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MpeHaTanbHa pgiarHocTuka cuHpapomy [layHa
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IIpoananisoBaHO pe3yIbTAaTH NMPEHATAIBHOI JiaTHOCTHKH CHHJ-
pomy [layHa y Ipymi *KiHOK, fKi HAPOIIWIN XBOPY AUTHHY . Bu3Ha-
YyeHa HeOOXiJHICTh 00O0B’I3KOBOIO MEAMKO-TEHETHYHOrO KOH-
CyJIbTYBaHHS KOKHOi BariTHoOi Ha 9—11-My TH:KHAX recraiii Ta
JKiHOK TiepeJi IUIaHyBaHHSM BariTHOCTi, a TAKO’K HOBOHApPOJKe-
HUX JliTeii 3 XpOMOCOMHOIO natoJjoriero. IlokazaHo, mo ycnixy y
BU3HAaYeHHi TPy BariTHUX BUCOKOTO PH3HKY II[0/I0 XPOMOCOMHOI
[aToJIOrii y IJIOAAa MOXKHA JOCSITH HAJAro/KEeHHAM CHiBIpaIli
aKylIepiB-TiHeKOoJIOriB, JikapiB Y3/l Ta MeJUYHIX I€HEeTUKIB.
Kmouogi cnosa: npenamanvia diaznocmua, xpomocomna namo-
nozis, cundpom Jayua.

POMOCOMHA TATOJIOTisI € OHI€I0 3 HallBasKYMX GHOpPM ypo-

JUKEHOI IaToJIoTii cepesl HEMOBJIAT, HAPO/KEHUX KUBUMMU.
Hespaxkatoun Ha HasgBHICTDH 1117101 Mepeki MeIuKO-TeHeTHYHIX
3aKJaliB, iarHOCTUYHUX IIEHTPiB, 'KiHOUMX KOHCYJIbTallil,
LIEHTPiB ITaHyBaHHA ciM'{ Ta iHITIX yCTAHOB, a TAKOX BUKOPHUC-
TAHHSI CY4YaCHUX METO/iB IIpPeHaTaJIbHOI AiarHOCTUKU JIJIsi
CBOEYACHOTO BUSBJCHHA BPOKEHOI i/a00 cragkoBoi maToorii
Y IJIOJIA, YaCTOTa XPOMOCOMHOI ITaTOJIOTi] He 3MiHIOBaJIaCs B OC-
TaHHE JecATUIITTS 1 sopisaioasa 3a 2002—-2011 pp. 1,00£0,01
Ha 1000 BumazkiB HApO/KEHNX KUBUMM [ 1].

Cepel XpOMOCOMHUX aHOMaJTiH HalGIIbII YacTo 3yCTpiyaBcst
cunpom Jlayna (87,13+0,50% Bij ycix XpOMOCOMHIX aHOMAUIIil B
Ykpaini 3a 2002—-2011 pp.). Hactora HapoKEHHST )KUBOT IMTHHU
3 cunzipomoM Jlayna (Q90) B Ykpaini y 2002-2011 pp. nopisaio-
Basa 0,87+0,01 i Mik o6acTAMU KoIMBasIacs y JiBa 3 MOJOBHHOKO
pasy — Bim 0,51£0,01% y Howmempkiii mo 1,27+0,02% vy
PiBuencokiit obmacti. Ha teputopii BosmHebkoi i XapkiBebkoi
obuacreit Bona cranosuia 1,26+0,02% rta 1,15+0,02%, na nporu-
Bary HallMEHIIMM 3HAYeHHSIM 4YacToTH y KipoBorpaachkiit
(0,65+0,01%), Yepkacokiit (0,68+0,01%), IBaHo-DpaHKiBCHKii
(0,69%0,01%) i 3akapnarcokii (0,70+0,01%) obmactsx [1].

3a JaHuMM 0COOMCTHX IOCJIKEHD, AKi OTpUMaHi B IIPO-
CIIEKTUBHUX 0OCTEKEHHSX, YacToTa cuuapomy JlayHa cepe HO-
BoHapozxenux M. Kuesa 3a 20032006 pp. nopisuiosasa 1:909;
3a 2008-2010 pp. — 1:1074; y 2013 p. — 1:1000 BiamosimHo [2].

Hageneni pani cBiguaThb sk 11po HOTpe6y BIOCKOHAJIEHHS Ta
BUPIllIeHHs OpraHizalliiHuX MUTaHb, TaKk i MiZBUIEHHS SKOCTI
MPEHATATBHOTO 0OCTEKEHHS BariTHUX.

Ha cvorozini B Ykpaiti He B KOKHOMY PeTioHi B JIepKaBHUX 3a-
KJIQ/IAX TIPOBO/SATH 1HBA3UBHY NMPEHATAIbHY iarHOCTHKY Ta KOM-
TUIEKCHUIA TIPEHATaIbHIIA CKPUHIHT (HASIBHICTh TTPOrPaMHOTO 3a0€3-
TIeYeHH:) Y Bi/IIOBiIHI TepMiHN BariTHOCTI, 110 YCKJIAIHIOE /liarHOC-
THKY XPOMOCOMHOI I1aToJIorii 11oza. bpakye nanux mono anasuisy
TOKA3HUKIB HEIHBA3MBHUX METO/iB MPEHATAJIBLHOI JialrHOCTUKH, a
came Y 3/] Ta GioXiMi4HOTO CKPUHIHTY Cepe/l BUITA/IKiB XDOMOCOMHOT
ratoJiorii y ziteit ta moAiB i eheKTUBHOCTI IPOBEIEHOTO MEMKO-
TeHEeTUYHOTO KOHCYJIbTYBaHHsL. CJIifl 3a3HAUUTH, TIT0 Bi/IIIOBIZHO 710
permaMenTyounx fokyMenTiB MO3 Ykpainu, KOKHY BariTHY, sKa
BXO/JUTb /10 IPYIIM BUCOKOIO PUBUKY 1100 XPOMOCOMHOI I1aTOJIOTIT
Y ILT0/IQ, CJIiJT HAIIPABJISTH 10 MEIMKO-TEHETHYHOTO 3aKIajLy.

Mera [OCTIKEHHS: OLIHIOBAHHS aJTOPUTMY MPEeHATAIBLHOT
JUArHOCTUKM Y XKIHOK, SIKi HAPOAWJIM IMTUHY 3 cuHpoMoM /layHa.
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KapT, sIKi 3allOBHIOBAJIN TIPU TIPOCIEKTUBHOMY Me/IMKO-TeHeTHY-
HOMY KOHCYJIBTYBaHHI fiTeit i3 curapomoM JlayHa, SIKi HApOIIIIChH
y nosoroBux crauionapax M. Kuesa y 2013 p. Ilpu mpomy y
Gimbrocti fiteit (64,29+6,40%) MeMKO-TEHETHYHE KOHCYJIBTYBaH-
HSI TIPOBOJIUJTH TIPOTSITOM Tieprimx 7 6 skuttst, y 17,86+5,12% —
[IPOTSITOM IIE€PILIOTO MiCSIS KUTTS (IIOYMHAI0UU 3 8-TO [H:) Ta y
17,86£5,12% — micJIst EpIoro 10 CbOMOTO MiCSTIS KITTS.

[Ipu IpoBe/IeHHT MEANKO-TEHETUYHOTO KOHCYJIbTYBaHHsI Oy-
JIM BUKOPUCTAaHI: KJIiHIKO-reHeasorivHui, IUTOreHeTUYHU, MO-
gexynspro-nintoreHetnannii (FISH) meron amanisy 3a moka-
3aHHSIMI Ta BPAXOBaHI PE3yJIbTaTH 3arajbHONPUHHITHX J1a00-
paTOpHUX, IHCTPYMEHTAIbHUX METO/IB JOC/II/IKEHH.

OuiHOBaIM PE3yJIbTaTH YIbTPa3BYKOBOTO Ta GioXiMiuHOTO
CKPUHIHTIB BariTHOI.

Cepen ¥ 3-mapkepiB XxpoMocOMHOI aToJIOrI 1171012 Bpaxo-
BYBaJM TOBIIMHY HIMIHOI CKJIQZIKU Ta BiJICYTHICTH abo rino-
TIIA3io KiCTKM HOCA.

3 MeTOI0 IpeHaTanbHOi AIarHOCTUKM XPOMOCOMHOI IIaTo-
JIOTi1 y T1J10/1a HA ChOTO/IHI BUKOHYIOTH TeHeTUYHUI CKpUHIHT I Ta
II rpumectpiB BariTHOCTI y BifnosiaHi ii Tepminm. /loBesieHa He-
00XiIHICTD y IIPOBEJIeHHI CKPUHIHTOBUX JOCJIIKEHb 3 BUKOPUC-
TaHHSIM PO3PaxXyHKY iHAMBIyaJlbHOTO PU3UKY XPOMOCOMHOI Ta-
TOJIOTIT TIJI0/IQ, IO J03BOJISIE MiABUINNUTU e(DEeKTUBHICTDH (hOpMy-
BaHHsA IPYIM BUCOKOIO PU3UKY |3, 4].

ITpoanasizoBati BeM4uHN GiOXIMIYHIX MOKA3HUKIB TAKKMX Map-
KepHUX PeYOBMH B KPOBi BariTHOI, SIK acOIiHOBaHMI 3 BariTHICTIO
6ok masmu A PAPP-A B I tpumectpi (10—13 Tusk) Ta BisibHa cy-
GOMHUIIA XOPIOHIYHOTO TOHAZIOTPOITIHY JIOJMHHY, abha-heTorpo-
tein y II tpumectpi (16—18 Tk BariTHOCTI). O1iHIOBAHHS X Map-
KepiB XPOMOCOMHOI IATOJIOrII IUIoja IIPOBOAWUIN 32 BEJIUMYUHOIO
KpaTHOCTI /10 Me/liaHu. Y paxoBYBaJIM TaKOK HASBHICTh BUKOPUCTAH-
HSI KOMIT IOTePHO] ITPOrpaMi PO3PaxyHKY iHWBIyaTbHOTO PUSHKY.

PE3YJIbTATU OOCHIAXKEHHA
TATX OBrOBOPEHH$

Cepenniit BiK KiHOK, SIKi HAPOAWJIU AUTUHY 3 CUHIPOMOM
[ayna, cxnas 33,91+0,89, a womosikis — 36,19+1,12 poky. IIpu
oMy Bik 35 POKiB i Oisiblile Majii MeHIe TTOJOBUHU JKiHOK
(45,45+6,71%) i e xoxxeH apyruii yososik (51,85+6,80%).

AHaJti3 pe3ysbTaTiB IpeHATAIBHOI AIArHOCTUKH CBiTYUTB, IO Y
17,5% BUMAKIB cepejt yCix JKIHOK, sIKi HAPOANIIN AUTHHY 3 CHH/IPO-
mom [layna, ¥ 3/1 B repmini 10—13 T He npoBoamn. Ile Bindysa-
JIOCS1 3 TPUYMHH, TIEpIIl 32 BCe, HECBOEYACHOTO 3BEPHEHHST BariTHUX
JI0 aKyIepa-riHeKosora i oopMIIeHHs X Ha 00JIK B KiHOYIll KOH-
cyabranii. Cepen nposefenux ¥ 3/1 mnona B Tepmin 10-13 Tk
(82,5%) Takuii mokazHuK Y 3-MapKkepa XpOMOCOMHOI MATOJIOT, STK
TOBIIMHA TITUIHOT CKJIQJIKH, 3HAXO/MBCS 32 MeKaMi HOPMaJIbHUX
3HayeHb (Gisbiie 2 Mm) Jilie y 4oTHpbox Bunazakax (7,14%). lle B
OJIHOMY BUTAJIKY 6le0 JIiarHOCTOBAHO TinoIIasito kictkn Hoca. Ce-
PeJl KX JKIHOK Tpoe BaritHux OyJiu Bikom crapiie 35 pokis (60%).
Curiz TakoK 3a3HAUNTH HASIBHY 3arpo3y lepepuBaHHs BariTHOCT] y
BariTHux (7,14%), ane Bouu OyJin y Bitti 10 35 POKiB.

Curtijt 3a3Ha4UTH, 1110 TTPU aHati3i peayspTartiB ¥ 3/1 BapTo Bpa-
XOBYBATH TOM (haKT, 110 HA AKICTb IarHOCTUKY BIIMBAIOTb, [IEPIII
3a Bce, KBasmidikaris gikaps Y3/l ta miarHocThyHa MOKJIUBICTD
obJiaIHaHH, Ha SIKOMY [TPOBOAMIIN 00CTEKEeHHs BaritHOi [5].

Oxpim MapkepiB xpomocoMHoi atosorii 3 goromoroo ¥ 3/ y
miozia 3 curapoMoM JlayHa HaituyacTiie MOKYTh OyTH BUSIBJICHI
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Taki BpoJixKeHi BaJl PO3BUTKY, 4K BPO/J KeHa BaJia ceplid Ta BaJl
PO3BUTKY KHUIIEYHUKY. Y TaHOMY JOCJI/UKEHHI ITpeHaTalbHO Yy
IJI0/1iB 3 CMHPOMOM JlayHa y 1BOX BUIIaIKaX 6yJu/1 JliarHOCTOBaH1
BPOJIKEHI BaJii ceplid, 110 OZAHOMY BUIIQJIKY — BaJl JABaHALATU-
TaJIo01 KMITKY Ta HUPOK B TepMiHi BariTHocti 16—18 tnixk, 1o € mno-
Ka3aHHAM 10 MEAUKO-TeHEeTUYHOIO KOHCYJIbTYBAHHS KiHKU Ta
[IPOBE/ICHHS COMATOI€HETYHOIO IOCIiIKEHHA IJI0/Ia B ANHAMIL].

Cepejt ycix KiHOK, SKi HAPOAWIN AUTUHY 3 cuigpoMoM /[la-
yHA, NpEeHATAIbHUN reHeTuyHuil ckpudinr y I tpumectpi OyB
nposeziennii y 37,5%. IIpu 1iboMy Jiuiiie y MOJOBUHI BUIAIKIB
(47,62% cepen 06cTEREHUX) BUKOHYBAIM KOMITIOTEPHUIT PO3-
PaxyHOK iHAMBiyaJbHOrO PU3UKY, 3a Pe3yJibTaTaMH sIKOTO 10
IpyI¥ pU3MKY BBiilIa TiIbKKM O/lHA JKiHKA.

Jlume 71,43% BaritHuX, sikuM OyJIO TPOBEJIEHO CKPUHIHT
I tpumectpy, Gyau obcresxeni na mapkepu y 1T Tpumectpi. Cepen
HIIX 32 Pe3y/IbTaTaMI KOMITTOTePHOTO PO3PaxyHKY iHMBITyalIbHO-
TO PUBHKY, 1110 OyB IpoBezernil y 66,66% BUIazIKiB, 10 TPYIN PU3H-
Ky Oyzia BijiHeceHa KOXKHa TPeTs BaritHa. Y TOAJIbIIOMY SKiHKA
BiIMOBUJIMCS BiJl iHBA3MBHOTO IPEHATAIbHOTO JOCI/KEHHS TII0/1A.

Pasowm i3 Tum, BifzHauatoTh, 1110 Ha GOPMYBAHHS TPYII MiBH-
LIEHOTO PU3UKY XPOMOCOMHOI natoJiorii y mioga sk y I, rax i B 11
TPUMECTPi, MOXKYTh BILUIMBATH JesAKi 0cobauBOCTI mepebiry
BariTHOCTI, Taki, SIK HU3bKa IJIAIIEHTAIlis, B)KUBAHHS BariTHOIO
recTareHis, CTPyKTYypHi 3Minu manenTu Ta in. [3].

Cepen BariTHuUX, akuM B | TpummecTpi He HpoOBOANIN
GioximMiuHWMIl CKPUHIHT, @ BUKOHAIM Horo Jmie B 11, y 75% Bu-
nazkis GyJo po3paxoBaHO iHAMBiMyanbHUI pusuk, a 12,5%
JKiHOK BHECEHO B IDYIly PU3UKY Ta 3allpOIIOHOBAHO iHBa3uBHE
BTPYYaHHA, Bil AKOTO BOHU Bi]MOBUJINCA.

3arasiom ckpuinr [ i IT rpumectpy npoiinuiu Besoro 26,79%
KiHOK, AKi Hapoaun quTuny 3 cunapomoM [ayna. I snme ogna
3 necstn kinok (10,71%) morpanuia B rpyIly pusuKy IM0I0 BU-
HUKHEHHS XPOMOCOMHOI naroJiorii. Y Toii camuil yac He-
o6xinHicTh KOMGiHOBAHOrO CKpuHiHTY BaritHux I ta IT Tpu-
MeCTpiB /I HifBUINEHHS e(DEeKTUBHOCTI BUSBJICHHS ILIOMIB 3
XPOMOCOMHOIO IaToJIoriero fosezena [3].

Ycranosieno, 110 cepejl YCixX KiHOK, SKi Hapoanuau JiTeil 3
cunzpomom [layna, HesBaxkaiounm Ha ixuill Bik (45,45+6,71%

MpeHaTanbHaga gUuarHocTuka cuHgpoma flayHa
B.A. Manaran

ITpoanammu3upoBaHbl Pe3yIbTATHI MPEHATATBHON JAUATHOCTUKU CHHII-
poma JlayHa B rpyriie KeHIuH, poAuBIIIX 6osbHoro pebenka. Onpe-
JleJIeHa HeOOXOAMMOCTD 0053aTeIbHOTO MEUKO-TeHETHICCKOTO KOH-
CYJIbTUPOBAHUSA KaxkI0i OepeMennoii Ha 9—11-ii Heensax recranuu u
SKEHIIUH TIepejl TaHUPOBaHMeM OEPEMEHHOCTHU, a TaKKe HOBOPOXK-
JIEHHBIX JleTeil ¢ XpoMocoMHOI nartoJiorneit. [Tokasano, yro ycnexa B
orpe/ieJieHlU TPYII OePeMEHHBIX BBICOKOTO PUCKA MO XPOMOCOMHOMN
MaTOJOTHU Y TJIOA MOKHO JOOUTHCSA TOJNBKO TIPU COTPYAHMYECTBE
aKyIIePOB-THHEKOJIOTOB, Bpaueil Y 3/l 1 MeIMIIMHCKIX TeHETUKOB.
Kmiouesvte cnosa: npenamanvias Ouaznocmuxd, XpoMoCcOMHAs NAmo-
nozust, cundpom Jlayma.

JKiHOK Oysin BikoM 35 POKIB i crapiie, ToGTO BXOIAUIN JI0 TPYITN
pusuky 3 xpomocomuoi marosorii XII y nmopa), mix uvac
BariTHOCTI 3BepHYyJIUCS /10 Jlikaps-reneTrka B | Tpumectpi suiie
7,14%, B 11 tpumectpi — mutie 13%. To6To, akyIepu-riHekoIorn
Ta inmi (axiBili He HANPABJIAIN KIHKY 710 TEHETHYHOTO 3aKJIaLy.

3 MeToI0 BUSIBJIEHHSI XPOMOCOMHOI natoJiorii Barithi B 20%
BUIIA/IKiB OYJIM HANPaBJIeHi HA iHBA3UBHY /[IalTHOCTHKY, aJie BOHU
BiMoBUIIMCA Bizt Hel. Jlue ABoM 3 HUX OyB IIPOBEIECHIIT KOPIO-
nenres i oxuiit — amuionentes (5,36% iHBa3UBHUX BTPyYaHb ce-
pell sKiHOK, SKi HapO/MJIN INTUHY 3 cuHApoMoM /layHa).

TakuM YUHOM, BPaxXOBYIOUM BHKJAJIEHe BHIIE, OCOOIUBOTO
3HaueHHsi HaOyBa€ CIIBIpAIld Ta HACTYIHICTH Y JisIX TaKUX
daxiBis, sk akymiep-rinekouior, jikap ¥ 3/ Ta Mmeanynuii rexe-
TUK I0/10 BU3HAYEHHS IPYII BUCOKOTO PU3UKY XPOMOCOMHOI I1a-
TOJIOTII 1171012 cepejt YCiX BariTHUX.

BUCHOBKHU

1. Cxpuninr I i II tpumectpy npoiitino 26,79% xiHok, siki
HapOJAW/IN JAUTUHY 3 cMHApOMOM /[layHa, i juiie ofHa 3 AecsATH
skinox (10,71%) moTtpanmnia B rpyIy pU3HUKY 10/I0 BUHUKHEHHS
xpomocomHoi natosorii. Cepes iHOK, IKi HApOAUIU AUTUHY 3
cunapomoM /Jlayna, /10 Jiikapsi-reHeTHKa il 4ac BariTHOCTI B
I rpumectpi 3Beprysucs 7,14%, B 11 — 13%. Mix Tum, mpakTika
MEJMKO-TeHeTUYHOIO KOHCYJIbTYBaHHS CBIZAUUTD, 1[0 KOKHA
BariTHa, HE3Ba/KAIOUM Ha BiK, MOKe BXOJUTH B TPYILy DU3UKY BU-
HUKHEHH: XpOMOcOMHO] matosiorii. ToMmy kKoskHa sKiHKa HOBIHHA
[IPOITU MeAUKO-TeHeTUYHe KOHCYIbTyBaHHsa Ha 9—11-my Tuk-
HAX TecTarlii. ONTUMaIBHUM € FOTO MPOBE/ICHHS Tepe] TIaHy-
BaHHAM BariTHoOCTi. lle 103BOMTL BUSHAYNTH TPYIy BariTHUX,
koTpa Oyjie Harpassena 6e3 6i0XiMiYHOrO CKPUHIHTY Bipasy Ha
imBasuBHy aiarHocThKy. OGOB'SI3KOBUM € MEIMKO-TEHETHIHE
KOHCYJIbTYBaHHS fiTell 3 cunapomoM /layna B sdKomora Haii-
paHHilI TepMiHK 3 MeTO 00CTeKeHHs ciMeliHoT apu i pospa-
XYHKY F€HEeTUYHOIO PU3UKY B HACTYIHUX HAPOKEHHAX AiTell.

2. Ycnixy y BU3HauYeHHI TPyl BariTHUX BHCOKOTO PHU3HUKY
100 XPOMOCOMHOI [ATOJIOrI y 1102 0COOJMBOrO 3HAYEHHS
MOJKHA JIOCATTH TiJIBKU TP HAJArO/IKEHHI CITiBIIpalli akyepis-
rinexoJioris, JgikapiB Y 3/l Ta MenuHNX reHeTHKiB.

Down Syndrome Prenatal Diagnostic
V.O0. Galagan

Down syndrome prenatal diagnostic results were analyzed in the
group of women who born sick children. The necessity of imperative
medical and genetic consultation was determined for every pregnant
woman during 9-11 gestation weeks, for women before pregnancy
planning, for newborns with chromosome diseases. It was shown that
success in forming high risk groups of chromosomal fetus pathology
among pregnant women could be achieved in collaboration with obste-
tricians, ultrasound diagnostic specialists and geneticists.

Key words: prenatal diagnostic, chromosome diseases, Down syndrome.
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