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1. Inceprauiiine AOCIiIpKEHHS IPUCBSIYEHE aKTyaJbHUM IIPO6IeMaM IIPEHATAJIbHO]I JiarHOCTUKY BPOJ’KEHUX Bal
po3BUTKY (BBP) i XpoOMOCOMHUX 3aXBOPIOBaHb, SIKi pOOJISITh BATOMUN BHECOK Y CTPYKTYPY 3arajbHoOi
3aXBOPIOBAHOCTI, CMEPTHOCTI HEMOBJISIT Ta OUTSYOi iHBasigHOCTI. 3a ganHuMu BOO3, yacToTa HapOKEHHS TiTel 3
BBP cTanoBuTb 4-6 % Bif 3arajibHOi KiJIbKOCTi HOBOHapoyKeHux. B YkpaiHi nomupenicts BBP 3anuimaeTtscs
cTabiNbHO BUCOKOIO, CTAaHOBUTSH 23,5:1000 HEMOBJIST, HAPOAKEHUX )KUBUMU i He 3HIKYeTbCs. i cTaTucTuyHi faHi
nopsig, i3 JemorpadivHo KPU30I0 B KPaiHi i CTPIMKMAM 3HMDKEHHSIM PiBHSI HAPOJKYBAHOCTI BKa3yIOTh Ha

HEOOXiTHICTb MMOKPAILEHHS CHCTEMU IPOMIJIAKTUKYA BPOIPKEHOI [1aTOJIOrii. 3Bajkarouu, 110 6i1s1 95% BUIIANKIB Ba,
)



PO3BUTKY BUHMKAIOTH SIK MyTalis de novo, Hai6ispi epeKTUBHUM MiJIX0J0M Ha CbOTOJHI € KOMILJIEKCHA
IIpeHaTasbHa JiarHOCTUKA, SIKa OXOILJIIOE BCIO MOMYJIALII0 BariTHUX XKIHOK IIJISIXOM IOE€QHAHHS MaCOBUX
CKPMHIHIOBUX i CII€LiaJli30BaHUX JiarTHOCTUYHUX OOCTEXEeHDb Y COOPMOBaHil IpyIli BUCOKOTO e HETUYHOTI'O PUBUKY.
Mero1o pucepTaliiHoi po60TH € PO3pOO6KA ONTUMI30BAHOTO AJIFTOPUTMY MTPEHATAJILHUAX YJIbTPA3BYKOBUX i
reHETUYHUX JOCIIIKEHD Y IVIOJIB i3 PO3MMPEHUM KOMIPLIEBMM IIPOCTOPOM 1715 YIOCKOHAJIEHHS PaHHbOI
IIOIIOJIOTOBOI 1iarHOCTUKY BPOJKEHUX BaJl PO3BUTKY i XpOMOCOMHOI NaTOJIOTii. JI711 BUKOHAHHS ME€TU TOCJIiIKEHHS
0yJ10 00UNCIIEHO perioHasIbHi HOPMaTHBHI 3Ha4Y€HHSI OCHOBHUX 6i0METPUYHHUX NapaMeTpiB mofiB y 11-111
TPUMECTPAX BariTHOCTI i B pOOOTi NPOBEIEHO MOPIBHIHHA iX i3 Mi’XKHAPOJAHUMU 3arajIbHOBKUBAHUMM; OLIIHEHO
IiarHOCTUYHI MOXJIMBOCTI IIpeHaTaIbHOTo Y 3] 3aj1e5KHO Bif TepMiHy 06CTeXXeHHS i HozosoriuHux popm BBP Ha
BUGip1Ii BariTHUX JIbBIBChKOI 06J1aCTi 32 S-piyHUIL N1€Piofl; BUBYEHO CIIEKTP XPOMOCOMHUX aHOMAJIil Ipu paHHIX
3aBMEPJIMX BariTHOCTAX 3aJI€JKHO Bif, reCTalliliHOro TEPMiHY i BiKy MaTepi; JOCIiIKEHO MOINPEHICTb BPOAYKEHOI
1aTOoJIOTII y IJIOZIB i3 MOTOBIEHMM KOMIPLIEBUM IIPOCTOPOM Y I TpUMECTPI y BariTHUMX IPynu BUCOKOTO FT€HETUYHOTO
PU3UKY; IPOAHAJII30BAaHO HO30JIOTIIO Bl PO3BUTKY XPOMOCOMHOI Ta HEXPOMOCOMHOI €TioJIorii Y IIJI0AiB 3i
301/1b1IIEHOI0 TOBIIXHOIO KOMIPLIEBOTO IPOCTOPY; OOIPYHTOBAHO ONTUMI30BaHUI aJITOPUTM IIpeHATaIbHOI
IiarHOCTUKU [1719 HaOPSKIMX IIJIOAIB i3 Pi3HOIO TOBIIMHOIO KOMipIieBOro nNpoctopy. Ha mifcrasi mpoBeseHOro
KOMILJIEKCHOTO [IOCJIiI>KeHHSsI 0yJI0 OOIPYHTOBAHO ONTUMI30BaHMI1 aJITOPUTM IIPEHATAIbHOI AiarHOCTUKY BariTHUX i3
HaOpSKIMMU I10aMu. Ilepiioro BakinBo Moaudikallielo CTaHIAPTHOTO aJITOPUTMY € Te, 110 [IPY BiICYTHOCTI
MOXJIMBOCTI BUKOHATH Pa3oOM 3 PYTMHHUM Y3-CKPUHIHIOM | TPMMECTPY OZHOYACHO PAHHIO PO3LIUPEHY
exokappiorpadiro, BariTHy Heo6xiHO ckepyBaTH Ha ekcriepTHe V3] Bumoro piBHs Bxe npu po3mipi KIT 2,5 MM i
6inbiue. [Jpyror BaxinBoo Moaudikallieto € peKkoMeHiallis TPy BUKOHAHHI 6ioI1cii BOpCUH XOpioHY y 11044 3
IiarHOCTOBAHOIO 200 3aliJlo3pPEHOI0 BaJJ010 CEPLSt pa3oM i3 TpaguLiiHuM KapioTunyBaHHIM (GTG-meTon)
BUKOHYBaTU MOJIEKYJISIpHO-LUTOreHeTnyHun FISH-anasni3 gy BukimodeHHs: cuHgpomy Ji-Ibxopmxki. 3a
MOXJIMBOCTI 36epiraTu 3pa3ok marepiany/JHK mnona, OCKijIbKY 3aJ1€5KHO Bifl pe3y/IbTaTiB HACTYITHUX MTOCTIiOBHUX
Y3]I Mo>Xe 3HaoOMTHCS BUKOPUCTAHHS IOJATKOBUX MOJIEKYJIIPHO-TEHETUYHUX aHali3iB (KJIiHIYHUH eK30M), 260
MOJIEKYJISIPHO-LIUTOT€HETUYHUX (XPOMOCOMHMI MiKPOMaTpUYHUI aHasi3). BaritHocTi mnogamu 3 notosmeHnM KIT i
HOPMAaJIbHUM KapioTUIIOM 3a/IMLIAIOTHCS Y TP MiABUIEHOrO TeHETUYHOTO PUBUKY i IOTPEOYIOTh PO OBXKEHHS
yJIbTPa3ByKOBOi eKcepTHOI AiarHoctuky y II-1II puMecTtpax recranii. CBoedyacHa npeHnarTasnbpHa giarHoctuka BBP i
XPOMOCOMHUX aHOMAaJIill IJIOJA Ia€ MOXKJIMBICTb BUOPATU a[leKBAaTHY TAKTUKY B€JI€HHSI BariTHOCTI i [1OJIOTiB,
IIOIIOMOI'TU YCBiJOMJIEHOMY BUOOPY 6ATHKIB 1110710 30€pe>KeHHS ab0 NepepUBaHHS AaTOJIOTIYHOI BariTHOCTI Ta

IICUXOJIOTiYHIN MiIrOTOBL POAWHY y Pa3i HAPOJKEHHS XBOPOi AUTHUHU.

2. At the current stage of the development of medicine, the prevention of congenital malformations (CM) and
congenital diseases acquires more and more medical and social significance in connection with the growth of their
relative contribution to the structure of general incidence, infant mortality and child disability. Thus, according to
data of WHO, the frequency of births of children with CM becomes 4-6% of the total number of newborns. In 15%
of children, defects of development are evident during the first 5-10 years of life, and every year from CM, more
than 2.7 million children is dying in the world. The prevalence of congenital defects of development in Ukraine is
consistently high and reaches 23.5:1000 of babies born alive, fluctuates significantly between regions, there is no
trend towards a significant decrease, and the infant mortality are 20-30% of cases caused by genetic pathology.
These statistical data, together with the demographic crisis in the country and the rapid decline in the birth rate,
emphasize the need to improve the methods of diagnosis and prevention of CM. Considering that about 95% of
cases of malformations arise as a de novo mutation, the most effective approach today is comprehensive prenatal
diagnosis, which covers the entire population of pregnant women by combining mass screening and specialized
diagnostic examinations in the formed group of high genetic risk. The method of the dissertation work is the
development of an optimized algorithm of prenatal ultrasound and genetic studies in fetuses with an thickened
nuchal translucency. The aim of the dissertation is to increase the efficiency of early detection of CM and
chromosomal pathology based on an optimized algorithm of prenatal ultrasound and genetic studies in fetuses
with an enlarged nuchal translusency. To fulfill the purpose of the study, the regional normative values of the main
biometric parameters of fetuses in the II-III trimesters of pregnancy were calculated and compared with the



internationally accepted values; evaluated the diagnostic possibilities of prenatal ultrasound depending on the
examination period and nosological forms of CM on a sample of pregnant women in the Lviv region over a 5-year
period; the spectrum of chromosomal abnormalities in early stillborn pregnancies depending on gestational age
and mother's age was studied; the prevalence of congenital pathology in fetuses with a thickened nuchal
translusency in the 1Ist trimester in pregnant women of a high genetic risk group was investigated; the nosology of
developmental defects of chromosomal and non-chromosomal etiology in fetuses with increased thickness of the
nuchal translusency was analyzed; an optimized prenatal diagnosis algorithm for swollen fetuses with different
thickness of the nuchal translusency space is justified. Based on the conducted comprehensive research, an
optimized algorithm for prenatal diagnosis of pregnant women with swollen fetuses was substantiated. The first
important modification of the standard algorithm is that if it is not possible to perform an early extended
echocardiography together with the routine ultrasound screening of the first trimester, the pregnant woman must
be referred to an expert ultrasound of a higher level even if the size of the NT is 2.5 mm or more. The second
important modification is the recommendation to perform a molecular-cytogenetic FISH analysis to rule out Di-
Georgi syndrome when performing a chorionic villus biopsy in a fetus with a diagnosed or suspected heart defect
along with traditional karyotyping (GTG method). If possible, it is recommended to save a sample of fetal

material /DNA, because depending on the results of subsequent consecutive ultrasounds, it may be necessary to
use additional molecular genetic analyzes (clinical exome) or molecular cytogenetics (chromosomal microarray
analysis). Pregnancies with fetuses with a thickened NT and a normal karyotype remain in the group of increased
genetic risk and require continued expert ultrasound diagnostics in the II-1II trimesters of gestation. Timely
prenatal diagnosis of CM and chromosomal abnormalities of the fetus makes it possible to choose adequate tactics
for managing pregnancy and childbirth, to help the informed choice of parents regarding the preservation or
termination of a pathological pregnancy and the psychological preparation of the family in case of the birth of a
sick child.
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dopma BiracHoCTI:

Cdepa yIIpaBJIiHHﬂ: MiHicTepCcTBO OXOPOHM 3[0POB'a YKpaiHu



InenTudikarop ROR: He zacrocosyerscs

VII. BizomocTi npo odiliiHUX OTIOHEHTIB Ta pelleH3€eHTiB
OdiuiiiHi OIOHEHTH
Baacue IlpizBume Im'a Ilo-6aTbKOBI:

1. I'pebiniveHko 'anHa OnekcaHpiBHA

2. Ganna Grebinichenko

KBaJIi(l)iKauiH: Il. MeJl. H., CTapIInii HAYKOBUH CHiBpOOITHUK, 14.01.01
InenTudikarop ORCID ID: 0000-0003-4391-6724
JoparkoBa iHdpopmamist:

IloBHe HaiMEeHYBaHHSI IOPHUAHUYHOI OCOOH: [lepkaBHa ycTaHOBa "[HCTUTYT NepiaTpii, akymepcTsa i

rinexkosorii iMeHi akagemika O. M. JIyk'aHoBoi HaulionanbHOI akagemii MEgUYHMX HayK YKpaiHu"
Kopg 3a €IPIIOY: 02012022

Micue3HaxoaKeHHS: By’ I1. Man6oponuy, 6yz. 8, Kuis, 04050, Ykpaina

dopma By1acHoOCTI:

Cdepa ynpaBiriHHS: HaujonasnbHa akaziemis MEOUYHNX HAyK YKpaiHK

Inentudikarop ROR: He zacrocosyerbcs

Baacue IlpizBume Im'a Ilo-6aTbKOBI:
1. Bongapenko Marig BiktopiBHa

2. Maja Bondarenko

KBasigikamis: k. men, u., gor., 03.00.15

InenTudgikarop ORCID ID: 0000-0002-2113-4433

JoparkoBa iHdpopmamuist:

IloBHEe HaliIMeHYBaHHS IOPUAHUYHOI 0COOH: IBaHO-PPaHKIBChKMII HAL[IOHAILHUI MEAMYHUIA YHIBEPCUTET
Kopg 3a €IPIIOY: 02010758

MicneSHaXO;DKeHHﬂ: ByJL. ['asnnupbka, 6yg. 2, IBano-®pankiseek, 76018, Ykpaina

dopma BracHOCTI: JlepxasHa

Cdepa praBJIiHHﬂ: MiHicTepCTBO OXOPOHHU 3/10POB 51 YKpaiHu

InenTudikarop ROR:

Baacwue IlpizBumie Im's Ilo-6aTbKOBI:
1. KypkeBuy Anppiit Kasumuposuy

2. Andrii Kurkevych

KBasidikamis: k. men, H., 14.01.04



InenTudikarop ORCID ID: 0000-0002-5654-9559
JoparkoBa iHdpopmamnist:

IloBHe HaliIMeHYBaHHS IOPUAHYHOL 0CO0M: Jlep>kaBHa ycTaHOBa "HayKOBO-NPaKTUYHUIT MEIUYHUIA IIEHTD

IUTA4Y0i Kapziosorii Ta kapHioxipyprii MinicrepcTBa OXOpOHM 3I0POB'd YKpaiHu"
Kopg 3a €IPIIOY: 26385055

Micue3HaxoaKeHHS: By IOpia Lnenka, 6yx. 24, Kuis, 04050, Vkpaina
dopma BracHOCTI: JlepxaBHa

Cdepa ynpaBiriHHS: MiHicTEPCTBO 0XOPOHU 310POB's YKpaiHu

Inentudikarop ROR:

PeuenseHTu

BaacHe IlpizBume Im's I10-6aThKOBI:

1. Manbcbka AHZpiaHa AHApiiBHa

2. Andriana Malska

KBasigikanis: k. men, 1., gor,, 14.01.10
InenTudgikarop ORCID ID: 0000-0003-3484-153X
JoparkoBa iHdpopmamnist:

IToBHE HafIMeHYBaHHH IOpH,ILI/I'-IHOi O0COOHM: JIbBiBCbKUIT HAI[IOHATbHUIT MEIUYHUI VHiBEpCUTET iMeHi

Hanunna 'anuubKoro

Kopg 3a €IPIIOY: 02010793

Micue3HaxoaKeHHS: ByJI. [lekapchka, 6yn. 69, JIbBiB, 79010, YkpaiHa
dopma ByacHOCTI: [lepxasna

Cdepa ynpaBiriHHS: MiHiCTepPCTBO OXOPOHH 3/10POB's YKpaiHu

InenTudikarop ROR:

VIII. 3aKkJIl04Hi BiZOMOCTi

Biacue IpizBuie Im's I1o-6aThKOBI HobpsHceKuia IMUTPO OneKCaHIpoOBIY
TOJIOBH paju

Biacue IlpisBume Im's ITo-6aThKOBI Hobpanceruit IMUTPO OneKkcaHnpoBud
rOJIOBYIOYOTO Ha 3aciJaHHi

BinnosimanbHu# 3a IIi,Z[I‘OTOBKy [Ipokomuyk Haranis MukosaiBHa

00JIIKOBHX JOKYMEHTIB

Peectparop YkpIHTEI



KepiBHuk Bigginy YKpIHTEI, mpo €
BiZITIOBiZaIBHUM 3a peecTpallilo HayKoBoi IOpuenko TeTsHa AHaTosiiBHA

JisiIbHOCTI




