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Pe3ztome. Vpoooiceni éadu possumky yenmpanvnoi nepeosoi cucmemu (YBP [[HC) cmanoensimo 00ny 3 Haubitbut 20-
CIMPUX MeOUKO-COYIATbHUX NPOOILEeM CYUACHOT MeOUYUHU, GUSHAYAIOMb I 3AUMAOMb NPOBIOHe Micye Yy CIpYKmypi nepura-
manvHoi U Mantokoeoi cmepmuocmi ma oumayoi ineanionocmi. Cnio 6i03Hauumu 3HAYHI MOPANTLHO-NCUXONOIYHI MA eKO-
HOMIUHI 30umKuy 0151 pOOUHU MA CYCRIAbCMEA, OCKIIbKU 6 Oinbuocmi 6unadkie maki oimu € iHeanioamu 3 OumuHcmea ma
nompebyioms gumpam 0Jisl nPO8edeH s IIKY8ANTbHO-peabirimayitinux 3axo00i8. OOHuM 3i WasAXi6 3Hudcenns uacmomu YBP
IJHC € susnauennsa YuHHUKIG IX 6UHUKHEHHSA, NPEKOHYeNnYiliHa NPOPINIaKmuKa ma c60€4ACHa NPeHamalbha 0iaeHOCMuKa.

Y emammi npeocmasneno kniniunuil eunadox eononposenyepanii (I'NNE) y donowenoi nogonapooicenoi 0iguunKu
3 MHOMCUHHUMU YPOOdHCceHumMu eadamu pozeumky (MYBP). Jumuna nHapoounacs 6id nepuioi basxcanoi éazimnocmi,
aKka nepebieana na mii Oupysno2o HemokcuuHo2o 300y, eecmayitunoi cinepmensii, 6aeamoeo0os. Mamepi 24 poxu,
ocsima cepedHs, npayrBald WeauKkow 00 ma y panuix mepminax eazimuocmi, bamsvkosi 28 pokis, oceima cepednbo-
cneyianvha, npayioe oyoigenvnuxom. Lo sapeccmposanuil. Llxionueux 36uyvox y 6amvkie ne écmanogieno. Cnao-
Kogicmb no ninii mamepi ma bamvka He oomsdcena. Ha o0onix 3 npueody oanoi eacimuocmi HiHKA 6CMALA C80EUACHO.
Ipu npenamanbHomy yaibmpazeyko8omy 00Ciioxcenni nioda na 20-my mudiCHi 6a2iMHOCMI GUABULO HEIMYHHUL HAOPSK
nioody, cunopom zampumku pozsumky nioda, MYBP I[[HC (cononpozenyepania, wuzenyepanis) ma cepysa (degexm
MIdCWAYHOUKO080T nepemunku). Bio nepepueanis eacimnocmi noopyiciics 6i0MOBUNLOCS.

JKinka napooocysana 6 ymosax axyuiepcovkozo cmayionapy Il piens y mepmini cecmayii' 38 mudichie npupoOHim WisxXom.
IIpu napooscenni maca oumunu ckaana 1700 e, doexcuna mina — 41 cm, 006i0 conosu — 26 cm, 006i0 02py00s — 26 cm. Oyin-
Ka 3a wKanio Aneap Hanpuxinyi nepuioi ma npoooedlc HACMYNHUX 08AOYAMU XGUAUHU dcummsa ckaara 5 6anie. Ilpu
oyinyi izuuno2o po36uUmKy HOBOHAPOOICEHOT OIGUUHKU 3 GUKOPUCTIANHAM NePYeHMULbHUX MabIuyb 6CMAHOBICHO,
Wo OUMUHA MAE «MATUL POIMIP 00 MePMIHY cecmayiiy npu 3HAYeHHAX Macu ma 008xcuHu mina menwe 10 nepyenmu-
as. Ipu 306niwnvomy 02aa0i oumunu ¢iomiveno euoumi MYBP nuyb06020 ckenemy ma uuceibni cmuemu ouzemopio-
2enesy, y momy vucii mikpoyeganis, npobocyuc ma Kpunmopmaivm.

3aecanvruii cman OuUMuHU NpU HAPOONCEHHI MaA BNPOOOBIHC YCb0O20 Nepiody NiKYE8AHHA PO3YIHEHO AK MANCKUU 3a
PAXYHOK AHMEHAMANIbHO20 YPAICEHHs NA00d ma Nposeie cuHOpomy noriopearnHoi Hegionosionocmi (CIIOH). Ilpu
YAbMPA38YKOBOMY 00CHI0dCeH T ecmanogieno o3naku MYBP oumunu 3 6oxky LHHC (T'TIE, wuzenyeganis, 308HiuiHs
ma eHympiwna ciopoyeganis) ma cepys (deexm mixcuiynouxosoi nepemunxu (JJMIIII)).

Kniniynuii diaenos. Ocnosnuii: MYBP (VBP IJHC: I'TIE, 308niwns ma enympiwinsa eiopoyedanis, wusenyeganis,
VBP opeanie uymmsa: npobocyuc, kpunmogmanovm,; YBP cepysa: JIMIII). Ycknaonenna: CIIOH. Cynymuiu: manui
po3mip nnoda 00 mepminy eecmayii.

He3zgaoicarouu na adexeamue NiKy8aHHA, CMAH OUMUHU NPOSPECUBHO NO2Ipuly8ascsi, Ha 4-my 006y nacmynuia
cmepmbv OI8UUHKU.

ITamonocoanamomiunuii diacnos. Ocnoenuti: MYBP (VBP IIHC ma opeanie wymms: I'TIE, 306HiwHs ma 6HYmMpiwiHs 2io-
poyepanis, wusenyegpanis; YBP cepys: JMIIII, 3aeanvruti apmepianohuii cmogoyp, YBP enookpunnoi cucmemu. einonna-
30 HAOHUpHUKIB). Ycxnaonenns: Bupasicenuil HaOPAK 20106H020 MO3KY Ma M AKUX 00010HOK. Ampoghia kopu ma éoenuujesa
JIeUKOMAnAYis 20106H020 MO3KY. J[600Iuni Oudy3ni amenexmasu, CNAOAHH AlbEEOL MA ANbEEONAPHUX X016, OUCTIeKmAa3u ie-
2eHb. Boenuujesa emizema neceris. 3acanivHe 6eHO3HE NOBHOKPOS i MA OUCPODIUHI 3MIHU BHYMPIWHIX NAPEHXIMAMOZHUX
opeanie. Habpaxu mynyboa ma kinyieox. Cynymmuiii: Manuil 3a po3mipom ma 6a2oio 00 eecmayiiino2o 8iKy.

Taxum vunom, I'IIE € maxcko gopmoro YVBP ITHC, axa 3ycmpivaemuvcs K 8 i301b08AHOMY 6UOI, mak i y ckiaodi
2EHHUX CUHOPOMIG Ma XPOMOCOMHUX X80po6 3 MYBP, xapaxmepuzycmvbcsa 6ucoxkoio cmepmuicmio Oimei y pamuix
mepmMiHax noCmHamaibHo2o nepiody. Onmumizayis i C6OEYACHA NPpeHamaibHa 0iaeHOCMUKA OAHOT namonozii € Heob-
XiOHOo10 0n4 IT nonepedxcenns ma Cmano8uUms 0OHe 3 20108HUX 3AB0AHb CYUACHOT nepuHamanvHoi meduyunu. Oouicio
3 AKMyaibHux ma HegupiwieHux npooiem eedenns dimeil 3 I'llE, axa noeonana 3 MYBP, € npogedeHHs 00n010208020
KOHCY1bMY8aHHA OAMbKI6 Ma 8UPIULEeHH eMUYHUX NUMAHb 000 HAOAHHA NOBHOT peaHniMayitiHoi 0onomozu y noiozo-
811l 31 ma nairiamueHoi 00nomMo2u y NoOCMHAMAaibHOMY nepiooi.

Knrouoei cnosa: mnoocunni ypooaiceni 6adu pozsumxy, 20nonposenyedanis,; wusenyedania, npobocyuc; Kpunmogmanom.

BcTyn JULMHYA, BU3HAYAIOTh 1 3aliMalOTh MPOBIJIHI Micus y
YpomxeHi Baiu PO3BUTKY LEHTPaJbHOI HEPBOBOI CTPYKTYpi mepuHaTanbHO{ # MajlOKOBOi CMEPTHOCTI
cucremu (YBP IIHC) cTanoBisATh OJHY 3 HaiOLIbII Ta auTA4oi iHBamigHocTi. Ciix BiA3HAUYWTH 3HAUYHI
rOCTPUX MEJUKO-COIiallbHUX Npo0IeM cydyacHOi Me- MOPaIbHO-TICUXOJIOTIYHI Ta €eKOHOMIYHI 30MTKH ANd
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POJIMHM Ta CyCHINBCTBA, OCKIIBKH B OUIBIIOCTI BH-
MajkiB Takl OITH € 1HBAJigaMH 3 OIUTHHCTBA Ta IIO-
TpeOyIoTh BUTpAT NI NPOBEICHHS JIIKyBaJbHO-pea-
OimiTanidaux 3axoxiB. OAHUM 31 MIAAXIB 3HUKEHHS
gyactotn YBP IJHC € BH3HAueHHS YMHHHKIB iX BHU-
HUKHEHHS, PEeKOHIeNiiiHa npodilakTuKa Ta CBO€-
YacHa MpeHaTalbHa aiarHocTuka [1,2].

[onsttsa «romomnposennedanis» (I'TIE) 3ampomo-
Hoane W. De Myeri ta W. Zeman 11 BU3HAUCHHS
Ipylny aHOMalliii TOJOBHOTO MO3KY, IO XapaKTepH-
3YIOTHCSl HE PO3JIJICHHSAM TEPeIHbOTO MO3KOBOI'O
MiXypa Ha KiHIIEBHH Ta NpOMiKHHUKA Mo30kK. [Tommu-
pericts ['TIE Bapire Big 0,48:10000 mo 0,88:10000
HemoBiAT Ta 1,2:10000 aboptyciB # MepTBOHapoO-
JoKeHuX [3-6].

Jo nmepmoro knacy I'TIE BigHOCATH anobapHuii, ce-
MinoOapHuil Ta TI0OApHUN TUIH, PU SKUX HAKWOIIbII
TSOKKO YpaXEHUMM AUISTHKaMU IBKYJIb € 0a3albHO-
BEHTpAJbHUN TepenHii Mo3ok, no apyroro — ['TIE
MIDKIIBKYJIBHO-CEPEAUHHOI NIiHII, IPU AKifl KOPTHKO-
JopcalibHa YaCTHHA MiBKYJIb HE PO3IiTIeHA TP HEMO-
pyILIEHi# cTPyKTypi 6a3aibHOTO MEPEHHOTO MO3KY.

Dopmu mepumoro («KJIaCMYHOTO») Kiacy (3a He-
HpopanionoTriYHUMHU JAHUMH):

1. AnoGapHa — BiJICYTHIH pO3MOJiN KOPH Ha ITiB-
KyJi, BEUKi MiBKYJi TOJTOBHOTO MO3KY HE PO3IiICHI.
Benmka «mopcanpHa KicTay 3aiiMae 3aHIO MIOJOBUHY
CyIpaTeHTOPiaIbHOTO BHYTPINIHBOYEPEIIHOTO MPO-
cropy. Moxe cmnoctepiratucs ecHiedanoiesne, Bif-
CYTHICTH MO3OJIUCTOTO TiJla, CEpIly MO3KY, MIXKIIiB-
KyJbHOT OOpPO3HH, CKPOHEBUX Ta MOTUIUIHUX POTIB.
TpeTiif MIyHOYOK MOKe OyTH MpecTaBICHUN cepe-
WHHO PO3TAIIOBAaHHUM <(KOJOOKOM» y Tajmamyci, IIo
Ma€e HeviTKy CTpyKTypy. [linkipkoBi yTBOpEHHS Ta Ti-
nokamI BiacyTHi. YacTo BUSBIsAETHCS Mikpouedais
Ta rigpouedainis. XapakTepHUMH € BHpa)keHa 13-
Mopdis yepemny Ta 00nMuYUs, TIMOTEIOPHU3M, yIIeInHA
ryou Ta migHeOiHHS, TimomIasis Hoca Ta mpodociuc.

2. CeminobapHa — € OQWH NIIYHOYOK, Bi3yaurisy-
€THCSI PYAMMEHT MOTHINYHUX YaCTOK, CKPOHEBI POTH,
YacTHHA 3aJ(HIX pOriB O1YHUX IIITYyHOUYKIB MO3KY. [le-
peIHI BIAJiNM MO3KY NUCIUIACTHYHI, MIKIIBKYJIbHA
MIiTMHA, MO30JIMCTE TiJIO, Cepll MO3Ky c(opmoBaHi
YacTKOBO 1 MPUCYTHI B 3aJHIX BiAAiNaXx MO3KY, IpO-
30pa TEepeTHHKa BiACYTHS, OOKOBi NIIYHOYKH 3IIH-
BAaIOTHhCS y ISHII HEpeAaHixX poriB Ta T, MiAKip-
KOBI YTBOPEHHS Ta TiMOKaMIl AUCIIACTHYHI, TPETiif
IIYHOYOK Tilornjia3oBaHui. MKIIBKyJIbHA L[IJIMHA
po31inse TONOBHUN MO30K Ha aABI remicdepu. [Ipu
amobapHiil Ta ceMmno0apHii popmax Biziali3yrOThCS
miAKipKOBi sapa. Mae micie YepemHO-JHIeBa TU3-
Mopdis y BUIISAI TiHOTENOpU3MY, Tinmomniasii Hoca,
ylIleJuHH TYOu Ta migHCeOIHHS.

3. JlobapHa — € mijMHa MK HIBKYJSIMH, Ma€ Mic-
1€ 3JINTTS 110 Cepe/IHiH JiHii mosicHoi 3BuBMHU. ['0J10-
BHHH MO30K Ma€ c)OPMOBaHI YACTKH 3 HOPMAJIbHUMH
po3mipamu. BoKOBI MIIyHOYKHM OIM3BKO PO3TaIIOBa-
Hi, BY3bKi, 3’€/lHaHl Mik co00I0 Ha pPiBHI MepenHixX
poriB, BiCYTHS Npo30opa MepeTHHKaA, JOOHI J0Ji Ti-
MOIUIa30BaHi, TPETiH NUIYHOUOK Au(epeHiiioBaHUN.
[Tepenni porm MaroTh HpSIMOKYTHY (opmy 3 miac-
KoIo moBepxHer. [TiTKOpKOBi YTBOPEHHS 1 TiMOKaMII
cpopmonani. HioxoBi TpakTu Ta nuOyInHM Timomiac-
THYHI a00 BiACyTHI. M030JKCTE TiJ0 MOXKE OyTH HOP-
MaJIbHUM, TiMOMJIaCTUYHUM abo0 BiACyTHIM. Jlekonu
npo3opa nepeTuHka BijAcyTHs. 30poBi Oyrpu i OiuHi
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IMIYHOYKH dYacTille po3JiJieHi, 3a BHHATKOM Iepe-
IHIX poriB. HazampHa mepeTHHKA i rpaTdacTi ma3yxu
BiZCyTHI, Typeupke cimio 3MeHmene. Jusmopodii He
xapakTepHi ans nsoro tumy I'TIE.

Jo npyroro knacy BinHocsaTh ['TIE «MikMiBKYy/Ib-
Ho-cepeauHHOl niHiD» («midline interhemispheric
HPE-MIH HPE»), npu sKiif KOpTHKO-70pcalibHa Yac-
THHA MiBKYJIb HE PO3/iJiicHa, alie 0a3albHUN MepenHii
MO30K MOXke 3anumarucsa HopmaiabHuM. I'TIE apyro-
ro Kiacy 3ycTpidaeTbes pinmie Ta nepebirae jerie
nopiBusiHo 3 I'TIE mepmoro kmacy. lopcanbHa uac-
THHA MBKYJIb HE pO3JIiJIEHa Ha 3aHI0 (POHTAIBHY Ta
napieHTaIbHY AUISHKY 1 TalaMi4Hi CTPYKTYypH TEX
PO3IiNeHI He MOBHICTIO. € MIKIIBKYIbHE PO3AiTCHHS
6a3anpbHOTO MEPEIHBOTO MO3KY, MEPEIHbOI YACTHHHU
(hpoHTATBHUX YACTOK 1 MOTHAWYHHX IUISHOK. J[u3-
Mop@dii yepemna He XapaKTepHi.

OcnoBuumu nedexramu npu I'TIE € mikpoueda-
nist, equHa cepa MO3KY 13 3arajlbHUM IITyHOYKOM,
KicTo3Ha Aedopmalrist TOTOBHOTO MO3KY, BiICYTHICTH
mpo30poi TMEepeTHHKH, BiACYTHICTH abo rimomiasis
rinokamiy, 30pOBUX/HIOXOBHX TPaKTiB Ta IHUOYJIWH,
aHoMaiis «BimizieBa xona», TiMOTEIOPU3M, aHO-/Mi-
KpodTanbpmist ad0 IUKIOMIsI, YIIeJIUHA MigHCOIHHS,
rimonuasis Hoca, mpobocuuc. Mo3osncre Tino 3a-
3BHUYAl BifIcyTHE a00 MpEACTABICHE 3aHIMH CETMEH-
tamu. litu 3 anob6apuoro gopmoro I'TIE B 6inpmocti
BHIIQIKIB IIOMUPAIOTh B MEpHIl Micsll KUTTA. Y pasi
ceminobpanoro, ysob6apuoro TumiB i ['TIE wmixmiB-
KYJIbHO-CEpeJAMHHOT JIiHI1, IPOTHO3 OUIbII CIPUITIIN-
BWH, OMHAK JITH € iHBaliJJaMH 3 TUTHHCTBA 3 HEBPO-
JOTIYHOI0 TATOJIOTi€I0, MOPYIICHHIMH (Pi3UYHOTO Ta
pPO3yMOBOTO PO3BUTKY.

Knacuyna I'TIE BuHMKae BHACHiIOK MyTalii reHiB
SHH, PTC, PTCH ta GLI2, ycrankoByeThCs epeBax-
HO 3a AJl tunom ycnaxakysauus. I'TIE moxe 3ycrpi-
yaTucs npu Ourbm Hixk 40 reHETHYHMX CHHIpOMAX,
HalOUIBII YaCTUMH 3 AKUX € cuHApoMH Cwmita-Jlem-
ni-Omina, Mekkens-I'py6epa, JlamGoTTe, Afikapai Ta
rafindensaa. Haibinpm YacTUMH XPOMOCOMHH-
mu xBopobGamu 3 I'TIE e cungpom Ilaray, EnBapnca,
del(13q), del(18p), dup(3p), del(7q36) [7,8].

[IpenaTanbHO JiarHO3 BCTAHOBIIOETHCS 3a JOTIO-
MOT0I0 YIbTpa3BykoBoi nmiarHoctuku (Y3) y mep-
IOMY Ta APYTrOMY TPHMECTpax BariTHOCTI. 3 METO0
YTOYHEHHS MiarHo3y 3 20-ro THXXHS BariTHOCTI MOX-
Ha BHKOPHCTATH MarHiTHO-PE30HAHCY TOMOrpadiro
(MPT). Lle € BaxJIUBUM MIOA0 MOAATBIIOTI TAKTHUKH
BEJICHHS BAriTHOCTI y JKIHOK TI'PYNH BHCOKOTO pH-
3UKYy, YTOYHCHHS TCPMIiHIB MOJOTOPO3PIMICHHS Ta
MiarHOCTHUYHO-JTIKyBalbHUX 3aXOJiB MiCIS IOJOTIB.
[IpeHaTanbHe MEAUKO-TEHETHUYHE KOHCYJIbTYBaHHS
(MI'K) mepenbauae BcTaHOBJICHHSI HECHPUSTINBUX
YUHHUKIB, BU3HAYEHHS KapioTUmy 1uioga (npu HeoO-
XIJIHOCTI - KapioTHIIiB 0aTbhKiB), MPOTHO3Y Ta PU3HKY
I HacTynmHoro cuOca. 3aBmaHHSAM NPEHATAIBHOTO
KOHCHJIIyMy € BHpIiIIeHHS NUTaHHA 30epiraHHs abo
nepepuBaHHs BariTHocTi g0 22 TwkHsA recramii (y
BHIIAJKY YPOJIKEHOT BaJu PO3BUTKY MPHU HECYMiCHOT
13 XKUTTSAM, IIPH BiJICYTHOCTI MOXINBOCTI abo cKiaj-
HOCTI Xipypriunoi kopekuii). Y BuUmajgkax Mi3HbOTO
niargosy ['TIE abo BigMoBH Bim TepepwBaHHS Ba-
TITHOCTI NMPOBOIAUTHCS MOBHE KIiHIKO-TabopaTopHE
00CTeXEeHHS Ta TOCIHiTalni3amis XIHKK B MOJOTOBUM
crauionap III piBHs st monoropo3pimenHs. 3a jaa-
HUMH JIiTepaTypH, NMpEeHATAIbHUMH YMHHUKAMH, SKi
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MoxyTh iHinitoBatn ['TIE Ha 5-10-My THXKHSAX Barit-
HOCTI, € MyKPOBHUH HiabeT y MaTepi, TimepBiTaMiHO3
A Ta 3710BXHBaHHS ajkoroyieMm [8].

I'TIE y mocTHaTajdbHOMY MEpioji A1arHOCTYEThCS
npu QizukanbHOMy orusai. HeBposoriuynuii ormsa
JUTHHHM BKJIIOYae 00OB’S3KOBE TECTYyBaHHS HIOXO-
BOro aHanizaropa. [locTHatanpHe pajgiosioriuyne mo-
CIIKeHHs, BKIIOYAI0YN HelpocoHOTpadito, peHTTe-
HIBCHKY KOMIT T0TepHY TOoMorpadiro, MPT romoBHOTO
MO3KYy, 103BoJsie Bepudikysaru ['TIE.

[Tporuos HecpUATIMBUNA. BUXKMBaHHS 3aJ1€KUTH Bl
crymnenst Tsokkocti I'TIE, HasBHOCTI LMTOr€HETHYHOTO
Ta CHHIpOMalbHOTO AiarHo3y. s niteit 3 anobapHUM
tunioMm ['TIE, nuknomnieto, eTMoredaniero XxapakKTepHOIO
€ 3aru0enp BIPOAOBXK IEPIIOTO TIDKHA IICJIS HApO-
JUKeHHs1, 015151 50% niteit 3 nanum tunom ['TIE momupae
y Bini 4-5 mic, 20% — BOPOJOBK MEPILIOT0 POKY JKUTTSI.
Bucoxi nokazHUKH CMEPTHOCTI 00yMOBIIEHI HAsBHICTIO
nuchyHKIii cToBOypa TOJOBHOTO MO3KY, TiIOTaIaMo-
rino¢izapHUX CTPYKTYp, MiJBHIICHOI YYTIUBICTIO O
iH}eKmiid, TPyAHOIIAMH BHUTOJOBYBAHHS, CYIMyTHBOIO
MaTOJIOTI€10, PO3BUTKOM IMOJIIOPTaHHOI HEI0CTATHOCTI.
Bigsnaueno BwkuBaHHs Oiibine Hik y 50% BUNAAKIB
JiTeH 3 130JIbOBAHUM CceMi- uu J00apHuM tunamu [ TIE
y Bimi 12 MicsiIiB Mpy BiJICYTHOCTI BaJ] pO3BUTKY 1HIINX
cucrteM opradis [3,5,6].

Kniniuauit Bumagox. Y cTaTTi MpeACTaBICHO KJIi-
Hiunuit Bunajgok I'TIE y noHomenoi HoBOHapomxe-
HOT JIBYMHKHM 3 MHOXKMHHUMHU YPOJDIKEHUMH BaJaMH
po3sutky (MYBP). lutuna Hapoauiacs Bij nepmoi
OaxxaHol BariTHocTi, sika mepebirana Ha TIi qudys-
HOTO HETOKCHYHOTO 300y, TecTaiiifHoi rimepreHsii,
6aratoBonns. Matepi 24 poku, ocBiTa cepenHs, mpa-
I[[I0BaJIa MBAYKOIO JI0 Ta Y PaHHIX TepMiHax BariTHOC-
Ti; 0aTbKOBI 28 pOKiB, OCBITa cepeaHbO-CICIialbHA,
npanioe OyniBenbHukoM. 06 3apeecTpoBaHUid.
HIkignuBux 3BHYOK Yy OAaTbKiB HE BCTAHOBICHO.
CnankoBicTh o nMiHIT MaTepi Ta 6aThbka HE OOTSIKEHA.
Ha o0nix 3 mpuBoxy maHOl BAariTHOCTI JKiHKa BCTa-
nma cBoevacHo. IIpu mpenaraxpHoMy Y3/ mimona Ha
20-My THIKHI BariTHOCTI BUSIBUJIO HEIMyHHUH HAOPSK
10712, CUHAPOM 3aTPUMKHU po3BUTKY Iutona (C3PII)
ta MYBP IHHC (romomnpo3senuedanis, muszeHneda-
mist), cepus (medeKT MIKIUTyHOYKOBOI MEePETHHKHU
(AMIIIT)). Big mepepuBaHHA BariTHOCTI MOIPYXIKS
BIIMOBHIIOCS.

JKinka Hapo/pKyBalla B yMOBaxX aKylIEpChKOTO CTa-
uionapy III piBHs y Tepmini recranii 38 THXHIB mpH-
poxHiM mrsixoM. [Ipu HapoKeHHI Maca INTHHHU CKiaja
1700 r, nomxuHa Tia — 41 cM, 00BiJg rooBu — 26 ¢,
00Bix orpyaas — 26 cm. OmiHka 3a mKajomw Amnrap
HAINpUKIHII Mepumoi Ta BIPOJOBXK HACTYIHHUX [Ba-
NUATH XBUJIMHM KUTTA cKiaanaa 5 0aniB. Y MOJOroBil
3aJi MPOBEJEHO 3aX0AM NEPBUHHOI peaHiMaliiHOL
nmomoMoru 3rimHo Hakazy MO3 Vkpaimm Ne225, y
TOMY YHCIi, MaHyaJbHA MITyYHa BEHTUJIALIS JIETCHIB
yepe3 iHTyOaniitny TpyOKy.

[Tpu ouiHni (i3MYHOr0 PO3BUTKY HOBOHAPOIKE-
HOT AIBYMHKYU 3 BUKOPUCTAHHSIM MEPUEHTHIbHUX Ta-
0JIMIIb BCTAHOBJICHO, 10 JUTHHA MA€ «MAJUN PO3Mip
0 TepMiHy TecTamii» Impu 3HAYEHHSIX Macu Ta Jo-
BXKUHU Tina MeHIIe 10 mepueHTHIA.

[Ipn 30BHIIHBROMY OTJSAAI TUTHHU BiAMi4eHO BHU-
aqumi YBP numpoBOro CkeneTy Ta 4YMCEIbHI CTIrMHU
nu3eMOpioreHesy, y ToMy 4ucii Mikporedatis, npo-
6ocnuc ta kpunrodransm (puc.l1,2).

Puc. 2.

3arajpbHUN CTaH JUTHHH TPH HApPOJDKEHHI Ta
BIIPOJIOBXK yChOTO IMEpioAy JIIKyBaHHS pO3ILIHEHO
AK TSOKKHH 32 paxyHOK aHTEHATAJIbHOIO Ypa)KeHHS
MJI0Y Ta MPOSBiB CHHAPOMY HOJiOpTaHHOI HEBiATO-
BigHocti (CITOH) 3 ypakeHHSAM IUXaJIbHOI CHCTEMH
(nuxanpHa HepocrtatHicTh 11l cTymens), cepueBo-cy-
MUHHOT CHCTEeMH (HEJIOCTATHICTh KPOBOILIMHY), HEP-
BOBOi CHCTEeMH (KOMaTO3HHMI CTaH, TiapouedaibHUH
CHHAPOM), KUIIKiBHUKA (BIACYTHICTH TOJXEPAHTHOCTI
JI0 CHTEPAJBHOTO KUBICHHSA) Ta HUPOK (rOCTpe MO-
IIKOJXKEHHSI HUPOK).

B ymoBax BigJiJicHHsS iHTEHCUBHOI Tepamii HOBO-
HapOKCHUX IUTHHI MPOBEJCHO KOMIUICKCHE KIIiHi-
KO-TIapakJIiHIYHE Ta IHCTPYMEHTaJbHE OOCTEKECHHS.
I[Ipu VY3 BcranoBineHo o3Haku MYBP nutuaum 3
6oky UHC (T'TIE, mwu3enmnedamnisi, 30BHIIIHSA Ta BHY-
TpitHs rigpouedanis) ta cepus (JMIIIT). Jutuna
KOHCYJbTOBaHA JUTSYMMH HEBPOJIOIOM Ta OKYyJic-
TOM, TeHETHKOM. JlikapeM-TeHEeTHKOM MpPOBEICHO
MTI'K ponwmHu, maHi pexoMeHamii Ha BUMAJOK Ha-
CTYIHOI BariTHOCTI.

Kniniuauii giarno3. OcuHoBHuii: MYBP (YBP
I[IHC: I'TIE, 30BHiWHs Ta BHYTpilHs rigpouedanis,
mu3enuedanis; YBP opraniB uyrra: mpobGocuuc,
kpunrodransm; YBP cepus: JMIIIT). Yeknannen-
Hs: CIIOH. CynytHiii: Manuii po3mip 1ioga 10 Tep-
MiHy TecTamii.

Jutuna BuxomxyBamacs B ymoBax BITH y Bin-
KpHUTI# peaHiMaIliifHii CHUCTEMi 3 CEPBOKOHTPOJIEM,
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3 TOTPUMAHHSAM TIPABUJI OXOPOHHOTO PEXUMY, OTPH-
MyBaia KOPEKTHY iH(QY3idHY Tepamilo Ta YacTKOBE
nmapeHTepalbHe JKUBJICHHS, MiHIManbpHEe TpodidHe
KUBJIEHHS 3LIJ)KEHUM TPYIHUM MOJOKOM, aHTHOI-
oTukoTepamit. [IpoBoammacs MmITyYHA BEHTUISIIS
JIereHiB 3 aJeKBaTHOIO KOPEKIi€l0 MapaMeTpiB BeH-
trsanii. JlikyBaHHS HajJaHO 3TiIHO BigmoBigHux Ha-
ka3iB MO3 VYkpainu. He3paxaroun Ha ajekBaTHE Ii-
KyBaHHS, CTaH AMTHHH NPOIPECUBHO MOTipIIyBaBCs,
Ha 4-Ty 100y HaCTymnujiIa CMepTh.

[TatonoroanaroMiuHuit Iiar"os. OCHOBHHIH:

MVYBP (YBP IUHC ra opranis uyTTs: ['TIE, 30BHImHS
Ta BHYTpimHS riapouedanis, musenuedanis; YBP

BucHoBkuM

1. T'TIE e tsxkoro Gpopmoro YBP ITHC, sika 3ycTpi-
Ya€THCS K B 130IbOBAHOMY BHUJII, TaK 1y CKJIaJli TeH-
HHUX CHHIPOMIB Ta XPOMOCOMHHX XBopoO 3 MVYBP,
XapaKTepU3yEThCS BUCOKOIO CMEPTHICTIO IiTedl y
PaHHIX TepMiHAX MOCTHATAJIBHOTO IEPIOY.

2. OnTuMizalis i CBO€YacHa IpeHaTalbHA Hia-
FHOCTHKA JaHOI marosorii € HeoOXigHOw0 aus ii 1mo-

NMitepaTtypa

cepusa: JAMIUII, 3araneHui aprepialbHUN CTOBOYD;
YBP eHIOKpUHHOI CHCTEMU: TIMOIIa3is HaJHUPHU-
KiB). YckmagHeHHS: BupaxeHuit HaOpSK TOTOBHOTO
MO3Ky Ta M’SIKMX 000JOHOK. ATpodis KOpH Ta BOT-
HUIIEeBa JIEHKOMAJsLis TOJOBHOrO MO3Ky. /[BoOiuHI
nudy3Hl aTeneKkTasy, crajaHHs albBEOJ Ta allbBEO-
JSPHUX XOJIB, IMCIEKTa3M JereHb. Boruumena em-
(hizema yereHiB. 3aradbHEe BEHO3HE IMOBHOKPOB 'S Ta
nucTpodidHi 3MIHM BHYTPIMHIX NapeHXIMaTO3HUX
opraniB. HaGpsiku Tyny6a Ta xiHuniBok. CynmyTHii:
Maunuii 3a po3MipoM Ta Baror 10 recTaiiiHoro BiKY.

Ha puc. 3 Ta 4 npeacraBiaeHo pe3yabTaTH NaTOJO-
r0aHaTOMIYHOT'O PO3THHY TOJOBHOTO MO3KY AMTHHHU.

Puc. 4.

MEepeKeHHS Ta CTAHOBUTH OJIHE 3 TOJOBHUX 3aBIaHb
CY4YacHOI NEPUHATAIBHOT MEUIIUHU.

3. OgHi€ero 3 aKTyaJdbHUX Ta HEBHUPIMICHUX IPO-
6nem Bemenns aitei 3 I'TIE, sxa moexnana 3 MYBP, €
MPOBEJCHHS JIOMOJOTOBOTO KOHCYJIBTYBaHHS OaThKiB
Ta BHUPINICHHS CTUYHHX MHUTAHb IMOJ0 HAJaHHS IO-
BHOI peaHiMamiiHOI JOMOMOTH Yy MOJIOTOBi# 3aii Ta
MaJiaTHBHOI JOTIOMOTH y MOCTHATAJIBHOMY TEepioi.
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KJIMHUYECKHMH CITYUYAH .
T'OJIONPO33HUE®AINN Y TOHOMEHOM
OBOPOXJEHHO! JEBOYKH
C MHOJKECTBEHHBIMHU BPOKJIEHHBIMU
TMMOPOKAMMU PA3BUTHUSI

10./1.I000saneu’, H.B. JTacmuexa’, A.I. Babunyesa'’,
JI.B. Azaponosa®?, JI.A. Ilucomennan?,
II.C. Mapanowk?, T.B. Bypoeiinan’®

Beicuiee rocyrapcTBeHHOe yueOHOe 3aBe/ieHHE
Yxpaunsl « BykoBHHCKHIT rocyiapcTBeHHbIH
MeAUIUHCKUI YHUBEPCUTET»!,

KMY «Knunuyeckuii poauabHbIi 1omM Ne2»
r.YepHoBumbl’

(r. YepnoBusl, Ykpauna)

Pe3rome. Bpox/éHnblie MOPOKU Pa3BUTHUS LIEHTPAIb-
Ho# HepBHOM cucteMmbl (BIIP [THC) npeacTaBiusioT onHy
u3 Haumbolsiee OCTpax MEJAMKO-COIMAIbHBIX MPOOIeM co-
BPEMEHHOUN MEAMIMHBI, ONPEAEIAI0T U 3aHUMAIOT BEaY-
mee MEeCTO B CTPYKType IepHHATAaIbHON W MIajeHdyec-
KOW CMEPTHOCTH M ACTCKOW MHBanuaHocTH. Heo6xoaumo
OTMETUTHh 3HAYHUTEIbHBIE MOPAJIbHO-IICHUXOJOTHYECKUE
¥ DKOHOMHUYECKHE YOBITKH JJIsl CEMbH H 00IIecTBa, IMO-
CKOJIbKY B OONBLIMHCTBE CIydYaB TaKHe ACTH SIBISAIOTCA
MHBAJIMAAMHU C JETCTBA M TPEOYIOT 3HAYMUTENbHBIX 3a-
TpaT [N OPOBENEHHS JedeOHO-peaduIuTalnoOHHBIX
Meponpustuii. OauH U3 nyTel cHmkeHus dactorsl BIIP
[HHC — ompeneneHue NpuU4YMH WX BOSHUKHOBEHHS, Ipe-
KOHIIETIIIMOHHAS NMPO(QUIAKTHKA U CBOEBPEMEHHas Ipe-
HaTaJbHasl TUArHOCTHKA.

B crarbe mpenacrtaBieH  KIMHUYECKUMH  ciaydai
rosoripo3duuedann ([ TID) y moHOmEeHHO HOBOPOXXAEHHOH
JICBOYKM C MHOKECTBEHHBIMH BPOXKAEHHBIMU TOPOKAMH
pasButus (MBIIP). Pe6énok poauscs oT nepBoil xenaHHOH
OepeMEHHOCTH, KOTOpas npoTekana Ha GpoHe aupdy3Ho-
ro HETOKCHYECKOro 300a, TeCTallMOHHON THIEPTEH3HH,
MHoroBoaus. Matepu 24 roga, oOpasoBaHHE cpejHee,
paboTana mBeéil 10 U B paHHUX CPOKaxX OEpEeMEHHOCTH;
oty 28 mer, oOpa3oBaHHE CpejHEE CIelHalbHOE, pa-
6oraer ctpouteneM. bpak 3apeructpupoBaH. Bpeanbix
OpHUBBIYEK y pOAMTENeld He BHsABIeHO. HaciencTseH-
HOCTbH I10 JIMHUH MaTepH U OTLA He oTsAromeHa. Ha yuére
[I0 NOBOAY HaHHOW OEpPEeMEHHOCTH JKEHIIMHA BCTala
CBOEBpeMeHHO. [Ipu mepuHATAIBHOM YIBTPAa3BYKOBOM
obcnenoBanun Ha 20-0#f Hemenu OEpPEeMEHHOCTH BH-
SBJICHO HEMMYHHBIH OTEK ILIOAA, CHHAPOM 3aJEPKKH
passutus wioga, MBITP HHC (I'TID, mu3suuedanus) u
cepana (nedekT MeXIKEIyIouKoBOW meperopoaku). OT
IpepblBaHUs OEPEMEHHOCTH Iapa 0TKa3anach.

XKeHmmHa poawiia B YCIOBHIX aKyIIEpCHKOIO CTa-
uunonapa III ypoBus B cpoke recramum 38 Hemgens
ectecTBeHHBIM IyTéM. [Ipu poxxaeHun Maca Tena pebEHka
cocraBmna 1700 r, nnuna tema — 41 cMm, OKpPYXHOCTH
TOJIOBBI — 26 CM, OKPYXHOCTh TPYAHOU KIETKH — 26 CM.
OueHka 1o mkajie Anrap B KOHIE EPBOW U HA IPOTSIKE-
HUHU MOCIENYIOMHMX ABAAIATH MHHYT XU3HH COCTaBHIIA
5 6annoB. Ilpu oneHke GU3NYECKOTO Pa3BUTHS ACBOYKH C
UCIIOIb30BAaHUEM IEPLEHTHIBHBIX TA0IUL] YCTAaHOBJIEHO, YTO
peOEHOK MMeeT «Mallblii pa3Mep K IeCTalliOHHOMY BO3pAcTy»
NPH 3HAYCHHSAX MACCHI M JUTMHBI TeJIa MEHIIIE IECATON LEHTHIIH.

OO6uiee COCTOSHME [iBOYKM IPU POXIECHUU U Ha
OPOTSDKEHUH BCEro Ieproja JIEYeHHs] pacleHeHO Kak
TsOKENOE 3a CYeT AaHTEHATAJbHOTO MOPaXEHHs II0Ja
U TPOSIBICHHUH CUHIAPOMAa IOJUOPTaHHON HEZ0CTaTO4-
Hoctu (CIIOH). Ilpu ynpTpa3ByKOBOM HCCIEIOBAHUU
ycranoBieHbsl npuzHaku MBIIP peGéHka co cTOpOHBI
IHHC (I'TID, mwu3snuedanus, BHEWIHAS U BHYTPEHHSA
rugponedanus) u cepana (IedeKT MeXIKeTyIT0uKOBOM
neperopoaku (JAMXKII)).

Knunanueckuit nquaruo3. OcuosHoit: MBIIP (BITP L[HC:
['TID, BHemHSS W BHYTPEHHss TUIporedamns, mu3eHneda-

CLINICAL CASE OF HOLOPROSENCEPHALY IN
A TERM NEWBORN GIRL
WITH MULTIPLE CONGENITAL
DEVELOPMENTAL
DEFECTS

Yu. Hodovanets', I.Lastivka', A.Babintseva'?,
L.Agafonova®?, L.Pismenna?,
P.Marandiuk?, T. Burdeina®

Higher State Educational
Establishment of Ukraine «Bukovinian State
Medical University»!,

CMI «Clinical Maternity Home Ne2»,
Chernivtsi’

(Chernivtsi, Ukraine)

Summary. Congenital developmental defects of
the central nervous system (CDD CNS) constitute one
of the most acute medical-social problems of modern
medicine, they determine and occupy a leading position
in the structure of perinatal and infantile mortality
rate and disability. Considerable moral-psychological
and economical loss should be mentioned here as in
the majority of cases these children are disabled since
their childhood and require certain costs to perform
therapeutic-rehabilitation measures. One of the ways to
reduce the frequency of CDD CNS is detection of factors
promoting their occurrence, pre-conceptual prevention
and timely prenatal diagnostics.

The article presents a clinical case of
holoprosencephaly (HPE) in a term newborn girl with
multiple congenital developmental defects (MCDD).
The child was born to the first desired pregnancy
undergoing against diffuse non-toxic goiter, gestational
hypertension, and fetal hydrops. The mother was 24,
with secondary education, worked as a dressmaker
before and during early terms of pregnancy; the father
was 28, with specialized secondary education, worked as
a builder. Their marriage was registered. There were no
bad habits found in the family couple. Heredity on the
mother’s and father’s sides was not compromised. The
woman was registered on the subject of her pregnancy
in time. Prenatal ultrasound examination of the fetus on
the 20th week of gestation detected non-immune edema
of the fetus, development delay syndrome of the fetus,
MCDD CNS (holoprosencephaly, schizencephaly) and
heart (ventricular septal defect). The couple refused to
interrupt pregnancy.

The women delivered at the obstetrical in-patient
department of the III level at the term of gestation of
38 weeks. The labour was physiological. The baby’s
body weight at birth was 1700 g, body length — 41 cm,
head circumference — 26 cm, chest circumference — 26
cm. Assessment according to Apgar score at the end of
the first and during the following minutes of life was 5
points. Assessment of physical development of the baby
by means of percentile tables determined that the girl
had “a small size to the gestational age” with the values
of body weight and body length less than 10 percentiles.
External examination of the child detected visible
MCDD of the facial skeleton and numerous stigmas of
dysembryogenesis including microcephaly, proboscis,
and cryptophthalmus.

General baby’s condition at birth and during the
whole period of treatment was assessed as severe at the
expense of antenatal lesion of the fetus and manifestations
of multiple organ dysfunction syndrome (MODS).
Ultrasound examination determined the signs of MCDD
from the side of the CNS (HPE, schizencephaly, external
and internal hydrocephaly) and heart (ventricular septal
defect (VSD)).

Clinical diagnosis. The major one: MCDD (CDD
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nust; BITP opranos uyBcTB: npobocuuc, kpunropraism; BITP
cepaua: JIMXKII). Ocnoxuenus: CITIOH. CormyTcTByOIIHiA:
MaJblif pa3mep I10/1a K CPOKy TeCTaluu.

Hecmotpst Ha anexkBaTHOE Je4eHHE, COCTOSIHUE
peO&HKa NPOrpecuBHO YXYAIIAJIOCh, HA YETBEPTHIE CYT-
KM HacTYIHJIa CMEPTh.

[TaTonoroanaroMu4yeckuif  AuarHos. OcHOBHOII:
MBIIP (BITP ITHC u opranos uysctB: I'TID, BHemHss
W BHYTpeHHssi ruapouedanus, museHuedanus; BIIP
cepaua: JMXKII, oOwmwuii aprepuanbubii cTBON; BIIP
SHIOKPUHHOW CHCTEMbI: T'HIOIJIA3Us HAANOYEUHHUKOB).
OcCIO)XHEHUS: BBIPAKEHHBIH OTEK MO3ra M MATKUX 000-
nouyek. ATpous KOpbl U o4aropast JeHKOMaIsLUs TONOB-
HOTO Mo3ra. JIByxcropoHHHE Au(Qy3HbIE aTeIeKTasbl,
CIlaJIcHUE aJIbBEOJ U aJIbBEOJIIPHBIX XOAOB, TMCIEKTA3bl
nérkux. OuaroBas smdpuzema nérxkux. OOuee BEHO3HOE
MOJIHOKPOBUE M AUCTPO(HUUYECKUE HM3MEHEHHUs BHYTPEH-
HUX MNapeHXMMAaTO3HbIX oOpraHoB. OTEKM TyNOBHIIA H
KoHeyHocTe. COmyTCTBYIONIUI: Malblii pa3Mep U BeC K
recTalluOHHOMY BO3pAcTYy.

Takum o6paszom, T'TID sBasercs Tsaxénoir Gopmoit
BIIP [IHC, koTopas BcTpeyaeTcs Kak B M30JIUPOBAHHOM
BHJI€, TAK M B COCTaBE T'CHHBIX CHHIPOMOB U XPOMO-
comHux Oonesneit ¢ MBIIP, xapakTepusyercsi BBICOKOM
CMEpPTHOCTBIO JIeTeil B paHHUX CPOKaX MMOCTHATaJIbHOIO
nepuoaa. OnTuMHU3alLKUsi U CBOEBpEMEHHas IpeHaTallb-
Has JMAarHOCTUKA JaHHOU MaTOJIOTHMH HEOOXOIMMBI IS
e€ mpeAyNpeKJeHUs U ABIAIOTCA OJHON U3 INIaBHBIX 3a-
a4y COBPEMEHHOW NepUHATaNbHON MeaunuHbl. OnHON
U3 aKTYaJbHBIX M HEpEeHmEHHBIX NMpoOJIeM BeJeHUS Je-
teit ¢ ['TID, couetannoit ¢ MBIIP, aBaseTcs npoBeneHue
JIOPOJIOBOTO KOHCYJIBTUPOBAHUS POJAMTENEH M pelieHue
THYECKHUX BONPOCOB OKa3aHMs MOJHON peaHMMalMOH-
HOM NOMOIIM B POAMJIBHOM 3aJie ¥ NaJJIMaTUBHON OMO-
¥ B MOCTHATAJIbHOM IEPHOJIE.

KarueBbie cJ10Ba: MHOKECTBEHHBIE BPOKACHHBIE
MOPOKU pa3BHUTHS; ToJONpo3dHUedanus; museHueda-
nus; npoOOCIUC; KpUITOPTAIbM.

CNS: HPE, external and internal hydrocephaly,
schizencephaly; CDD of the sensory organs:
proboscis, cryptophthalmus; CDD of the heart: VSD).
Complications: multiple organ dysfunction syndrome
(MODS). Comorbid: small size at birth.

In spite of an adequate treatment the infant’s
condition deteriorated, and on the 4th day the girl died.

Postmortem diagnosis: the main one: MCDD (CDD
CNS and sensory organs; HPE, external and internal
hydrocephaly, schizencephaly; CDD of the heart: VSD,
common arterial trunk; CDD of the endocrine system:
hypoplasia of the adrenal glands). Complications:
pronounced cerebral edema and pia mater. Atrophy of
the cerebral cortex and focal leukomalacia of the brain.
Bilateral diffuse atelectasis, alveolar and alveolar
passages slump, dyslectic lungs. Focal lung emphysema.
General venous plethora and dystrophic changes of the
internal parenchymal organs. Swelling of the trunk and
limbs. Comorbid: small size at birth.

Therefore, HPE with severe form of CDD CNS
occurring both in an isolated form and as a component of
gene syndromes and chromosome diseases with MCDD,
is characterized by a high mortality rate of children
in early terms of the postnatal period. Optimization
and timely prenatal diagnostics of this pathology is
essential for its prevention and constitutes one of the
main tasks of modern perinatal medicine. One of the
topical and unsolved issues of management of children
with HPE associated with MCDD is performing prenatal
consulting of parents and solution of ethical questions
concerning complete resuscitation aid in the maternity
room and palliative aid during postnatal period.

Key words: Multiple congenital developmental
defects; Holoprosencephaly; Schizencephaly; Proboscis;
Cryptophthalmus.
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