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VII. BizomocrTi npo IiP
Ha3sBa po6oTH yKpaiHCBHKOIO:

['eHeTn4Ha IpUpPOIA PENPOAYKTUBHUX BTPAT HA Pi3HUX €Tallax OHTOTEHE3Y JIIOIVHMU.

Ha3sBa po6oTH aHIJIilICbKOIO:

Genetic origin of reproductive losses on different stages of human ontogenesis.

Pedepar yKpaiHCBKOIO:

Briepmie B YKpaiHi IpoBeeHO reHOTUITYBaHHS ajiesibHUX BapiaHTiB reHiB HLA-DRB1, HLA-DQA1 ta HLA-DQB1 II-ro
KJIaCy BEJIMKOI'O KOMILIEKCY TiCTOCYMiCHOCTI JIIOJVHY [IPY PENPOLYKTUBHUX BTPAaTax. BCTaHOBIEHO, WO anenti
DRB1*1302 ta DQB1*0604 B >xiHOK Ta anenbs DQB1*0304 y 40J10BiKiB MOXKYTb PO3II4AATUCH SK IPOTEKTOPHI
MapKepU HaBMKOBOI'O HEBUHOLIYBAHHSA BariTHOCTI, a HagBHICTh aznesni DQB1*0302 y 40JI0BiKiB € TPOrHOCTUYHO
HeraTMBHMM MapkepoM. ['omosiorist nofgpyskHix nap B Mmexxax 50-100% 3a anenbHuMHU BapiaHTamu reHiB HLA-DRBI,
HLA-DQA1 Ta HLA-DQB1 € nporHoCTUYHO HETaTUBHUM (PAKTOPOM [1JIs1 HOPMATIbHOTO ITPOTiKaHHSI BaTiTHOCTI.
Briepiue BCTaHOBJIEHO, 110 HAsBHICTb reHoTUIy AB noslimopdHoro snokycy Apal exzony 9 rena IGF-II BiporigHo
IiiBUIy€e PU3UK PO3BUTKY M's1I30BOi C1abKOCTI 6iblie, HK y ABa pa3u (OR=2,34) Ta MUMOBIJIBHOTO NTepEepPUBAHHS
BariTHOCTI Maitke y Bicim pasiB (OR=7,72). Bnepe Bugineno PHK i3 TkaHnH eMOpiOHaIIbHOTO MaTepiany
MMMOBIJIBHAX BUKUJIHIB Ta BUSIBJIEHO BTPATy iMIPUHTUHTY reHa IGF-11 y monan 90% BincoTKiB Bunankis. Brepie B
YKpaiHi BIpOBaJKE€HO reHeTUYHE TeCTyBaHHs MyTauiil 1138G>A ta 1138G>C rena FGFR3 3 MeTOI0 I1iarHOCTUKMN
axoHApoIIasii. Yiepiue onvMcaHo 3aJ€KHICTh MK TalVIOTUIIOM Y-XPOMOCOMM Ta YaCTKOBUMU JIeJIeLiIMU PETIOHY
AZFc: HanesxHicTh o ransorpynu N 36ibllye pU3UK BUHMKHEHHS YaCTKOBUX JeJleliil Tumy b2 /b3, a HasBHICTb
ransotuny Rlal - pusuk BUHMKHEHHS YaCTKOBOI Jiefielii Tuny gr/gr. BcTaHOBJI€HO, 110 HasiBHICTb reHoTuny 677TT
3a reHoM MTHFR y nyioza 36inbiye pusuk BUKUAHS y 7,5 pasis (P<0,05). BusHaueHi y po60Ti 4acToTH asnesis Ta
reHoTuMniB Jo0KyciB 677C"T Ta 1298A"C rena MTHFR, 2756A"G rena MTR Ta 66A"G rena MTRR MoXxyTb

BHMKOPHCTOBYBATHUCS SIK KOHTPOJIBHI IIiJ] YaC IPOBEIEHHs NOCIiIKeHb IreHiB 00MiHy (OJIaTiB Ipy Pi3HUX HO30JIOTISIX.

Pedepar aHIJ1iHCBKOIO:

First time in Ukraine we conducted genotyping of allele variants of HLA-DRB1, HLA-DQA1 and HLA-DQB1 genes,
belonging to II-class of Human Major Hystocompatibility Complex, in individuals with reproductive loss history.
We established, that DRB1*1302 and DQB1*0604 alleles in women and DQB1*0304 allele in man should be
considered as protective in estimation of habitual pregnancy losses risk, whereas possession of DQB1*0302 allele
in men increased the risk. 50-100% homology of a couple considering allele variants of HLA-DRB1, HLA-DQA1 and
HLA-DQBI1 genes predicts negatively for normal pregnancy course. At first time we revealed that carrying the AB
polymorphic locus Apal of 9th exon of IGF-II gene significantly increases the risk of muscular weakness
appearance (OR=2,34) and miscarriage (OR=7,72). At first time we extracted RNA from embryo tissues of miscarried
fetuses and uncovered the loss of imprinting of IGF-II gene in more than 90% cases. First time in Ukraine we put
into practice testing of 1138G>A and 1138G>C mutations of FGFR3 gene in order to diagnose achondroplasia. We
were first to describe the dependence between Y-chromosome haplotype and partial deletions of AZFc region.
Belonging to N haplogroup increases the risk of partial deletions of b2 /b3 type and haplotype Rlal predicts partial
deletion of gr/gr type. We also established that appearance of 677TT genotype of MTHFR gene in fetus increases
the risk of miscarriage 7,5 times (P<0,05). The obtained values for frequencies of alleles and genotypes of 677C"T Ta
1298A"C loci of MTHEFR gene, 2756A"G of MTR gene and 66A"G of MTRR gene may be considered as control in
different studies of genes, involved in folic acid turnover in different nosology cases.

Inpekc YIK: 575.1/.2.018.3, 575.113:616-053.1:618.177+616.697
Koau TemaTHYHHUX PYOpPHK: 34.23.37
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VIII. HaykoBa (HayKoBo-TexHiuHa) npoaykuist (HTII)

Ha3zBa HTII yKpaiHCBKOIO: ['eHeTnyHi (aKTOPU PU3KKY PENPOIYKL{iFIHNX BTPAT HA PI3HNX €Tarax OHTOTEHE3y

JIIOTIAHU.

Ha3zpa HTII aursiicbKo0: Determination of genetic factors, contributing to higher risk of reproductive

failures during different periods of human ontogenesis.

HTII, sixy nepen6a4asiocsi CTBOPUTH:

IIpuunnn, yepe3s aki HTII He Gysi0 cTBOpeHO:

OTpuMaHi pe3yJIbTaTH: nosinmeHHs eGEKTUBHOCTI JIarHOCTHKY Ta JIiKYBaHHS XBOPHX
FaJIy3b 3aCTOCYBaHHS: MenuyHa reHeTUKa

PeecTpaiifiHuii HOMep KapTKH T€XHOJIOT1i:

Omnuc HTII: Buepiue B Ykpaini HaslaropkeHO reHOTUIYBaHHsI ayiesibHUX BapiaHTiB reHis HLA-DRBI1, HLA-DQA1 ta
HLA-DQB1 II-ro Ky1acy BEJIMKOTr0 KOMIIEKCY riCTOCYMICHOCTI JIIOAUHY IIPY PENPOLYKTUBHUX BTPATaX.
BcranosneHno, mo anesni DRB1*1302 Ta DQB1*0604 B xiHOK Ta anenb DQB1*0304 y 40710BiKiB MOXKYTb PO3IJISAAATUCS
SK IIPOTEKTOPHI MapKepPX HaBUKOBOTO HEBUHOIIYBAHHS BariTHOCTI, a HasBHICTH anesi DQB1*0302 y 40s10BiKiB €
IIPOrHOCTMYHO HEraTUBHUM MapKepoM. 'omosiorist nmoapyskHix nap B Mexax 50-100% 3a asnespHUMU BapiaHTaMU
reniB HLA-DRBI1, HLA-DQAI1 ta HLA-DQBI € NporHoCTUYHO HEraTUBHMM (PAKTOPOM [J151 HOPMaJIbHOTO IIPOTiKaHHS
BariTHOCTI. Briepiue BCTaHOBJIEHO, 10 HAsBHICTb reHoTUIly AB nosnimopdnoro jokycy Apal ek3ony 9 rena IGF-II
BipOTiHO MifBUIIly€e PU3KK PO3BUTKY M'sI30BOi CJ1IabKOCTI Gisblue, HixX y fBa pa3u (OR=2,34) Ta MUMOBiIbHOTO
[IepepyBaHHs BariTHOCTI Maixe y Bicim pasiB (OR=7,72). Bnepme BunineHo PHK i3 TkaHMH eMOpioHaIbHOTO
MaTepiany MUMOBIJIbHUX BUKUIHIB Ta BUABJIEHO BTpaATy iMNpUHTUMHIY reHa IGF-11 y nonan 90% BinCOTKIB BUIAIKIB.
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