OT3bIB
Ha aBTopedepar aumccepTaunu BuHokypoBa Muxamna AmnjpeeBnya
«CoBepiIeHCTBOBAHNE CHCTEMbI SMHJEMHUOJIOMMYECKOr0 HAA30pa 3a pakom
MWEeAKH MAaTKH Ha OCHOBE HCIIOJIbL30BAHHA PHCK-OPHEHTHPOBAHHOIO
TEHETHIECKOro TeCTHPOBAHHS», MNPEICTABJICHHOH HAa COHCKAHUE Y4YeHOI
CTEeNEeHH KaHAHAATa MeJHIMHCKHX HAayK MNmo coeunajibHocTt 3.2.2.

INHAEMHOJOT U

Pak weliku matku (PIIIM) octaetcs onHO# 13 Hanbonee paclIpocTpaHEHHbBIX
OHKOJIOrHYeCKuX 3aboneBaHuii cpeau xeHmuw. B Poccun nmo manueM Ha 2022 r.
yposenb 3abonesaemoct PIIIM nocruraer 24 cnydas Ha 100 Thic. JKeHIIMH, 4TO
ABIISIETCS CaMbIM BBICOKMM IIOKazaTeneMm B Epporne. Tekyiiue CKpHHUHIOBBbIE
IPOTpaMMbl  OXBAaTBIBAKOT JIHIIL OKOJIO 30% IKEHIUMH, a YYBCTBUTEILHOCTH
OCHOBHOTO METOJ@ [OHAarHOCTHKH — LIMUTOJOTHYECKOI0 HCCIECOOBAHUT —
Kosiebietes B npejenax 66-83%. Bonee toro, y 30% JKeHIUMH WHBA3UBHBINA pak
BBIABIIICTCS @K€ TMPH  PEryJjispHbIX NPOPUIAKTUYECKHX OCMOTpax, uYTO
CBUACTENBCTBYET O HEAOCTATOUHON I(P(HEKTUBHOCTHU CYILIECTBYIOIIMX [10XO0I0B.

BITY, nudumupyromuii okono 80% cekcyalbHO aKTUBHBIX JOfEH, NTpU3HAaH
KIIOYEBBIM 3THOJOrd4eckuM Gakropom PIIM, onHako puck mnepexoga B
UHBA3MBHbBIA paK y MH(OMUMPOBAHHBIX XKEHIIHWH OCTACTCS HU3KUM. JTO YKa3bIBAET
Ha 3HAYUMOCTH [JIONOJHHUTENBHBEIX (AKTOPOB PpHCKA, BKIHOYAs T€HETHUYECKYIO
IIPEAPaCONOKEHHOCTb, POJIbL KOTOPOH B POCCUHCKOH MOMYJIALHH OCTAETCA
HEJOCTATOYHO U3YUEHHOH.

Hucceprauus Bunokyposa M.A. mocBsiliieHa COBEPIIEHCTBOBAHHIO CHCTEMBI
3MHEMHONOTHYecKoro Hamzopa 3a PIHIM ¢ ydeToM HCIONB30BAHUS PUCK-
OPHEHTHPOBAHHOTO F'E€HETHYECKOro TecTupoBanus. B paboTte ycTaHOBIEHO, YTO YTO
3abonepaemocts PILIM Beipocia ¢ 17,58 cnyuas na 100 Thic. JKEHCKOTO HACEICHMUS
B 2007 r. no 22,57 K:2018 ., 3aTeéM CHM3UBIIHCH JIo 19,6 B 2021 I. U BHOBbL

nopusiBMch 10 20,33 B 2022 r. B aucceprauuu BHepBbIE BBIMOJHEH IPOrHO3



BO3BpalleHHs 3a00JI€BaEMOCTH K JOTAHIASMUNHHBIM ypoBHAM B 2025-2026 rT.
Pabota Takke oboramaer HaydHBIe 3HAHHS O POJIM I'EHETHYECKUX (AKTOPOB B
kaH1eporernese PILIM, co3naBast ocHOBY 1S JaIbHEHIIHX UCCIIE0BAHUN.

IIpakTrueckas 3HaUUMOCThL COCTOUT B pazpaborke aeBaTH MeTonuk ITL[P B
peXHUMe  pealbHOro  BpPEeMEHM [ aHalu3a  [OJMMOPQHBIX  JIOKYCOB,
MpoTecTUpOBaHHbIX Ha Oonee yeM 1300 obpasznax JIHK. [peanoxennas ctpaterus
CKPUHMHTA — €XKEroJIHOe LIUTONIOrHYecKoe UCCIeJOBaHte IJisl sKeHIIuH 2]1-24 et
C BBICOKHM I'€HETHYECKUM PUCKOM U AomnonHUTenbHbIH BITY-Tect na 25-65 ner —
B HepéneKTMBe MIO3BOJIUT ITOBLICUTE 3 (MEKTUBHOCTL PAHHEH THATHOCTHKY.

Bmecre ¢ TeM, HCIOJB30BATH pe3yldbrarsl TecTa HU3KOINEHETPAHTHBIX
[ONUMOPOU3MOB /ISl IPUHATHA KIMHUYECKUX pelleHuii mibo Booble He cieyer,
00 WX MOKHO yYUTEIBATE TOILKO KAK JOMOIHUTENLHbIN (haKTOp B COBOKYITHOCTH
CO BCEMM OCTAIbHBIMH JHaHHbIMM. B HacTosimiee Bpemst Kiaccu(UKALUs
[e€pMMHANbHBIX MEHETHYECKMX BAPUAHTOB B MUpe BooOIIe U B Poccuu B yacTHOCTH
IpeaycMaTpuBaeT OTHECEHHE BApHaHTa K OJIHOMY M3 5 KIAcCOB MaroreHHOCTH
(pexomennanuu ACMG, CanVIG, poccuiickuii koHcencye ot 2019 r. u T.1.).
TolbKo MaToreH bl MK BePOSATHO MATOTEHHbINH BAPHAHT MOXKET PACCMATPUBATLCS
KaK reHeTHYICCKUU MapKep ISt IPHHATUS KIMHHYECKH 3HAYMMOTO PeLIeHus Bpaya.
['eHeTnyeckre Mapkephl B HACTOSIIEM MCCIENOBAHHE TPEGYIOT NPOBEIEHUS
AalbHEHIIMX paboT Jjuid  HX BepHQHKALMM, & TAKKe YKasLlBalOT Ha
LenecoobpasHoCcTh TIOMCKA JPYIMX BO3MOXKHBIX  (DAKTOPOB I'e€HETHYECKOH
npenpacrnoyioxkeHHoctd Kk PIIIM, HO yxe B pamMKax ApyrMX MAacluTa0HBIX
HCCIICIOBAHUNA. |

OcHOBHbIE  pe3yNbTaThl  KMCCINEOOBAHUS  JIOJIOXKEHbl HA  PA3lIHUHbIX
KOH(epeHLUsIX U OITyONnHuKOBaHbI B 14 meyaTHeIx paboTax, B TOM YHciie B 4 cTaTbiX
B M3JaHuAX, pekomeHoBaHublX BAK P® juis nmyOnukaluuu OCHOBHBIX Hay4dHBIX
Pe3y/IbTaTOB JUCCEPTALIMU MO CHENHANLHOCTH «DMUAEMHONOTUS». Pe3ybTarsl
MCCIICIOBAHUS COOTBETCTBYIOT TIYHKTaM 2, S M 6 MacropTa crienuansHocTd 3.2.2.

« MU IEMUOIOTUY.



Takum 00pazom, MO aKkTyalbHOCTH, HOBH3HE, HAyYHOW M MNpaKTHYecKoil
3HAYHUMOCTH, OOOCHOBAHHOCTH OOblIeH 4YacTH BLIBOJOB M PEKOMEHIALMH
nuccepranys Bunokyposa Muxauna AuapeeBuda Ha Temy «CoBepIlIeHCTBOBAHNE
CHUCTEMbI 3MHUIEMHONOIMYECKOr0 Haa30pa 3a pakoM NICHMKH MaTKH Ha OCHOBE
UCIIONB30BAHUST  PHCK-OPUEHTHPOBAHHOTO  TEHETHYECKOr0  TECTHPOBAHHS,
NIPEICTaBIEHHAsS Ha COMCKAaHHE YYEHOM CTelNeHM KaHauaaTa MEIWIUHCKHX HayK,
ABIISIETCS] 3aBEPLICHHON HAYYHO-KBaIM(DHKALUOHHON paboTOH, B KOTOPOH pelrieHa
HayyHas 3a7lava COBEPIICHCTBOBAHMS CHCTEMBI I1MAEMHONOTHYECKOTO HAA30pa 3a
PIIIM ¢ yyeToM HCHONB30BaHMS TEHETHYECKOrO TECTUPOBAHMS IMOIUMOPPHBIX
BApMaHTOB U pacyeTa OTHOCUTEIIBHOIO PUCKa.

Huccepraunonnas padora BunokypoBa M.A. NMOJHOCTBIO COOTBETCTBYET
TpeboBanusM NyHKTOB 9-14 «IlonokeHus O NMPUCYKIEHHH YUYEHBIX CTEreHei»,
yrBepxiennoro Ilocranosnenrem [lpaButensctBa Poccuiickoit ®emgepanum ot
24.09.2013r. Ne 842 (B meifcTBYIOIIEH pefakiiim), MPeabiBIseMbIX K AUCCEPTALMIM
Ha COMCKAaHME YYEHOH CTeleHW KaHAWJaTa HayK, a €€ aBTOp 3acily)KHBaer
MPUCYKACHHUS CTCHCHH KaHAWAaTa MENWLUHMHCKUX HAYK IO CleUMaibHOCTH 3.2.2.
ONUIEMHOJIOTHS,

Coznacen na cbop, obpabomxy, Xxpanenue u pazmeweHue 6 cemu
«HMnmepnemy» Moux nepcoHaIbHbIX OAHHLIX (8 coomeemcmeuu ¢ mpebosanuamu
ITpurxaza Munobprayxu Poccuu Ne662 om 01.07.20152.), neobxodumeix o
pabomer duccepmayuornozo cosema 64.1.010.01.

10, 04, 202.51.

3aBemyrowuii kadenpoit onkorenernku MBuJII10
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HauMenosanue oprannzanum: @enepanbHoe rocyIapeTBEHHOe OO IKETHOE
Hay4YHoe yupexaenne «Mennko-reHeTHUeCKUil HayuHbli HEHTP UMEHH aKaJeMHKa
H.I1. boukoBay .

Anpec: 115522, Mockga, yi. MockBopeube, 1. |

E-mail: mgnec@med-gen.ru
Ten.: +7 (499) 612 86 07
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