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Bumuii nepxaBHuil HaBUanbHUN 3akian YkpaiHu
«ByKOBHHCBKHI JIep)KaBHUN MEIHUHHUN yHIBEPCUTET» |,
MKMY «Kniniunnii monorosuii Oyanaok Ne2y M. YepHiiri>
(M. YepHniBui, Ykpaina)

Pe3ztome. Vpoooiceni éadu possumky yenmpanvnoi nepeosoi cucmemu (YBP [[HC) cmanognsimo 00ny 3 Haubitbut 20-
CIMPUX MeOUKO-COYIATbHUX NPOOILEeM CYUACHOT MeOUYUHU, GUSHAYAIOMb I 3aUMAOMb NPOBIOHe Micye Yy CmpYKmypi nepura-
manvHoi U Mantokoeoi cmepmuocmi ma oumayoi ineanionocmi. Cnio 6i03Hauumu 3HAYHI MOPANILHO-NCUXONOIYHI MA eKO-
HOMIYHI 30umKu 0151 pOOUHU MA CYCRIAbCMEA, OCKIIbKU 6 OiIbuocmi 6unadkie maki oimu € iHeanioamu 3 OumuHcmea ma
nompebyioms gumpam 0Jisl nPOGedeH s NIKY8ANTbHO-peabiiimayitinux 3axo0ig. OOHuM 30 wWasAXié 3Hudcenns wacmomu YBP
IJHC € su3nauennsa YuHHUKIG IX 6UHUKHEHHSA, NPEKOHYeNnYiliHa NPOPIiIaKmuKa ma c60€4ACHa NPeHamalbHa 0iacHOCMuUKA.

Y emammi npedcmasneno kniniunuil eunadox eononposenyepanii (I'NIE) y donowenoi nogonapooicenoi 0iguunKu
3 MHOMCUHHUMU YPpOOdHCceHumMu eadamu pozeumky (MYBP). Jumuna nHapoounacs 6i0 nepuioi basxcanoi éazimnocmi,
aKka nepebieana na mii OUpy3no20 HemoKCuuHo2o 300y, eecmayitinoi cinepmensii, 6aeamoeo0os. Mamepi 24 poxu,
ocsima cepedHs, NpayB8ald WeauKo 00 ma y paHuix mepminax eacimuocmi, bamsvkosi 28 pokis, oceima cepednbo-
cneyianvha, npayioe oyoigenvnuxom. Lo sapeccmposanuil. Llxionueux 36uyvox y 6amvkie ne écmanogieno. Cnao-
Kogicmb no ninii mamepi ma bamvka He oomsdcerna. 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
MIdNCWAYHOUKO80T nepemunku). Bio nepepusanius eacimnocmi noopyiciics 6i0MOBULOCS.

JKinka napoooicysana 6 ymosax axyuiepcovkozo cmayionapy I piens y mepmini cecmayii' 38 mudichie npupoOHim WsXoM.
IIpu napooscenni maca oumunu ckaana 1700 e, doexcuna mina — 41 cm, 006i0 conosu — 26 cm, 006i0 02py0os — 26 cm. Oyin-
Ka 3a wKanio Aneap Hanpuxinyi nepuioi ma npoooelc HACMYNHUX 08AOYAMU XGUAUHU dcummsa ckaara 5 6anie. Ilpu
oYinyi izuun02o po36uUmKy HOBOHAPOOICEHOT OIGUUHKU 3 GUKOPUCTIANHAM NepYeHMULbHUX Mabauyb 6CMAHOBICHO,
Wo OUMUHA MAE «MATUL POIMIP 00 MePMIHY cecmayiiy npu 3HAYeHHAX Macu ma 008xcuHu mina menwe 10 nepyenmu-
as. Ipu 306Hiwnbomy 02aa0i oumunu eiomiveno euoumi MYBP nuybo6020 ckenemy ma uuceibni cmuemu ouzemopio-
2enesy, y momy vucii mikpoyeganis, npobocyuc ma Kpunmopmaivm.

3acanvHuii cman OumMuHU npuU HAPOONCEHHI Ma 8NPOOOBIHC YCb0O20 Nepiody NIKYE8AHHA PO3YIHEHO AK MANCKUU 3a
PAXYHOK GHMEHAMANIbHO20 YPANCEHHs NA00d ma nposeie cuHOpomy noriopearHoi Hegionosionocmi (CIIOH). Ilpu
YAbMPA38YKOBOMY 00CHL0dceH i ecmanogieno oznaku MYBP oumunu 3 6oxy LHHC (T'TIE, wuzenyeganis, 308HiuiHs
ma eHympiwna ciopoyeganis) ma cepys (deexm mixcunynouxkosoi nepemunxu (JJMIIII)).

Kniniynuii diaenos. Ocnosnuii: MYBP (VBP IJHC: I'TIE, 3068niwns ma enympiwinsa eiopoyepanis, wusenyeganis,
YBP opeanie uymmsa: npobocyuc, kpunmogmanovm,; YBP cepysa: JIMIII). Ycknaonenna: CIIOH. Cynymuiu: manui
po3mip nnoda 00 mepminy eecmayii.

He3zgaoicarouu na adexeamue NiKy8aHHA, CMaH OUMUHU NPOSPECUBHO NO2Ipuly8ascsa, Ha 4-my 006y Hacmynuia
cmepmbv OI8UUHKU.

ITamonocoanamomiunuii diacnos. Ocnoenuti: MYBP (VBP IIHC ma opeanie wymms: I'TIE, 306HiwHs ma 6HymMpiwiHs 2io-
poyeganis, wuzenyegpanis; YBP cepys: JMIIII, 3aeanvruii apmepianohuii cmogoyp, YBP enookpunnoi cucmemu. einonna-
308 HAOHUpHUKIB). Ycknaonenus: Bupasicenuil HaOPAK 20106H020 MO3KY Ma M AKUX 00010HOK. Ampoghia kopu ma oenuujesa
JIeUKOMANAYisn 20106H020 MO3KY. [[600iuni Oudy3ni amenexmasu, CNAOAHH AlbEEOL Md ANbEEONAPHUX X016, OUCTIeKmAa3u le-
2eHb. Boenuujesa emizema neceris. 3acanivHe 6eHO3HE NOBHOKPOS i MA OUCPODIUHI 3MIHU BHYMPIWHIX NAPEHXIMAMOZHUX
opeanie. Habpaxu mynyboa ma kinyieox. Cynymmuii: Manuil 3a po3mipom ma 6a2oio 00 eecmayiiino2o 8iKy.

Taxum yunom, I'IIE € maxckow gpopmoro YVBP ITHC, axa 3ycmpivaemuvcs K 8 i301608AHOMY 6UOI, mak i y ckiaodi
2EHHUX CUHOPOMIG Ma XPOMOCOMHUX X80po6 3 MYBP, xapaxmepuzyecmbcsa 6ucoxkoio cmepmuicmio Oimei y pauuix
mepmMiHax noCmHamaibHo2o nepiody. Onmumizayis i C6OEYACHA NPeHamaibHa 0id2HOCMUKA OAHOT namonozii € Heob-
XiOHOo10 On4 IT nonepedxcenns ma CMmanosUmMs 0OHe 3 20108HUX 3AB0AHb CYUACHOT nepunamanvHoi meduyunu. Oouicio
3 AKMyanbHux ma HegupiwieHux npooiem eedenns dimeil 3 I'lIE, axa noeonana 3 MYBP, € npogedeHHs 00n010208020
KOHCY1bMY8aHHA OAMbKI6 Ma 8UPIULEeHH eMUYHUX NUMAHb W000 HAOAHHA NOBHOT peaHiMayitiHoi 00nomozu y noiozo-
811l 311 ma nailiamueHoi 00nomMo2u y NoOCMHAMAaibHOMY nepiooi.

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

BcTyn JULMHYA, BU3HAYAIOTh 1 3aliMalOTh MPOBIJIHI Micus y
YpomxeHi Baiu PO3BUTKY LEHTPaJbHOI HEPBOBOI CTPYKTypi mepuHaTanbHOI # MajllOKOBOi CMEPTHOCTI
cucremu (YBP IIHC) cTanoBisATh OJHY 3 HaiOLIbII Ta auTA4oi iHBamigHocTi. Ciix BiA3HAUYWTH 3HAUYHI
rOCTPUX MEJUKO-COIiallbHUX Npo0IeM cydyacHOi Me- MOPaIbHO-TICUXOJIOTIYHI Ta €KOHOMIUHI 30MTKH ANd
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POIMHM Ta CyCHINBCTBA, OCKIIBKH B OUIBIIOCTI BH-
MajkiB Takl OITH € 1HBAJigaMH 3 OJUTHHCTBA Ta II0-
TpeOyIoTh BUTPAT I NPOBEICHHS JIIKyBaJbHO-pea-
OimiTanidaux 3axoxiB. OAHUM 31 MAAXIB 3HUKEHHS
gyactotn YBP IJHC € BH3HAUeHHS YMHHHKIB iX BHU-
HUKHEHHS, PEeKOHIeNiiHa npodilakTuKa Ta CBO€-
YacHa MpeHaTalbHa aiarHocTuka [1,2].

[onstTsa «romonposenmnedanis» (I'TIE) 3ampomo-
Hoane W. De Myeri ta W. Zeman 11 BU3HAUCHHS
IpyNny aHOMalliil TOJOBHOTO MO3KY, IO XapaKTepH-
3YIOTHCSl HE PO3IIJICHHSIM 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 nmepmroro knacy I'TIE BigHOCATH anobapHuii, ce-
MinoOapHuil Ta TI0OApHUN TUIH, PU SKUX HAWOIIbII
TSOKKO YpaXCHUMM AUISTHKaMU IBKYJIb € 0a3aibHO-
BEHTpAJbHUN TepenHii Mo3ok, 1o apyroro — ['TIE
MIDKIIBKYJIBHO-CEPEIUHHOI JIiHII, PU AKif KOPTHKO-
JopcalbHa YaCTHHA MiBKYJIb HE PO3IiICHA IPH HEMO-
pyILIEHI# cTPyKTYypi 6a3aibHOTO MEPEHHOTO MO3KY.

Dopmu mepumoro («KJIaCMYHOTO») Kiacy (3a He-
HpopanionoTiYHUMHU JaHUMH):

1. AnoGapHa — BiJICYTHIH pO3MOJiM KOPH Ha ITiB-
KyJi, BEUKi MiBKYJi TOJTOBHOTO MO3KY HE PO3IiJICHI.
Benmka «mopcanpHa KicTay) 3aiiMae 3aHIO IOJOBUHY
CyIpaTeHTOPialbHOTO BHYTPINIHBOYEPEIIHOTO MPO-
cropy. Moxe cmnoctepiratucs ecHiedanoiesne, Bif-
CYTHICTb MO3OJIMCTOTO TiJla, CEPIly MO3KY, MIXKIIiB-
KyJbHOT OOpPO3HH, CKPOHEBUX Ta MOTUIUYHUX POTIB.
TpeTiif MIyHOYOK MOKe OyTH MpencTaBICHUN cepe-
WHHO PO3TAIIOBAaHUM <KOJOOKOM» y Tamamyci, IIo
Ma€e HeYiTKy CTpyKTypy. [linKipkOoBi yTBOpEHHS Ta Ti-
noKaMmI BifcyTHi. YacTo BUSBIsAETHCS Mikpouedais
Ta rigpouedainis. XapakTepHUMH € BHpa)keHa 13-
Mopdis yepemny Ta 00nMuYUs, TIMOTEIOPHU3M, yIIeINHA
ryou Ta migHeOiHHS, rimomniasis Hoca Ta mpodociuc.

2. CeminobapHa — € OQUH IIIYHOYOK, Bi3yaurisy-
€ThCSI PYAUMEHT MOTHINYHUX YaCTOK, CKPOHEBI POTH,
YacTHHA 3aJ(HIX pOTiB O1YHUX IIITYyHOUYKIB MO3KY. [le-
pemHl BIAJiNM MO3KY NUCIUIACTHYHI, MIKIIBKYJIbHA
MIiTMHA, MO30JIMCTE TiJlo, cepll MO3Ky c(opmoBaHi
YacTKOBO i MPUCYTHI B 3aJHIX BiAAiNax MO3KY, IpO-
30pa TEpeTHHKA BiACYTHS, OOKOBi NIIYHOYKH 3IIH-
BAaOTHhCS y JIISHII HEpeaHixX poriB Ta TiJI, MiAKip-
KOBI YTBOPEHHS Ta TiMOKaMIl AUCIIACTHYHI, TPETiif
IJIYHOYOK TiNornjia3oBaHui. MKNIBKyJIbHA L[IJIMHA
po31inse TONOBHUH MO30K Ha aABI remicdepu. [Ipu
amobapHiil Ta ceMmmno0apHii popmax Biziali3yrThCS
miAKipKOBi sxpa. Mae micie YepemHO-JHIeBa TU3-
Mopdis y BUIISAI TiHOTENOpU3MY, Tinmomniasii Hoca,
yuleJuHu TyOu Ta migHCeOIHHS.

3. JlobapHa — € mijMHa MK HIBKYJSIMH, Ma€ Mic-
1€ 3JINTTS 110 Cepe/IHIN JiHii mosicHoi 3BuBMHU. ['0J10-
BHHI MO30K Ma€e c)OPMOBaHI YaCTKH 3 HOPMAJIbHUMH
po3mipamMu. BOKOBI MIIYHOYKH OIM3BKO PO3TAIIOBa-
Hi, BY3bKi, 3’€lHaHl Mik co00I0 Ha PiBHI mepenHix
poriB, BiCYTHS Mpo30opa MepeTHHKa, JOOHI J0Ji Ti-
MOIUIa30BaHi, TPETiH NUIYHOUYOK Au(epeHiiioBaHUN.
[Tepenni porm MaioTh HpSIMOKYTHY (opmy 3 miac-
Koo moBepxHer. [TiTKOpKOBi YTBOPEHHS 1 TiOKaMII
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 BHUHATKOM Iepe-
IHIX poriB. HazanmpHa mepeTHHKA i rpaTdacTi ma3yxu
BiZCyTHI, Typeupke cimio 3MeHmene. usmopodii He
xapakTepHi ais nsoro tumy I'TIE.

Jo npyroro knacy BinHocsaTh ['TIE «MiXIiBKY/Ib-
Ho-cepeauHHOl JiHiD» («midline interhemispheric
HPE-MIH HPE»), npu sKi#f KOpTHKO-70pcalibHa Yac-
THHA MiBKYJIb HE PO3/iJicHa, alle 0a3albHUN MepenHii
MO30K MOXe 3anumarucsa HopmaiabHuMm. I'TIE apyro-
ro Kiacy 3ycTpidaeTbes pijamie Ta nepebirae jerie
nopiBusiHo 3 I'TIE mepmoro kmacy. lopcanbHa yac-
THHA MIBKYJIb HE pO3JIiJIeHa Ha 3aHI0 (POHTAIBHY Ta
napieHTaJIbHY AUISHKY 1 TalaMi4Hi CTPYKTYypH TEX
pPO3IiNeHI He MOBHICTIO. € MIKIIBKYIbHE PO3AiTCHHS
6a3anIpbHOTO MEPEIHBOTO0 MO3KY, MEPEIHbOI YACTHHHU
(hpoHTATBHUX YACTOK 1 MOTHAWYHHMX IUISHOK. J[u3-
Mopdii yepemna He XapaKTepHi.

OcnoBuumu nedexramu npu I'TIE € mikpoueda-
nist, equHa cepa MO3KY i3 3arajbHUM IITyHOYKOM,
KicTo3Ha Aedopmalist TOTOBHOTO MO3KY, BiICYTHICTb
mpo30poi TMEepeTHHKH, BiACYTHICTH abo rimomiasis
rinokamiy, 30pOBUX/HIOXOBHX TPaKTiB Ta HHUOYJIWH,
aHoMais «BimizieBa xoia», TiMOTEIOPU3M, aHO-/Mi-
KpodTanbpmiss ad0 IUKIOMIsI, YIIeJIUHA MigHCOIHHS,
rimonuasis Hoca, mpobocuuc. Mo3osncre Tino 3a-
3BHUYAl BiJicyTHE a00 MPEACTABICHE 3aHIMH CETMEH-
tamu. Jlitu 3 anob6apuoro gopmoro I'TIE B 6inpmocti
BHIIQIKiB IIOMUPAIOTh B MEpHIl Micsll KUTTA. Y pasi
cemimobpanoro, ysob6apuoro TumiB i ['TIE wmixmis-
KYJIbHO-CEpeJAMHHOT JIiHI1, IPOTHO3 OUIbII CIPUITIIN-
BWH, OHAK JITH € iHBaliJJaMH 3 TUTHHCTBA 3 HEBPO-
JOTIYHOI TATOJIOTi€I0, MOPYIICHHIMH (Pi3UYHOTO Ta
pPO3yMOBOTO PO3BUTKY.

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

[IpeHaTanbHO JiarHO3 BCTAHOBIIOETHCS 3a JOTIO-
MOT0I0 YyIbTpa3BykoBoi nmiarHoctuku (Y3) y mep-
IIOMY Ta APYTrOMY TPHMECTPax BariTHOCTI. 3 METOI0
YTOYHEHHS MiarHo3y 3 20-ro TH)XHS BariTHOCTI MOX-
Ha BHKOPHCTATH MarHiTHO-PE30HAHCY TOMOrpadiro
(MPT). Lle € BaxJIUBUM MHIOA0 MOAATBIIOT TAKTHUKH
BEJICHHS BAriTHOCTI y JKIHOK T'PYNH BHCOKOTO pH-
3UKYy, YTOYHCHHS TCPMIiHIB MOJOTOPO3PIMICHHS Ta
MiaTHOCTHUYHO-JTIKyBalbHUX 3aXOJiB MiCIS IOJOTIB.
[IpeHaTanbHe MEAUKO-TEHETHYHE KOHCYJIbTYBaHHS
(MI'K) mepenbauae BcTaHOBJIEHHSI HECHPUSTINBUX
YUHHUKIB, BU3HAYEHHs KapioTumy 1uioga (npu HeoO-
XIJIHOCTI - KapioTHIIiB 0aThKiB), MPOTHO3Y Ta PU3UKY
JUIs HacTynmHoro cuOca. 3aBHaHHSM NPEHATAIBHOTO
KOHCHJIIyMy € BHpIiIIeHHS NUTaHHA 30epiraHHs abo
nepepuBaHHs BariTHocTi g0 22 TwkHsA recramii (y
BHIIAJKY YPOJIKEHOT BaJu PO3BUTKY MPU HECYMiCHOT
13 XKUTTSM, IIPH BiJICYTHOCTI MOXINBOCTI abo cKiaj-
HOCTI Xipypriunoi kopekuii). Y BuUmajgkax Mi3HbBOTO
niargosy ['TIE abo BigMoBHM Bing TepepwBaHHS Ba-
TITHOCTI MPOBOIUTHCS IMOBHE KIiHIKO-TabopaTopHE
00CTeXEHHSI Ta TOCIHiTali3amis XIHKK B MOJOTOBUM
crauionap III piBHs anst monoropospimeHHs. 3a jaa-
HUMH JIiTepaTypH, NMpEeHATAIbHUMH YMHHUKAMH, SKi
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MoxyTh iHinitoBatn ['TIE Ha 5-10-My THXKHSAX Barit-
HOCTI, € MyKPOBHH HiabeT y MaTepi, TimepBiTaMiHO3
A Ta 3710BXHBaHHS ajkoroyieMm [8].

I'TIE y mocTHaTajdbHOMY MEpPioJi A1arHOCTYEThCS
npu QizukanpHOMy orusai. HeBposoriuynuii ormsa
JUTHHHM BKJIIOYae 0OOB’S3KOBE TECTYyBaHHS HIOXO-
BOrOo aHanizaropa. [locTHatanpHe pajgiosioriuyne mo-
CIIDKeHHs, BKIIOYAI0YN HelpocoHOoTpadito, peHTTe-
HIBCHKY KOMII T0TepHY ToMorpadiro, MPT romoBHOTO
MO3KYy, n03BoJsie Bepudikysaru ['TIE.

[Tporuos HecnpUATIMBHNA. BUXKMBaHHS 3aJ1€KUTH Bijl
crymnenst Tsokkocti I'TIE, HasBHOCTI LMTOT€HETHYHOTO
Ta CHHIpOMalbHOTO AiarHo3y. s niteit 3 anobapHUM
tunioMm ['TIE, nuknomnieto, eTMonedaniero XxapakKTepHOIO
€ 3aru0enp BIPOJOBXK IEPIIOTO TIDKHA IICHIS HApO-
JUKeHHs1, 015151 50% niteit 3 nanum tunom ['TIE momupae
y Bini 4-5 mic, 20% — BOPOJOBK MEPILIOTO POKY JKUTTSI.
Bucoxi nokazHUKH cMEpTHOCTI 00yMOBIIEHI HAsBHICTIO
nuchyHKIil cToBOypa TOJOBHOTO MO3KY, TiIOTaIaMo-
rino¢izapHUX CTPYKTYp, MiJBHIICHOI YYTIUBICTIO O
iH}eKmiid, TPyAHOIIAMH BHUTOJOBYBAHHS, CYIMyTHBHOIO
MaTOJIOTI€10, PO3BUTKOM IMOJIIOPTaHHOI HEJI0CTATHOCTI.
BigsHnaueno BwkuBaHHsS Oiibine Hik y 50% BUIAAKIB
JiTel 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 YPOJIKEHUMH BaJaMH
po3sutky (MYBP). lutuna Hapoaumacs Bij nepmoi
OaxaHol BariTHOCTi, sika mepebirana Ha TiIi qudys-
HOTO HETOKCHYHOTrO 300y, TecTaliifHoi rimepreHsii,
6aratoBonns. Matepi 24 poku, ocBiTa cepenHs, mpa-
I[}0BaJIa MBAYKOIO JI0 Ta Y PaHHIX TepMiHax BariTHOC-
Ti; 0aThKOBI 28 pOKiB, OCBITa CepeaHbO-CICIialbHA,
npanioe OyniBenbHukoM. 00 3apeecTpoBaHuUid.
HIkignuBux 3BHYOK Yy OAaTbKiB HE BCTAHOBICHO.
CnankoBicTh o NMiHIT MaTepi Ta 6aThbka HE OOTSIKEHA.
Ha o0nix 3 mpuBoAy maHOi BariTHOCTI JKiHKa BCTa-
nma cBoevacHo. IIpu nmpenaraxsHoMy Y3/ mimona Ha
20-My THIKHI BariTHOCTI BUSIBHJIO HEIMyHHUH HAOPSK
10713, CHHAPOM 3aTPpUMKHU po3BUTKY Iutona (C3PII)
ta MYBP IHHC (romompo3senuedanis, muszeHneda-
mist), cepus (HePeKT MIKIUTyHOYKOBOI MEePETHHKHU
(AMIIIT)). Big mepepuBaHHSA BariTHOCTI IMOIPYXKIKSI
BIIMOBHIIOCS.

JKinka Hapo/pKyBalla B yMOBax aKylIEpChKOTO CTa-
uionapy III piBHst y Tepmini recrauii 38 THXHIB mpH-
poxHiM mrsixom. [Ipu HapomkeHHI Maca INTHHHU CKiajia
1700 r, gomxuHa Tia — 41 cM, 00Bix rooBu — 26 ¢,
00Bix orpyaas — 26 cm. OmiHka 3a mKajomw Amnrap
HaNpUKIHII nepuoi Ta BIPOJOBXK HACTYIMHHUX [Ba-
NUATH XBUJIMHM KUTTA cKiaanaa 5 O0aniB. Y MOJIOroBil
3aJi NMPOBEJEHO 3aX0AM NEPBUHHOI peaHiMaliiHOL
nmomoMoru 3rimHo Hakazy MO3 Vkpaimm Ne225, y
TOMY YHCIi, MaHyaJbHa MITyYHa BEHTUJIALIS JIETCHIB
yepe3 iHTyOaniitny TpyOKy.

[Tpu ouinni (i3MYHOr0 PO3BUTKY HOBOHAPOIKE-
HOT JIBYMHKYU 3 BUKOPUCTAHHSIM MEPUEHTHIbHUX Ta-
0JIMIIb BCTAHOBJIEHO, IO JUTHHA MA€ «MAJUN PO3MIp
JI0 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. 1.

il
Puc. 2.

3arajbHUN CTaH JUTHHH TPH HApPOJUKEHHI Ta
BIIPOJIOBXK yCHOTO IMEpioAy JIIKyBaHHS PO3IIHEHO
AK TSOKKHH 32 paxyHOK aHTEHATAJIbHOIO Ypa)KeHHS
IOy Ta MPOSIBiB CHHAPOMY HOJiOpTaHHOI HEBiATO-
BigHocTi (CITOH) 3 ypakeHHSAM IUXaJIbHOI CHCTEMH
(nuxanpHa HepoctatHicTh 111 cTymens), cepueBo-cy-
MUHHOT CHCTEeMH (HEJIOCTATHICTh KPOBOILIMHY), HEP-
BOBOi CHCTEeMH (KOMaTO3HHMI CTaH, TiapouedaibHUH
CHHAPOM), KUIIKiBHUKA (BIACYTHICTh TOJXEPAHTHOCTI
JI0 CHTEPAJBHOTO KUBICHHSA) Ta HUPOK (rOCTpe MO-
KO XKEHHSI HUPOK).

B yMmoBax BigJiicHHsS iHTEHCUBHOI Tepamii HOBO-
HapOKCHUX IUTHHI MPOBEJCHO KOMIUICKCHE KIIiHi-
KO-TIapakJiHIYHE Ta IHCTPYMEHTaJbHE OOCTEKECHHS.
I[Ipu VY3 BcranoBineHo o3Haku MYBP nutuaum 3
6oky UHC (T'TIE, mwu3enmnedamnis, 30BHIIIHSA Ta BHY-
TpitHs rigpouedanis) ta cepus (JMIIIT). Jutuna
KOHCYJbTOBaHA JUTSYMMHU HEBPOJIOIOM Ta OKYyJic-
TOM, TeHETHKOM. JlikapeM-TeHEeTHKOM MpPOBEICHO
MTI'K ponwmHu, maHi pexoMeHAamii Ha BUMAJOK Ha-
CTYIHOI BariTHOCTI.

Kniniuauii giarno3. OcuHoBHuii: MYBP (YBP
ILIHC: I'TIE, 30BHiWHS Ta BHYTpilHs rigpouedanis,
mu3enuedanis; YBP opraniB uyrra: mpobGocuuc,
kpunrtodransm; YBP cepus: JMIIIT). Yeknannen-
Hs: CIIOH. CynytHiii: Mmanuii po3mip 1mioga 10 Tep-
MiHy TecTarmii.

JutuHa BuxomxyBamacs B ymoBax BITH y Bin-
KpHUTI# peaHiMaIliifHiii CHUCTEMi 3 CEPBOKOHTPOJIEM,
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3 TOTPUMAHHSAM TPABUJI OXOPOHHOTO PEKUMY, OTPH-
MyBaja KOPEKTHY iH(QY3iHHY Tepamilo Ta YacTKOBE
nmapeHTepalbHe JKUBJICHHS, MiHIMaibpHEe TpodidHe
KUBJIEHHS 3LIJ)KEHUM TPYIHUM MOJOKOM, aHTHOI-
oTukoTepamito. [IpoBoaunacs MmMTyYHA BEHTUIISIIS
JereHiB 3 aJeKBaTHOIO KOPEKIi€l0 MapaMeTpiB BeH-
trsanii. JlikyBaHHS HaJaHO 3TiIHO BigmoBigHux Ha-
ka3iB MO3 Vkpainu. He3Baxaroun Ha ajekBaTHE Ii-
KyBaHHS, CTaH AMTHHH OPOIPECUBHO MOTipIIyBaBcs,
Ha 4-Ty 100y HaCTynujiIa CMepTh.
[Tatomoroanaromiuynuii  agiarHo3.  OCHOBHWUI:
MYVYBP (YBP IUHC rta opranis uyTTs: ['TIE, 30BHImHS
Ta BHYTpimHA riapounedanis, musenuedanis; YBP

cepus: JAMIUII, 3araneHui aprepialbHUN CTOBOYD;
YBP eHIOKpWUHHOI CHCTEMU: TIMOIIa3is HaJHUPHU-
KiB). YckmagHeHHS: BupakeHult HaOpSIK TOTOBHOTO
MO3Ky Ta M’SIKMX 000JOHOK. ATpodis KOpH Ta BOT-
HUIIEeBa JIEHKOMAJsLis TOJOBHOrO MO3Ky. /[BoOiuHI
nudy3Hl aTeneKkTasu, crajaHHs albBEoJ Ta allbBEO-
JSPHUX XOJiB, JMCIEKTa3M JereHb. Boruumena em-
(hizema yereHiB. 3aradbHEe BEHO3HE NMOBHOKPOB 'S Ta
nucTpodidHi 3MIHM BHYTPIMIHIX HapeHXIMaTO3HUX
opraniB. HaGpsiku Tyny6a Ta xiHiiBok. CynmyTHii:
Maunuii 3a po3MipoM Ta Baror 10 recTaiiiHoro BiKy.

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

Puc. 3.

BucHoBkuM

1. T'TIE € tsxkoro popmoto YBP ITHC, sika 3ycrpi-
Ya€eTHCS 5K B 130JIbOBAHOMY BHU/II, TaK 1y CKJIaJi TeH-
HHUX CHHJIPOMIB Ta XPOMOCOMHHX XBOopoO 3 MVYBP,
XapaKTepU3yEThCS BUCOKOIO CMEPTHICTIO IiTedl y
PaHHIX TepMiHax MOCTHATAILHOTO MEPiOay.

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

NMitepaTtypa

Puc. 4.

MEepeKeHHS Ta CTAHOBUTH OJIHE 3 TOJOBHUX 3aBIaHb
CY4YacHOI NEPUHATAIBHOT MEUIIUHU.
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KJIMHUYECKHUH CITYUYAN .
T'OJIONPO3OHUE®DAJINN Y TOHOMEHOM
OBOPOXJEHHO! JEBOYKH
C MHOJKECTBEHHBIMHU BPOKJIEHHBIMU
TMMOPOKAMMU PA3BUTHSI

10./1.I000eaneu’, H.B. JTacmuexa’, A.I. Babunyesa'’,
JI.B. Azaponosa®?, JI.A. Ilucomennasn?,
II.C. Mapanowk?, T.B. Bypoeiinan’®

Beicuiee rocyrapcTBeHHOe yueOHOe 3aBe/leHHE
Yxpaunsl « BykoBHHCKHIT rocyiapcTBeHHbIH
MeAUIUHCKUIl YHUBEPCUTET»!,

KMY «Kaununyeckuii poauabHbIi 1omM Ne2»
r.YepHoBumi’

(r. YepnoBusl, Ykpauna)

Pe3rome. Bpox/éHnbie MOPOKU Pa3BUTHUSA LIEHTPAIb-
Ho# HepBHOU cucteMmsl (BIIP [THC) npeacraBiusioT onHy
u3 Haumbosiee OCTpax MEJAMKO-COIMATbHBIX MPOOIeM Co-
BPEMEHHOU MEAMIMHBI, ONPEAEISIOT U 3aHUMAIOT BEaY-
mee MEeCTO B CTPYKType IepHHATAaIbHON M MIajeHdyec-
KOW CMEPTHOCTH M ACTCKOW MHBanuaHocTH. Heo6xoaumo
OTMETUTh 3HAYHUTEJIbHBIE MOPAJbHO-IICHUXOJOTHYECKUE
M DKOHOMHUYECKHE YOBITKH JJISl CEMbH H 00IIecTBa, IMO-
CKOJIBKY B OONBLIMHCTBE CIydYaB TaKHe ACTH SIBISAIOTCA
MHBAJIMAAMHU C JETCTBA M TPEOYIOT 3HAYMUTENbHBIX 3a-
TpaT JANs OPOBENEHHS JedeOHO-peaduInuTalnoOHHBIX
Meponpustuii. OauH U3 nyTel cHmkeHus dactorsl BIIP
[HHC — ompenenenue mpu4YMH WX BO3SHUKHOBEHHS, Ipe-
KOHIIETIIIMOHHAS NMPOo(QUIAKTHKA U CBOEBPEMEHHas Ipe-
HaTaJbHasl JTUATHOCTHKA.

B crarbe nmpenacrtaBieH  KIMHUYECKUMH  ciaydai
rosoripo3duuedanin ([ T1D) y moHOmeHHOH HOBOPOXKAEHHOH
JICBOYKM C MHOKECTBEHHBIMH BPOXKAEHHBIMU TOPOKAMH
pas3Butus (MBIIP). Pe6énok poauscs oT nepBoil xenaHHOH
OepeMEeHHOCTH, KOTOpas npoTekana Ha GpoHe aupdy3Ho-
ro HETOKCHYECKOro 300a, TeCTallMOHHON THIEPTEH3HH,
MHoroBoaus. Matepu 24 roga, oOpasoBaHHE cCpejHee,
paboTana mBeéil 10 U B paHHUX CPOKaX OEpEMEHHOCTH;
oty 28 mer, oOpa3oBaHHE CpejHEE CIelHalbHOE, pa-
6oraer ctpouteneM. bpak 3apeructpupoBaH. Bpeanbix
OpHUBBIYEK y pOAMTENeld He BHUsABIeHO. HacienctBeH-
HOCTBH I10 JIMHUH MaTePH U OTLA He oTsAromeHa. Ha yuére
[I0 NOBOAY HAaHHOW OEpPEeMEHHOCTH JKEHIIHMHA BCTala
CBOEBpeMeHHO. [Ipu mepuHATAIBHOM YIBTPa3BYKOBOM
obcnenoBanun Ha 20-0#f Hemenu OEpEeMEHHOCTH BH-
SBJICHO HEMMYHHBIH OTEK ILIOAA, CHHAPOM 3aJepPKKH
passutus wioga, MBITP HHC (I'TID, mu3suuedanus) u
cepana (nedekT MeXIKeIyIouKoBOW meperopoiaku). OT
IpepblBaHUs OEPEMEHHOCTH Iapa 0TKa3anach.

XKeHmmuHa poawiia B YCIOBHIX aKyIIEPChKOIO CTa-
unonapa III ypoBus B cpoke recramum 38 Hemgens
ectecTBeHHBIM IyTéM. [Ipu poxxaeHun Maca Tena pebéHka
cocraBmna 1700 r, nnuna tema — 41 cMm, OKpPYXHOCTb
TOJIOBBI — 26 CM, OKPYXHOCTh TPYAHOU KIETKH — 26 CM.
OueHka 1o mkajie Anrap B KOHIE IEPBOW U HA IPOTSIKE-
HUHU MOCIENYIOMHMX ABAAIATH MHHYT XU3HH COCTaBHIIA
5 6annoB. [lpu oneHke GU3NYECKOTO Pa3BUTHS ACBOYKH C
UCIIOIb30BAaHUEM IIEPLEHTHIBHBIX TA0IUI] yCTAHOBJIEHO, YTO
peOEHOK MMeEeT «Mallblii pa3Mep K IeCTalliOHHOMY BO3pAcTy»
NPY 3HAYECHHSAX MACCHI M JUTMHBI TeJIa MEHIIIE IECATON [EHTHIIN.

OO6uee COCTOSHME [iBOYKHM IPU POXIEHUU U Ha
IPOTSDKEHUH BCEro Ieproja JIEYeHHs] pacleHeHO Kak
TsOKENOE 3a CYeT AaHTEHATAJbHOTO TMOPaXEHHs IUI0Ja
U TPOSIBICHHUH CUHIPOMAa IOJUOPTaHHON HEZ0CTaTO4-
Hoctu (CIIOH). Ilpu ynpTpa3ByKOBOM HCCIEIOBAHUU
ycranoBieHbsl npuzHaku MBIIP peGéHka co cTOpOHBI
HHC (I'TID, mwu3snuedanus, BHEIWIHAS 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 ajexkBaTHOE Je4eHUE, COCTOSIHUE
peO&HKa NPOrpecuBHO YXYAIIAJIOCh, HA YETBEPTHIE CYT-
KM HacTYIHJIa CMEPTh.

[TaTonoroanaromMu4eckuif  AuarHos. OcHOBHOII:
MBIIP (BITP IIHC u opranos uysctB: I'TID, BHemHss
W BHYTpeHHss ruapouedanus, museHuedarus; BIIP
cepaua: JMXKII, oOumwuii aprepuanbubii cTBON; BIIP
SHIOKPUHHOW CHCTEMbI: T'HIOIJIA3US HAANOYEUHHUKOB).
OcClOXHEHUS: BBIPAKEHHBIH OTEK MO3ra M MATKUX 000-
nouyek. ATpous KOpbl U o4aropas JeHKOMaIsLUs TONOB-
HOTO Mo3ra. JIByxcropoHHHE Hu(Qy3HbIE aTelIeKTasbl,
CIlaJlcHUE AJIbBEOJ U aJIbBEOJIIPHBIX XOAOB, AMCIEKTA3bl
nérkux. OuaroBas smdpuzema nérxkux. OOuee BEHO3HOE
MOJIHOKPOBUE M AUCTPO(UUYECKUE HM3MEHEHHUs BHYTPEH-
HUX MNapeHXMMAaTO3HbIX oOpraHoB. OTEKM TYNOBHIIA H
KoHeyHocTeH. COmyTCTBYIONIMI: 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 BHICOKOMH
CMEpPTHOCTBIO JIeTeil B paHHUX CPOKaX MOCTHATaJIbHOIO
nepuoaa. OnTuMHU3alnKUs U CBOEBpEMEHHas IpeHaTallb-
Has JMAarHOCTUKA JaHHOU MaTOJIOTHMH HEOOXOIMMBI IS
e€ mpeAyNpeKJeHUs U ABIAIOTCA OJHON U3 INIaBHBIX 3a-
Jlady COBPEMEHHOW NepUHATaNbHON MeaunuHbl. OnHON
U3 aKTYaJbHBIX M HEpEeHmIEHHBIX NMpoOJIeM BeJeHUS Jie-
teit ¢ ['TID, couetannoit ¢ MBIIP, aBaseTcs npoBeneHue
JIOPOJIOBOTO KOHCYJIBTUPOBAHUS POJAMTENEH M pelieHue
THYECKHUX BOMPOCOB OKa3aHMs MOJHON peaHMMalMOH-
HOM NMOMOIIM B POAMJIBHOM 3aJie ¥ NaJJIMaTUBHOM IOMO-
¥ B MOCTHATAJIbHOM IEPHOJIE.

KarueBbie cJ10Ba: MHOKECTBEHHBIE BPOKACHHBIE
MOPOKU pa3BHUTHS; ToJONpo3dHIedanus; museHmeda-
nus; npoOOCIUC; KpUNTOPTAIbM.

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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