U3MEHSIET CO3HaHUE OEPEeMEHHOW KEHIIMHBI W YCTpaHSET (PU3UOIOTHUYECKUE
HEJIOMOTaHHS.

['oToBUTBCS K poAaM — 3HAYWUT, HAXOAUTH BPEMs VISl €II€ HEPOXKIAECHHOIO
pebeHKa, TPHUCIYIINBATLCA K CBOEMY OpPraHU3My U COOCTBEHHBIM OIIYIICHUSIM,
MOJATOTOBUTBHCA K CHJIBHBIM OMOLMSAM, KOTOPBIE CBSI3aHBl C MPEICTOSIIUM
POAOpA3PEIICHUEM U MATEPUHCTBOM.
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Axkmyanonocmp. Anomanan Ilbepa PoGena (OMIM 261800), Bmepssie
onucaHHblii B 1923 1. dpaniry3ckum cromaronorom [Ibepom PobeHoM, BOZHUKAET U3-
3a HapyuleHus (GOPMHUPOBAHMS HMKHEW YENIOCTH, YTO BBI3BIBAET CMEIICHUE SI3bIKA
K331 U B CBOIO, OYEPE/b MPEMATCTBYET CMBIKAHUIO HEOHBIX TUIACTUHOK W MPUBOJUT
K (QopMupoBanuio pacuienunbl Heb6a [1]. CUMOTOMOKOMILUIEKC BKJIIOYAET TpHUALY
NPU3HAKOB:» THIOIIA3UI0 HWXKHEH 4YelmrocTH (MHUKPOTEHHIO), JIyrooOpa3HyIo
pachienufy HeOa, WU roTuyeckoe Heo, 3amaieHne s3bIka (rI0CcconTo3). 3amnajieHue
SI3BIKA SABJISICTCS MPUUYMHON HapyHIEHUs! (DYHKIMH JIBIXaHUSI Cpa3y MOCIIE POKICHUS.

[Tonmynsimmonnas wactota adomanmana Ileepa PoGena — 1:8500-14000,
cootHomenne moimoB — MI1:K1. Anomanam Ilrepa PoOena moxeT OBITH Kak
M30JIMPOBAHHOM I1aTOJOTHEH, TaK M COCTAaBHOM 4YacThi0 OOJBIIOTO KOJWYECTBA
reHeTHYeCKuX 3a0oyieBaHuil. M301MpoBaHHbIE ClTydad B OCHOBHOM CIIOPAIUYECKUE,
pa3BUBAIOTCS B pe3ylibTare au3pynuuu/aedopmanuu Ha sTane 3moOpuorenesa [1].
B 36% ciyuaeB codeTaeTcs C MOPOKAMHM Pa3BUTUS JIPYTUX OPraHOB M CHUCTEM.
Hawnbomnee dacTto BCcTpedaroTCs COYETaHUS C AHOMAJIWSMH YIIHOW PaKOBUHBI W
BHYTPEHHETO yXa, C aHOMaJIHUSIMU TIJa3, C BPOXKJICHHBIMM TOPOKaMHU cepjua, ¢
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MaTOJIOTUEH OMOPHO-IBUTATEILHOTO afmnapara, ¢ MOYEIOJIOBBIMU Mallb(hopMaIusIMHU.
VY psiga naMeHTOB OTMEYAETCSl YMCTBEHHAS! OTCTANIOCTb.

I]ens — IpoAEMOHCTPUPOBATH BO3MOKHOCTH HUCIOJB30BAaHUS YIbTPAa3ByKOBOU
pPEHATaJIbHON NMATHOCTUKU B BBISIBJICHUU T€HETUYECKUX CUHIPOMOB, BKIIOUYAIOIINX
aHOMAaJIUU JIUIA TJI0/1A.

Mamepuanst u memoowt. Y bTpa3BykoBbie uccieaoBanus (Y3HM) BbINOIHEHBI
Ha ammaparax Voluson E8 Exspert (GE, CIHIA) ¢ wucnoib30BaHHEM
TpaHcabmomuHanbHOTO natdynka (4-8 MI'm). [{utoreneTnueckne U OMOXUMUYIECKUC
WCCJIEIOBAHMS BBINOJHSJIUCh, B TIE€HETHYECKON saboparopun PecmyOnukaHcKoro
Hay4yHo-ipakTuyeckoro meHtpa (PHIIL) «Mate u auts», r. Munck. Kapuotun
3aMUCHIBAJICA B COOTBETCTBUU C MPaBUJIAMU MEXIyHApOAHONH HOMeHKIaTypsL ISCN,
2016.

Knunuueckuii cayuai. [launentka M. 25 ner, 3q0poBa. Qbpatuiace B PHITL]
«Marb u guts» B cpoke 6epemenHoctu 20 Henenb B cBsizu ¢ BHP nuna y nnoaa,
BbIsiBIICHHOM B 19-20 Henenb recranuu. [Tomumo toro, B | TpumMeeTpe 6epeMeHHOCTH
IJIOJT TIOTIaJl B TPYMIY BBICOKOTO pucka mo cuuapomy Hayna — 1:50 (TBII 2,7 mm).
bepemennocts miecras. B anamnese 5 ponoB, Opak 2 HepoACTBeHHBIN. Cyrnpyru
ATHUYECKHUE LbITAHE.

Manbuuk oT nepBoit 6epeMeHHOCTH B IepBOM Opake 3710poB. Bo BTopom Opake
nepBasi U BTopasi 0€pEMEHHOCTH 3aBEPIIUIIUCH POXKACHUEM JBYX 370POBBIX JIEBOYEK.
JleBouka oOT 3 OEpeMEHHOCTH POJWIACH €y TMIOIUIa3UEH HIDKHEW YeOCTH,
pacmienuHoi Heba, aedopMmainuel TpyaHOM KIEeTkH (co ciloB Mambl). B Bo3pacte
6 MecsIeB peOeHOK OBLT MPOONEPUPOBAH MO MOBOAY paCHICIUHBI Heba U ymep B
Bo3pacTe 1 roma 2 mecsueB. [laTonoroanaromuyeckuii quarno3 — anoManiana Ilsepa-
PoGena. IIpu uccienoBanuu KapuoTUIIA POJUTENCH MATOJIOTHU HE BBISIBICHO.

JleBouka, poauBIIAsiCs OT YETBEPTON OEPEMEHHOCTH B 3TOM K€ Opake, ymepia
B BO3pacTte 2 MECALEB Cs KINHUYECKUM JHUarHo3oM «CHHUHaIbHAsT MbIIICYHAS
aTpopus», OJHAKO MOJCKYJSIPHO-TEHETHUECKOE HCCIIEOBaHHE JMAarHo3 He
MTOATBEPANIIO.

[Ipobana — o ‘OT 1ecToit 6epeMeHHOCTH (TIsiTass BO BTopoM Opake). Y3U B
PHIIL[ «Matp ¥’ IATsH TIPOBEAEHO IO HAIPABICHHUIO PETHOHAPHOIO YYPEKICHHUS
3npaBooxpaHesus,, Cpoxk OepeMeHHOCTH 10 pe3yJibTaTaM OCMOTpa COCTaBHII
20 Henmenp<S OHEW, MOJI IUIOJA MYXKCKOW. BBIABIEH psAl M3MEHEHHUU CO CTOPOHBI
JUUEBBIX “HCTPYKTYp  IUIOAAQ: MHKPOTEHHUs, JIMLEBbIE JAUCMOpP(UH, HHU3KO
PACHON0KEHHBIE YIIN.

C “yuyeroM rpynmbel BBICOKOIO pPHCKa MO XPOMOCOMHON MAaTOJOTHH
B | TpumecTpe GepemenHoctu u no AaHHbiM Y3U Bo Il TpumecTpe GepemenHocTH
IPOBEJEHA IMPOLEAypa AMHUOLEHTE3a, YCTAHOBJIEH Kapuotun mioaa 46, XV.
[IpenBaputenbhplii 1uarno3 — aHomanana Ilbepa PoGeHa, yuuThiBas OaaromnpusiTHBIN
IOPOTHO3 Il KWU3HU IUIOJIa, CEMbsl MpPHUHSAJA pEIIEHWE O MPOAOJIKEHUH
OEpEeMEHHOCTH.

Manpuuk pomwics B PHIIL[ «Mate u auts» B Cpoke OepeMEHHOCTH
37-38 nenens. Bec pebenka mpu poxkaeHun coctaBuil 2850 T, OIleHKa MO IIKaye
Anrap 8 OamnoB. B mepBble CyTKM HOBOPOXKIICHHBIN TEpPEBENIEH B OTACIICHUE
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VHTEHCUBHOM TEpalnvyd W pEaHUMAallMd B CBSI3M C BPOXKICHHOM ITHEBMOHUEU H
oOCTpyKIIMEH BEpXHUX JbIXaTENIbHBIX TMyTeH, pa3BuBIeics BciaeacTtsue BIIP
(anomanaga Ilbepa PoOena). PebGeHOk ObUT OCMOTpPEH KOHCHWJIMYMOM Bpauei-
reHeTUKOB. [loMUMO BBIPOKEHHONW MUKPOTEHHMM Yy peOeHKa JIUarHOCTHPOBaHA
pacIienrHa MArkoro Heba U 3aJiHel TpeTH TBepJoro Heba, yepenHo-nuiesbie MAP:
nonuxonedanuueckas ¢popma rojioBbl, LIUPOKUM 100 ¢ HU3KOM JIMHKUEH pocTa BOJIOC,
IMPOKOE MIIOCKOE MEPEHOChE, JETKUM FK30(TalIbM, KPYIHbIE, POTUPOBAHHBIE K3a/1U
YVIIHbIE PAKOBUHBI. M3 M3MEHEHUI OMOPHO-IBUTATENBLHOTO ammnapara HaOII0Jaluch
BapycHas Jedopmaiusi CTON, KIMHOAAKTWIWS 2 TAajblleB KUCTEW, A TakxKe
MPOKCUMAJIbHOE CMEIIEHNE U MPOTUBOIOCTABIICHHE | MableB KUCTEH.

VYuuTeiBasg pe3yiabTaTbl OCMOTPA U JaHHBIE JIOMOJHUTEIBHBIX HCCIIETIOBaHMI,
peOeHKy BbICTaBlieH auarHo3: aHomanaj [Ibepa PoOena. C yuyerom “HOBTOPEHHUS
JAHHOTO 3a00JIeBaHMSI B CEMb€ OBbLI CHEJNaH BBIBOJ O TOM, YTO CHUHAPOM HMEET
ayTOCOMHO-PELECCUBBIN TUI HACJIEIOBAHUS.

PebGenok ymep B Bo3pacte 5 mecsueB. HenmocpeacTBeHHOM, IPUUMHON CMEPTH
pebeHka, MO pe3yJbTaTaM I[ATOJOr0AHATOMUYECKOrO HCCIENOBaHUsA, cTajia
IPOrPECCUBHO HapacTaBllas JibIXaTelbHasg HEJO0CTaTOYHOCTh, OOYCIOBJIEHHAs
MaTOJIOTUYECKUMU TIPOIIECCaMM B JIETKUX (XpPOHUYECKUN QOCTPYKTUBHBIM CIIU3UCTO-
THOMHBIA OPOHXUT, KPYITHOOUYAroBasi IBY CTOPOHHSISI €€p030-THOWHAS THEBMOHHS ).

CenpMast OepeMeHHOCTh HacTymuia yepe3 to. Ile pesynbrataMm mpoBeneHHOTO
B PHIII «Marp u guts» Y3-ckpunuHra | zpuMectpa OepeMEHHOCTh B CPOKE
11 megensb 2 aHs, pUCK POKIIEHUS peOeHKa C cHHAPoMOoM JlayHa HU3KUI.

[Ipn yabTPa3ByKOBOM WCCIEIOBAHUNA B CPOKEe OepeMeHHOCTH 15 Henenb
6 nHell oOHapyXeHa yMEepeHHasi MUKpPOTeHusl y 1ioaa. [lpu uccienoBaHuu KiIeTok
AMHHUOTHUYECKOMN KUIKOCTU KapuoTHIl 1o 1a 46,XY. OT npeiioKeHoro npepbiBaHus
OEpEeMEHHOCTH TI0 METUIIMHCKUM TTOKa3aHMSIM CO CTOPOHBI TUI0/Ia CEMbs 0TKAa3ajach.

Manwsuuk poauncs B PHIII «Matb u qutsa» B cpoke 6epeMeHHOocTH 38 Henelb
IyTEM OIEepalii KecapeBa CEUCHMsS, B CBSA3U C MOMEPEUHBIM MOJOKEHUEM IUIOJA U
npejiexkaHueM neTelbIynoBuHbl. Bec pedbenka npu poxaenuu 3250 rp. Onenka no
mkasie Anrap 8 6aJioB.

[Ipu ocMOTpe. “HOBOPOXXKICHHOTO BBISBJICHA YMEpPEHHAasT MUKPOTCHUS,
pacuiesivHa _MSITKOro Heba, MHOXKECTBEHHbIE UEpENHO-JIMLEBbIE JTUCMOPQUH.
C yuerom ¢enoruna peOeHKa, a Takke JaHHBIX CEMEWHOro aHaMHe3a
HOBOPOX@GHHOMY BBICTaBJIEH KIMHUYECKUHA JuarHo3: aHomanan Ileepa PobGena.
Tum, HacienoBanus 3a00JeBaHUsI — ayTOCOMHO-peleccuBHbI. B Bo3pacte 1 rona
pebeHok Obln >kuB. JlanmpHelinas cynp0a peOeHKa HEM3BECTHA, TaK KaK CEMbS
CMEHUIJIa MECTO MTPOKUBAHMS.

Oobcyrncoenue. Aanomanan Ilbepa PobGena omucan B cocraBe Ooliee
300 cunapomoB (cunapoma CTukiiepa, KaMIIOMEIMYECKOTO CHUHAPOMA, CHHApPOMA
Xanxapra, Tpucomuu 18 u nip.) [2, 3]. Hacnenyercs 3ab6osieBaHre Kak MO ayTOCOMHO-
JOMUHAHTHOMY, TaK U 10 ayTOCOMHO-PELIECCUBHOMY THILy [3].

[To MHEHUIO psiZla aBTOPOB, MUKPOTHATHUSI MOXKET OBITh BBISBJICHA MPEHATAIHHO
B 93% ciiyyaeB, B CEMbSIX C OTSATOLIEHHBIM T'€HETUYECKMM aHAMHE30M YacToTa
NpeHaTalbHOTO BhIsBICHUS aHoMmanana IIlbepa PobGena cocraBmser 100% [3].
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MHoOTroBOIME, BO3HUKAOIICE BCICACTBUC HAPYIICHUS (DYHKIIMH TJIOTaHHS Y IIOJIOB C
JAHHOW IaTOJIOTHEH, OCJIOXKHAET TedeHue OepeMeHHocTH B 60% ciydaes
HaO0IeHMH [4].

3axknrwuenue. 1lo HameMy MHEHHUIO, JOCTATOYHO CIIOXKHO OICHHTH IPOTHO3
JUTSL JKA3HU | 3JI0POBBA I10/1a ¢ aHoMaiaioM IIkepa Pobena, Tak kak MUKPOTEHUS
MOXET OBITh BBIpa)KEHA HE3HAUYMUTEIHLHO, a TUAarHOCTHKA PACIIEWH MATKOTO Heba u
HEOOJBIITUX PACIIETUH TBEPOTO HeOa MPEeHATAIHHO BBI3BIBACT 3aTPYAHCHUS, JaXKE B
CEMBSIX C BBICOKUM I'€HETHYECKUM PUCKOM H IIPH MPUIICIBHOM dKcrepTHoM Y 3.
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OINBIT BEJEHUSI BEPEMEHHOCTH, POJOB 1
MOCJIEPOJIOBOI'O MEPUO/IA V )KEHIIUH C COVID-19
B YCJOBUSX PEFMOHAJILHOI'O MEPUMHATAJILHOT'O

LEHTPA

I'yruxosa.Jl. B.', 3Bepko B. JI.”, Hosocax E. A., Jleun B. I1.'
YO «I POOHEHCKULL 20CY0apCmMBeHHbLI MeOUYUHCKUL YHUBEPCUMem),
2. I'poono, benapyco
V3 I DOOHEHCKUL 0OJIACMHOU KIUHUYECKUL NePUHANATbHBLI YeHMD )y,
2. I'poono, benapyce

Axmyanvnocms. bepeMEHHOCTh — 93TO  (DU3MOJIIOTMYECKOE COCTOSIHHE,
co3garomiee MpeApacroioKEHHOCTh K PECHUPaTOPHBIM BHUPYCHBIM HHOEKIUSIM.
B cBsi3u ¢ (U3MONOTHYECKUMH WU3MEHEHHUSIMU B UMMYHHOW M CEepJCYHO-JIETOYHOM
cuctemMe, y OEpeMEHHBIX KCHIIMH IOBBIIICHA BEPOSTHOCTh TSKEJIOTO TECUEHUS
peCupaTopHbIX BUPYCHBIX WMHGMEKIui. B TO ke Bpems HUMeErIIHecs JaHHbIC HE
CBUJETENBCTBYIOT 0 Oosee Tsokenom Teuennn COVID-19 y 6epeMeHHBIX KESHIIHUH 110
CPaBHEHHIO ¢ OOIICH MOMmyJIsIueit B3pocibIxX Jirojek [1, 2].

B cBs3u Cc OClOXHEHHWEM HIUACMHOJOTHUYECKOW OOCTAaHOBKH, BBI3BAaHHOM
yBenuueHneM konmdectBa ciiydaeB mHpekuu COVID-19 ¢ nenpio HemomymeHus
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