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Pedepar:

1. Incepraujiiina po60Ta IpUCBIYEHA BUBYEHHIO XapakTepy acoljalii Hu3bKoQyHKIiOHaJbHYX ajleliB FeHiB
(os1aTHOro OOMiHy Ta CUCTEMU reMOCTa3y i3 peNpoNyKTUBHUMU BTPAaTaMy y JIIOAMHU. [IpoBe1€HO MOJIEKYJISIPHO-
reHeTUYHUI aHaJIi3 ajleJIbHUX BapiaHTiB reHiB (OIaTHOTO OOMiHY Ta reHiB, 3a7Iy4€HUX B PETyJIsiLilo QyHKLUiIOHAIBHO]
aKTMBHOCTI FéMOCTa3y Yy )KiHOK 3 PENPONYKTUBHUMU BTPaTaMU B aHAMHE3i Ta y MaTepiasli CAMOBIJIbBHUX BUKUHIB.
BcTaHOBJIEHO, 10 ITPY HAKOIIMYEHHI Y TEHOTUITI KiHKU IT'ATM HU3bKOQYHKIiOHaNbHUX aneniB MTHER 677T, MTHFR
1298C, MTR 2756G ta MTRR 66G y roMo Ta reTepO3UroTHOMY CTaHi pU3KMK HAPOIPKEHHSI IUTUHU 3 BaJlaMu
HEBpaJIbHOI TPYOKM CTATUCTUYHO 3HAYYLIE 3POCTAE Y WiCTh Pa3iB, PU3UK HAPOIPKEHHS JUTUHU 3 LIiJTMHOIO BEPXHbOI
rybu Ta/abo ninHeOiHHS y AeB'ATh pasiB Ta pU3UK HABUKOBOTO HEBMHOIIYBAaHHSI BariTHOCTI Y 1€CSITh PasiB.
HasBHicTb y reHoTUni XiHKu 66G aness jgokycy 66 A/G rena MTRR 36inblye pu3vk HapOIKEHHS AUTUHU 3
cuHAPOMOM JlayHa y fBa pa3y, a PU3UK HABUKOBOTO HEBMHOIIYBAHHA BariTHOCTI y 1,8 pasu. OTpruMaHi pe3yabTaTi

[IOKa3aJ/Iy JOLJIbHICTh OOCTEXEHHS BCiX )KiHOK 3 HABUKOBUM HEBMHOIIYBAaHHSIM BariTHOCTI B aHaMHe3i Ha HasIBHICTb



HU3bKO (YHKLIOHAJIIbHUX aJleJliB reHiB cucTeM (OJIaTHOrO LMKIy Ta reMocTasy (nosimopdism 675 4G /5G rena PAI-
1ta myrauii reHa FV (Leiden). Pe3ysprat po60TH MOXKYTh O6YTH 3aCTOCOBAHI B [OAAJIBLUINX LOCIIIPKEHHSX [IPU
pi3HUX opMax NOpyLIeHHs PEeNPOAYKTUBHOI PYHKL] y JIIOOUHY Ta [IPYU MEIUKO-T€HETUYHOMY KOHCYJIbTYBaHHI 117151
PO3paxyHKy PU3UKY I1aTOJIOTIi pENpoAyKUii y moAgpy KHil napi.

2. The dissertation is devoted to studying the association of allelic variants of folate metabolism and hemostasis
genes with reproductive losses in humans. A molecular genetic analysis of allelic variants of folate metabolism
genes and genes involved in regulation of hemostasis functional activity was carried out in women with
reproductive losses and in spontaneously aborted embryos. It is established that in the case of accumulation in the
female genotype of five variant alleles: MTHFR 677T, MTHFR 1298C, MTR 2756G and MTRR 66G in homo or
heterozygous state the risk of having a child with neural tube defects increases by six times, the risk of having a
child with cleft lip and /or palate increases in 9-fold, the risk of recurrent pregnancy loss increases by 10 times.
The presence in women genotype 66G allele of the gene locus MTRR 66 A/G increases the risk of having a child
with Down's syndrome in two times and the risk of recurrent pregnancy loss increases by 1,8 times. The results
showed the advisability of genetic testing of allelic variants of folate metabolism genes and genetic markers of
thrombophilia (4G/5G 675 of PAI-1 gene and FV 1691A /G (Leiden mutation) in women with recurrent pregnancy
loss. The results can be applied in further research of human reproduction losses and for medicogenetic
consultation for estimation of reproductive pathology risk in married couples.
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