3AKJIIOYEHUE
coBeTa 10 3ammre guccepraruii T 01.31.01 mpu rocyjapcTBEHHOM HayYHOM yYpeXAeHHH «HCTUTYT
redetukn u 1uronorud HAH Benapycu» 1o auccepranuonHoif pabore Cemmsapa Huxuter
IennagpeBnua «OleHKa pHCKa HEBBIHAIIMBAHUS OCpEMEHHOCTHM Ha OCHOBE MOJIEKYJISPHO-
T€HETHYECKOTO aHAJIM3a», IPEICTaBIEHHON Ha COUCKAaHNe yYeHOH CTeneH! KaHau1aTa OHOIOTHYECKUX
Hayk 1o crierpanbHocTd 03.01.07 — MosexynsgpHas reHeTHKa
CooTBeTCTBHE JMCCEPTANMH CHENHAILHOCTH M OTPACHH HAYKHM, II0 KOTOPHIM IPHCYKIAETCS
ydenas crenenb. Jluccepranus Cemmpa H.I'. sBisercss 3aKkoHUYEHHOH KBaTN(HKAIMOHHOW Hay9IHON
paboToif, BBHIIONHEHHOM Ju4HO aBTopoM. CozepkaHne pabOTBI IIOJHOCTHIO COOTBETCTBYET
cneransaocT 03.01.07 — MoJteKyJisspHast TeHeTHKa OHOJIOTMYECKOM OTpaciid HayK.
‘Hay4Hplii BKJIAJ COMCKATEIS B PelieHHe HAYYHOI 3a1a4H ¢ OIEHKOI ero 3Ha4UMOCTH. Briepsbie
IpoBeJeHa MHOTOILIAHOBas OLEHKAa POJIM IIOJMMOP(QHBIX BapHAHTOB TEHOB CHCTEM TIeMOCTasa,
aHruoresesa, Merabosjmsma (oJaTOB U PEryJSLHMH apTEepHalbHOrO JaBJIECHHSA B HapyIICHUH
(H3HOTOrMYecKOro mpouecca OEpeMEHHOCTH U ONpEEIeHBl YaCTOTHl aJlIeJbHBIX BApHAHTOB I'CHOB
PHCKa HEBBIHAINMBAHUSA OEPEMEHHOCTH B G€JI0PYCCKON HOIYIALHUH. ¥ CTaHOBJIEHO, YTO (JOpMUpOBaHHE
IeHETHYECKOT0 PHCKa HapYIISHHUS Ipolecca OepeMEHHOCTH 00yCIIOBIEHO HE CTOJILKO HOCHTEIbCTBOM
OT/JEBHBIX HEOIAroNpUATHBIX (aKTOPOB, CKOJNBKO MX B3amMmopeiictBueM. PaspaboTana TexHOIOrHs
KOJIMYECTBEHHOH OIIEHKH I'€HETHUYECKOM IIpeApacIioioKEHHOCTH K HEBHIHAIMBAHUIO OEPEMEHHOCTH,
HanpaBjeHHas Ha IPEIyNpeXACHHE pa3BUTHA AKyIIEPCKMX OCIOXXHEHHH, IMepHHATAIbHOM
3a00JIEBAEMOCTH M CMEPTHOCTH, YTO B II€JOM BHOCHUT CYIIECTBEHHBIH BKJIaJ B YIIyYIICHHE
neMorpaduyeckoit cutyauuu B Pecrybmuke benapych
KoHkperHble Hay4YHbIe Pe3yJbTaThl, 32 KOTOpPbIe COHMCKATEII0 NPHCY/KIEHA y4eHasl CTeleHb.
IMpucymute Cemmapy H.I'. ydeHyro cTenmeHp kaHauaaTa OMOJIOTMYECKHMX HAyK II0 CIEHHAIBHOCTH
03.01.07 — MoseKynspHas TeHETHKA 3a COBOKYIIHOCTh HOBBIX HAay4YHBIX pPe3yJIbTaTOB B 00JaCTH
MEIUIUHCKON reHETUKHU, BKITIOYAIOITIX

e OImpeJeleHHe YaCTOThI BCTpe4aeMOCTH 31 IIoIUMOpP(pHOro BapuaHTa I'eHOB, aCCOLMMPOBAHHBIX
C PpHCKOM IIOTepH OepeMeHHOCTH, B BbIOOpke u3 3598 IKeHIMH, YTO XapaKTepHu3yeT
MOJIEKYJIIPHO-TEHETHYECKHE OCOOEHHOCTH IaTOreHe3a HEBBIHAIIMBAHUS OEpEMEHHOCTH Y
0eNnopyCCKUX MaIMeHTOK;

e BpIIBJIEHHE HawOoyiee HMHOOpPMATHBHBIX BApHAaHTOB TIE€HOB, IIOBBIIIAIONIMX  PHUCK
HeBbIHAIMBaHus OepemenHoctr — awtens C reHa ITGB3 (p = 0,02; OR = 1,7), auensHble
Bapuantel G/T + T/T rena EPO (p = 0,03; OR = 1,8), ainenu E4 + E2 rena APOE (p = 0,01;
OR = 1,3), KoTOpBIE SBISIOTCS MapKepaMH I€HETHYECKOW NpeApacloNoXeHHOCTH K JaHHOH
IIaTOJIOTUH;

e pa3pabOTKy HHCTpyMEHTapus /I aBTOMATH3allMd IIpolecca IIOMCKAa KOMIUIEKCOB
IIPOTHOCTHYECKH 3HAYMMBIX MAPKEPOB PHCKa HEBBIHAIIMBAHUS OEPEMEHHOCTH U BBISBJIICHHE C
€ro IIOMOIIBI0 B OeopyccKkoi momy Ay 11 Takux KOMIIJIEKCOB, YTO CYILIECTBEHHO IIOBBIIAET
3 PEeKTUBHOCTH U KOPPEKTHOCTH OLIEHKU PHUCKA PENIPOAYKTUBHEIX IIOTEPD;

e pa3pabOTKy YHHKaJIbHOH MOJIEKYJISIPHO-TEHETHYECKOH TEXHOJOTHH KOJMYECTBEHHON OLIEHKH
BEPOSITHOCTH PENPOAYKTUBHBIX IIOT€Ph, WHAMBUIYATBHOH [UIS Ka)XIOM OJKCHIIMHBIL, YTO
MO3BOJISIET IPOTHO3UPOBaTh W IPEAYNPEXIaTh pPa3BUTHE OCIOXHEHWH, oOecreduBas TeM
caMbIM OJIaroNpUATHBIN UCX0] OEpEMEHHOCTH.

PexoMeHaanmMu 10 HCHOJB30BAaHMIO. Pa3zpaboTaHHas ©  yTBepXkIcHHass MHUHHCTEPCTBOM
3npaBooxpaHeHuss PB wuwHCTpykimss no mnpuMmeHeHuto «MeTon —ompeneneHus BEpOSTHOCTH
HeBbIHAIIMBaHuS OepemeHHocTH» (176-1220 ot 29 nexabps 2020 r.) BHeapeHa B paboTy
PecnyOnukaHckoro meHTpa reHOMHBIX OuorexHonoruit MHctuTyTa renmeruxku u iuronorun HAH
benapycu u PHIIL] «Martb u nutsay», ucnonssyercs B yaeOHoM mporiecce B 'oMI'MY u pekomenayercs
K paclIMpeHHOMY HCIOJB30BAaHHMIO B YUPEXIECHUSIX MUHHCTEpPCTBa 31paBOoOXpaHeHus PecmyOiuku
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