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Pedepar:

1. Inceprauifine QOCHiIPKEHHS IPUCBSIYEHE aKTyaJIbHUM IPOOJIeMaM IIPEHATAJIbHOI AiarHOCTUKY BPOJKEHUX Bal
po3BUTKY (BBP) i xpOMOCOMHUX 3aXBOPIOBaHb, sIKi pOOJISITh BATOMUI BHECOK Y CTPYKTYPY 3arajbHOi
3aXBOPIOBAHOCTI, CMEPTHOCTI HEMOBJISIT Ta AUTSYO0] iHBasigHOCTI. 3a gaHuMu BOO3, yacToTa HapOAKEHHS JiTeH 3

BBP ctaHOBUTb 4-6 % Bif| 3arajibHOI KiJIbKOCTi HOBOHApOIKeHMX. B YKpaiHi nomupenicts BBP 3anumaerscs



CTabisIbHO BUCOKOIO, CTAaHOBUTH 23,5:1000 HEMOBJIAT, HAPOIKEHUX SKUBUMH i He 3HIKyeTbcs. Lli cTaTucTHyHI AaHi
nopsy, i3 JemorpadiuHo0 KPU30I0 B KpaiHi i CTPIMKKM 3HIDKEHHSIM PiBHS HAPOKYBaHOCTI BKa3ylOTh Ha
HeOoOXiHICTh MOKpalleHHsI CUCTEMU MTPOPIiNaKTUKU BPOAKEHOI NaToJIorii. 3Bakatouu, 1o 6insa 95% BUNaakis Baj
PO3BUTKY BUHMKAIOTB SIK MyTallisl de novo, Haio6isb e(eKTUBHUM MiJIX0J0M Ha CbOTOJHI € KOMILJIEKCHA
IIPEHATAJIbHA [1IaTHOCTHKA, SIKA OXOIIIOE BCIO IOMYJIALLI0 BariTHUX KIHOK IJISIXOM [TIO€JHAHHS MAaCOBUX
CKPMHIHIOBUX i CIeliajli30BaHUX JiarTHOCTUYHUX 0OCTeXeHb Y COOPMOBaHil rpyIli BUCOKOrO reHETUYHOT'O PUBUKY.
Mero1o fucepTaliiiHoi po60TH € PO3pO6Ka ONTUMI30BAaHOTO aJITOPUTMY ITPEHATAJIBHUX YJIbTPA3BYKOBUX i
reHEeTUYHUX JOCiIKeHb Y VOB i3 pO3MMPEHUM KOMipLIEBUM [IPOCTOPOM JJ151 YIOCKOHAJIEHHS] PaHHbOI
IIOIIOJIOTOBOI 1iarHOCTUKM BPOJKEHMX BaJl PO3BUTKY i XpOMOCOMHOI NaTOJIOrii. JI711 BUKOHAHHS METU NOCiIKEHHS
0yJ10 06UNCIIEHO perioHasbHi HOpMaTHBHI 3Ha4Y€HHSI OCHOBHUX 6i0METPUYHUX NTapaMeTpiB niofis y 11-111
TPUMECTPAX BariTHOCTI i B pOOOTi NPOBEEHO MOPIBHIHHA iX i3 MiXKHAPOJAHUMU 3arajIbHOBKUBAHUMM; OLIIHEHO
IiarHOCTUYHI MOKJIMBOCTI IIpeHaTanbHOro Y3]] 3a71€5KHO Bifl TepMiHy 06cTeXeHHS i Ho30J10TiuHuX popm BBP Ha
BUGip1Ii BariTHUX JIbBIBCHKOI 06J1aCTi 32 S-piyHUIL M1ePiofl; BUBYEHO CIIEKTP XPOMOCOMHUX aHOMAJIiN NPy paHHIX
3aBMEPJIMX BariTHOCTAX 3aJI€JKHO Bif, reCTalliliHOrO TEPMiHY i BiKy MaTepi; JOCIiIKEHO IIOMNUPEHICTb BPOAYKEHOI
[aToJIOTIl y IJIOIB i3 MOTOBIIEHMM KOMIPLLEBUM IIPOCTOPOM Y I TpUMECTPI y BariTHUX Py BUCOKOTO FT€HETUYHOTO
PU3UKY; IPOAHAII30BaHO HO30JIOTIIO BaJl PO3BUTKY XPOMOCOMHOI Ta HEXPOMOCOMHOI €TioJIorii y II7I0AiB 3i
301/1b1IIEHOIO TOBIIXHOIO KOMIPIIEBOT0O IPOCTOPY; OOIPYHTOBAHO ONTUMI30BaHUIl aJITOPUTM IIPeHaTaIbHOI
IiaTHOCTMKY 151 HaOPSIKJIKX IIJIOAIB i3 Pi3HOIO TOBIIMHOIO KOMIpLLEBOTo NpocTopy. Ha nifcrasi nposeneHoro
KOMILJIEKCHOTO [IOCIiI>KeHHsI 6yJI0 06IPYHTOBAHO ONTUMI30BaHMIl aJITOPUTM IIPEHATAIbHOI AiarHOCTUKY BariTHUX i3
HaOpSKIMMU 10 aMu. Ilepiioro BakinBow Moaudikallielo CTaHIAPTHOTO aJITOPUTMY € Te, 110 [IpY BiICYTHOCTI
MOXJIMBOCTI BUKOHATH Pa3oM 3 PYTMHHUM Y3-CKpUHIHIOM | TPMMECTPY OZHOYACHO PAHHIO PO3LIUPEHY
exokapaiorpadito, BariTHy He06XiIHO CKepyBaTU Ha ekcriepTHe Y3]] BULIoro piBHs Bxe npu po3mipi KIT 2,5 mm i
6inpie. [Ipyroto BaxinBoo Moaudikallielo € peKoMeHallis TPy BUKOHAHHI 6ioI1cii BOpCUH XOpioHy y 11104 3
IiarHOCTOBAHOIO abo 3aliJlo3pEeHOI0 BaJ010 CEPLSl pa3oM i3 TpaguLiiHuM KapiotTunyBaHHIM (GTG-meTon)
BUKOHYBAaTU MOJIEKYJISIPHO-UMTOreHeTnyHUN FISH-anani3 nis Buxkito4eHHs cuaapomy Hi-Ikopaxi. 3a
MOYKJIMBOCTI 36epiraTu 3pa3ok marepiany/JHK m1o01a, OCKijIbKY 3aJ1€5KHO Bifl pe3y/IbTaTiB HACTYITHUX MTOCTIiIOBHUX
Y3l Mo>Ke 3Ha0OMTHCS BUKOPUCTAHHS IOJATKOBUX MOJIEKYJIIPHO-TeHETUYHUX aHali3iB (KJIiHIYHUNI eK30M), 260
MOJIEKYJISIPHO-LIUTOT€HETUYHMX (XPOMOCOMHMI MiKpOMaTpUYHUI aHasi3). BaritHocTi nogamu 3 notosmeHnM KIT i
HOPMaJIbHUM KapiOTUIIOM 3aJIMIIAIOTLCS Y IPYIT HiABUIIEHOTO T€HETUYHOTO PU3UKY i TOTPEOYIOTh IPOIOBXKEHHS
yJIbTPa3ByKOBOi eKcepTHOI AiarHocTuky y [I-1II TpuMecTtpax recranii. CBoeyacHa nmpeHaTasnpHa giarHoctuka BBP i
XPOMOCOMHUX aHOMaJIill IJIOJA 1a€ MOXKJIMBICTb BUOPATU aJleKBAaTHY TAaKTUKY BeJI€HHSI BariTHOCTI i [10OJIOTiB,
IOTIOMOTTH YCBiIOMJIEHOMY BU6OPY 06aThKiB 070 30€peskeHHs ab0 NepepUBaHHs MAaTOJIOTIYHOI BariTHOCTI Ta

[ICUXOJIOTI4HIN MiArOTOBLI POAVHHU Y Pa3i HAPOIKEHHS 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-1II 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-III 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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Micue3Haxoa KeHHS: , Kuis, 04112, Vkpaina



dopma By1acHoCTI:
Cdepa praBJIiHHﬂZ MiHicTepcTBO OXOPOHM 3[0POB'd YKpaiHu
InenTudikarop ROR: He zacrocosyerscs

CeKTop HayKH: [anyseBuii

VII. BizomocrTi npo odiniliHuX OIIOHEHTIB Ta PEI€H3E€HTIiB
OdiuiiiHi OIOHEHTH
Baacue IlpizBuuie Im's Ilo-6aTbKOBI:

1. I'pe6iniuvenko 'anna OsexkcanapiBHa

2. Ganna Grebinichenko

KBastidikamisi: . men. H., crapmmii HayKOBUIA CIiBPOGITHYK, 14.01.01
ImenTudikarop ORCHID ID: 0000-0003-4391-6724
JoparkoBa iHdpopmamnist:

IloBHE HaliIMeHYBaHHS IOPUAHYHOL 0CO00H: JlepkaBHa ycTaHOBa "THCTUTYT MejiiaTpii, akymepcTsa i

rinekosorii iMmeHi akagemika O. M. JIyk'asHoBoi HanlioHasbHOI akaziemii MEJUYHNX HAyK YKpaiHu"
Kog, 3a €IPIIOY: 02012022

Micue3HaxoaKeHHs: By [1. Maitbopoau, 6y. 8, Kuis, 04050, Vkpaina

dopma ByracHOCTI:

C(l)epa yIIpaBJIiHHﬂ: HanjonanbHa akageMiss MEIUYHUX HAYK YKpaiHU

InenTudikarop ROR: He zacrocosyerscs

CeKTop HayKH: AkaneMivHuit

Baacue IlpizBume Im's Ilo-6aTbKOBI:
1. Bopapenko Maiis BikropiBHa

2. Maja Bondarenko

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

InenTudikarop ORCHID ID: 0000-0002-2113-4433

JonaTkoBa iHdopmaris:

IloBHE HaliMEeHYBaHHS IOPUAHYHOL 0C00H: IBan0-PpaHKiBCHKUI HAI[IOHATILHUI MEIMYHUI YHIBEPCUTET
Kopg 3a € IPIIOY: 02010758

Micue3HaxoaKeHHS: ByJL. ['annupka, 6yg. 2, IBano-®pankiBeek, 76018, Ykpaina

dopma BracHOCTI: JlepxasHa

Cdepa ynpaBiriHHS: MiHiCcTePCTBO 0XOPOHU 310POB's YKpaiHu

InenTudikarop ROR:

CeKTop HayKH: YHIBEepCUTETChKUIT



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

2. Andrii Kurkevych

KBasmigikamis: k. mezn. 1., 14.01.04
Imentudikarop ORCHID ID: 0000-0002-5654-9559
JonaTkoBa iHdopmanist:

IToBHE HaﬁMeHyBaHHﬂ IOPUOHUYHOL 0C00H: JlepkaBHa ycTaHoBa "HayKOBO-TIPaKTUYHUIA MEJIUYHUIA [IEHTP

IUT4Y0i Kapziosorii Ta KapHioxipyprii MiHicTepcTBa OXOPOHM 3I0POB'd YKpaiHu"
Kopg 3a €IPIIOY: 26385055

Micue3HaxoaKeHHS: ByJ1. [Opis InneHka, 6yg. 24, Kuis, 04050, Ykpaina
dopma BracHOCTI: JlepxasHa

Cdepa praBJIiHHﬂ: MiHicTepCcTBO OXOPOHM 3[0POB'd YKpaiHn
InenTudikarop ROR:

CeKkTop HayKH: [anyseBuii

PeuenseHTu

Baacue IlpizBume Im'a Ilo-6aTbKOBI:
1. Manbcbka Anppiana AHpiiBHa

2. Andriana Malska

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

IloBHe HaliIMEeHYBaHHS IOPUAHYHOL 0COOM: JIbBiBCHKMII HAL[IOHATbHUI MEIMYHUI YHIBEPCUTET iMEHi

Hanwumna lanuubKkoro

Kopg 3a €IPIIOY: 02010793

Micue3HaxoaKeHH: ByJL [lekapchka, 6yz. 69, JIbBiB, 79010, Ykpaina
dopma ByacHOCTI: [lepxkasna

Cdepa ynpaBiriHHS: MiHicTepPCTBO OXOPOHH 3/10POB's YKpaiHu
InmenTudikarop ROR:

CeKTOop HayKH:. YHiBEPCUTETCHKUIL

VIII. 3ak1104Hi BiZOMOCTI

Biacue IpizBume Im's I1o-6aThKOBI HobpaHcekuii IMUTPO OneKCaHIpoBIY

TOJIOBH pajgu



Baache IlpizBuiie Im's ITo-6aTbKOBI

TOJIOBYIOYOTO Ha 3acCiiaHHi

BignoBigasibHUMH 3a HiATOTOBKY

00JIiKOBUX JOKYMEHTIB

PeecTpartop

KepiBHuKk Bigginy YKpIHTEI, mpo €
BiZIIIOBiZaJIbHUM 32 peECTpallilo HAayKOBOIi

OisSIIBHOCTI

HobpsiHebkuit [IMutpo OnekcaHIpoBUY

[Tpokomayk Harasist MukosaiBHa

VKpIHTEI

[Opuenko TeTsHa AHaTOJIiBHA



