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Pesrome. [TockoJIbKY HEMOCPENCTBEHHBIE ITHOJOTMYECKUE (PAKTOPbl aHOMAJIUU Pa3BUTH S HE U3BECTHBI, B pa0OTE BbIIEJICHbBI OCHOBHbIE
IPYMITbI MPUYUH, CITIOCOOCTBYIOIIMX (POPMUPOBAHUIO TTOPOKOB Pa3BUTHU S TOJOBHOTO Mo3ra. boJiblioe 3HaUeHEe OTBOAMTCSI paHHEeH
NIMaTrHOCTUKE TTOPOKOB Pa3BUTU S, KOTOPAs MO3BOJSIET CBOEBPEMEHHO PEIIUTh BOIMTPOC O BO3MOXHOCTH MPOJIOHTUPOBAHU ST Oepe-
MEHHOCTH, YTO OIpeaessieTCs] BUIOM MOPOKa, COBMECTUMOCTBIO C XKM3HbIO U IPOTHO30M B OTHOIIIEHM U TMTOCTHATAJIbHOT'O PAa3BUTHUSI.
B uccnenoBanum paccMaTprBaeMoOro mopokKa pa3BUTHS OOJIBIIYIO POJIb UTPAIOT TAKME COBPEMEHHbBIE METOIbI, KaK IpeHaTaabHas
yJIBTPa3ByKOBasi AMaTHOCTHKA, HEMPOCOHOTpadusl, peHTTeHOBCKasi KOMITbIOTEPHASI M MATHUTHO-PE30HaHCHAsI TOMOTpadus TOJIOB-
HOT'0 MO3Ta, UMEIOIIHEe TOCTATOYHO BBICOKYI0 MHOOPMATUBHOCTh. YKa3aHbI CPOKHU TeCTAllMK, TIO3BOJISIONINE BEISIBUTH CTPYKTYPHBIE
ne(eKThI TOJIOBHOTO MO3ra. MeIMKO-TeHeTUUeCKOe KOHCYJIBTUPOBAHKE ITOMOTaeT BBISIBUTH PUCK MOSBIICHUST 00JBHOTO TTOTOMCTBA.
[MpoBenena nuddepeHInaNbHasg IUAaTHOCTUKA CEMUIIOOAPHOI ¢ IPYyTUMHU (popMaMU ToJIopo3sHIedannu. Takke OTMEUYESHBI BO3-
MOXHbIE KJIMHUYECKHE MPOSIBJIEHU I pacCMaTpUBaeMoil HO30J0Tuu. B naHHOI cTaThe nMpencTaBieH KAMHUYECKU cllydaii CeMUJIo-
GapHOI roJompo3sHIiedaln, TMarHOCTUPOBAHHOI Y MaJbunKa B Bo3pacTe 1 Mecsir. [Ipu mocTyjieHnu MaTh MPeabsBIIsIIA KaT00bI
Ha CPBITUBAHUS M TIepUOIMIEeCcKOe OECITOKOMCTBO chiHa. OO0beM U pe3yIbTaThl 00CIeoBaHMS peGeHKa U3JI0KeHbl HUXe. BeissBieHa
COITYTCTBYIOIIAS TATOJOTHSI B BUE ITYTTOUHOM TPHIXKY, BPOXKICHHON aHOMAaJIMK Pa3BUTHSI MOYEBOI CUCTEMBI: ITOJKOBOOOpa3Hast
MoYyKa; BOASHKM SIMYEK U ToJloBUaTOi hopMbl rurnocnanuu. [locie npoBeaeHus Kypca MoaaepXuBaroleil Tepanuu naleHT Obl1
BBIMMCAH B CTAOMJILHOM COCTOSIHUU. B HacTos1iee BpeMs cienidbuieckoe JeuyeHue roJonpo3aHiiedansu oTcyTcTByeT. OnepaTuBHbIE
BMelllaTeIbCTBA Ha TOJIOBHOM MO3Te MTPOBOASTCS PEAKO BBUIY TSIKECTU COCTOSIHUS OOJbHBIX, B CBSI3U C YeM JIeYeHUEe TaHHOU MaTo-
JIOTU Y BO3MOXHO TOJBKO C MIOMOIIBIO XUPYPTUYECKON KOPPEKIIMKU CUMIITOMOB. JITMTeIbHAS AbIXaTeAbHAs U KapIUOBaCKYJIsIpHas
IUCHYHKIMS MPEAONpenesieT JeTadbHblil UCXO 3a00JeBaHU .
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Abstract. Since the direct etiological factors of developmental abnormalities are not known, the main groups of causes contributing to the
formation of brain malformations are identified in the work. Great importance is given to the early diagnosis of malformations, which
allows us to timely resolve the issue of the possibility of prolonging pregnancy, which is determined by the type of defect, compatibility
with life and the prognosis for postnatal development. In the study of the considered malformation, such modern methods as prenatal
ultrasound diagnostics, neurosonography, X-ray computer and magnetic resonance imaging of the brain, which have a sufficiently high
informative value, play an important role. The terms of gestation are indicated, which make it possible to identify structural defects of the
brain. Medical and genetic counseling helps to identify the risk of the appearance of sick offspring. The differential diagnosis of semilo-
bar with other forms of holoprosencephaly was carried out. Possible clinical manifestations of the nosology under consideration are also
noted. This article presents a clinical case of semilobar holoprosencephaly diagnosed in a boy at the age of 1 month. Upon admission, the
mother complained of regurgitation and periodic anxiety of her son. The scope and results of the child's examination are set out below.
Concomitant pathology was revealed in the form of an umbilical hernia, a congenital abnormality of the development of the urinary sys-
tem: a horseshoe kidney; dropsy of the testicles and a cephalic form of
'KonrakTHas nadopmauus: aleksandra.ykv@gmail.com hypospadias. After a course of maintenance therapy, the patient was
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discharged in a stable condition. Currently, there is no specific treatment for holoprosencephaly. Surgical interventions on the brain are
rarely performed due to the severity of the patients ' condition, and therefore, the treatment of this pathology is possible only with the help
of surgical correction of symptoms. Prolonged respiratory and cardiovascular dysfunction determines the fatal outcome of the disease.
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ties, clinical case, genetics, neurology.
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eMua00apHas rojJonpo33Hiedannsi OTHOCUTCS

K TpYINe MOPOKOB pa3BUTUS TOJOBHOTI'O MO3Ta,

00YCJIOBJIEHHBIX Te(heKTOM pa3neeHus TepBUY-

HOT'0 MO3TOBOTO ITy3bIps Ha 5-1 Hexese BHYTPU-
YTPOOHOTO pa3BUTHUS, U ABJSIETCS OMHOMN M3 KIACCUIECKUX
dopM rosonpossHIiiedannu, Mpu KOTOPOI JIeBbIe U ITpaBbie
(GpOoHTaNbHBIE U TEMEHHBIE TOJU CJIUTHI, a MEXIOJyIIap-
Has IIeJIb TPUCYTCTBYET TOJbKO c3aau. Okoo 28-54%
MalMEeHTOB C TOJONpo33HLedanueit UMEIOT UMEHHO 3TOT
tun. lomonpo3sHiiedanus Bo3HUKaeT ¢ yacTtoToi 1:250
y oM6puoHoB 1 1:160 000 y HOBOpOXAeHHBIX (Y AI€BOYEK
B 2 pa3a yaiie, 4yeM y MaJibuukoB) [1]. [Tpu camornpousBoib-
HBIX abopTax ee yactora coctaniset 4 ciydas Ha 1000. Cpenu
MOPOKOB pa3BUTUS LIeHTpaJibHOI HepBHOM cucTeMmbl (LIHC)
rojonpo3sHiiedanus Bcrpevyaercs B 1-4% HabIloneH U
1 B 5% — cpenu TIOAOB Ha ayTOTICUH.

Cemuiob6apHas roJIONpo32HIIe G CYUTACTCS yMe-
peHHOIT ¢popMoii Toonpo33HIedantnn. Tak ke, Kak U Apy-
THU€ TUIThI, 9TOT MOXHO TMAaTHOCTUPOBATh BHYTPUYTPOOHO
10 OTCYTCTBUIO MEXTIONYIIAPHOH 111eu (KpoMe 3aIHeil YacTu
MO3Ta).

HenocpenctBeHHbIe 3THOJOTMUeCcKHe (PaKTOPbl aHOMa-
JIUV Pa3BUTHS HEe U3BECTHBI. MHOTME aBTOPHI BHIACISIOT
JIBE TPYTIbl MPUYMH Pa3BUTHU S MOPOKA: HACTEACTBEHHbIE
U aKoJornyeckue. HaciaeacTBeHHbIe IpeaCcTaBIEHbI XPO-
MOCOMHBIMU aHOMAJIUSIMU, BEAYIIUMHU K aHEYTTJTOUIUU:
Tpucomus 13 (cunapowm Ilaray), Tpucomus 18 (cuHapOoM
BpnBapaca), tpucomusd 21 (cunapom JlayHa), CHHIPOM TpHU-
miaounuu. Hepenko BcTpevatomuecss MyTaliuu, CBI3aHHbIE
¢ rojonpo3sHuedanueit: cuaapom 13 q, cuaapom ['eHys, XxBo-
CTOBOM MUCTeHE3, CHHAPOM AWKapau, TIceBIOTpucoMust 13,
cunapom Mekkens — ['pybGepa.

K axonornyeckuM npuuyrHaM OTHOCSITCS CaXapHbI 11adeT
(C) y maTepu, ripueM 6epeMEeHHOM caJulluIaTOB, pETU-
HOEBOI KUCJIOTHI, CTATUHOB, MU30IMPOCTOJIa, METOTPEK-
cata, IMMEHUITUIaHTONHA, YIIOTPeOJIeHUE aJIKOTOJbHBIX
HamnuTKoB. JlokazaHa poJib MOHU3UPYIOILIETO U3JIyYeHU ST
B I TpuMecTpe 6epeMeHHOCTHU. B 0OCHOBE ImaToreHeTu4eCcKux
MeXaHM3MOB Pa3BUTU I FOJIONMPO3dHIIeD TN JEKUT HapyIIe-
Hue GopMUPOBAHUS TOJIOBHOTO MO3Ta 10 CPEAMHHON TUHUH.
3ayacTyo 3TU NPOLEeCCh MporucxonsT Ha 5-10 Hemensax 6epe-
MEHHOCTH [6].

lTononpo3sHuedanus — TIOPOK, KOTOPHIT MOXET OBITh
pe3yIbTaToM 3a00JIeBaHU, XapaKTePHBIX IS X-CIETIEHHOTO,
ayTOCOMHO-PELIECCUBHOTO ¥ ayTOCOMHO-IOMUHAHTHOTO THUITA
HacJieIoBaHU s, a TAKXKe COUeTaHU sl roJlonpo3aHuedantnu
¢ nHcynuH3zaBucuMbiM C/ [2].

CemuiobapHasi roJonpo3sHiiedanus xapakKTepusyeTcs
CJIMSTHUEM JIOOHBIX N0JIel MPY HAJIMYU U He3HAUYUTEIbHOM
MeperopoaKu B 3alHEN YaCTU C IPUCYTCTBUEM cepria U MeX-
nojymapHoi meau. KinHu4Yecku nposiBASIThCS JaHHas
(opMa aHOMaTMK MOXKET MO-Pa3HOMY: OTCYTCTBHEM HOCOBOI
neperopoaku, aHopTaabMuein, 0JIM3KUM PaCHOJOXEHUEM
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rj1a3, aHOMaJMsIMU PAay>KHOI 000JTOUKM U CETUATKU, TIpe-
YeJIIOCTHBIMU areHe3usIMU, CPEIMHHOI pacileJnHOo HEOa
U1 Ty0bl. Bo3MOXHBI Ne(eKTH IPYTUX CUCTEM OpraHMU3Ma,
B TOM UHMCJIe BpOXKICHHBIE TOPOKM CEPILIa, TUCTIIA3UN TMIeK
1 TIOJIOBBIX OPTAHOB, KUCTO3HOCTH MOYEK, KUIIETHBIE MaJlb-
pOTaIMU, MyMOYHBIE TPBIXH, TOUeUHBIE TUCIIIA3UH, BOISHKA
IJjaona u T. 1. [8].

Tonomnpo3sHnedannio MOXXHO TMarHOCTUPOBATh HAUMHA S
¢ 13-14 Henmeu recTaliMy ¢ TIOMOIIBIO YJIBTPa3BYKOBOT'O UCCIE-
noBaHust (Y3U). B GonablinHCTBE ClyyaeB AMAarHO3 CTaBSAT
Ha 20-24 Henensx.

IIpenaranbHasi AMAarHOCTHUKA FOJOMPO33HIIEPaTun OCHO-
BaHa Ha OOHApyXEeHUU COUYeTaHHBIX aHOMAJIMI JINIIEBOTO
yeperna, JMlla U TOJOBHOTo Mo3ra. OmipeneseHue aHoMaanui
JIM1Ia 3aCTaBJISIET 3aII0J03PUTh U HaUYaTh 00J1ee mMOAPOOHBI
IMOMCK MHTPaKpaHUAJbHBIX U3MEHEHU I, TAKNX KaK eIMH-
CTBEHHBIN XXeJTyIoYeK MO3Ta, cpallleHUe TaJIaMyCOB, OTCYT-
CTBUE MEXITONYIIApHO 1eiu, Mukpouedanus. [To raHHbBIM
VY3U HeBO3MOXHO yBepeHHO nuddepeHmpoBarh ajgobdap-
HYI0 M CeMUJI00apHY 0 rojionpo3aHiedanuio. JluarHoctuka
JI0OAPHOI TOJIOITPOo33HIehaTNN CBsI3aHa ¢ OOJIBIIUMU TPYI-
HocTsiMu [9].

Hcronb30BaHKe TpaHCBAarMHabHOM 3Xorpaduu Crocoo-
CTBOBAJIO HAKOTIJICHU IO OTIbITA YJAbTPAa3BYKOBOI BU3yaau-
3allMM CTPYKTYP MO3Ta MJ0/1a Ha paHHUX dTarax pa3BUTHSI,
YTO AaJI0 BO3MOXHOCTh IMaTHOCTUKY TOJOMPO33HIIeDaTun
yXe B KoHIIe I TpuMecTpa 6epeMeHHOCTH [5].

B npeHaranbHOM Niepyroe BENY TN METOI IUATHOCTUKY —
coHorpadus. AimodbapHyio U ceMuIo0apHyio GopMy Ioiao-
Mpo33HIeh AT HE0OXOIMMO TMATHOCTUPOBATH C TIOMOIIBIO
VY3U B TeueHUE TIepBOY TTOJTOBUHBI 6€peMEHHOCTH, TTODTO-
MY MTpUOEraTh K IPyTUM TEXHOJOTUSIM HET HEOOXOTUMOCTH.
JunarHoctuka io6apHoi (opMbl ToJIONMpo33HIEdhaTun BO3-
MO Ha TOJIbKO C TOMOIIbIO MATHUTHO-PE30HAHCHOM TOMO-
rpapuu (MPT). B noctHatanbHOM nepuone MPT ciyxur
MEeTOJIOM BbIOODA.

CemMuiiobapHasi hopma rojionpo3ssHuedaiud — pe3yjibraT
YaCTUYHOTO Helopas3aeJeHU sl MO3Ta Ha JIEBYIO U MPaBYIO
noaycdepsl. CyliecTBYIOT onpeaeieHHble KPpUTEPUU A5
nuddepeHInaIbHON IMaTrHOCTUKY 3TOI (hOopMBI ¢ anobap-
HOI u TobGapHol popmamu nopoka. I[Ipu cemunodapHoit
TOJIONPO33HIIe(h AN 1BA TTOJYIIApUsT MO3Ta YaCTUYHO pa3-
NeJIEHBI B 3aTHE 4acTH, UMEEeTCS OMMH OO JKeTyTodeK
C pyIMMEHTapHBIMU 3aJTHUMU poraMu. AjobapHast U CeMU-
JsobapHasi GopMBbl YACTO COUETAIOTCSI C MUKpoliedaineit
u pexe ¢ makpouedanueii. [Ipu anodapHoii u ceMusiodap-
HOI1 ToJIonpo33H1edaluu BCeraa OTCyTCTBYET MO30JIUCTOE
Tego [2].

HuddepeHumnanibHas IMarHOCTUKA aHOMAJUU Pa3BUTU S
roJIOBHOro Mo3ra ¢ nomolibio MPT ocHoBaHa Ha clieayIommx
Mpu3HaKax: Ipu ajodapHoil popmMe MO3Tr MaJIbIX pa3MepOB
U CONEPXUT ONHY €AMHYIO MOJOCTh C 1OP3aJbHBIM CAKOM
BMECTO TPEThEro U OOKOBBIX XKEJIYIO0UKOB, TaJlaMYyChl
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COEIMHEHBI BMeCTe, HeT OOOHSITeJIbHBIX JIYKOBMIL 1 0OOH -
TeJBHBIX TPAKTOB; MaJb(opmalnu Juiia — HanboJjee HebJIaro-
MpUATHBIN BapuaHT. [1pu cemuo6apHoit royionpo3sHieda-
JIMA MO3T TakK3Ke MaJIeHbKUA, C pyIMMEHTaMHU 3aThIJIOYHBIX
noJsieii. MexmoJiyapHasi 1ejib UMeeTcsl B IepeiHeM UJIU
3amHeM oTaeax. [1ocKoJIbKY MO30JMCTOE TEJIO OTCYTCTBYET
YaCTUYHO WJIU MOJHOCTBIO, TO AOP3aJIbHBIN CaK MOTHUMAETCS
BBICOKO ¢ (hOPMUPOBAHUEM MEXIOJYIIAPHON TUKBOPHOM
kucThl. Camas jerkast hopmMa rojiornpo3sasHiedanuu — jgobdap-
Has. [1pu Heil reMucdepbl 60bIIOro MO3ra OTASJIEHBI IPYT
OT Ipyra, KpoMe MepeaHUX OTAE0B, OOKOBBIE XKeJTyT0UKHU
COeIMHEHBI MEX Iy COO0I 3a CUeT areHe3uU IPo3pavHol Imepe-
ropoaku. Mo3olucroe TeJa0 OTCyTCTBYeT [1].

B kauecTBe mpuMepa MpuBeaeH KIMHUUYECKU I caydait
ceMuJI06apHOii rOJIONIPO33HIIe(aTUN, TMAaTHOCTUPOBAHHOM
y pebenka 1 mecsua. Jlanuun P. moctynua B Kypckyto ger-
CKYI0 KJIMHUYECKY10 OOJbHUILY C Xa00aMu Ha CPbITUBAHUS
U TepuoanYeCcKoe 0eCIOKONCTBO.

[Tpu c6ope aHaMHe3a cTaJlo U3BBECTHO, YTO peOEeHOK OT 7-ii
OepeMeHHOCTH, MpoTeKaBllleil Ha (poHe TIpuemMa peryJoHa,
UUKJIMYHBIX MEHCTPYaLUii, YeTBEPTHIX MPEXIEBPEMEHHbBIX
NIOMalIHUX POAOB, MaTh Ha YUeTe B )KEHCKOW KOHCYbTa-
uu He cocTosina. [Tpu poxkieHun Bec MaJbuuKa COCTaBUII
1700 1, poct — 42 cM. PeGeHOK 0CMOTpPEH y4aCTKOBBIM IEIM-
atpoM Ha 10-e cyTku. HeiipocoHorpadusi 1o MecTy XXuTeb-
CTBa MoKa3aJja: MeXTIOoJyIapHas IIeJb cMelleHa BJIeBO, BU3Y-
aJIM3UPYeTCsI 6OJBIIOE KOTUISCTBO KMUIKOCTHOTO DJIEMEH-
Ta. Manpuuk 0611 rocnuTanu3nupoBaH B Kypckyio OAKb
B otaeseHue Ne 3 st o6cenoBaHuUS U JIEUCHU S,

AJJIeproJorn4ecKuii 1 HacJIeACTBEHHBII aHAMHE3 He OTSI-
TOIIEH.

OOBEeKTUBHBIC JaHHBIC ITPU MOCTYTJICHUHU: 0011Iee COCTOSI-
HUe pebeHKa CpeIHell CTeMeH ! TsKecTH. MaJlblll Ha IpyTHOM
BckapmauBaHuu. Bec — 3600 r, poct — 51 cm. CnusucThie
YUCThIe, BJaxHble. CKJIepbl — CyOMKTepuUHbIe. JIbIXaHue
PUTMUYHOE, C YACTOTOM 36 B MUHYTY, XpUITOB HET. TOHBI
cepala puTMUUYHBIe. YacToTa cepaeyHbIX COKpAIeHU i —
134 B MuHyTy, apTepuanbHoe napiaeHue (AI) — 85/55 mm
pT. cT. [TynouHas rpeixka HeGOJIbIIUX pa3MepoB. HapykHbie
MOJIOBBIE OpTaHBI C(OOPMUPOBAHEI IO MYKCKOMY THITY, 00€
MTOJIOBUHBI MOIIOHKY YBEJIMYEHBI B pa3Mepax. ['0JloBKa MoJio-
BOTO YJIeHa OTKPBITa, OTBEPCTHUE YPETPHI CMEIEHO KHU3Y.

B HeBpoJiornyeckom cratyce: Co3HaHUe pebeHKa sicCHOe,
yabibaeTcst. OKpy>XHOCTb TOJI0BbI — 37,5 ¢M, O0JIbIIOI POTHU-
yok — 2,0 X 2,0 cM Ha ypoBHe KocTell uepera. [oyioBa ruapo-

2 S e

Puc. 1. 33T B cOCTOAHUMN PU3UOAOTMUECKOrO AHEBHOIO CHa /

EEG in a state of physiological daytime sleep
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1nedanbpHOM opMbl. MEHUHTUATBbHBIE CUMIITOMBI OTCYT-
CTBYIOT. JIBUTaTeIbHASI aKTUBHOCTD COXpaHeHa. MBIIIIeUHBI I
TOHYC YMEPEHHO IMOBBIIIIEH MO (DJIEKCOPHOMY TUITY B CTHOA-
TelsIX KoHeuHOoCTH. OTpenesioTes pediaekcesl babuHckoro,
Mopo, 1oyI3aHu s, OTIOPHI 1 aBTOMATUYECKOU X0 bObI, TIPU
TPaKIIMU 3a PyKH I'OJIOBY BBIBOAMT. B mosioxkeHUM Ha XUBOTE
TOJIOBY BBIBOJIUT, OIOpa Ha MpPEaTieubs.

Hanunny P. 6bi1a npoBeaeHa D3I B cocTossHUU DU3n0-
JIOTMYEeCKOro JHEeBHOIo cHa (20 MUHYT), Ha KOTOPO 10CTO-
BEPHBIX UBMEHEHU I MU TU(GOPMHOTO XapaKTepa He ObLI0
BBISIBJIEHO (puc. 1).

[Ipu Y3U ronoBHoro mo3ara Ob1JI0 00HAPYKEHO, UTO CTPYK-
TYpbI MO3ra cchOPMUPOBAHBI HEMPAaBUJIBbHO, ITPABOE TTOJY-
mapue MpakTUIeCKH MOJTHOCThIO OTCYTCTBYET. SIapa Tana-
Myca ¥ CTPYKTYPHI 3aTHEI YepeImHOM SMKH COXPaHEHBI, HO
MpaBoe SIPO TajamMyca TMIOILIa3upoBaHO. DXOTEHHOCTh
JIEBOTO TIOJIyIIapus cpeaHsisi. PUCYHOK U3BUJIMH 1 60pO31I
OTUYETIUBBIN cjieBa. MexXIoylapHas 1ejib B CEYeHU U
yepe3 Teja OOKOBBIX XKeJYI04KoB — 1,7 (HopMa — 10 4 MMm).
Cyb6aypasibHoe nmpocTpaHcTBO — 0 MM (HopMa — 2 MM).
CybapaxHouaabHOE TPOCTPAHCTBO cripaBa — 1,7 MM; ciieBa —
1,8 (Hopma — 2 MM). I1paBblii 60KOBOI XKeTYI104eK OTCYT-
ctByeT. Ilepennuii por — 4,0 MM, 1aTepalbHBINA POT —
3,0 MM, 3amHuit por — 7,0 mMm. TpeTuii xxenynoyek B CCUSHUU
yepe3 Tej1a 00KOBBIX XKeayaoukoB — 3,0 MM (HopMa — 3 MM),
dopma kxenynouka HeripaBuabHasA. YeTBePTHIi KeaymoueK
B caruTTajabHOM ceueHuu — 3,0 MM (HopMma — 4 MM). KoHTYpEI
COCYIMCTBIX CIUIETEHU I pOBHBIE, TOJIIMHA JIeBOro — 7,0 MM,
CTPYKTYpa omHOpOAHAsI. MO3XKeuoK, TaJlaMyc, TOTKOPKOBBIE
sipa — 9XOT€HHOCTb MOBBIILIEHA CIIPaBa, cieBa 6e3 0cCOOeHHO-
cTeil, 9X0CTPYKTypa OMHOPOAHAS. 3aKJII0UeHMEe: BPOXIEHHAasI
aHoOMaJIus Pa3BUTHUS T'OJJOBHOT'O MO3Ta, XapaKTepHasl 151
ajobapHOit GopMBbI rOJIONPO3sHIEDATNH.

MPT: Ha cepuu T1- u T2-B3BelIEHHBIX TOMOI'PAMM B CaTUT-
TaJIbHOW M aKCMaJbHOU MPOEKIIMU ITOJYYeHO U300pakeHe
CyTNpaTeHTOPUATbHBIX CTPYKTYP TOJOBHOTO Mo3ra. [IpaBbie
JIOOHAasl, TeMeHHasi 1 YaCTUYHO BUCOYHAS 10U (KpOMeE THTI-
MmoKamIia), MO30JIMCTOE TeJIO U IMpo3padyHas meperopoaka
OTCYTCTBYIOT, HUXKHUI YepBb MO3KeUuKa I'MIOIJIacThy-
HbI#. [IpaBbIii 3pUTENbHBIN OYyTOp YBEJIWYEH B pa3Mepax,
BU3YyaJIU3UPYETCSI YaCTUUHO MTpaBast 3aThlJIOYHAST JOJIS.
JleBoe mosymapre 60JbIIIOr0 MO3Ta, MOJyIIapu s MO3KeuKa
U CTBOJI C(OPMUPOBAHBI TPaBUJIbHO. PeTeH1IMM Xenynouko-
Boli cucteMbl HeT. [IpM3HaKOB 00EMHOI0 BO3ECTBUSI HE
oTMedeHo. bazanbHble HIMCTEPHBI OTKPHITHL. B 3ak1toueHnU
OTMEUYEHO, YTO MOJTYUYeHHbIE TaHHbIE MOTYT COOTBETCTBOBATh
MP-kapTuHe cemuaob6apHoii rosionpo3sHiiedanuu (puc. 2).

N3 conyTcTByIOLIEH MaTOJOTUM OTMEUEHO HaIUuuKe MyTnoy-
HOI I'PBIKU U BPOXKIEHHOW aHOMAJIMU Pa3BUTU S MOYEBOI
crcTeMBbl (TTIOAKOBOOOpa3Hasi movyka, BOASTHKA SU4YeK 1 FOJIOB-
yaTtas hopMa TUIIOCIIAIUN).

Bo BpeMs mpeObIBaHU S B CTallMOHApe peOGeHOK HAaXOIMIICS
Ha TPYJTHOM BCKapMJMBaHUU, ITOJy4yad HOOTPOITHYIO TTO/I-
NepKKY — Kypc IiepeOpoau3nHa, MeTaboaInuecKyo (BUTaMUH
D;) u cumntomarnyeckyio repanuio (Ypcodaibk).

[TaureHT BeIMUCAH B CTAOMIBHOM COCTOSIHUHU. Bec Manbuu-
Ka Tipu BeITTUcKe coctaBu 3960 1 (+360 ). HeBponornueckmit
cTaTyc — 0e3 TMHaMUKMU.

CornacHo nanHbiM C. Olsen u coaBT. [4], cpenu 78 poauB-
LI XCS JeTei 001ast CMEPTHOCTh cocTaBuja 32% B TeueHUe
nepBbiX 48 yacoB u 38,5% — B TedyeHue 1-il Hexeau COOT-
BETCTBEHHO. [Ipy CHHAPOMAaJIbHBIX CIyYasiX CMEPTHOCTD
B TeUEeHMeE MepBbIX 48 yacoB XKU3HU cocTaBuia 57%, y 60J1b-
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Puc. 2. MPT ronoBHoro mosra. Cemuno6apHas roronpo3aHue-
danusa / MRI of the brain. Semilobar holoprosencephaly

HBIX ¢ ajobapHOoi (popMoli BHIXXKMBAEeMOCTh Ha 1-ii Henesle —
50%. 1o 12 Mecsi1ieB ¢ U30JIMPOBAHHOI (DOPMOIL FOJIOIPO3-
sHuedanuu 1oxuau 54%, npu CHHAPOMAaJIbHBIX CIyUassX —
14%, HeCMHIPOMAJIbHBIX B COYETAHUHM C APYTUMU IIOPOKAMU
Pa3BUTHS TOJIOBHOTO Mo3ra — 25%. Bricokast CMEpTHOCTB,
MO-BUIMMOMY, CBsI3aHa C AUCHYHKIIMEH CTBOIA UJIU TUIIOTA-
JAMMYECKUX CTPYKTYP FOJOBHOTO MO3Tra B COYETAHU U C TIOJIH -
OopraHHoi marosiorueii. JlnurenbHas nbixareabHast U Kapauo-
BacKyJsipHasi NUCHYHKIIUS ITpeaonpeneaseT JeTaJlbHbI i
ncxon 3aboneBaHus [3]. B HacTosmiee BpeMs cnenuduieckoe
JiedeHUe TOJONpo3dHIIedaninn oTcyTcTBYyeT. OnepaTuBHBIC
BMeIIaTeJIbCTBA Ha TOJIOBHOM MO3T€ TIPOBOISTCS PEIKO BBUIY
TSIKECTU COCTOSIHUST OOJIbHBIX, B CBSI3U C YeM JieUeHHe JaH-
HOI MaTOJIOTUY BO3MOXKHO TOJIBKO C TIOMOIIBIO XUPYPTHYE-
CKO# KOppPeKIIMU CUMIITOMOB (aHOMaJIMii pa3BUTU S JIU1IA).
[Tpu Taxenbix popmax 3a001eBaHUST OTMEUAKOTCS TaKXKe
TPYAHOCTU BCKapMJIMBAHUSI HOBOPOXJICHHBIX, CBSI3aHHBIC
€O ¢cJ1ab0CThIO COCAHM ST, HEBO3MOXHOCTBIO MPOTJIaThIBAaHU ST
MUILH, TONepXUBaAHUEM, PBOTOI ¢ pPUCKOM acTiupalnu, 330-
¢daruu u ap. [7]. B cBSI3U ¢ 3TUM B HEKOTOPBIX CydasiX IpU-
MEHSIeTCsI TaCTPOTOMUS (MPU MCKITIOUEHU U LIEHTPaJIbHOTO
HapyweHus nutanus) [9]. [lpy HanUYUK 1eKOMIIEHCUPOBaH-
HOIi runpoledaniny peKOMeHI0BAHO HEMPOXUPYPruueckoe
nedenue. [1py HATUYIUY STMUTETITUYECKUX ITPUCTYTIOB IMTPO-
BOJIUTCS TTOAO0P MTPOTUBOCYIOPOKHOMN TePATIUU C UCTIONb-
30BaHMEM aHTUKOHBYJbCAHTOB MO KOHTPOJIEM OOBIYHOM
D9T u Buneo-D9I-MmoHuTOopuHra. M. Barr u coasr. [1] noka-
3aJIM, YTO JJIs1 BOCCTAHOBJICHU ST HApYLIEHHBIX (PU3MOT0TU-
YEeCKUX PUTMOB CHa MOXHO MCITOJIb30BaTh BHEIITHUM 1IIyM
(Hampumep, paamo).

B 3akJjioueHue oTMeuaeM, 4To ToJIonpo3aHiedanns MOXeT
BXOIUTH B CTPYKTYPY XPOMOCOMHBIX MJIM MOHOTEHHbIX
3a00JIeBaHMI, a TaKXKe BCTpeUaThCs KaK U30JMPOBaHHAs
MajabdopmManus. DTUOJIOTIUs TOJONpo3dHIedaInn ocTaeT-
csl HETOCTaTOYHO M3YUeHHO#. B nmarHocTuke paccMarpu-
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NMepnaTpua. Heonaronoruna

BaeMOTro MOPOKa pa3BUTU S OOJIBIIYIO POJIb UTPAIOT TAKHE
COBpEeMEHHBIE METO/IbI, KaK TIpeHaTaJbHasl yIbTpa3ByKoBast
NMarHOCTUKA, HeiipocoHorpadusi, peHTTeHOBCKast KOMIIbIO-
TepHasi U MAarHUTHO-pEe30HaHCHAasi TOMOrpadusi TOJIOBHOTO
MO3ra, UMEIoIIe TOCTaTOYHO BHICOKYIO MH(OPMATUBHOCTb.
MenuKo-TeHeTUYeCKOe KOHCYJIbTUPOBaHME TTIOMOTaeT BhIsI-
BUTh PUCK TOSIBJICHUSI 60JBHOTO TTOTOMCTBA. YCTaHOBJICHO,
YTO MOJIOZBIE Maphl, AalOlIue XXKU3Hb peOeHKY CO CTaHIapT-
HOM TPUCOMMUEI, UMEIOT Hecrieuuueckuii (okoo 1%) puck
pekyppeHTHo# Tpucomuu 13-it xpomocombl. [l

KOHOAUKT MHTEPECOB. ABTOpbI CTaTbu MOATBEPAMAM OTCYTCTBUE
KOHOAMKTA MHTEPECOB, O KOTOPOM HEOBXOAMMO COOBLLUNTD.
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