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ByKOBUHCHKHIT 1ep)KaBHUN MEIUIHUH YHIBEPCUTET!,
KHIT «YepHiBeubkuii o0macHmit

nepuHaranpaui neHTp» YOP?
(M. YepHiBmi, YkpaiHa)

Pe3wome. Cunopom Edsapoca (CE) — ye cnadxoee 3axeopiosanis, ake xapaxmepusyemoca mpucomicio 18-oi xpo-
mocomu. Yacmoma CE cmanosums 1 sunadok na 6000 scusonapodcenux, cniggioHouwenns oiguama. Xxionuuku — 3: 1.

Y 95 % ycix eunaoxkie possumky CE 6 knimunax snaxooumscs 3aiea 18-a xpomocoma (nosna mpucomis), y 2 %
cnocmepieaemsbca mpanciokayia 3 inuoi xpomocomu na 18-y (vacmkoea mpucomis); y 3 % eunaokis mae micye «mo-
3aiuna mpucomiay, Koau 000amrosa 47-a Xxpomocoma uUAEIACMbCA 6 OP2AHIZMI He Y 6CIX KAIMUHAX, a auuie y negHoi
toeo yacmunu. Havgadciusivium, ane ne €OUHUM, YUHHUKOM PUBUKY BUHUKHeHHA mpucomii 18-o0i xpomocomu € 6ix
mamepi cmapuie 40 pokis.

Ilpenamanvna diaenocmuxa CE sxnwouae Y3/[ ma 6ioximivnuii ckpunine eéacimuoi na 11-13 muosicni cecmayii 3 eu-
BUEHHAM PIBHIB [-XOPIOHIUHO20 2OHAOOMPONUHY NHOOUHU MA NIA3M0O8020 npomeiny A, acoyiliosarno2o 3 eazimuicmio,
a maxodIc UHAYEHHA KAPIomuny niood y 8aeimuux epynu pusuky.

Y ecmammi npeocmasneno kninivnuil sunadox cunopomy Edeapca y nosonapoosicenol diguunku, aka Hapoouiacs
610 [ sacimunocmi (anemis 6a2imuux, parHill MOKCUKO3, XPOHIYHUL RIETOHedpum y mamepis, KOHMAaKm 6amvKie 3 Npo-
Gecitinumu wkionueocmamu), I nonozie na 40-41 mudsicHi npUpOOHIM WAAXOM V CIOHUYHOMY NepediedCanti 3 Macoio
mina 1480 2 ma dosoicunoio mina 40 cm, oyinkorw 3a wrkanoio Aneap 4/4 6anu.

Bcmanosneno, wo Ha 001Ky 3 npugoody 6a2imrHocmi Hinka 3Haxoounacs 3 15 muoicua eecmayii, 810 CKpUHIH2068020
obcmedicenns kameeopuyuno eiomosnsanacs. Illepwe Y3/ npogedene y 30 muscnie cecmayii, nio uac K020 usieieno
CKAAOHI YpoOdceHi 6adu po36UMKY cepysi ma CUHOPOM 3AMPUMKU PO3BUMKY NA00d. Pusux HapoocenHs OumuHu 3
8P0O0ICEHOI0 NAMONO2IEI0 PO3YIHEHO AK GUCOKULL.

Cman oumunu npu HApoOONCEeHHI Ma BNPOAOBIC YCbO2O NIKYBAHHA MA BUXOONCYBAHHIA 8 YMOBAX BIOOINEHHS [HMEH-
cusHoi mepanii HOGOHAPOOICEHUX POZYIHEHO K BANCKUL 3 NPOSPECUBHOI0 HE2AMUBHOIO OUHAMIKOIO 30 PAXYHOK NO2NU-
OneHHA nposgie noaiopeanHoi neoocmamuocmi. Ilpu 0enadi nayienma 6CmMaHOBLEHO MHONCUHHI OUSMOPPHI 03HAKU,
BKILIOUAIOYUU MATEHbKI OYHI WIAUHU, HU3BKO PO3MAULOBAHT 8YXA, MIKPOCMOMIIO, MIKpo2cHamiio, depopmayii KiHYigoK.
3a donomozow iHCMpYMeHMANbHUX Mem0o0ie 0OCMeNCeHHs CMAHOBIEHO ceMilobapHy Gopmy eoronposenyedanii;
Nn008GIliHEe 8I0X00NCEHHS MALICMPATbHUX CYOUH 610 NPABO2O WAYHOUKA, OepeKm MIdCUAYHOUKOBOT nepemunku nioaop-
manvHull, einepmpo@ito npasozo WIyHOUKY, deghekm midxcnepedcepOHoi nepemunku, 03HAKU le2eHegoi cinepmen3ii;
yumozenemuuno2o docaiodxcenus - 47, XX, +18, cunopom Edsapoca.

Bpaxosyiouu éasckicmb MHONCUHHUX YPOOICCHUX a0 PO3BUMKY, HE38AICAIOUU HA NpoGedeHe NIKY8aHHs, Oi8UUHKA
nomepna y ¢iyi 29 0i6 3 2o0un 30 xeuniun. OCHOBHUM 3AXB0PIOBAHHAM MA NPUYUHOI CMepmi OOHOWEHOI, MOpPOoNo-
2IYHO He3pinoi ma mMano8azo6oi Oi8UUHKU NOCIYHCULA XPOMOCOMHA AHOMANLis — mpucomis 18-oi xpomocomu (cunopom
Eodeapoca), sixa ycknaoHunacs po3eumrkom noiiopeanioi HedocmamHocmi.

Hasedenutl kniniunuti éunadok intocmpye HeguacHy oiaenocmuxy CE (mpucomii 18-oi xpomocomu) y 36 43Ky 3
Ni3HBOI0 NOCMAHOBKOI0 8a2iMHOI HA 001K, iT 810M06010 810 NPOXOONCEHHS CKPUHIHZOBUX 0OCMENCEHb, BKII0UAIOUU
V3] ma euzHauenHs pieHi6 [-XOPIOHIUH020 20HAOOMPONUHY NHOOUHU U NAA3ZMOB020 npomeiny A, acoyiliosanozo 3
sacimuicmio. Ilizns npenamanbna Oia2HOCMUKA MHONCUHHUX YPOOJICEHUX 840 PO3GUMKY NL00d, 8IOCYMHICMb npe-
HAMAanbHO20 IHBA3UBHO20 OO0CHIONCEHHA 3 YUMOEHEeMUYHUM aHANI30M mad, 8i0N08i0H0, 0iaeHOCMUKA XPOMOCOMHOT
namonoeii' y Oumunu nicis HApoONCeHHs ACOYIIIOMbCA 3 GUPIWEHHAM eMUYHUX NUMAHb W00 8UOOPY «A2pecugHOi»
mepanesmuyHoi makmuku a6o HadarHs nariamueroi donomozu Oumuri 3 cunopomom Edsapoca.

Knwuoesi cnoea: mpucomia 18 xpomocomu; cundpom Edeapoca; muodicunni ypoosiceni 6adu po3eumxy; yumoze-
Hemuune 06CmedNceHH s

BcTtyn

Cunnpom Exapnca (CE) — me cmajgkoBe 3axBo-
PIOBaHHS, sSK€ XapaKTepU3YEThCs TpucoMiero 18-of
XPOMOCOMH, Ta 3aiiMa€ PyTe Miclle 3a MOMHUPCHICTIO
cepel TEHETHYHUX MOPYMIeHb micis Tpucomii 21-oi
xpomocomu (cuaapomy Jayna) [3, 5, 6]. Yiepmre nani
npo cunapom EnBapca Oyno onybaikoBaHo y 1960
poii rpymnor aBTopiB Ha youi 3 J. H. Edwards [10].
Yacrora CE cranoButh 1 Bumamok Ha 6000 xuBOoHa-
POJUKEHHUX, CITIBBITHOIICHHS MiBYaTa:XJIOMUUKH — 3:1.
CraTUCTUYHI JaHiI CBigYaTh MNP0 HECHPUITIUBHI
MpOTHO3 IJIs miTeil 3 Tpucomieio 18-0i xpomocomu:
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6inpmre 50 % pmiTel mMOMUpPAIOTh y NEPIIMHA THXKIEHb
KUTTA, 40 % — mokuBarThL g0 Micsansg, 5 % — mo 1
poxy, 1 % — no 10 pokis [5, 8].

Y 95 % Bcix BunmanakiB po3BuTky CE B kmiTmHAx
3HaXOMUThCs 3akiBa 18-a xpomocoma (MOBHa TpHUCO-
Mist), y 2 % crocTepiraerbcs TpaHCJIOKalis 3 1HIIOl
xpoMmocomu Ha 18-y (dacTtkoBa Tpucomis); y 3 % Bu-
MajaKiB Ma€ Miclle «MoO3aidHa TPUCOMIis», KOIH IO-
naTkoBa 47-a XpoMocoMa BHUSABISAETHCS B OpPTaHi3Mi
He y BCiX KJITHHAaX, a JUIIE y MeBHOI HOTO YaCTHHU
(puc.1). Kniniuno mepmuil BapiaHT MOXKe BiJpi3Hs-
THCs O17bII BaXKHUM mepedirom 3axBoproBanus [11].
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Puc. 1. NoBHa Tpucomis 18-oi xpomocomm

HaiiBaxxnusimmm, ajne He €IMHUM, YUHHUKOM DPH-
3UKy BUHUKHEHHs Tpucomii 18-oi xpomocomu € Bik
Mmatepi ctapure 40 pokiB. Takox 00TsDKeHUH ciMeHHII
aHaMmHe3 mono HapomxkeHHA Aiteil 3 CE acomiroeTbes
3 BUCOKHUM PH3UKOM HApOJDKEHHS AiTeil 3 TPUCOMIEIO
18-01 XpOMOCOMHU y HACTYNHUX MOKOJIHHSAX [3].

[IpeHaTanbHUMM O3HAKaMH, SIKi JO3BOJSAIOTH 3a-
nigo3putu CE y nmmoxma, € 6araroBoaas/ MaloBOIIA,
MalleHbKa IUTAlleHTa, 3aTPUMKa BHYTPIITHBOYTPOO-
HOTO PO3BUTKY IIOAa, ciabka aKTHUBHICTH IIIO0IA,
areHesis MymnkoBol apTepii, TpuBajuii nepedir Ba-
ritHocti (1o 42 tuxHs) abo, HaBHaku, mepejayac-
He HapojukeHHs. DopmyBaHHs cuHApomy EnBapica
y IUIOAAa 4YacTO MOB'S3aHO 3 BHYTPIIIHBOYTPOOHOIO
CMEpTIO, a BUXKUBAIOTH, K IPaBII0, AiBdyaTka. OcHO-
BHOIO NMPHUYNHOIO BHYTPIIIHBOYTPOOHOI cMepTi mIio-
na npu tpucomii 18-0f xpomocoMu € came cepiieBi
naToJiorii, a TaKOX ypOJKEeH1 BaJli PO3BUTKY HUPOK i
LEeHTpalbHOI HEPBOBOI cucTeMHu [9].

[Ipenaranpua niarnoctuka CE Brirrouae 1) V3] ta
OioxiMiyHHH CKpUHIHT BariTHOI Ha 11-13 THXHI rec-
Tamii Ta 2) BUSHAYCHHS KapiOTHIY IJIOAA Y BariTHUX
rpynu pu3uky. Ha panHix TepMiHax BariTHOCTi BKpaii
Baxkko 3amino3putu CE npu V3], ogHak B 12 Tux-
Hs MOXXHa BUWSBHUTH XapaKTepHI O3HAKU (3aTPUMKY
BHYTPIMIHBOYTPOOHOTO PO3BUTKY, OMdaloIene, Bij-
CYTHICTP Bi3yaui3amii KiCTOK HOca, OJHY IMyIOBHHHY
apTepiio, KiCTH CyAMHHUX CIIeTiHb Tomo). Ha 11-13
THXKHSX BariTHOCTI B KPOBI JKIHKM BHU3HAYAETHCS Pi-
BEHb O1JIKIB, a caMe, B-XOpiOHIYHOTO TOHAOTPOIHHY
moauau (B-XIJI) ra naasmoBoro nporeiny A, acomi-
HOBAaHOTO 3 BariTHICTIO. 3 ypaxyBaHHSAM pe3yiIbTaTiB
00CTeXEeHHS Ta BiKy BariTHOI pO3pPaxOBYETHCS PU3UK
HapomxeHHs 1utHHU 3 CE Ta ¢popmyeThcs rpymna pu-
3UKY BariTHUX, SKUM Ha OLIbII Mi3HHOMY TEPMiHi Oc-
perbcsl Marepian y Iioja JUis IMOCTaHOBKH TOYHOTO
niaruosy: 8-12 THHIB — Oiorcis BOpPCHH XOpioHY,
14-18 tmwxkHiB — amHiomeHTe3, 20 THXHIB — KOpHIO-
nenTe3 3 Y3/-kontponem. Ilicisg nporo B OTpUMaHoO-
My MaTepiayi BU3HAYAIOTh HAsIBHICTH TOAATKOBOI 18-
Toi Xpomocomu 3a ponomororw KO-TIJIP (kinbkicHol
(hayopecueHTHOI moJiiMepa3Hol JTaHIITOBOT peakilii)
a0o kapioTunyBaHHs. SIKII0 BariTHa He MpoHILIa Te-
HETHUYHE CKPUHIHT-00CTEXKECHHS, TO Ha O1TbII Mi3HIX
TepmiHax momnepenHs aiarHoctuka CE 3mificHIO€TECS
3 nomomoroio Y3/ [2, 4, 14].

HemoBnsita 3 Tpucomiero 18-0i xpomocomu Mma-

I0Th PSJl XapaKTepHUX (QEHOTHIIIYHUX O3HAK, a TaKOX
nposiBiB mojiopranHoro mnomkomxkeHHs. O3naku CE
MOXXHA PO3IININTH Ha JBi BeMWKHUX rpynu. Jlo mepmroi
TPYIH HaleXaTh CUMIITOMH, XapaKTepHi IJsi 30BHIMII-
HbOTO BUIJISIAY JUTHUHU: HU3bKA Maca Tija, HempoImo-
pLifiHO MaJieHbKa I'0JI0OBA, MIKPOTHATIisl, CIIOTBOPCH-
Hs (GopMH 00MMYYS, NMOPYUICHHS NPHUKYCY, YIIEIHHA
TBEpHOro MifHEOIHHA Ta/ab0 BEpXHBOI TyOu, (QIek-
COpHE MOJIOKEHHS NalblliB, HU3bKA MOCAAKA BYX, CHH-
JMaKTHIisA, BPOKEHA KIMUIIOHOTICTh, «CTOMA-TOHIAM-
Ka», MikpocToMis. Jlo apyroi rpymnu MoxHa BiJlHECTH
03HaKH MOPYIIEHHs POOOTH BHYTPILIHIX OpraHiB, MO-
TOPHMKH Ta HEPBOBO-IICHXIYHOTO PO3BUTKY: YPOIKEHI
Bagu po3BUTKy (YBP) cepis, mimyHKOBO-KHIIKOBOTO
TPaKTy, LEHTPAIbHOI HEPBOBOT CUCTEMH, CEYOBOI CUC-
TeMH, OMOPHO-PYyX0OBOTO amapary. Jlo Hailbimem gac-
tux YBP BigHOCSATBCS ypOMKEHI Baau cepiisi, Hacam-
nepen AepeKT MIKIUTYHOUKOBOT MEpEeTUHKH, MyITKOBa
Ta maxoBa Kuia, Kpunropxism [1, 4, 12, 13].

V¥ 6inpmocti Bunankis nporuno3 npu CE Hecnpu-
armuBuii. CmeptHicts npu CE Ha mepmomy pori
KHUTTS CTAaHOBUTH Onu3bko 90 %, mpudomy cepenHs
TPUBANICTh XUTTS NPHU TSHKKOMY Iepediry 3axBoprio-
BaHHS y XJIOIYMKIB CKianae 2-3 Micsus, y IiBY4aTOK
— 10 micsamiB. JliTu, sAKi M0KUBAIOTh IO TOPOCIOrO
BiKy, MalOTh CEpHO3HI pPO3YMOBI BiIXWJICHHS Ta TO-
CTiiHO TOTPEOYIOTh CTOPOHHBOTO AOTISAAY i KOHTP-
oo [9].

MeTa pocnigXeHHs — npeacTaBUTH KJIiHIYHHIA
BMIIaI0K cuHJpoMy EnBapica y HoBoHapoKeHOT Ji-
BUMHKH, SKHH 3aBEPIIMBCS JIETAJILHUM BHXOIOM Y
Bimi 1 MicsIs MOCTHATAIBHOTO KUATTS.

VYei nmani, pesynpraTé 0o0CTeXeHb Ta (oTromare-
pianu omyOIiKOBaHI 3a MHCHbMOBOK 3r0J0K0 0aThKIiB
HOBOHapopkeHol aiBumHku. IlyOxnikanis marepianis
norojkena Kowmiciero 3 0Oioernkn BykoBUHCBKOTO
JePKaBHOTO MEJIMYHOTO YHIBEPCUTETY.

KniniyHun Bunagok. Hosonapomkena qiBUMHKA 3
Macoro Tina npu HapomkeHnHi 1480 1, moxuHoO Tina 40
cM, 00B1J10M T0JI0BH 28 cM, 00BIZIOM mOTPYas 24 cM.

Jutuna waponuiacs Bia | BariTHOCTI, sika mepe-
6irana Ha ¢oHi anemii BariTHUX | cTyneHs, paHHBOTO
TOKCUKO3Y Ta XpOHIUHOTO mienoHepputy. BariTHa Ha
00IiKy y XKiHOUHMH KOHCymbTamii 3Haxomumacs 3 15
THOKHS, OJTHAK KaTETOPUYHO BiJAMOBHIIACS Big obOcTe-
xeHHst Ha TORCH-1adexmii.
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Bnepue npenatansue Y3]] nposeaene Ha 30 THX-
Hi BariTHOCTI, pe3yAbTaTH SKOTO MMOKAa3aTl HASIBHICTH
ckrnaguoi YBP cepus: medexT MiKIUTyHOUKOBOI Iie-
perunku (JAMIII), nonBiliHMii BUXia MaricTpaibHUX
CYJHUH 3 MPaBOro IIJIYHOYKA, TPAHCIO3ULIHHUN THII,
JUCIIIa3iss TPUKYCIaJIbHOTO KJlalaHy, Kapaiomera-
Jist, a TaKOX CEPEeJIMHHOTO pPO3TAIlyBAaHHS IEUIHKH.
BcranoBneno exorpadidyHi 03HAKH CHHAPOMY 3a-
TPUMKH PO3BHUTKY IIOAA. PU3MK HApOIKEHHS OUTH-
HU 3 BPOJI’KEHOIO MATOJIOT1€10 PO3LIHEHO SIK BUCOKHUU.

BaritHa cnpsimoBana B /1Y «lHcTuTyT meniarpii,
akymepcTBa 1 riHekosorii imeHi akajgemika O.M.
Jlyx snoBoi HAMH Vkpainn» (M. Kunis, Ykpaina), xe
y Tepmini recranii 38/5 THxHIB Oyn0o MiATBEPIKEHO
MHOXUHHI YBP cepus (AMIIII, nedext mixkmepen-
CepaHOI MEepeTHHKH, aTpio-BEHTPHUKYJIspHA KOMYHi-
Kallis, €JUHUH apTepiaJibHUI CTOBOYp) Ta cedoBOi
cucTeMH (AMCTOMNISE Ta rimomiasis NnpaBoi HUPKH,
npaBoOiYHNN MeraypeTep), CHHAPOM 3aTPUMKH pPO3-
BUTKy 1wrony III crymens (cumerpudHa dpopma), Te-
naToCIIEHOMeTallisd, alleHTPUYHUI BUX1] NyIIOBHHH,
a TakoX Y3-MapKepu BHYTPIIIHbOYTPOOHOTO i1H(IKY-
BaHHS IJ10J1a, BHYTPILIHLOYTPOOHOT Timokcii mioxaa
Ta XpOMOCOMHOI maroJiorii mioja.

BuBuenHs ciMeifHOTO aHaMHe3y 3aCBiJYHIIO, IIO
Matu (26 pokiB) € KyXIpaliBHUKOM, 0aTbko (29 po-
KiB) — OymiBempHHKOM, mpamioe 3 (apbamu. O60€
0aThKiB BKa3ylOTh Ha BaXxki (i3MYHI YMOBH Hpali.
CnaakoBicTh 1O JiHIT MaTepi He 00TshKeHa; Mo JiHil
OaTpka — OpoHXiallbHa acTMa y [ijia 1o JiHil MaTepi.

AKymepchKuil aHaMHE3 y Marepi: MEeHcTpyamis — 3
16 poxiB, cTaTeBe XHUTTA — 3 22 POKIB.

JiBumHka Haponunacs Bixg I momoriB Ha 40-41-
My THXKHI BariTHOCTI y CI/IHUYHOMY NepeiiexaHHi 3
OIIHKOIO 32 Kanow Anrap 4/4 6ana ra npoBeACHHIAM
3aX0JliB EPBUHHOT peaHiManiiiHOT JOOMOTH, BKJIIO-
yaouu iHTyOamito Tpaxel Ta MTY4YHY BEHTHIIALIIO
JereHp 4yepes iHTyOaniHy TpyOKy. 31 30epekeHHIM
«TEIJIOBOTO JAHIIOKKa» AMTHHA TPaHCIOPTOBAaHA Y
BiJI/IIICHHS] IHTEHCUBHOT Teparnii HOBOHAPOIKEHHX.

CraH IUTHUHU IPHU HAPOJKEHHI Ta BIPOJOBXK YChO-
ro JiKyBaHHS Ta BUXOJUKYBaHHS B YMOBaxX BijjijeH-
Hsl IHTEHCHBHOT Teparii HOBOHAPO/KECHUX PO3IIHEHO
SK Ba)XKKUIl 3 IPOTPECHBHOI HETaTHBHOK THHAMIKOIO
3a PaxyHOK IIPOSBiB MONIOPTaHHOI HEZOCTATHOCTI 3
ypaXeHHSAM JAHMXaJIbHOI cHCTeMH (ZMXajlbHa HENO-
crarnicte Il crynens), HepBoBoi cucremu (Koma-
TO3HMH CHHJIPOM), LUIYHKOBO-KHIIKOBOTO TpPaKTy
(3HAYHO 3HIKCHA TOJCPAHTHICTH HO 1Xki), cepIeBo-
CYIWHHOT HEIOCTAaTHOCTI (HEZOCTaTHICTh KPOBOOOI-
ry II-1II crymens) va ¢poni MHOKXHHHEX YBP Ta ma-
JIOTO PO3MIipy 710 TepMiHy recrarii.

Ilpu ornsni marieHTa BCTAHOBJICHO MHOXHHHI
nu3Mop(hHI 03HAKH, BKJIHOYAKYM MaJCHbKI OYHI IIi-
JWHU, HU3bKO PO3TAIlOBaHI ByXa, MIKPOCTOMIIO, Mi-
kporHariro. [Ipu 00cTexeHHI OTTOPHO-PYXOBOTO ama-
paTy BHSABISINCS BKOPOYCHI KiHIIBKH, 3aIl SICTKH Y
MOJIOKEHH] (uiekcii, ManbpoTamis Kucrei 3 5 malnb-
IIMH Ta 3 BEJUKUM NaJblEM MalleHbKOTO pPO3MIipy,
NBOOIuHI 4-manbreBi OOPO3HU Ha JIOJOHIX Ta «CTYI-

HA pokepay» (puc. 2).

JliBunHKa B OIEpaTMBHOMY MOpPSAKY Oyna mpo-
KOHCYJIbTOBAaHA JUTSAYUM HEBPOJIOTOM Ta JIIKapeM Tre-
HETUKOM, sikuit 3amigo3pus CE.

Pe3ynbTraTn HelpocoHorpadiyHoro o6cre-
XeHHs: Y3-o3Haku ceminobapHoi ¢opmu romompo-
3eHuedadnii.

Pesynbratn Y3[ cepusa T1a cyamuH: ExoKI-
03HaKHU MOJABIHHOIO BIAXO/KEHHS MariCTpajibHUX CY-
IUH Big npaBoro nuryHouka, JIMIIIT nigaopransHuit,
rimeprpo¢is MpaBOTO NUTYHOYKA, Ne(eKT MiXKIepen-
CepIHOI MepEeTUHKHU, O3HAKH JETeHeBOI TimepTeH3ii.

Pe3ynbraTé LUTOTEHETHYHOTO HOCIHIJUKEHHS, SKe
npoeaeHo B JY «lHctuTyT cnajakoBoi martosorii
HAMH VYxkpaiuu», JIpBiBcbkOMY crieniaii3oBaHOMY
MeJuKo-reHeTHYHOMY wneHtpi (M. JIsBiB): 47, XX,
+18, cuaapom ExBapaca.

BigmoBimHO M0 pe3ynpTaTiB KIiHIYHOTO, 1HCTPY-
MEHTaJIbHOTO Ta FT€HETUYHOI0 0OCTEKEHHSA Y TUTHHHU
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Puc. 2. ®eHoTuniuHi o3Hakm cuHapomy EgBapaca

BCTAHOBJICHO KJIIHIYHHMH N1arH03 OCHOBHHI: TPHCO-
Mmist 18-01 xpomocomu (cunapom EnBapnca); yckian-
HEHHsI OCHOBHOTO: CeplieBa HEJOCTATHICTh, AUXalb-
Ha HeJO0CTaTHICTh, LepedpaibHa Jenpecis; cynyTHIH
J1arHO3: MaJIWH po3Mip 10 TEpMiHy recraiii.

JuTuHa BUXOJKyBasacs Ta OTpUMYyBaja JiKyBaH-
Hsl y BIJJIIJIEHH] IHTEHCUBHOI Tepamnii HOBOHAPOKe-
HUX B YMOBaX BIAKPUTOI peaHiMaliiHOI cucTeMHU 3
CEpBOKOHTpOJIEM 13 3a0e3MeYeHHsIM OXOPOHHOTIO pe-
UMY, MPOBEACHHIM CHTEPaJbHOIO BHUIOJOBYBaHHS
IPYOIHUM MOJOKOM/aJalTOBaHOK MOJOYHOIO (op-
MYIIOI0, TOKPUTTAM (i3i0J0Ti9HUX TOTped Ta ma-
TOJIOTIYHHUX BTPAT y PIJMHI Ta MOXHBHUX PEUYOBHH
3a JI0TMOMOTOI0 MOBHOTO MapeHTEePaTbHOTO KHBICH-
Hs, BIAMOBIAHOT aHTHOaKTepianbHOI Tepamii, mpo-
TeKIi€0 auxaibHOi (yHKHii y pexumi iHBa3UBHOI
MITY9HOT BEHTIJIAMIT JIETeHB, a TaKOX MOCTIHHOTO
KIIHI9HOTO, JTabOpaTOPHOTO Ta IHCTPYMEHTAIBHOTO
MOHITOPHHTY.
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BpaxoByroun BaxkicTh MHOXKMHHUX YBP, He3Ba-
JKAl0YM Ha MPOBEACHE JNIKyBaHHS, JiBUNHKA ITOMepia
y Bimi 29 116 3 rogun 30 XBUIHH.

BianoBiaoHO fo pe3ynbTaTiB naTtonoroaHa-

TOMIYHOro AocCnigXeHHAM Yy HOBOHapoaXeHoi

OiBYUMHKK Mano micue:

- OCHOBHE 3aXBOPIOBAHHS: BPOJUKEHA BaJa pO3-
BUTKYy — cuHIpoMm EnBapaca (tpucomis 18 xpomo-
COMH) 3 YypaXEHHSIM CEPIEBO-CYJUHHOI CHCTEMH
(nedexT MIKIUTYHOYKOBOT MEPETHHKH, NMpaBoOiuHe
PO3MIINICHHS apTepiajibHOrO CTOBOYpYy 3 IBOMa Kia-
MaHaMM); HEHTpPalbHOI HEPBOBOI cucTeMu (rimoruia-
315 MO30YKY 1 JIOBracToro Mo3KYy); C€40BOi CHCTEMH
(migkoBomoniOHa HHpKa); KiCTKOBO-M's3eBOI CHCTe-
MH (ﬂonlxoue(bamqm/m gepert, HU3bKO p03TamOBaH1
BYIIHI pakoBMHHU 0€3 MOUYKH 1 KO3eJKa, MiKpOTHATIs,
KOPOTKA TPYAMHA, 3MCHIICHHS M1>1<pe6epan npo-
MIXKIB, q)neKcopHa nedopmanis manbliB pyK, Hpu-
BEJICHHS KIHIIIBOK 110 Tyiy0a);

- yCKJaJHEHHsS OCHOBHOTO: KapJioMeraiis, Ti-
neptpodis Miokapma, AuiaTamiss CepIEeBUX MITY-
HOYKiB; remaromeralis, CIUIEHOMETalis; JIBOOIYHI
nudy3Hl aTenekTasu 31 CHaJeHUMH allbBEOJSIPHUMHU
X0JaMHU Ta ajbBEOJIaMH; CHHJAPOM JHCEMIHOBAHOIO
BHYTplmHLOCYIlI/IHHOFO 3TOpTaHHs KpOBI (po3cmHa
BHYTplLLIHLOCY,E[I/IHHa Koarynﬂum) — clamx 1 arpe-
ranisi epuTPONUTIB y CyAUHAX MIKPOIUPKYIATOPHO-
ro pycia, MHOKHHHI NMEepUBACKYJISIPHI KPOBOBUIUBH
B JIETEHsX, MIOKap/i, M'SKUX MO3KOBMX 00OOJIOHKax
Ta TOJIOBHOMY MO3KY, MEYiHI, CENe3iHIi, HaTHUP-
HUKaX 1 HUpPKaxX, OUIYHKY 3 IIOMIPHOIO KPOBOTEYECIO;
3arajlbHE BCHO3HE TOBHOKPIB'SS BHYTPINMIHIX MapeH-
XIMaTO3HUX OPTaHiB; 3aIyCTiHHA MOPOXHUH CEpIs

NlitepaTypa

Ta MaricTpalbHUX KPOBOHOCHUX CYAWH; BUpaKCHUH
HaOpSK TOJIOBHOTO MO3KY Ta HOro MO3KOBHX 000J0-
HOK; QUCTpOodidHi 3MIHM MapeHXiMaTO3HUX OPTaHiB;
cKiepema;

- CYymyTHI#: Mop¢ooTiyHa HE3pUIICTh BHYTPIII-
HiX OpraHiB; MaJOBAaroBUi 10 TEPMiHY TecTallii.

TakuM YHMHOM, OCHOBHHUM 3aXBOPIOBAHHSIM Ta
NPUYUHOI CMEPTi AOHOIMEHOI, MOP(OIOTIYHO He-
3pimoi Ta MamoBaroBoi MiBYMHKH BikoM 30 mi6 mo-
CIOyXHjIa XpPOMOCOMHA aHOMais — Tpucomis 18-01
xpomocomu (curapom EnBapaca), sska yckiagHumzacs
PO3BUTKOM IOJIiOpraHHoi HejoctaTtHocTi. Po306ixk-
HOCTEH MpH CIiBCTaBICHHI KJIIHIYHOTO Ta MaToJO0ro-
AHATOMIYHOTO JIiarHO3iB HE BCTAHOBICHO.

HaBenenuii knmiHIYHWN BHMAZOK 1LIIOCTPYy€E He-
BuacHy aiarHoctuky CE (tpucomii 18-oi xpomoco-
MH) y 3B 3Ky 3 Mi3HbOIO MOCTAaHOBKOIO BariTHOI Ha
001K, i1 BIIMOBOIO BiJl MPOXOKEHHSI CKPUHIHIOBUX
o0cTexeHb, BKIOYaoun Y3/| Ta BU3HAUYCHHS PiBHIB
B-X0opiOHIYHOTO TOHAZOTPONHUHY IIOAWHU ¥ TIIa3-
MOBOTO TpPOTEiHy A, acomiioBaHOTO 3 BariTHICTIO.
[Ti3Hs npeHaTajbHa J1arHOCTHKA MHOXHHHUX YBP
10/, BiICYTHICTh IIPEHATAIBHOTO 1HBa3UBHOTO J0-
CJHIJDKEHHS] 3 LMTONEHETHYHHUM aHaJi30M Ta, BiAIO-
BiJIHO, A1arHOCTHKA XPOMOCOMHOT ATOJOTil y TUTH-
HU TICIsA HAapOMKCHHS aCOIIIOIOTHCA 3 BHUPIMICHHIM
eTUYHUX NMHUTaHb I0A0 BUOOPY «arpecuBHOI» Tepa-
MMEBTUYHOI TaAKTUKHK a00 HaJaHHS MaJliaTUBHOI JOIO-
MOT'M IMTHHI 3 cHHApOMOM ExBapica.
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JIETAJIbHBIH CJYYANH CUHPOMA 3/IBAPJCA
Y HOBOPOXKJIEHHOM JEBOYKH

HU.B. JTacmuexka', A.I. Baounyesa', 10.7]. I'odosaney’,
M.H. Cobonesa’, 1.B. Konwbaxun®

BykoBuHCKHIi rocyiapcTBeHHbIN
MeIMUUHCKHIl yHHUBepcUuTeT!,
KHII «UepHoBuukuii 06;1acTHOI
nepuHaTadbHbIi HenTp» YOC?
(r. YepHoBubI, YKpanHa)

Pe3rome. Cunapom Dasapaca (CD) — HacieacTBeH-
Hoe 3a0oJieBaHMe, XapakTepusywolineecs Tpucomueit 18-oit
xpomocoMmbl. Yactora COD cocrtaBnser 1 ciydait Ha 6000
KHUBOPOXKAEHHBIX, COOTHOIIEHNE JE€BOUYKH:MAIbUNKH - 3:1.

B 95 % Bcex cnyuaeB pazButus CO B KJIeTKaX HAXOIUT-
cs mumHs 18-as xpoMocoma (TmonHast Tpucomus), B 2 % Ha-
OnrofaeTcst TpaHCIOKAUA ¢ APYro XpoMocoMbl Ha 18-010
(gactuuHas Tpucomus), B 3 % ciydaeB UMeeT MECTO «MO-
3aWyHas TPUCOMHUSA», IPH KOTOPOH JOTMONHHUTENbHAs 47-as
XpOMOCOMa OKa3bIBAETCS B OPTaHM3ME HE BO BCEX KJIETKaXx,
a TOJBKO B ONpEJNeIeHHON ero yacTu. BaxkHelmum, HO He
eAMHCTBCHHBIM, (PAKTOPOM PHCKAa BO3HHKHOBEHHUS TPHUCO-
Muu 18-0#f XpoMOCOMBI SBISETCS BO3pACT MATepH cTaplie
40 ner.

[Ipenaransras auarsoctuka CO Bxirodaer Y3U u Ou-
OXHMHUYECKHH CKpHUHHMHT OepeMmeHHOW Ha 11-13 Hemene
recTaliy ¢ N3y4YeHHEeM YPOBHEH [-XOPHMOHHYECKOro TroHa-
JOTPOTMHA YeJIOBEeKa M IUIa3MEHHOTO NMPOTEHHA A, acco-
IUUPOBAHHOTO C OEPEMEHHOCTBIO, a TAKXKe OMpeaeNeHUs
KapUOTHIIA IJI0Aa Y OEpeMeHHBIX IPYHIIBI pUCKa.

B crathe mpepcTaBieH KimHWYEeCKHi ciydad CD y
HOBOPOXAEHHOM MEBOYKM, KOTOpas poxauiachk oT I Oepe-
MEHHOCTH (aHeMHs OepeMEHHBIX, paHHHH TOKCHKO3, XpO-
HUYECKHU MHENOHe(PHUT y MaTepH, KOHTAKT POAMUTENEH ¢
npodeccruoHanbHbIMU BpenHocTsmu), I pomos na 40-41
Hejelle €CTECTBEHHBIM IYTEM B SITOJUYHOM IpeaeKaHuH
¢ maccoit tena 1480 r u guuuoi Tema 40 cM, OLEHKOH IO
mkane Anrap 4/4 6annos.

VcTaHOBIEHO, YTO Ha y4éTe 1O HOBOAY OCPEMEHHOCTH
JKEHIMHA HAaXOAWJIachk ¢ 15 Hexenxw recranuu, OT CKpH-
HUHTOBOTO 0O0CIEeN0BaHUs KaTErOPUYECKH OTKa3bIBANaCh.
[Tepoe Y3U nposenenno B 30 Hepenb recTalnu, BO Bpems
KOTOPOTo 0OHAPYKEHHI CIOKHBIE BPOXKASHHBIE IOPOKH pa3-
BUTHUSA CepJIla U CUHAPOM 3aJePKKH pa3BUTHUSA mioaa. Puck
poXaeHHs pebeHKa ¢ BPOXKJICHHOW MAaTOJOTHEH pacleHEeHo
KaK BBICOKHUH.

CocTosHne peOeHKa NMPU POXKICHUU U B TEYCHUE BCETO
JICYEHHNS ¥ BRIXKUBAHUS B YCIOBHSIX OTACJIECHNS HHTCHCHB-
HOW Tepamuyu HOBOPOXACHHBIX PACIEHEHO KaK TSKEIoe ¢
NpPOrpecCUBHOM OTPULATENbHON AMHAMMKON 3a CUET HApOC-
TaHHS NMPOSBICHNUN MOJMOPTaHHON HEJO0CTAaTOYHOCTH. [Ipu
0CMOTpE MAIUEHTA YCTAaHOBIECHO MHOXECTBEHHBIE JU3MOP-
(¢udeckue MpU3HAKY, BKJIIOYAs MaJeHbKHE IVIa3HbIE IIEIH,
HU3KO pAaCIOJOXKEHHBIE YIIM, MHKPOCTOMHIO, MHKpPOTHa-
THIO, Te(hOpMAIUN KOHETHOCTEH.

C moMOoIIbI0 HHCTPYMEHTATbHBIX METOJOB 00CTE10BAHUS
YCTaHOBJIEHO ceMHI00apHy0 (GOopMy roJ0Npo3dHIEDaNTHH;
JIBOITHOE OTXOXKJCHHE MAarucTpPalbHBIX COCYHOB OT IIPaBO-
ro JKelTylouka, Ae(eKT MexIKeITyJOuYKOBOH Meperopojku
MOJA0PTATbHBIH, THIEPTPO(HUIO MPaBOro XKEIyaodKka, He-
(eKT MeXIpeacepaIHOH MeperopoaKky, NpU3HAKN JETOYHOH
TUNEPTEH3UH; UTOTEeHETHYEeCKOTo nccnenosanus - 47, XX,
18, cunapom DaBaprca.

Y4uTHIBas TAKECTh MHOKECTBEHHBIX BPOXKIAEHHBIX I10-
POKOB Pa3BUTHSA, HECMOTPsS Ha MPOBOAMMOE JIeUeHHE, Je-
BOYKa ymepyia B Bo3pacte 29 cytok 3 yacoB 30 MHHYT.
OCHOBHBIM 3a00NeBaHUEM M NPUYNHOW CMEPTH JOHOLICH-
HO¥, MOP(OJIOrHYecKn He3peaod W MaJOBECHOW AEBOUYKH
MOCHYXKUJIa XPOMOCOMHAsi aHOMajiusi - Tpucomus 18-toi
XPOMOCOMBI (CHHAPOM DaBapjca), KOTopas OCIOKHUIACh
pa3BUTHEM MONHOPTaHHON HETOCTATOYHOCTH.

[IpuBeneHHbIH KIMHUYECKHIl caydail HIIIOCTpUPY-
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EDWARDS SYNDROME LETHAL CASE
OF ANEWBORN GIRL

LV. Lastivka, A.G. Babintseva, Yu.D. Hodovanets,
M.I. Soboleva, D.V. Koliubakin

Bukovinian State
Medical University!,
Municipal Institution
«Chernivtsi Regional Perinatal Center» 2
(Chernivtsi, Ukraine)

Summary. Edwards syndrome is a hereditary disease
characterized by trisomy of the 18th chromosome (trisomy
18). The occurrence of Edwards syndrome is 1 per 6 000
live births, the proportion of girls to boys is 3:1.

In 95 % of all the cases of Edwards syndrome
development, an extra copy of the 18th chromosome is present
in the cells (complete trisomy), in 2 % the translocation of
another chromosome on the 18th one is found; in 3 % of
cases “mosaic trisomy” is found when the additional 47th
chromosome is found not in all the cells but in a part of them.
The most important, but not a single risk factor promoting
the development of trisomy 18 is a woman’s age over 40.
Prenatal diagnostics of Edwards syndrome includes USD
and biochemical screening of a pregnant woman during the
11-13th weeks of gestation studying the levels of B-chorionic
human gonadotrophine and plasma protein A, associated
with pregnancy, as well as karyotype detection of the fetus
in pregnant women from risk groups.

The article presents a clinical case of Edwards
syndrome of a newborn girl born from [ pregnancy
(anemia of pregnancy, early toxicosis, maternal chronic
pyelonephritis, parental contact with industrial harmful
factors), I physiological labour on the 40-41st week with
breech presentation, body weight of 1480 g and body
length of 40 cm, and 4/4 Apgar score.

The woman was found to be registered regarding
pregnancy since the 15th week of gestation, she positively
refused screening examinations. The first USD was performed
during the 30th week of gestation. It found complicated
congenital developmental defects of the heart and retarded
development of the fetus syndrome. The risk of a child’s birth
with congenital pathology was considered to be high.

The child’s condition at birth and during the whole period
of treatment and care in the neonatal resuscitation unit was
assessed as severe with progressive negative dynamics at
the expense of deterioration of multiple organ failure signs.
Examination of the patients found multiple dysmorphic
signs including narrow eyelid openings, low-set ears,
microstomy, micrognathia, deformities of the limbs. By
means of instrumental methods of examination semilobar
shape of the holoprosencephaly (Patau's syndrome), double
origin of the major vessels from the right ventricle, defect
of the interatrial septum, subaortal defect, right ventricular
hypertrophy, defect of the intraventricular septum, the
signs of pulmonary hypertension were found; cytogenetic
examination detected -47, XX, +18, Edwards syndrome.

Considering the severity of multiple developmental
defects, in spite of initiated treatment, the girl died at the
age of 29 days 3 hours, and 30 minutes. The underlying
disease and the cause of death of a term, morphologically
immature girl with a low body weight at birth was the
chromosome defect — trisomy 18 (Edwards syndrome)
complicated by the development of multiple organ failure.

The clinical case presented illustrates an untimely
diagnostics of Edwards syndrome (trisomy 18) due to
late registration of the pregnant woman, her refuse from
screening examinations, including USD, and detection
of levels of B-chorionic human gonadotropin and plasma
protein A associated with pregnancy. Late prenatal
diagnostics of multiple congenital developmental defects
of the fetus, lack of prenatal invasive examination with
cytogenetic analysis, and diagnostics of chromosome
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€T HEeCBOEBPEMEHHYI0 AuarHoctuky CD (tpucomuu 18-oif
XpOMOCOMBI) B CBSI3U C HO3AHEH MOCTAaHOBKOW OepeMeH-
HOW Ha y4€T, €€ OTKa30M OT IPOXOXKACHHUS CKPHHHHTOBBIX
obcrnenoBanuii, Bkiaoyas Y3U u ompeneneHue ypoBHEH
B-XOpHOHUYECKOr0 TOHAJOTPONMHA YEJOBEKa M IJIa3MEH-
HOTO IpOTenHa A, aCCOIMHPOBAHHOTO C OEPEMEHHOCTHIO.
[To3nHsas mnpeHaTanbHass JUArHOCTHKA MHOXECTBEHHBIX
BPOXAEHHBIX IOPOKOB Pa3BUTHSI IJI0JA, OTCYTCTBHE PEHA-
TaJIBbHOTO HHBA3UBHOTO HCCIEIOBAHUS C IUTOTCHETHIECKUM
aHAJTU30M U, COOTBETCTBEHHO, TUArHOCTHKA XPOMOCOMHOM
HATOJIOrMH y peO&HKa mocie PoXkIEHUS acCOLUUPYIOTCS C
peIIeHneM STHYECKHX BOIPOCOB MO BHIOOPY «arpeccus-
HOI» TepaneBTHYECKOH TaKTUKK MU OKa3aHUA MaJIHaTHUB-
HOI momomu peOEHKY ¢ CHHAPOMOM DaBapjca.

KarwueBbie cjioBa: tpucomus 18 XxpoMocoMBbl; CHH-
IpoM DaBapiaca; MHOXKECTBEHHbIE BPOXKIEHHBIE TOPOKH
pa3BUTHS; yIBTPa3BYKOBOE 00CiIe[0OBaHUE.

pathology of the child after birth are associated with
the solution of ethical issues concerning the choice of
“aggressive” therapeutic tactics or giving palliative aid to
the child with Edwards syndrome.

Keywords: trisomy 18; Edwards syndrome; multiple
congenital developmental defects; cytogenetic examination.
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