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V. BimomocTi npo guceprauiio
Mosga guceprarii:
Koau TemaTHYHHUX PYOPHK: 76.03.39

Tema gucepranii:
1. KimiHiKO-reHeTH4Hi aCleKTH IPEeHATalbHOTO MOHITOPUHTY B POJAMHAX 3 OPYLIEHHSIMU PEIPOLYKTUBHOI (PyHKIii

2. Clinical and genetic aspects of prenatal monitoring in families with impaired reproductive function

Pedepar:

1. Y puceprauii po3po6sieHO aJropuTM HaZlaHHSI MEJIUKO-T€HETUYHOI JOIIOMOTY POIMHAM i3 IOPYLIEHHSIMU
penpoayktyBHOi ¢yHkUii ([TPQ) Ta BariTHOCTIMU NicCJs JONOMIKHUX PENPOAYKTUBHUX TexHoJorii (IPT).
YcTaHOBJIEHO HallBaromilli COMaTHU4Hi 3aXBOPIOBAHH, SIKi acoliitoBaHi 3 neBHuMuU Bugamu [1PO. [1po posb
reHeTUYHUX YMHHUKIB B peasisalii penpogyKTUBHOI AUCPYHKI] €HIOKPUHHOIO TeHe3y CBiTUUTh BUSBJIEHUN eeKT
aHTUALMIAL{i Ay apTepianbHOi rinepreHsii Ta LyKposoro giabeTty 2 TUILYy /TIOpyLIEHHS TOJIEPAaHTHOCTI A0 IJII0KO3U.
BusHaueHO 4acTOTy aHeyIIIOifii Ta XxPOMOCOMHUX N1epeOyI0B Y KapiOTHIli MOIPYACOKS 3 BilOMUM T'€HE30M
iH(pepTUIBHOCTI, IpHU iionaTUYHOMY 6€3ILTii,/HeBUHOIIYBaHHI BariTHOCTI Ta YaCTOTY aHEYILIOifii eMOpioHiB y
nporpamax [IPT npu xxiHo4oMy Ta 4osioBiuomy 6e3mingi. [TokazaHo MOXKIMBICTb BUKOPUCTaHHS MOAU(DIKOBAaHOTO
METOJy AOCJiIpKEHHS TPOPOOIACTUYHUX KILTUH Y LJ€PBIiKaJIbHOMY CIU3Y MaTepi B 1-My TpUMeCTpi Ipu
iHIYKOBAaHHUX BariTHOCTSX. PO3paxoBaHO 4aCTOTY BPOIPKEHUX Bal, PO3BUTKY NIpy BariTHOCTAX micis JPT (40,41%o) Ta

IoBeJeHO ii minBulLeHHs IOPiBHSHO 3 nomnyJsiieto (25,03 %o.) [TokazaHo 36ibII€HHS YaCTOTH CaMOBLIBHOIO



BUKUJIHS TA [IEPEAYACHUX IT0JI0TiB Ipu JJPT-BariTHOCTSIX He3anesxHO Bif reBHoi metonuku [IPT Ta 3a1rpoOrOHOBAaHO
aJITOPUTM PaHHBOTO [IPOTHO3YBAHHS [I€PHHATAJIPHOTO PU3UKY. BU3HaY€HO 0COGINBOCTI 3MiH 6i0XiMiUHNMX MapKepiB
IIPY iHlyKOBAHMX BaTiTHOCTSIX Ta OOIPYHTOBAHO AOLIJIbHICTh 3MiHM CTaHAAPTHOTO IIPOTOKOJIY [IPEHATATIbHOTO
CKPMHIHIY Ha MOCJIIOBHUI ABOCTaliMHUN - BUMipIoBaHHA piBHiB PAPP-A Ta BisibHOTO B-XI' B Tepminu 10-11 TvkHIB
i3 [MOJAIBLIIOI0 OLIHKOIO YJIbTPA3BYKOBUX MapKeEPiB Ta PO3PAXyYHKOM iHAMBIAYaTIbHOTO FEHETUYHOTO PU3UKY B

TepMiHu 12-13 TKHIB.

2. This thesis develops the algorithm of providing medico-genetic assistance to families with impaired
reproductive function (IRF) and pregnancies after assisted reproduction technologies (ART). The most significant
somatic diseases associated with certain types of IRF have been defined. The revealed effect of anticipation for
hypertension and type 2 diabetes/glucose intolerance proves the role of genetic factors in the implementation of
reproductive endocrine dysfunction genesis. The frequency of aneuploidy and chromosomal rearrangements in
the karyotype of the couple with the known infertility genesis, at the idiopathic infertility /miscarriage as well as
the aneuploidy frequency of embryos in ART programs at female and male infertility have been determined. The
possibility of using the modified method of research of trophoblastic cells in cervical mucus of the mother in the
1st trimester of induced pregnancies has been shown. The frequency of congenital defects in pregnancies after
assisted reproduction technologies (40,41 %o) has been calculated, and its significant growth compared to the
control population (25,03 %o) has been proved. The increase in the frequency of miscarriages and premature births
in ART pregnancies, regardless of the specific ART methods, has been shown, and the algorithm for early
prediction of perinatal risk has been suggested. The peculiarities of changes in biochemical markers in induced
pregnancies have been defined, and the expediency of changing of the standard protocol on serial two-stage
prenatal screening - measuring levels of PAPP-A and free beta-hCG at 10-11 weeks followed by the ultrasound
markers assessment and calculation of individual genetic risk at 12-13 weeks has been justified.
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