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CJIYYA NPEHATANBbHON OANATHOCTUKW
MHWUOSHUEDANNN

MpeAcTaBeHo onvcaHve ciyyas npeHatanbHOM AMarHOCTUKM UHMO3HUehanun y nioga B 19 Hepens bepemeHHocTH. B xoge
LBYX NocrefoBaTeNibHbIX yNbTPa3ByKOBbIX MCCNEL0BaHWN ObiN BbIBEHbl MHOXECTBEHHbIE 3XOorpacuyeckme Mapkepsi:
ZedeKT 3aTbINIOYHOM KOCTU, PAXMLLIN3UC BCEX OTAEN0B NO3BOHOYHMKA C MOSHLIM OTCYTCTBMEM LUEMHbBIX U MPYAHBIX MO3BOHKOB,
YKOpOUeHMe No3BOHOYHMKA, (DUKCMPOBAHHOE 3aMpPOKUHYTOE MOSIOXKEHWE rofoBbI Mioaa («1muo, cMoTpsLlee B HeOO»), Maso-
BoAave. 10 peLleHmio KOHCUAMYMa W, YHUTbIBas XenaHue ceMby, bepeMeHHOCTb NpepBaHa B cpoke 21-22 Hefienu. PesynbTat
naToNoroaHaTOMUYeCKOro NCCefoBaHus NOATBEPAN AMArHO3.

KniouyeBble cnoBa: nnof; l/IHl/IO3HLI,€(1)aﬂMﬂ; YNbTpasBykKoOBafa AMarHOCTMKa, yfibTpa3ByKoOBble MapKepbl XPOMOCOMHbIX
aHoManui; npeHaTanbHaa AMarHoCTmnKa
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A CASE OF PRENATAL DIAGNOSIS OF INIOENCEPHALY

A case report of prenatal diagnosis of inioencephaly in a fetus at 19 weeks of gestation is presented. During two consecutive
ultrasound examinations, multiple echographic markers were identified: an occipital bone defect, rachischisis of all parts of
the spine with a complete absence of cervical and thoracic vertebrae, shortening of the spine, a fixed tilted position of the
fetal head («face looking at the sky»), oligohydramnios. By decision of the council and taking into account the desire of the
family, the pregnancy was terminated at 21-22 weeks. According to the results of pathological anatomical examination, the

diagnosis was confirmed.
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I/IHI/IOSHue@aJH/IH OTHOCHUTCS K PEKUM BHYTPUYTPOO-
ubIM nopokam passutus (BIIP) miozga ¢ Heussect-
HOH yactoroil B nomysasiinu. HasBanue mopoka mpon-
3010 B Pe3yJbTaTe CJIUSIHUS JIBYyX KOpHEH — WHHOH
(mapyskHbIil 3aTbLIOuHbBIE 6yrop) u sHnedanos (sHKe-
(das1o3, ronosHON Mo3r). MHuosHedanus mpeacTasis-
eT co00il CIOKHBIN MMOPOK PAa3BUTUSI HEPBHOW TPYOKH
IJI0/1a, [IUIs1 KOTOPOTO XapaKTEePHO 3HAUYUTETIbHOE YKO-
poueHne IMeHHOTo OT/esa TTO3BOHOYHNKA C MATOJIOIH-
YeCKUM yCUJIEHHEM JIOp/I03a M He3aBepiieHHbIM (op-
MHPOBAaHMEM OCHOBAHHS Yepera, 0cOOeHHO 006JacTH
GOJIBIIIOrO 3aTHIJIOYHOTO OTBEpCTHs. Bo3MoskeH Bapu-
aHT Kak ¢ sHIedasolese 1 Paxuim3ncoM, Tak u 6e3
TaKOBbIX. DTHOJOTHSI MHUOHIEDATUN HEU3BECTHA, HO
6osiee ueM B 90 % cirydaeB TOPOK HAGIOMAETCS Y TLIO-
JIOB 3KEHCKOTO 10J1a 1 HanGoJiee 4acTo PerncTpupyercs
B Cesepuom Kutae [1]. OrTMeuaercsa ce30HHOCTD U
BO3PACTHbIE KOJIEGAHMS YaCTOTHl BbISIBJEHHS HOPOKA.
Omnmcana c¢Bsi3b nHMOdHIEDAMNN ¢ GECIIONIEM B aHa-
MHe3€e, HU3KHM COIMATbHBIM CTATYCOM, IPHEMOM HEKO-
TOPBIX JIEKAPCTBEHHBIX CpeacTB (CHOTBOPHBIX Mpenapa-
TOB, BMHOJACTUHA, SCTPENTOHUTPHHA, TPHIAPaHOJA), C
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HasmaneM cudumca y Matepu, a Takxke mpu OJIu3KOPO/I-
CTBEHHBIX CBSI3SIX poamtesneil [2, 3].

Bruepsbie nnnosniedanis 6oi1a onucana 1.G. Saint
Hilaire [4]. Lewis H.L. Bbigenns a1Be OCHOBHbIE TPYTI-
bl: MHUO3HIIehATIST TesieBast ¢ 00pa3oBaHuEM MO3TO-
BOI TPBUKU U WHUOIHIIEMATHS 3aKPHITAast, TPH KOTOPOI
UMeeTCsI TIOBPEK/IeHNE TTO3BOHOYHUKA TIPU OTCYTCTBUI
MO3TOBO# TpbikH [S]. O pamHeil y1bTpa3ByKOBOIT qra-
ruocTuke nHuoaHiedannu coobuwan D.M. Sherer c
coaBT. mu B 13 Hemeab 6epeMeHHOCTH Y TIOa ObLIN
OOHApPYKEHDBI aKPAHUsI, PE3KO 3AIPOKUHYTAS TOJIOBA I
YKOpOUY€eHIe MO3BOHOYHMKA. [loce mpepbiBaHus Gepe-
MEHHOCTH TPU TATOJOTOAHATOMUYIECKOM MCCIIE0BAHUI
ObLTa BBISIBJIEHA TIOJTHAST (hOpMA KPAHUOIIN3NCA C BbIpa-
JKeHHBIMI M3MeHeHUsIMHI IIefHbIX MM03BOHKOB [6]. B
OTEYeCTBEHHOI JIUTepaType O CJydae MpeHaTaTbHOIT
yJAbTPAa3BYKOBOW [MAarHOCTUKU UHHO3HIehATHH B
koure I — mavane II Tpumectpa GepeMeHHOCTH COO6-
mnm E.B. @aopencoBa u M.C. Anapra [7]. Yike B
12 Hemesb OHM OTMETUJIM HECOOTBETCTBHE KOMUMKO-Te-
MEHHOTO pasMepa IUIOfa CPOKYy OepeMeHHOCTH, YTO
MOKHO TIPUYUC/IATH K PAaHHUM MapKepaM IOpokKa. B
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15 Hemesb TPHU JETATHHOM OCMOTPe OblIa BbISBIEHA
anoMasusi (pOPMUPOBAHUS YePelia B 3aTbLIOYHON 06J1a-
CTH W pacllernyienne TO3BOHOYHNKA, YTO TI03BOJIUJIO
MOCTAaBUTD JMATHO3 WHUOHIIEATU.

IloBpesxpenue LeHTpaabHOH HEPBHOH CHCTEMbI Y
TJI0/1a SIBJISIETCST OJHON 113 BAJKHBIX TEM B COBPEMEHHO
MeInInHe, TaK KaK OTHOCHUTCS K TSDKENbIM BPOXKIEH-
HBIM 3a00JIEBAHUSIM € HEOJATONPUSTHBIM MPOTHO30M,
COITPOBOSK/IAIONINMCST THOENBIO TI0a W HOBOPOIKIEH-
HOTO WJIN TsDKeJoN muBannansaieii. OCHOBHBIMU IHa-
THOCTHMUYECKUMHU MapKepaMu WHUOIHIeMATI SBISTIOT-
cst: medeKT 3aThLIOYHON KOCTH, PAXWIMTH3UC BEPXHETO
OT/IeJTa TTO3BOHOYHUKA € TTOJTHBIM OTCYTCTBUEM TIEHTHBIX
U TPYAHBIX MO3BOHKOB, YKOpOUEHWE TO3BOHOUYHNKA,
pUKCHPOBAHHOE 3AMPOKUHYTOE MOJOXKEHUE TOJOBBI
nmoga («amio, cMorpsiee B HEG0» ).

C y4éTOoM pEeIKOCTH JAHHOH MaTOJOTUU, MBI TPe-
JlaraeM ommcaHue coOOCTBEHHOr0 KJINHUYECKOTO HaOJIIo-
JICHIUSI.

MATEPWUAJIbI U METObI

[TarmenTka T., 16 met, 6epeMeHHOCTD TIepBast, Opak
He 3aperncTpupoBaH, MYyX 3710poB, 18 uer.
Comarnuecknil aHaMHe3: JKee30/eUINTHAS aHeMUs
JieTkoit crenienn. [IpodeccnonansbHbIX BpeIHOCTEN HET,
ceMelHbIII aHaMHe3 He M3BeCTeH, TaK KaK ITallleHTKa
BOCIINTBIBAIACH B JIETCKOM JIOME.

B I tpumecrpe y/abTpasByKoBOe uccleJoBaHHe B
CKPUHHIHTOBLIE CPOKN HE MPOBOAMIOCH. IIopoK BBIAB-
JIeH TIpW TIpOBeJeHMN CcKpuHmHTa BO II TpmMecTpe
GepeMmennocti. VcciepoBanue BBITONHSJIOCH HA allfia-
pare PHILIPS CX50 ¢ ucrosib3oBaHieM TpancadoMiu-
HaJIbHOTO KOHBEKCHOTO gaTdymka 3,5-5 MITr.

PE3YJIbTATbI

[Ipu yapTpasByKOBOM HCCICLOBAHUU ILIOZ COOTBET-
ctBoBan 19-20 megensm recramuu. [Ipu ckannpoBaHum

yCTaHOBJIEHA MATOJOTUsT (POPMBI IJI0/1a B BUJIE: OTCYT-
CTBUSI YETKOTO PA3/IeNeHNsT MEXK/Y TOJIOBOW M TEJIOM C
MOBOPOTOM JinI[a BBepX. KpoMe TOro, BbisIBIE€H 4pes-
MepHbLIl JI0PA03 B IIEHOM U IPYJHOM OT/esax I03BO-
HOYHHUKA, 3HAYUTETBHOE YKOPOYEHHE MO3BOHOYHHMKA U
MOJTHOE HeJI0PAa3BUTHE IEPE/IHEr0 MO3TOBOTO IY3bIPSI.
3arblIovHasl KOCTh U IleliHble TT03BOHKHM OTCYTCTBOBA-
Jau, "Habmonanack ruapoinedanus. Onupeaensancs moJ-
HBII PaXMIIU3UC BCEX OT/EJOB MO3BOHOUHHMKA. Takke
BbISIBJIEHO MasioBojue (MHAEKC aMHUOTUYECKOH KUIKO-
cru 80 cM). AIEKBATHO OLEHUTDH JIUIEBbIE CTPYKTYPbI
He TPEJICTAB/ISIOCh BO3MOXKHBIM, MIPU 9TOM BPOJK/EH-
HBIX MOPOKOB Pa3BHUTHs APYTHX OPraHOB M CHUCTEM He
6bL710 BbIsiBieHO. IlymoBmHa wmMena 3 cocyna, IO
10712 OBLT SKEHCKUH.

[Ipu BBINOJIHEHUH HKCIEPTHOTO YJIbTPA3BYKOBOTO
nccaeI0BaHusI Bce MapKepbl jlepeKkra HEPBHOH TPYOKH
6bln noTBep KAeHbl. 1IpoBeieH KOHCHUINYM, MOCTaB-
JIeH uarto3: BposkaeHHblil NOPOK LeHTpaJbHOI HepB-
HOI cucreMbpl y 1710/1a — uHUOdHIEeDams. Pogauressm
coo6mMIN 0 HeGJIATOIPUSTHOM ITPOTHO3€ B OTHOIIEHNH
sKu3Hu peGenka. [lanmenTtka u oreKkyH NPUHSIN pelie-
HUe npepBarb GepeMeHHOCTb. IIpu maTtosoroaHatoMu-
YeCKOM HCCJIEIOBAHNY JIHArHO3 ObLI MOJHOCTBIO MO/
TBEPIK/IEH.

OBCYXAEHUE

B nepnog ¢ 2007 mo 2021 rox mo mToraM IepBOTO U
BTOPOTO YJIbTPA3BYKOBOTO CKPUHIHTA ObLIO TPOAHAN3H-
poBano 714 BBIABIECHHBIX W MOATBEPKACHHBIX B XOJe
MATOJOTOAHATOMUYECKOTO  HCCTEJOBAHUS  CJIydaeB
BPOKAEHHBIX TOPOKOB passutust miaoga (BIIP).
Makcumanbioe uncio BIIP mmona B r. HoBokysnerike
Kewmeposckoit o6mactn Habmonanocs B 2014 n 2018 romax
(105 crygaes), Murmmasbroe — B 2007 roxy (7 ciyuaes).
B crpykrype BIIP mioga nepBoe MeCTo 3aHUMAIOT II0PO-
KU cepliedHo-cocyauctoii cucrempt (75 ciydaes), Ha BTO-
pom Mmecte — BIIP smMarmdeckoil cicTeMbl, B 4acTHO-

PucyHok 1

HabniogeHue 1: MonepeuyHbIl cpes ronosbl: gedeKT 3aTbiNOYHON KOCTH, SHUedanouene, rugpouedanus
HaGniopeHue 2: OTCyTCTBME LUENHbIX MO3BOHKOB, ruapouedanus

Figure 1

Observation 1: Cross section of the head: defect of the occipital bone, encephalocele, hydrocephalus
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Observation 2: Absence of cervical vertebrae, hydrocephalus
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PucyHok 2

Ha6niopeHue 1: JeddekT 3aTbinoyHom koctn. HabniopeHuve 2: Paxuwimsmuc

Figure 2

Observation 1: Defect of the occipital bone. Observation 2: Rakhishizis
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PucyHok 3

Ha6niopeHue 1: ®eHoTun abopTyca. leeKT 3aTbIIOYHON KOCTY, SHUedarnoLene.

Ha6niopeHue 2: deHoTnn abopTyca. Paxuwmsmc
Figure 3

Observation 1: Abortus phenotype. Occipital bone defect, encephalocele. Observation 2: Abortus phenotype. Rakhishizis

cru, KucTo3Hast rurpoma mien (62 ciiyyast), Ha TPETbeM —
cunzgpom Hayna (54 ciayyast). Bombiuicrso BITP mwiozxa
BBISBIISTIOTCS B cpoke 18-22 mexenn (55 %) — Ha BTOPOM
CKPUHUHTOBOM unccnefoBanuu. Ilpudem, 3a mnocsesnue
15 JjietT OBLTO BBISBIEHO BCETO BAa CJaydas WHUOsHIeda-
JINN BO BTOPOM TpuMecTpe 6epeMeHHOCTH, TPeTHi cIyJait
I/IHI/IOBHI_IeCl)aJII/II/I OIIMCaH HaMU B I[aHHOfI CTaTbe.
Ocob6yi0 MeIUITMHCKYIO W COIMATHHYIO0 3HAUNMOCTD
IpeJCTaBIgeT BPOKJAEHHAS TATOJOTHA, KOTOpas He
HO//IAeTCsl KOPPEKIMU 1 HOCUT JIETAJIbHbII Xapakrep.
Heo6xoauMo OoTMETHTD, 4TO WHUOIHIIEPATNST OTHOCHUT-
Csl K JIETAJbHDBIM, PEJKUM U JIETKO JNArHOCTHPYEMbIM
MOPOKOM Pa3BUTH, YYNTBIBAs BBIPa’KEHHBIE JedopMa-
IINU KOCTHOTO CKeJleTa U yepena 1miaoja. Jlo6oii coayyai
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TpeHaTaTbHON JUATHOCTUKY 3THX HApYIIeHNH WMHTepe-
CeH Kak C TOYKM 3peHHUsl aHaTOMUYEeCKUX BapUaHTOB
[ATOJIOTMY U HAKOILIEHMS OIIbITa, TaK M C TOUKU 3PEHMs
CUH/IPOMAJIBHOIO HOJAXO0/Ja K OLleHKe aHATOMUU ILIOJA.
B nopo6uBIX coyuasx Bepyliee 3HadeHne mprobpeTaer
JIOCTOBEPHBII IIpeHaTaJbHbII AMarHo3, KOTOPbL olpe-
JlesIsieT ONTUMAJIbHYIO JOPOJOBYIO TaKTHUKY.

JlauHbIil cayvail TpeacTaBieH C IENbl0 0OPaTUTDh
BHUMaHWE Ha MaKCHMATIbHO TOUHYIO OIIEHKY aXoTrpadu-
YeCKOr0 CUH/JPOMOKOMILIEeKCA. BayKHbIM 3BeHOM IIpeHa-
TaJIbHOI IHarHOCTUKHU SIBJISIETCST COOJTIO/IEHIE BCEX MYyH-
KTOB KJIUHHUYECKOIO IPOTOKOJA U aJrOPUTMOB
MHCTPYMEHTATbHBIX 00CJeI0BaHuil 110 BeleHnio Gepe-
MeHHOCTH. PanHfg mocraHoBKa Ha ydeT, CBOEBPeMeH-
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PucyHok 4

Ha6niopeHune 1: PeHoTun abopTyca. PrKcMpoBaHHOE 3aNpPOKUHYTOE MOJIOXKEHMe rofioBbl Noaa
Ha6niopeHune 2: ®eHoTnn abopTtyca. PukcpoBaHHOE 3aNpPOKMHYTOE MOMOXKeHMe ronoBbl nioga
Figure 4

Observation 1: Abortus phenotype. Fixed reclining position of the fetal head

Observation 2: Abortus phenotype. Fixed reclining position of the fetal head

-7 L SN :
HOE BDBIIIOJIHEHUE I[I€PBOr0 CKPUHUHTA, TIlATeAbHOE HNndopmanusa o punancupoBanuu u KOHQJIMKTE
n3ydeHne aHATOMHHU TJIOJIa M MOWCK 3XOTrpaduecKux HHTEpPECOoB
MapKepoB XPOMOCOMHDBIX aHOMAJIUI ¥ aHOMaJIUN HepB- WccnenoBanue He UMeJIO CIIOHCOPCKOIL IOJLEPAKKU.
HON TPYOKM TMO3BOJINT CHU3UTb YaCTOTY POXKIEHUS ABTOpPBI 1eKJIapUPYIOT OTCYTCTBUE SBHBIX U IIOTEH-

neteit ¢ BIIP, 4to sBIsieTcs OJHUM W3 KJIIOYEBBIX IHAJBHBIX KOH(MIMKTOB WHTEPECOB, CBSI3aHHBIX C
UHCTPYMEHTOB CHUKEHUsSI MJIAJIEHYECKON CMEPTHOCTH.  MyOJUKaluell HaCcTOSIIed CTaThu.
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