX/AIOLINX
dakTOpoB BHelmHed cpeabl. HeCOMHEHHO, YTO KaXKIbId
IJIOJ| TT0-Pa3HOMY pearupyeT Ha Bo3JelcTBUEe GaKTOPOB
pHCKa, a TakKe HeMaJOBa)XXKHOe 3HaueHHe HMeeT J03a
TepaTOreHHOro GpaKTopa U CPOKU KPUTUYECKOTO epHo/ia
pa3BUTHS 3MOGPHOHA, KOTAa 3TH (aKTopbl 06saAaI0T
HauboJiee MOBPEXAAIOIUM 3PPEKTOM.

Mpbl cuuTaeMm, YTO B JIAHHOM CJy4yae TaKXe
HabJIIOJIaeTCs BJHUSIHUE HECKOJbKUX (aKTOPOB pHCKa
Ha IJIOJ, BO BHYTPHUYTPOOHOM Iepuojie, Takue GpaKTOpbI
KaK Bo3pacT oTua 6Gosiee 50 JieT, aHeMHsI B TeYeHUH
6epeMeHHOCTH, OJINTEJIbHbIN paHHUU TOKCHUKO3,
No3/HsIA  00pallaeMoCTb  6GepeMEeHHOW  JKeHIUHBI
B JKEHCKYH KOHCyJbTalulo, nepeHeceHHble OP3 wu
COVID-19 uHdekIys B paHHHE CPOKH GepeMeHHOCTH. B
JaHHOM CJiydyae Mbl MOCTAaBWJIM JMAarHo3 Ha OCHOBAaHUU
KJMHUYECKUX W MaTOJIOTOAHATOMUYECKHUX pe3yJbTaTOB
vccae0BaHUN 6e3 MOJIEKYJIIPHO-T€HETUYECKOTO
NOJATBEPXK/JEHHUs], 4YTO SBJSETCA HEJOCTATKOM 3TOro
KJIMHUYECKOT0 Ha6JII0/IeHUSI.

Oyayuero pe6GeHKa, COCTOSIHHE 3/0pOBbS MaTepu H
naToJIorHyeckoe TeyeHHe O6GepeMeHHOCTH. [paMoTHas
OpraHu3alus  KJIOYEBbIX 3BeHbEB  NPOPHUIAKTHUKH
BO MHOTOM IIO3BOJIMT CHHU3UTb pPOXJeHHe JeTed ¢
BPOX/JIeHHBIMU IIOPOKAMU Pa3BUTHS.

KoHG/IUKT HUHTEpecoB: OTCYTCTBYET KOHQIUKT
HMHTEpPEeCoOB, 0 KOTOPOM HEOGXOAMMO COOBIIUTD.

BiarogapHocTh.  BeipakaeM  6J1arofapHOCTb
BpayaM 5 ropo/ICKOH JIeTCKOW 60JIbHUIbI T. TalllKeHTa.
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Tyitinaeme

¥cbiHblAFaH KAuHuKaawlK sxcardatiosl cunammaydbsly esekminiei 6y namosio2usiHbly eme cupek kezdecemioiziHe 6alinaHbiCMbl,
omaHdblK adebuemme aypyoblH KAUHUKA/AbIK KepiHicmepiHiy cunammamacsl ic xcy3inde scok; CoHbiMeH Kamap, Kasipel yakbimma 6ya
CUHOPOMHBIH, KAYNIHIH JHcoFapblaaysl 6aiikanadel xcaHe aypydbly npeHamaabobl JUA2HOCMUKACLIHLIY, KypdeainielH de aman emKeH JicoH,
olimkeHi 0Oy 2eHdepde2i mymayusiHbly caadapwl. [on0eHxap cuHOpombl (Hemece mapmakmoel 00Fa cCUHOPOMbL) — cupek KezdecemiH mya
6imkeH aypy, 021 KenmezeH akaynapMeH kepinedi dxcaHe eH an0biMeH 6em KypblablmdapuiHa acep emedi. [oa10eHxap cuHOpOMbIHbIH, opmauia
srcuiniei 3500-25000 scaya myran Hapecmeze 1 scardaiiost Kypatiobl.

Tya 6imkeH akayaapobly Kaabinmacysl ywiH, ey aa0blMeH, JcyKmi atiendiH deHeci KOpwaraH opmaHbsly 3UsiHObl PaKkmopaapelIHbIH
acepine 2eHemuKasvlK 6eliim 60.1ybl kepek. [010eHXap cCUHOPOMbIMEH JHcaHa MyFaH Kbi30bl mekcepdik. basadarsi [o10eHxap cuHOpombl Gem
KAHKACbIHbIH, eCMYy XCaHe Kepy aHa/Au3amopaapsbiHblH 3aKbIMOAHYbIMeH, cyliek JcylieciHiy 0aMybiHOaFbl aybimKyaapMeH KepiHOi scaHe mya
6imKeH Jcypek neH Mu akay/aapbiMeH 6ipikmipiaoi.

By scardatida ypeikka npeHamaavdsl keseHde de 6ipHewe Kayin pakmopaapuiHuiH acepi 6ap den ecenmelimis, Mblcaabl, dKEHIH
Jrcacwvl 50-0eH ackaH, jcykminik kesiHdezi aHemusi, epme MOKCUK030blH Y3AKKA CO3bLAYbL, JHcykmi atles0i aHmeHama/10blK 6eaimee Kew Jcibepy.
KAUHUKACYL, A/A0bIHFbI Jcimi pecnupamopiblk UHPeKYusaap xeaHe epme xcykminik kesindeei Kosud-19 ungekyusicol. An0dviH anydbly Hezizel
KOMNoHeHmmepiH dypuic yiibiMdacmsipy mya 6imkeH akayaapul 6ap 6a1a1apdvliH myblayblH aimapasikmail azaiimadbl.

Tytiin ce3dep: Tondenxap cuHOpoMbl, aHOmMus, MUKpO2HAMuUsl, KenmezeH mya 6imKeH akay/nap, kK01060Mma, mya 6imkeH Jicypek
akayaapsl, KAUHUKAAGIK Haroatl.
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Abstract

The relevance of the description of the presented clinical case is due to the fact that this pathology is extremely rare; there is practically
no description of the clinical manifestations of the disease in the domestic literature. In addition, there is currently an increase in the risk of this
syndrome and the complexity of prenatal diagnosis of the disease should also be noted, since it is a consequence of mutations in genes. Goldenhar
syndrome (or branchial arch syndrome) is a rare congenital disorder that presents with multiple malformations and primarily affects facial
structures. The average incidence of Goldenhar syndrome is 1 case in 3500-25000 newborns. For the formation of congenital malformations,
first of all, the body of a pregnant woman must be genetically predisposed to the effects of damaging environmental factors.

We examined a newborn girl with Goldenhar syndrome. Goldenhar syndrome in a child was manifested by damage to the facial skeleton,
auditory and visual analyzers, anomalies in the development of the skeletal system and was combined with congenital heart and brain defects.
We believe that in this case there is also the influence of several risk factors on the fetus in the prenatal period, such factors as the father’s age
over 50 years, anemia during pregnancy, prolonged early toxicosis, late referral of the pregnant woman to the antenatal clinic, previous acute
respiratory infections and Covid-19. 19 infection in early pregnancy. Proper organization of key components of prevention will greatly reduce
the birth of children with congenital malformations.

Keywords: Goldenhar syndrome, anotia, micrognathia, multiple congenital malformations, coloboma, congenital heart defects, clinical
case.
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