OpwvirriHanbHi gocnigpkeHHs

616.899-053.1:575.116.4]-07-071
H.I ITiosucouwvka’,

LB. Jlacmieka’,

LI Mewjuwend’,
T.B. /Imumpyx?,
IM. Banizypcokuir®

Buimii neprxaBHUi HaBYATBHUIN 3aKJ1a]
VYkpainu "ByKoBUHCBKUI Jep>KaBHUM
MennuHuii yHiBepeurer"!, M. YepHiBLi
O6acHa tuTsiva KIliHIYHA JTIKapHs

CNHOPOM EOBAPOCA: AHANI3
BJIACHUX KNIHIYHNX CMNOCTEPEXEHb

Kniouogi cnosa: cunopom Edsapoca,
MHOJICUHHI YPOOACEHT 8a0U PO3GUMKY),

Pestome. Cunopom Edsapoca - ye xpomocomue 3ax80po6anHsi,
3YMOGJIeHEe HASGHICIIO 000amK060i 18 xpomocomu, 20106HUM

oimu. enomunogum npoasom AK020 € MHOICUHHI 6a0U po3gumky. ¥ pobomi
npeocmasieHi 6lACHi CnocmepedCcents dimeu i3 CUHOPOMOM
Eosapoca. Ob6z060proromubcst nowupericmos CUHOPOMY, OKpeMi
2eHeMUYHI MA KAHIYHI ACReKMU NAMON02il, NPO2HO3 OJIsL HCUMMISL.
Betyn cTon). XapakTepHi Mikponedartis, BUCTyar04a mo-

XPpOMOCOMHI XBOPOOH TTOCITat0Th OTHE 3 YUTHHIX
MICITh ¥ CTPYKTYP1 YPOIKEHOI Ta CITaJKOBOI MaTo-
JIorii IroauHM. J[1arHOCTHKA OUTBIIOCTI CITaJKOBUX
CHHJIPOMIiB IPOBOAUTLCS HA OCHOBI XapaKTEPHOT KJTi-
HIYHO{ KapTHHU.

Cunnpom Ensapaca (OMIM 601161) (a6o Tpu-
coMis 18) xapakTepu3yeThbCs HAIBHICTIO JOAATKOBOL
18 XpoMOCOMH Ta TPOSBISETHCS MHOKHHHUMU
ypoKeHIMH Bagamu po3Butky (MYBP). ¥V 99 %
BUIIQIKIB TPHICOMIs TTOB'sI3aHa 3 HAABHICTIO JTOJIAT-
KOBO{ BiTbHOI 18-1 XpoMOCOMH, STKa YTBOPIOETHCS B
pe3yabTari HenpaBmwibHOTO 11 MefioTnaHOTO MTOAITY
OBOIIUTIB, B 1HIUX BUIIAIKAX TPAIDIIIOTHCS MO3ai-
[IM3M Ta CTPYKTypHi aHoMmautii 18-1 xpomMocomu, 1o
BUHHUKAIOTH IICJIS 3aIUII IHEHHS. BIIbIIICTE BUITAIKIB
CHHJIPOMY, SIK TIPABHJIIO, CIIOPA/INYHI1, TOBTOPHUH pU-
3WK CTaHOBUTH ONu3bko0 1 % [1, 2, 3]. Ynepmie onu-
canuii y 1960 p. J. Edwards [6] cunapoM mocigae
JpyTe MicIie micis cHHapoMy JlayHa cepen ycix Xpo-
MOCOMHUX abeparlii y HoBOHapoKeHuX. [Tommm-
peHicTs cuaapoMy craHoButh 1:3000-1:8000 y morry-
nsamii Ta 1 % - cepen ycix ayTOCOMHUX TPHCOMIH,
YacTiIle AiarHOCTyEThCs B MiBdarok [1, 2, 3]. 3rix-
HO 3 TaHuUMHU JiTepartypu [4, 5, 6], Bix 33 g0 80 %
BariTHOCTEH 13 TprucoMmi€ero xpomocomu 18 3akiH-
YYIOTHCSI aHTEHATAILHOIO a00 iHTpaHATAIBHOIO 3a-
rubeio moxa. 30 % niteit momuparoTs Ha 1-my
Micsri Kutts, 50 % - Ha npyromy, mermie 10% - mo-
JKUBAIOTh 110 1 POKy.

KitigivHi posiBM CHHAPOMY Y MIITEH TOCHUTH Ba-
piabenbHi [3, 8], oHaK HAWOUTBIT TUTIOBUME (DEHOTH-
MOBUMH O3HAKaMH €: Malla Bara Mpu HapOJKCHHI
(6mm3pk0 2177-2340 T y MOHOIIEHOMY TEPMIiH1), TOTi-
xoredaniuyba GpopmMa roosu, "nramuHuR" npodias
00IMYust, aHOMaJIii KiHIIIBOK (e opmaliii KUCTEH,

TUINLS, 1eOpMOBaHi Ta HU3BKO MOCAIKEHI ByXa,
MIKpOTHATisl, KOPOTKi OYHI IIiIIMHH, IT03. AHOMAI{
PO3BHUTKY CKeJleTa MPeICTaBlIeH] KOPOTKOIO HIKEIO,
HIMPOKOIO TPYIHOIO KIIITKOIO, By3bKHM Ta30M, OOMe-
KEHUM BiJIBEJICHHSIM Ta30CTETHOBHX CYINOOIB,
(hJIEeKCOPHUM TMOJIOKEHHIM MajbLiB PYK, Aedop-
MaIli€l0 CTOII, TIMOIUIa3i€0 HITTIB Ta 3MiHOIO Jep-
MaTonTi(iKK 3a paxyHOK 30UIbLICHHS YT Ha MAJIBIAX
pyk. Y 64,3 % niTeii 1iarHOCTYIOTBCS YPOIKEH1 Ba-
mu cepist (YBC), y 50 % - anoManii po3BUTKY Tro-
JIOBHOTO Ta CIIMHHOTO MO3KY, Y 55 % - Baiu TpaBHOI
Tay 42,9 % - ce4oBUIINBHOI CUCTEM. 3aTpUMKa
BHYTPIIIHBOYyTPOOHOTO po3BUTKY (3BYP) mnona Bus-
HavaeThbest y 75% Bumnajxis [4, 5, 6].

OnHUM 13 eTariB yTOYHIOIOYO1 JIarHOCTHKH XPO-
MOCOMHOI MATOJIOT11 € IOCiIKEHHS BMICTY MapKepiB
CHUPOBATKH KPOBi BariTHUX (IUIa3MOBHUI MpoOTEiH A
(PAPP-A), anbda-peronporein (ADII), Hesp's-
3aHMH ecTpio Ta OeTa-xopioHIuYHMI roHagoTporiH (3
-XTI')), HU3bKi MOKa3HHUKH SIKOTO MOB'S3YIOTh caMe i3
cunapomoM Exsapsca [3, 5]. MmoBipHicTs xpomo-
COMHOI maroJiorii 3poctae 1o 82,4 % 1npu nmoeaAHaHHI
3BYP mioga Ta aHOMaJIbHOT KIABKOCTI HABKOJIOII-
nigHux Box [4, 6]. Ilpu BusiBIEeHHI Takoi KOMOiHAITiT
BaJI PO3BUTKY JIKap-KJIiHIIUCT NOBHUHEH 3aITi103PHTH
CHaJIKOBY MAaTOJNOTII0 Ta MPU3HAYUTH BepHupikyroui
METOAH iarHOCTHKH.

I1ix yac nmpoBeneHHs exorpadii BUABISIOTH OKpe-
Mi TaTOTHOMOHIYHI 03Haku cuHapomy EnBapica,
30KpeMa aHoMaJIii OyI0BH TOJIOBH, TyTy0a, KiHI[IBOK.
[IpoTe Taki mopyLIeHHS MOXYTh TPAIUIATHCA 1 IPH
IHITUX XPOMOCOMHHX 3aXBOPIOBAaHHSX, TOMY pe-
3yNbTaTH YABTPa3BykoBoro gociimkenns (Y3/1) ve €
CTPOTO cHenu(iYHUMH 1O BiTHOIIEHHIO O CHH[-
pOMY, IIPOTE € OCHOBOIO 17151 (HOPMYBaHHS OKa3iB 10
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1HBa3WBHOI IMpEeHATAILHOI HlarHOCTUKH. IcHye nae-
KiJIbKa METO/IiB IHBa3UBHOI J1arHOCTHKH, SIK1 BiJIpi3-
HSFOTBCS 33 TePMiHAMH BUKOHAHHS, MaTEPiaioM, 110
TOCITIDKY€ETHCS, Ta TTOTSHITIHAM PU3HKOM JUIS TIJ10-
na. [TiIBUIIEHHS TOYHOCTI pO3PaXyHKIB PH3UKIB TOCS-
raeThCcs BAKOPUCTAHHSIM aBTOMATH30BAHUX KOMIT'TO-
TEPHUX MIPOTPaM.

MeTta pocaixKkeHHs

O3HaOMUTH JIIKaPIB i3 IIaTHOCTHYHUMH KPHUTE-
pismu cuHapoMmy EnBapca Ha mpukiaai JBOX Biac-
HUX KIIHIYHUX CIIOCTEPEKEHb.

MarTepiaj i MeToau

[IpoanarizoBani KJIiHIYHI BUTIAJAKH CHHIApOMY Ex-
Bapjca y IBOX IiTei. BukopucTaHi KiIiHIKO-TeHEea-
JIOTIYHWH, I TOTeHETHIHHUHN (KapiOTHUITYyBaHHS) METO-
I TOCHIKCHHS, aHalli3 PEeHOTHITy Ta MEIUYHA
JIOKyMCHTAITisI.

OO0roBopeHHs pe3yJbTaTiB A0CTiTKEHH S

l'omoBHUM KITIHIYHAM TIPOSBOM TIPAKTHIHO BCIX
CHHJIPOMIB, IIT0 BHHUKAIOTE YHACIIIOK XPOMOCOMHIX
nopy1ieHb, € MYBP. ¥V po6oTi mogaHo KITiHIKO-ITATO-
TEHeTHIHHUH OIHC JBOX MPOOAHIIB 3 aHOMATiIMHU
PO3BUTKY.

Jutnna-ipo6any P., naponunacs Bix I Herura-
HOBAHOI BariTHOCTI, sIKa Iepebirana Ha TITi 3a1i30/1e-
¢dbimuTHOI aHemii Ta 6aratoBoams, 11 dizionorigamx
TIOJIOTIB y TecramiitaoMy TepMiai 40 TrwkHiB. 1111100
HE MK poJuuaMu, OaTbKH HE MMPAIFOIOTh Ha IIKij-
nuBoMy BUpOOHHUITBI. [Ipenaransue Y 3]l mpoBo-
muItocs Ha 21 TYbKHI BariTHOCTI, BusiBlieHO Y 3]1 Map-
KEpHY BHYTPIIIHBOYTPoOHOTO iH(iKyBanHs (BY]) mio-
na ta 3BYP mnoga II-1II ct. Ilpn HapomkeHHi Maca
Ti1a guTHHY - 2200 1, 1oBXKHuHA - 46 cM, 00BI1JI TOJIOBH
- 34 cm, 00Big morpyas - 33 cm. OriHKa 32 TIKAJIO0
Arrap - 7-8 6aniB. JlutrHa 3HaX0AMIACS HA JIIKyBa-
HHI y BIJUTUTCHHI peaHiMarii Ta iHTeHCHBHOI Tepartii
HOBOHAPO/KCHUX, a TAKOXK Y BIIIIJIEHHI BUXOIKY-
BaHHS HeAOHOMEHNX AiTeil O01acHOT AUTIIO0T KITi-
HiYHO{ JikapHi M. YUepHiBII 3 AiarHO30M: aHTCHA-
TaJIbHE ypaKCHHS TJI0y. YPOJKEeHa Bajia ceplis
(YBC): nmedeKT MIKIIIYHOYKOBOI MEPErOPOIKH
(AMLIIIIT), aneBpr3Ma MIDKIIEpPEACEPIHOT TIEPETO-
poaku (MIIII), nerenesa rineprensis, HK II. Anre-
HatanbHe ypakeHnns [ITHC. Peamizamis BHyTpimI-
HBOYTpOOHOI iH(dekii. [TomopraHnHa HEIOCTATHICTb.
I'emopariuna xBopo0a. Bpomxkena anemis. Maiosa-
TOBa JI0 TEPMiHY TecTartii.

PomoBin, maHi nmpo craH 310poB's 0aTbkiB. [1ep-
Ia BaTITHICTh y MaTepi 3aBEpIIHIIacs HapOKe-
HHSM 3740pOBOi MiBYMHKH. Bik MaTtepi Ha MOMEHT
IpyToi BariTHOCTI - 28 pOKiB, BCTAHOBJICHO HasIB-
HICTPh IIKIJJIMBUX 3BHYOK (TaJiHHSA Ta BXXKUBAHHS
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AJIKOTOJTIO Ha MOMEHT 3a4arTs). CragkoBiCTh ITO JTiHil
OatbKa - He 00TsDKeHa. [1o MaTepHHChHKI JTiHIT - 00-
TSOKEHA CEPIIEBO-CYINHHOIO Ta TaCTPOEHTEPOIIOTId-
HOIO Tatosoriero. Jlixych TUTHHY 1O JiHIT MaTepi -
nikBigaTop aBapii Ha HAEC.

Kiminigne obcrexxenns nmpobdanna P. Ha moMent
OISy 3arajbHUM CTaH IUTUHM TSHKKHUH 32 paxyHOK
MTOJTIOPTaHHOT HEAOCTATHOCTI. J[MTHHA KBOJIO CMOK-
ye, pedaekcu npuraiveHi. IkipHi mokpusu Oii i3
IaHOTUYHUM BIATIHKOM, C1a0KO BHUpakeHa IiJi-
MIKipHA KITITKOBHHA, 3HIKEHI TYprop TKaHWH Ta TOHYC
M's13iB. [Ipu oOcTekeHHI TPUBEPTAE yBAry IIpeHa-
TaJIbHa TIIOIUIA3ia Ta MHOYKHHHI CTUTMH JH3eMOpio-
reHesy: Opaximedatisi, aCUMETPis OOIMIIsI Ta KyTiB
poTa, TITO3 MPaBoi MOBIKH, AePOPMOBaHi BYIIIHI pako-
BHHH (Byxa "caTtupa'), Guiekcophe nonoxkenns Il ta
V nanbliiB, TUCIUIA31A KYJIBIIOBHX CYIJIO01B, TOPYILIC-
HHS JepMaTormidiku.

IIpoBeneHo aeranpHE KIiHIYHO-IabopaTopHE
JOCITI/PKEHHS, TIPH IKOMY BCTAHOBJICHO 3MiHH: BUpa-
JKEHUU CHCTOJIYHUHN IITyM y BCiX TOYKaX; KOPCTKE
TVIXaHHS HaJl JIETEHSAMU; MOPYIICHHS PEerosipr3arii
Ha EKT". Buxonano Y3J1 cepris (aiarHoCTOBaHO KOM-
6inoany YBC: JIMIIIII y memOpaHO3Hi# YacTHHI 3
JIEKCTPATIO3UITIEIO A0PTH, BIIKPHUTY apTepialIbHy IPo-
ToKy (BAII), BigkpuTe oBasnbHE BikHO (BOO), aHeB-
pusmy MIIII) Ta BHyTpimIHIX OpraHiB - (03HAKH
crieHoMerautii); Hetipocororpadiro (HCID) - (cymurHi
CIUICTIHHS HEOTHOPiAHI, BETHUKA MIUCTEPHA MO3KY
TUIISATOBaHA). JInTHHA OIISTHYTa By3bKHMH CIIeIia-
JicTamMu: HeBpoJior (anTeHatanbHe BpaxeHHs [[HC);
kapaiomor (YBC, BAII, JIMIIII); remaromor
(paHHs remMoparivHa XBopo0a); OKy/IicT (TpaBoOIYHMI
[T03); FeHETHK: remMidarnuaibHa Mikpocomisn? (oc-
HOBHI MPOSIBU CHHAPOMY BUKIHNKaHI TOPYIIEHHIM
PO3BUTKY HEPIIOi Ta APYTOi 390pOBUX AYT Y KOM-
OiHartii 3 BaamMu XpeOTa, HIPOK Ta 0UeH); CHHIPOM
Ensapnca? Ilpy HMUTOreHETHYHOMY OOCTEKECHHI
BCTaHOBJIEHO Kapiotutl: 47, XX, 18+. JluTuHa KOH-
cynsTOBaHA B HayKoBO-OCITiTHOMY IHCTHTYTI cep-
IeBo-cyauHHOI Xipyprii M. Kuesa. Jliarno3: YBC,
MHOXWHHI gedextn MILII, BpomkeHa maToioris
MITPaJIbHOTO Ta TPUKYCITAATHHOTO KJIalaHiB, BUCOKA
nerenesa rineprensis, HK IIb, mapes numeBoro Hep-
Ba. /[utmHa moMepia y Billi 4 MicCAIIiB BHACTITOK
MYVYBP.

IIpo6Gann T. - niBumHKa, BikoM 1 neHb, Big VIII
HeIJIAaHOBAHOI BariTHOCTI, sKa mepebirana Ha oHi
3ai1i307ePilMTHOT aHEMIT, XPOHIYHOTO XOJICIIUCTHTY,
OaraToBOIIA, TEPETIACHUX TIOJIOTIB ¥ TepMiHi 35-36
TIKHIB, Macoro 1600 1, mosxuHoo 46 cM. O1iHKa 3a
bamapnom - 21 (Bigmosimae 32 T.T.).

Ponogin, mani mpo cTad 3M0poB's 6aThkiB. Matu
- 47 pokiB, 0areko - 50. B aHamHe31 - KOHTAKT 3 Xi-
MIYHAMH peUOBHHAMH (TepOIMMaN, TICCTUITHIN) Ta
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Baxkka (izmuyHa mpans. baTbku He € poguvamu.
CriaIkoBICTh y POAMHI HE 00TsKeHa. J[iTH Big mo-
MepeIHIX BariTHOCTeH 3mopoBi. Y3/l, BUKOHaHE B
Tepmini 20-21 THKHI BariTHOCTI, BUSBUJIO BaIH PO3-
BHUTKY BEpXHIX KiHITIBOK.

Kimiaiuamii orwsin: momixoriedaltis, Haprcaroda 1mo-
THJIMIIS, CMIKAHT, Tiomiasis miaoopiaasa, Qucr-
JacTH4Hi, Ae(hOpMOBaHi BYIIHI PaKOBHHH, KOCO-
pykicte. IIpu Y3]I aiarnocroBano YBC (moBHa
aTpioBeHTpUKyIsIpHa kKomyHikailis (ABK), BAII);
HCT (Mmopdomoriuna HE3piIiCTh MO3KY); PEHTIC-
HOJIOT1YHE JOCIIKEHHS OPTaHiB TPYIHOI KIIITKH
(aremexTas mpagoi JiereHi) /J[uTrHAa KOHCYIBLTOBaHA
By3bKUMHU crietianictamu: kapzaionor (YBC, BAII,
JIMIII); oxymict (sMromomiOHe 3arTHOICHHS CIIpa-
Ba); oprones (ABoOIYHA TPOMEHEBA KOCOPYKICTh);
renetuk (TAR-cunapom? Cunapom EnBapmca?).

3 MeTow Bepudikallii qiarHO3y IPU3HAYECHO
3arajJbHUN aHajli3 KpoBi (KUIBKICTh TPOMOOIHTIB y
HOpPMi) Ta ITUTOTCHETUIHE AOCIIHKCHHS (KapioTHI
npobanma T.: 47, XX, 18+ - perynsapHa TprucoMis 3a
18 xpomocomoro). JliBumHKa oMepiia y Birmi 1 mi-
CSITIST BHACITIZIOK TIOJTIOpTaHHOT HETOCTATHOCTI.

TaxuMm 4yuHOM, JaHi KIIHIYHUX BUMAAKIB 3aCBij-
9yI0Th TTosTiMop(}i3M mposBiB cuuaapoMy ExBapaca
Ta 3HAYHUHA CIEKTP HO3OJIOT1UHUX CTAHIB, 3 TKHMHU
CJTiJT TPOBOANTH TU(EPEHITIHHY TIarHOCTHKY, III0 Ma€
MIPOTHOCTHYHE 3HAYCHHS MI0A0 Iepebiry 3axBo-
PIOBaHHS.

BucHoBku

1.MYBP, mikpoanomaiii, BHyTpilITHEOyTpoOHa
rinotpodis, 3aTpUMKa IICKXOMOTOPHOI'O PO3BHUTKY €
OCHOBHHMH ITOKa3aMH JIJIS JOCITIHKEHHS KapiOTHITY B
HOBOHAPOIKEHUX Ta JITel paHHKOTO BiKy. YacToTa
BHSBIICHHSI aHOMAJTii THM BHINA, YAM MEHIIHN BiK
TiTeH y 3B'3KY 13 BUCOKOIO aHTEHATaJILHOIO Ta paH-
HBOIO 1HTPaHATATHFHOIO CMEPTHICTIO XBOPHX.

2.PaHHe nUTOTeHETHYHE OOCTEKEHHS HEJOHO-
IIeHUX Ta MajoBaroBux fiteit 3 MYBP nHeoOxinue
Tt Bepudikalii KIIHIYHOrO JiarHo3y Ta A€ 3MOT'y
JiKapio BUOpATH ONTUMAJIbHY TAKTHKY BEACHHS Ta-
KHX XBOPHX.

3.3 MeTo10 MPOoPTAKTHKH XPOMOCOMHO] MTATOJIO-
rii, 30kpema cuaapomMy EnBapca, HeoOXiIHO MTPOBO-
IUTA MEIUKO-TeHEeTHYHEe KOHCYIbTYBaHHS ciMeil
TPYII i IBUIICHOTO PHU3HKY.
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CHUHAPOM IIBAPICA: AHAJIN3 COBCTBEHHbBIX
KJIMHUYECKHUX HABJTIOAEHA

H.U. ITuosucoukas, U.B. /lacmuexa, U.H. Mewjuwena,
T.B. imumpyx, .M. Banuzypckuii

Pe3tome. Cunznpom DaBapaca - XpoMOCOMHOE 3a00JIeBaHNE,
00yCIIOBIIEHHOE HAJTMYUEM OTIOJIHUTENbHOH 18 XpoMoCcoMBl,
DJIABHBIM (DEHOTUITMYECKUM NPOSIBIICHHEM KOTOPOTO BBICTYIIAIOT
MHOXXECTBEHHbIC BPOXKJICHHbIC IOPOKHU Pa3BUTHA. B pabdore
HPEICTABICHBI COOCTBEHHBIC HAOMIONCHHS IETeH ¢ CHHIPOMOM
DnBapaca. OGroBapuBarOTCsl pacIpOCTPAaHEHHOCTh CHHAPOMA,
OT/IeNIbHbBIE TEHETHYECKHE ¥ KIIMHUYECKHIE aCIIeKThI [IATOJIOTUH,
HPOTHO3 IS KM3HH.

KiroueBble ciioBa: cuHIpOM DBap/ca, MHOKECTBEHHbIE
BPOX/JCHHBIEC IOPOKH PA3BUTHS, ACTH.

EDWARD'S SYNDROME: ANALYSIS OF OWN
CLINICAL OBSERVATIONS

N.IL Pidvysots'ka, 1.V. Lastivka, I.I. Mezshishina, T.V.
Dmitruk, .M. Valygurskii

Abstract. Edward's Syndrome, - a chromosomal disorder
caused by the presence of an additional 18 chromosome, the
main phenotypic expression of which are multiple malforma-
tions. The paper presents own observations of the children with
Edward's Syndrome. The prevalence of the syndrome, some ge-
netic and clinical aspects of the disease, prognosis for life are
discussed.

Key words: Edward's syndrome, multiple congenital malfor-
mations, children.
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