OT3bIB
Ha aBTOpedepaT Auccepraunu Bunokypospa Muxania AnnpeeBnda
«CoBepumieHCTBOBAHHE CHCTEMBI IMTHIEMHOJIOTHYECKOT0 HAA30PA 32 PAKOM
EeHKH MaTKH HA OCHOBE HCI0JIb30BAHUS PUCK-OPHEHTHPOBAHHOTO
reHeTHYeCKOr0 TeCTHPOBAHMS, NPEACTABIEHHOH HA COHNCKAHHE YICHOMH
CTEeNEeHH KAHAH/IATa MeIHIHHCKHX HAYK M0 cHenHaJbHOCTH

3.2.2. DOHaeMHOJIOTHS

Pak meikn matku (PIIM) sBusiercss OfHOW M3 KIIOYEBBIX Mpobiem
3apaBooxpa”enus. B 2022 r. B Mupe 3apeructpupoBano okoio 700 ThicsY HOBBIX
cmygyaes PILIM, 4TO COOTBETCTBYET TPeTheMY PEHTHHTOBOMY MECTY IIO HacTOTe
OHKOJIOTMYECKHX 3a00JeBaHuM Cpein KEeHIINUH PEPOIYKTHBHOr0 Bo3pacTta (1549
JIET), IIPK 3TOM €XKETOJHO OT Hero ymuparot Gonee 340 Thicay sxenmuH. B Poccun
zabonesaemocts PIIIM cocraBnsier 24 cioygas Ha 100 TICAY KEHCKOrO HaceIeHUS
— CaMBIH BBICOKMH 1H0KaszaTens B EBpore, a cmepTHOCTh B 2019 rooy mocturia 8,12
ciydas Ha 100 ThIcsy. HecMoTpst Ha BpemeHHOe CHMKeHHe 3a00/1eBaeMOCTH B
Iepro HaHﬂ;eMﬁH, B 2022 romy oTMe4YeH pOCT YHCIIA CIIYYaeB, MOAYePKUBAOIIIHI
HeoOX0JMMOCTh COBEPIICHCTBOBAHUS Mep MPOMUITAKTHKE JTAHHOM HH(DEKLIUAH.

Ocuosrolt npuurHoil PIIIM sBnsiercs Bupyc nanuiiomsl yentoseka (BITY),
uHGumpytomui no 80% cekcyambHO aKTHBHBIX JIIOHEH, XOTS PHUCK NEpeXona K
HHBa3sUBHOMY paky ocrtaercs HU3KHUM — oT 0,028 mo 0,042% mpH oTCyTCTBHH
JedYeHus aKuciaasum B TedeHne 15-20 set. OHaKo CyIIEeCTBYIONINE CKPUHUHT OBEIE
nporpaMmMsl B POCCHHU 0XBaThIBAtOT TUIIL 0K0JI0 30% xeHmuH. Polb reHeTHYEeCKUX
(hakTopoB, BKIIKOYAS [TOJTUMOP(U3MBL M HACIEACTBEHHOCTE, 0CTAETCSl HEJOCTATOYHO
H3YYCHHOM, HECMOTPA HAa WX NOTEHUMal B cTpaTHGuKamwu prucka. OTCyTCTBHE
TeHETHYECKOr0 TECTUPOBAHUS B CYIIECTBYIOLIEH CHCTEME DIIUAEMHOIOTHYECKOro
Hag3opa OrpaHM4YMBAacT €ro YyBCTBUTENBHOCTH M HE II03BOJIACT MOIYYHTH
IPOTHO3UPYEMbIE TeMITBI CHUKEHUS 3a00JIeBAEMOCTH U CMEPTHOCTH. MeXIy TeMm,

BO3 obo3naunna crparernueckyro neib cHmkeHus k 2030 r. emeprrHocTH ot PIIM



Ha 70% 3a cueT oxBara 3 (QEeKTUBHBIM CKPHHHUHIOM 70% >KSHIIIHH.

B cBere BbINEH3NOKEHHOr0 AaKTYalnbHOCTh IMCCEPTAMOHHOM paBOTHI
Bunokypoa M.A., HampaBieHHOW Ha  COBEPIIEHCTBOBAHHE  CHCTEMBbI
SMHUIEMUOJIOTHYECKOr0  Haj30pa  Ha  OCHOBE  MCIOJNB30BAHUA  PHCK-
OPUEHTHPOBAHHOI'O I'€HETHYECKOr0 TECTUPOBAHUS HE BBI3LIBA€T COMHEHMS.

B muccepranmonnoii paboTe mpe/cTaBien TiyOOKHI SMHIEMHOIOTHYECKHI
aHaNu3 NposiBIIeHU# 3a00eBaeMocTd H cMepTHOCTH OoT PIIIM B Poccunm 3a 16 ner
(2007-2022 rr.) u > peKTHBHOCTH Mep BTOPUIHOH IPOGUIAKTHKH.

HoBusna mccnenosanns He BbI3bIBAET COMHEHHMs. BrepBele aBTOpOM
YCTaHOBJIEHBl YacTOThl ajjeneil JeBsATH ?"HOJIHMOP(I)HLIX BApHAHTOB T'€HOB
(rs1048943 — 3%, rs35986091 — 15%, rs138446575 — 3%, rs2516448 — 39%,
rs9271898 — 51%, rs73728618 — 10%, rs10175462 — 39%, rs1801133 — 36%,
rs4646903 — 11%) B poccuiickoit nomymiuun (Mocksa 1 MockoBckas 061acTs),
CXOJKHMX C eBpOIEHCKHMH JaHHBIMH. Ha ocHOBe 3TMX MapkepoB paspaborana
MaTeMaTH4ecKas GOpMyJia OUEHKH MOIUIeHHOIO PHCKa, ONpeaeNeHbl HOPOTOBbIe
3HAYCHHs [ NpOrHo3a Jucruiasud  Bbelcokod cremennm (HSIL) y BITU-
HHQHUIHUPOBAHHBIX NalHEeHTOK. Briepsrie yCTaHOBJICHA accouMarus
nonmumop¢usmos 1555986091 (HLA-DQOBI), rs2516448 (MICA) wu rs9271898
(HLA-DQAT) ¢ puckom HSIL y BITY-uHQUIMPOBAHHBIX KEHINNH (YBeIHYeHHE B
2,22, 3,69 u 4,00 paza coorserctBenHo, p <0,001). JlokazaHO MOBbIIIEHUE
YYBCTBHTENIHOCTH, CIIELM(PUIHOCTH U TOUHOCTH mporHo3a HSIL npu waTerpanuu
FEHETHYECKOro TectupoBanus ¢ BIIY-tunupoBanneM, npeanokeHsl HanmpaBieHUs
ONTHMH3alMH 3MUACMHONOrHYeckoro Hamszopa 3a PHIM ¢ yyetrom puck-
OPHEHTHPOBAHHOTO MOJX0/1a.

B pamkax auccepTalMOHHOTO HCCIIEN0BaHKs pa3paboTaHbl IeBATh METOMUK
Ha ocHose IILIP B pexxuMe peanbHOro BpeMeHM IIIsi IETeKUWM amieneil prcka,
acconmnnposanHelx ¢ PIIIM. Paspaborana MaTemaTnueckas MOJENb OLEHKH YPOBHsI
F€HETHYECKOI0 PUCKa, OCHOBAHHAS Ha aHalM3€ BKJIAAa MOJUMOPQHBIX JOKYCOB B

pa3sBUTHE JMCNIA3HU BBICOKOM cTenend. ChopMupoBaHa pPUCK-OPHEHTHPOBAHHAS
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CTpaTeruss CKPHHUHIOBBIX MEPONpPHATHH Ha OCHOBAHMH PACCUHUTAHHOIO YPOBHS
pUCKa pPa3BUTHA IOUCILIA3HKM BbICOKOM crenenn. ChopMyIMpoBaHbl Hay4YHO-
METOIUYECKHUE TO/IXO/IbI o JalbHEUIIeMY Pa3BUTHIO CUCTEMEI
3MUIEMHOIOTHYECKOT0 Han3opa 3a 3adosieBaemocthio PIIIM.

AmpoOarvs  pe3ynbTaTOB  HCCIEAOBAHMS IPOBENEHA Ha  HAay4YHO-
IPAaKTHYECKHX KOH(QEpPeHLIUAX Pa3IUuYHOTO YPOBHS, KAaK POCCHHCKUX, TaK H
MexyHapoaHeiX. Ilo Tteme pamccepranuu omy6mukoBaHo 14 HayyHbIX pabor,
BKIo4as 4 B u3NaHuWAX, pekoMeHaoBaHHelX BAK mo crnenmanbHOCTH
«DMUIASMHAOIOTHSI,

Pe3ynpTaTel WMccneoBaHMS COOTBETCTBYIOT NYHKTaM 2, 5 u 6 macmopTa
CHEeNHAIbHOCTH 3.2.2. « DIHUAEMUOTIOTHSY.

Taxkum o6pasom, nuccepranus BuroxypoBa Muxanna AHjpeeBrya Ha TEMY
«CoBeplIeHCTROBaHME CUCTEMBI SMHIEMHOIOTHYECKOTO HAA30pa 33 PAKOM LIEHKH
MaTKd Ha OCHOBE MCIIOJNb30BAHUSA PUCK-OPUEHTHPOBAHHOTO TI'€HETHYECKOTO
TECTHPOBAHM», BLINOMHEHHAA NOH pPyKOBOACTBOM akanemuka PAH, mokropa
METUIUHCKUX  HayK, Ipodeccopa AxmmkuHa Bacumus I[ennagbesuua,
Ope/ICTAaBICHHAS HA COUCKAHUE YYEHOH CTElIeHH KaHIuaaTa MEIHIIMHCKIX HAYK I10
crenuanbHocTd  3.2.2. DONHIEMHONOTHS, SBISETCS 3aKOHYEHHOHM Hay4dHO-
KBaNUM(pHUKaLKOHHONW paboToif, B KOTOpPOH pelleHa akTyanbHas HaydHas 3afada
COBEPIIEHCTBOBAHKSA CHCTEMBI 3MHUIEMHOIOTHYECKOr0 Haa30pa 3a pPakoM IIeHKH
MaTKd Ha OCHOBE HCIOJIb30BaHUS PUCK-OPUEHTHPOBAHHOIO TI'e€HETHYECKOTO
TECTHPOBAHMS, YTO MMEET CYIIECTBEHHOE 3HAYCHHE [JI1 TEOPHH M IPaKTHKH
SIHAEMHUOIIOTUH.

ITo akTyansHOCTH, HOBU3HE, 00BEMY BBIOTHEHHBIX HCCIIEIOBAHIN, HAYIHOM
M [PaKTHYeCKOH MLEHHOCTH JuccepTrauuoHHas pabora BuHOKypoBa M.A.
IOJIHOCTBIO  COOTBETCTBYET TpeboBaHMsiM MNyHKTOB 9-14 «Ilonoxkenus o
OPUCYKICHUH  YYEHBIX  CTeIleHel»,  yTeepxkaeHHoro  IlocTaHoBienuem
[IpaBuTenscTBa POCCI:II‘&CKOITI Denepanyu ot 24.09.2013r. Ne 842 (B melicTByromeit

pGILaKI_[I/II/I), NPEOBABIAACMBIX K OHCCEPTAOHMAM Ha COHCKAaHHE yquoifI CTEIICHH



Kagougara HayK, a €€ aBTOpP 3aCHyXHUBaACT IPHCYKIOCHHSA CTCIICHH KaHIHJaTa

MEIUIHHCKHX HAYK 1O CrIeHUAaIbHOCTH 322 BHHHGMHOHOFHSI.

Coeracna na coop. 0OpabomKy, XpaHeHue U pasyeweHue ¢ cemu «HumepHemy Moux nepeOoHATbHBIX
Oanublx (6 coomeemcmeuu ¢ mpedoganusviu Ipuxkaza Munobpuayxu Poccuu Ne662 om 01.07.2015¢2.),
HeoOx0duMbIX .15 pabombl duccepmayuonHoeo cogema 64.1.010.01.
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