OT3bIB

O(PHUHATBLHOIO ONMOHEHTA JOKTOPA MEIMIIMHCKAX HAYK, npodeccopa,
JIsiunoi Jlionmuiasl BaragumMupoBHbl Ha AHCCEPTANHOHHYIO padoTy
Bunoxyposa Muxansia AaapeeBnya Ha TeMy «CoBepIIeHCTBOBAHHE CHCTEMBI
MMIEMHOJIOTHYECKOro Ha130pa 3a paKoM IHeiKH MaTKH HA OCHOBe
HCIIOJIL30BAHHSI PHCK-OPHEHTHPOBAHHOIO I'eHETHYECKOr0 TECTHPOBAHHUS,
NpEeICTAB/ICHHYI0 HA COMCKAHHE YYeHOH CTeNeHH KaHAHAATa MeJHIIHHCKHX
HAYK IO cnenMajabHoCcTH 3.2.2. I MHAeMHOJIOr He.

AKTyaJIbHOCTDL TeMbI IHCCEPTAHHOHHON PaGoThI

Pax melxn marku (PILIM) oTHOCMTCS K YHCIY COLMANBHO 3HAYUMBIX
mpo0lieM, 3aHMMAadz TPEThe MECTO 10 pPAacHpOCTPAHEHHOCTH CPEOH BCEX
OHKOJIOTHYECKUX 3abonmeBaHuil y sxeHmuH B mupe. Ocobyro 03a609eHHOCTH
BBI3BIBAET POCT 3a00/€Ba@MOCTH KEHIUHH pETpPOYKTMBHOrO BospacTta (15-49
neT). ComacHo onyOIHKOBAHHBIM JaHHEIM B TIOCJIE/IHEE TONBI B MHpE €KETOIHO
z[HarHocmpyefCH okono 700 Teicsy HOBBIX cimydaeB PIIIM, a cMepTHOCTS
pocruraet 6onee 300 Teicau ciydaeB. B Poccuiickoii @enepanuu 31a npobiema
TaKKe oCTa€res axkryanbHoM, B 2023 romy «rpyOblil» mokasarens 3a601eBacMOCTH
cocraBui 20,89 na 100 TeIC. JKEHCKOIO HaceleHHs, B HEKOTOPLIX PETHOHAX JOCTUT
33,77 na 100 teIc. ExxeromHo or 3TOr0 3a60NeBaHHs YMHPAIOT OKOIO 6 THICAY
KeHInuH, B 2022 romy nokasarenb CMepTHOCTHM cocraBui 7,8 Ha 100 ThIC.
JKEHCKOIO HaceneHWd. OJTH IIOKa3aTelld MONYEPKHBAIOT BBICOKYIO COLHANBHYIO
3HaYUMOCTh MPOOIIEMEI.

OcHoBHBIM 5THOMOTHYECKHM (hakTopoM passuThs PIIIM spisercs Bupyc
HanuiioMel 4enoBeka (BIIY), B TeueHWe XU3HM NPOMCXOOUT HH(PUIMPOBAHHE
okormo 80% cekcyalbHO aKTMBHOTO HaceleHus. XpOHHYecKas MH(EKInd,
obycrnoBieHHas BBIéOKOOHKOI“GHHBIMH tunamu BITY (16, 18 u ap.), npuBOgUT K
uHTerpanyy supycHoil JIHK B reHoM KIIeTOK XO3sSHHA, BBI3BIBAs I1ATOJOTHYECKHE

H3MCHEHHS NOCPE/ICTBOM HapylleHus paboThl FTeHOB-CYIIPECCOPOB omyxoneii (p53,
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pRb). HecMoTpst Ha OTHOCHTENBHO HU3KHHA PUCK IMPOrPECCHH OT HHOUIIUPOBAHUAL
10 MHBa3WBHOTO paka, coyeranwe BITY ¢ npyrmmu ¢axropamMu pHcka (KypeHue,
BUY-undexims, HacJeJCTBEeHHAas TIPeIPACIIONOKEHHOCTE ) 3HAYUTEIIHLHO
YCUIIUBA€T OHKOTEHHBIM TIoTeHIHan BUpyca. CKpHHHMHIOBBIE IIPOTrPaMMBbI,
BKIIFOUalomue murojoraueckoe ucciegoranue (ITAIl-tect) u TecTupoBanue Ha
BITY, nokaszanu cBol 3((EeKTUBHOCTH B BBHISBIEHUHM IpEAPAKOBBIX COCTOAHHHI
(LSIL, HSIL) ¥ CHI)XEHHH CMEPTHOCTH B CTpaHax C BBICOKHM oxBaToM (Oonee
70% >xeHIMH B OpraHu30BaHHbIX nporpamMax EBpomsl). B Poccun oxsar TakuMu
nporpammamMu  He mpeBbimaer 30%, 4YTo  CYIIECTBEHHO  OrpaHHYMBACT
BO3MOXXHOCTH  paHHEHM  JMarHOCTHKH. “Kpome TOro, 4YyBCTBHUTEJIBHOCTBH
IUTOJOTHYECKOr0 MeTona cocrtasisger 66—83%, a cyliecTByrolye IOAXOABI K
CKpPUHUHIY H€ YYUTHIBAIOT MHIMBHAyaJlbHbIC T€HETHYECKHE PHUCKH, YTO CHHXKACT
uX 3 HEKTUBHOCTD.

I'eHeTyeckde OCOOEHHOCTH, BIHSIOINIME HAa HMMMYHHBIH OTBET H
KaHIIepOTeHe3, HTPAIOT BAXKHYIO POJib B IpeapacnonoxenHoct K PILIM. B Poccun
CHCTEMaTHYECKOEe H3yYeHHe HTHX (PaKTOpOB IIOKa HENOCTATOYHO pPa3BHTO, a
FEHEeTHYECKOoe -TeCTPIpOBaHI/Ie He BKIIOYEHO B CTaHIAPTHBIE KIMHUYECKHE
pexoMeHmaruu mo PIIIM. Mexny TteMm, Nepexol K pPHCK-OPHEHTHPOBAaHHOMY
MNOAXOLY C  HKCIONB30BaHMEM TI'E€HETHYECKOI'O  TECTUPOBAaHHsS  OTKpHIBACT
MEepPCIEeKTUBEl Ui BBIICNEHHUs IPYNI BBICOKOTO PHCKA, YTO MOXKET IOBBICUTH
TOYHOCTh JHATHOCTHKH, ONTHMH3UPOBaTh 4YacTOTy CKpMHHMHIA W CHHU3UThH
3aboneBaeMocTh. Takoil Moaxo] ocoOeHHO akTyajeH B yCIOBHAX, xorma 1o 30%
ciyyaeB  uHBasuBHOro PIIIM  BemBisIOTCS — J@Xe  TpH  PErylsipHBIX
NpoGUIAKTHYECKHX OCMOTpax, YTO YKa3blBaeT HAa HENOCTATKH CYyIIeCTBYFOLIMX
CTpaTerui.

Hcxonsd W3 BBIIECKa3aHHOIO, JAuccepranuoHHas pabora Bunokyposa
Muxauna AHOpeeBUdYa, HamnpaBleHHas Ha COBEPLICHCTBOBAHHE CHCTEMBI
ST AEMHOIOTHYECKOTO Hagzopa 3a PIIIM Ha OCHOBE HCIIOJIb30BaHUS PHCK-
OpPHEHTHPOBAHHOIO TE€HETHYECKOTO TECTHPOBAHHSA, ABISICTCH  AKTyallbHBIM

Hay4YHbIM HarpapJICHHUCM. B pe3yibTare IIPOBENCHHOIO HCCIIeJ0BaHWA
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NpeIIOKEHBl MHHOBAIIHOHHBIE DEIICHUS Ul MOBBIIEHHA >()(PEKTHBHOCTH

npouiakTHky ¥ panaeit quarnoctuky PIIIM B Poccuiickoi ®enepariiu.

Crenenb JOCTOBEPHOCTH NMOJY4YeHHBIX Pe3yJIbTATOB H 000CHOBAHHOCTD
HAy4YHbIX MOJIO’KEHHH H BLIBOJOB

JliccepTalliOHHOE  HCCIIEOBaHME OCHOBAaHO Ha  IIOCJIEI0BaTEIHLHOM
MPHMEHEHHH IIHPOKOTrO CIEeKTpa COBPEMEHHBIX METO/0B. HaydHbIe MOIOKeHus,
BBIBOJIBI M peKOMeHIAIuu cHopMyTMpOBaHEl B 000OCHOBaHBEI aBTOPOM, OIHPAsCh
Ha pe3ylbTaThl NPOBEICHHBIX COOCTBEHHBIX HCCICAOBAaHMH, KOTOpbIE ObLTH
BBINOJIHEHEI HA JIOCTATOYHOM 00BeMe COOpaHHOro MaTepHala.

Couckartensh uMeeT 14 omy0GIMKOBaHHBIX paboT, B TOM 4ucie 4 CTarbd B
pelleH3UpPYEMBIX HAy4YHBIX JKypHajlax, PEKOMEHIOBAaHHBIX B TepeuHe HAy4YHBIX
m3gaanii BAK MununcrepcetBa o6paszoBanust 1 Hayku Poccuiickoit @enepanun no

I'IquJHJ'IIO CrienuaJIbHOCTH ((3HHI[,GMHOJIOFPI}I».

HoBH3Ha HcC/I€I0BAHHA

B nnccepfauHOHHOM MCCIIeJOBAHUHM TIPEICTABIEHBl aKTyalbHble JJAaHHBIE 00
snumeMuoornyeckoit  obcranoske mo PIIIM B Poccuiickoii ®@enepaiiyy,
MojdydYeHHLIE HA OCHOBE aHalW3a AWHAMHMKH 3a00/€Ba€éMOCTH, CMCPTHOCTH,
OIICHKH KadecTBa ¥ 3(P(EKTUBHOCTH MEpP BTOPHYHOM NMPOMHIAKTHKH 32 IEPUOJ C
2007 mo 2022 roxel. B yka3aHHBIN [TepHO/] YCTAHOBIEHO CTATUCTHYECKH 3HAYHMOC
yBenMyeHue Tokasareneii 3a6onesaemoctu PIIIM ot 17,58 o 20,33 wa 100 Thic.
)KeHCKoro  Hacejedus. CMepTHOCTH OT JaHHOH  [ATOJIOTHM  JIOCTHIVIA
MakcuMasibHOro 3Hadenus 8,44 B 2015 roay, mocie 4ero OTMEUYCHO CHHKEHHE 10
7,79 B 2022 rony.

YCTaHOBIEHO H3MEHEHHe BO3pacTHOM cTpykTypsl manuentoB ¢ PIIM u
CMeI[eHHe oMM OONBHBIX B CTOPOHY 6GoJjiee MOJNOIABIX Ipynn — oT 4549 ner
(12,1% B 2007 ro,uyj k 40—44 rogam (13,7% B 2022 romy), IpH 3TOM JKEHIIHHBI B
Bo3pacTe 15-49 ner cocTaBUIM IOYTH ITOJIOBHHY BCeX CJIydacB (47,02%). B

pesynbTare TporHosuposaHus 3abonesaeMoctd PLIM momyuyeHbl AaHHBIE O
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BO3MOJKHOM YBEIMYEHHM MoOKa3zareneil 1o yposHs 22,57 Ha 100 TeIC. JKEHCKOro
Hacenenuss k 2025-2026 rr, 4TO CBHIETEIHCTBYET O HEOOXOAMMOCTH YCHIICHHS
NpOGUIAKTUYECKUX MEPOIIPUATHH.

Ha ocHOBe UCNOIB30BaHMS KIACTEPHOro aHaIN3a II0Jy4€eHbl HOBEIE JJaHHEIE O
3HAYMTEIbHBIX PErMOHAIBHBIX pa3iuuuix 3aboneBaemoctd PIIIM. ITokasano, 4To
B 28 peruoHax ypOBeHb BBIIIE CPEIHEro IO CTpaHe, YTO CBHUAETEILCTBYET O
HepaBHOMEPHOCTH 3MUICMHUOJIOTUIECKOM CUTYallUd U HEOOXOAUMOCTH yYHTEIBATE
perMoHa/lbHble OCOOEHHOCTH TpU pa3paboTKe M peanusalud I[POorpamm
IpOoGHUIAKTHKH 3a00JIeBAHHS.

B paGote BriepBbIe MOATBEPIKIEHA CB#3b TPEX I'€HETHMYECKUX BApHAHTOB —
rs55986091 (HLA-DQBI), rs2516448 (MICA) wn rs9271898 (HLA-DQAI) — ¢
IOBBIIIIEHHON BEPOSTHOCTBIO Pa3BUTHs NUCIUIA3UU BbICOKOM cremenm (HSIL) y
nanueHToK ¢ BITY-undekuueit. [TokazaHo, 4TO TOMO3UTOTHOCTE IO pedepeHCHbBIM
alIeNsM B OTHUX JIOKYCax YBEIIHYMBACT PUCK Pa3sBUTHs JMCIUIA3MH BBICOKOM
CTETEeHH y MallueHTOK B 2-4 pa3a.

Pa3paboran MaTeMaTH4eCKHil alrOPUTM OLIEHKH CYMMapHOI'0 M€HETHYECKOTO
pHUCKa Ha ocHoBe neBiatd MapkepoB (rsl048943, rs55986091, rsi38446575,
rs2516448, rs9271898, rs73728618, rsl0175462, rs1801133, rs4646903),
MO3BOJISIIOIIMM paclpeiesidTh INAalHeHTOK Ha KaTerOpHHM HHU3KOIo, CpeIHero u
BBICOKOTO puicka. MHTerpamus 310l Mozenu ¢ pesynsraramMu BITU-TunupoBaHus
TI03BOJISIET YBEIHYUTh TOYHOCTH AMArHOCTHKH AWCILIA3HM BBICOKOH CTETIEHH Y
nanMeHToK 10 82%, YTo NpPEeBOCXOAMT MOKA3aTeNHM OTAENBHOIO0 I€HEeTHYECKOIOo
aranmsa (65%) u BITU-rectupoBanust (70%).

Brnepsslie IpeIOKeHbI HalpaBJIeHUsA COBEPLIEHCTBOBAHHUS
SMUIEMHONIOrHYecKkoro Hanzopa 3a PIIIM, Ha OCHOBE HCIIONB30BaHMS PHCK-
OPHEHTHPOBAHHOTO TE€HETHYECKOI0 TEeCTHPOBaHMA. OTO pELICHHE YCHIIMBAET
BO3MOXXHOCTH MOHHTOpPHHIa 3a00/IeBa€MOCTH, OITHMH3UPYET HCHOIb30BaHUE
pecypcoB H cnoéoGCTByeT pazpaborke MPOMHIAKTHYECKUX  CTpATeTHH,

aJalITHPOBAHHBIX K 3ITHACMHOIOTHYECKHM 0CO0EHHOCTAM PETrHOHOB.



Teopernueckasi H IPAKTHYECKAS 3HAYHMOCTh Pe3yJIbTAaTOB
HccJieJ0OBaHHsA

TeopeTndeckoe 3Ha4eHHE JUCCEPTALHOHHOTO MCCIIEOBAHUS 3aKIIOHaeTCA B
onpeieJleHu: 0COOEHHOCTeH CHCTEMBI JIHASMHOIOIHYECKOro Ha30pa 3a PIIIM u
poJid TreHeTHYeCKHX (AaKTOpOB pHCKa B IIPOIPECCHPOBAHHU OHKOJIOTMYECKOH
matojorud. B pabore  TpeACTaBI€HBI  AKTyaJlbHbBIE  JAaHHBIC 00
SIUIeMHoNorHYIeckix ocobernoctax PIIIM B Poccuiickoit ®eneparmn. H3ydeHsl
ypOBeHb M JMHAMHKA 3a00NeBaEMOCTH M CMEPTHOCTH, BBISBIEHBI PEIHOHATIBHBIC
pasTuuMs B paclpocTpaHeHHH 3abosneBanus. [laHa oOIEHKa 3¢ GEeKTHBHOCTH
CYILIECTBYIOUMX ~MPO(GHUIAKTUYECKHX MNPOTpaMM — OHKOJIOTMYECKOH — MOMOIIM
NalUeHTKaM.

C NpakTHYeCKO! TOYKH 3PEHMs, 3HA9UMBIM Pe3YJIbTaTOM SBISETCs CO3/IaHHE
neBaTH MeToguk Ha ocHoBe [I[[P B peanbHOM BpeMEHHM Ui OIPEACTICHMSA
reHeTHYECKUX ITOTHMOP(HU3MOB, CBA3aHHBIX C PHUCKOM Da3sBHUTHA PIIIM. Otm
METOMKY XapaKTepU3yIOTCs BBICOKOH CIEIM(PUYHOCTBIO M TOYHOCTBIO M MOIYT
6BITH BHEAPEHBI B KIMHUYECKYIO IPAKTHKY /U1 HIEHTHQHUKAIMH ajuteNiel pyUcka y
NalMEHTOK. Ha uX OCHOBe paspaboraHa MaTeMaTH4ecKas MOJeNIb ONPENCICHHA
CYMMApHOTO T€HETHYECKOTO PHCKA, TI03BONAIONIAs CTPATHQHIMPOBATH JKEHILIHH TIO
KaTeropusaM pucka (HU3KUH, CPEIHMHA M BEICOKHH IeHEeTHYESCKUH PUCK).

Onpezenedsl W HaydHO OOOCHOBaHbI HalpaBIEHUs COBEPLICHCTBOBAHMS
smMIeMuojornueckoro Hajazopa 3a PIIIM ¢ HCrons30BaHHEM TIE€HETHYECKOIO
TecTHpoBaHHUs. [IpeUloKeHa PHCK-OPUEHTHDOBaHHAs CTparerds CKpUHMHIE,
mpedycMaTpuBarolas Oonee uacToe oOCHE0BaHME [AIMEHTOK C  BBICOKMM
reHeTHYECKHM DPHCKOM, YTO CIIOCOOCTBYeT paHHEMY BBIABICHHIO IIPEPAKOBBIX

COCTOSIHUM H CHHIKEHHIO 3a00JIEBAEMOCTH.

JInuHoe yuacTHe aBTOPa B MOJY4YEeHHH Pe3ybTaToOB HCC/ICJOBAHU
ABTOp JIMYHO Y4YacTBOBaJN B IUIAHMPOBAHWM M BBIIOIHEHMH BCEX 3TarloB
uccienoBanysi. IIpoBelleH aHain3 3apyOeKHBIX M POCCHHCKHX JIMTCPaTypHBIX

MCTOYHHAKOB, IIpH HEIOCPEACTBEHHOM y4acTHH JUCcCepTaHTa pa3p360TaH I[HBafIH
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HUCCIIeJOBAHHS, BBINIOJIHEHA CTAaTUCTHUYCCKAs 06pa60TKa MOJIY4YEHHBIX PEe3ylIbTaToB,

ux 00CyXIeHHe, TOJrOTOBKA MyOIMKalMi ¥ BHEPEHKA B IIPAKTHUKY.

OueHKa coep:KaHHsI THCCEPTALHOHHOR paboThl H ee 3aBePUICHHOCTH

JluccepTallMOHHOE —HMCCIIEoBaHHe, MpoBefeHHoe BuHokypoBeiM M.A.,
IOCTPOEHO MO TPAJAMIMOHHOMY TpPUHLHUITY, H3IOKeHO Ha 1387 crpaHMiax
MAIIMHOIIMCHOTO TEKCTA, HILTFOCTpUpOoBaHo 18 Tabmuuamu 1 44 puCyHKaMH.

Bo BBe/IcHWM aBTOPOM IIOKa3aHbl aKTyalbHOCTh, CTENeHb pa3pabOTaHHOCTH
TeMBI, COPMYJIMPOBaHBI 1eJib U 3afa9d MCCIeJOBaHHA, OCHOBHBIC ITOJIOKEHHS,
BLIHOCHMBIE Ha 3allliTy, 00OCHOBaHAa CTENEHb JIOCTOBEPHOCTH TIOIYYCHHBIX
pe3yNsTaTOB M BBIBOJAOB, NpeJCTaBlIeHBl (OPMBI BHEIPEHHMS H JIMYHBIM BKIa]
aBTOpAa.

[leppast maBa (0630p JWTEeparyphl) BKIIOYAET aHAIW3 OIMYOIMKOBaHHBEIX
IaHHBIX TI0 TeMe HccaenoBanus 128 MCTOYHHMKOB, U3 KOTOPBIX 64 OT€YeCTBEHHBIX
u 64 sapybexnbix. O6G30p COOTBETCTBYeT TeMe IUCCEPTallMOHHOW paboThl H
OXBaTBIBAET €8 KIIFOUEBEIE acleKThl, BKIIrogas snuaemuonoruio PILIM, pons BIIY B
maToreHe3e, a TalOKe T'€HETHYECKHe M HereHeTHIecKHe (aKTophl pUCKa. ABTOP
mofpoOHO  paccMarpWBaeT —[IOOANBHYIO — CTaTUCTHKY — 3a00leBaeMOCTH H
cMepTHOCTH 0T PIIIM, mog4yépkuBas BEICOKYIO PACIPOCTPaHEHHOCTE NATOJIOTHH B
CTpaHaxX C HM3KUM 3KoHOMu4YeckuM yposHeM. Ocoboe BHUMaHHE YAENCHO
MOJIEKYJIIPHBIM MeXaHW3MaM KaHIleporeHesa, CBsS3aHHBIM ¢ WHTerpaimeii BITY B
reHOM KJIETOK ¥ poiibio onkoreHoB E6 u E7. B 0630pe Takxke npoaHalu3HPOBaHbI
COBpPEeMEHHBIE TOIXO[bl K CKPUHMHIY ¥ Hpodunakruke, Bkmodas [IAll-tect u
BITU-TecTHpoBaHHe, € aKIEHTOM Ha HX 3(Q(EKTHBHOCTE M OTPaHHYEHUS B
KOHTEKCTe poccuiicKol mpaxkTiku. Kpome Toro, B JaHHOM TIaBe aBTOp OLEHHBAET
CTEIIeHb H3yUYeHHOCTH TeHETHYECKOM npeapacnonokenHocTd K PIITM.

Bo Bropoii rmaBe «Marepuanbkl W METOOBI HMCCIENOBaHM) IIPEACTABIICHA
XapaKTepUCTHKa MﬁTepHanoa JUCCEPTAIMOHHOIO HCCIEI0BaHHA U IOAPOOHO
OIIMCAHBl METObI, KOTOphle OBUIM HCIIONB30BaHbI ISl PEeIeHMs IMMOCTaBICHHBIX

3ama4q: BIIH,HCMHOJIOFH‘IGCKI/II‘;I, MOJICKYJISIPHO-6HOJIOFH‘-ICCKHC U CTaTUCTHYECKHE.
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ABTOp HeTalbHO 0OBSCHIET BHIOOD OOBEKTOB HMCCIEOBAaHHUsA, BKIIOYas BHIOOPKH
[NAaUMEHTOK C Ppa3IM4HOHM CTENeHBI0 MAaTOIOTMH WIEHMKM MAaTku, a TaKxke
00OCHOBEIBAe€T HMCIIONB30BAHWE KOHKPETHBLIX IOAXOIOB JJISl aHaluu3a JaHHBIX.
[IpuBeneHsl 3Tansl cbopa OHONOTMYECKOTO MaTepuala, BKIOYas o0pasibl JJIs
FeHETHYECKOIO0 TEeCTUPOBaHUA, U Ipouecc uX o00paboTku B 1abOpaTOpHBIX
YCIIOBUAX. YKa3aHbl NPUMEHEHHBIE CTAaTHUCTHYECKHE HHCTPYMEHTHI: JIHHEHHas
perpeccuss M aiJAUTHBHBIE MOJEIH JUIsl [POrHO3HMPOBAaHMS, HUEpPapXUYECKUH
KIIACTEPHBIM aHanus3, Z-TeCT U KpHUTEpHH x2 Ul CpaBHEHHUsA IIOKa3arTejeH,
JIOTUCTHYECKAs PErPecCcusl, aHaJIM3 MOJUIreHHbIX puckoB, ROC-aHanu3 s OlleHKU
MOJIeNIEH, BKJIIOYass IUIOWIAJb IIOJ KPUBOH M METPUKH YYBCTBUTEILHOCTH,
TOYHOCTH M CHelUPUYHOCTH, a Tarke MeTon XoiMma i KOHTPOIs OIIHOOK
nepsoro pojga. Ocoboe BHUMaHHUE yaeneHo MeTojonoruy paspaborku IIP-Tecto
B PEXKMME PeaJIbHOTO BPEMEHH.

B Tperneit maBe «J/lMHaAMHKa ypOBHS U CTPYKTypbl 3a00I€BaeMOCTH PaKoM
IIEMKM MaTKM >KeHCKoro HaceneHus Poccuiickoit ®ejepanum» IpeacTaBieH
aHaJIU3 SMUIEMHOIIOTHIECKOW CHUTYaIluH, CBsi3aHHOU ¢ 3aboneBaemocthio PIIIM n
CMEPTHOCTBIO ot a1010 3a60MeBanus B Poccuiickoii Oenepanum 3a nepuon ¢ 2007
no 2022 roxsl. ABTop MopoOHO OMMCEIBAET AUHAMHKY 3a00/IeBaeMOCTH, OTMedas
HEpPaBHOMEPHBIM €€ XapakTep ¢ IepUOAaMH pOCTa M CHHKEHHs, a TaKxKe
aHaJIM3UpYyeT W3MEHEeHHs B BO3PacTHOH CIpPyKType 3aboneBHIMX, IMOJUYEPKMBAs
TEHIEHIIMIO K «OMOJIOKEHHIO» Iarojioruu. [IpoBeseHa oreHKa (HaKTOpPOB,
BIMSIIOIIUX HA OPraHU3alii0 OHKOJIOTHYECKOM MOMOIM, TAKHX KaK JOCTYIHOCTH
CKpPUHHMHIOBBIX MHPOrpaMM M KadeCTBO JMATHOCTUKH, YTO IIO3BOJIMIO BEIABHTH
KIIO4eBble  TNpobleMsl B cHcTeMme  3ApaBooxpaHeHus.  OcymiecTBieHa
KlacTepu3allMsi W paHKupoBaHHe cyOnexToB Poccuiickoit @enepanuu 1o
[I0Ka3aresio 3a00eBaeMOCTH, B Pe3yJIbTaTe Yero BBIAEIEHBl PErHOHBI C BHICOKHM
pHCcKoM, Takue Kak PecryOirka TeiBa n 3abaikabCKHM Kpai, 4 perHoHbl ¢ bomee
Garonomy4HoM cn'fyauneﬁ. B [JomonHeHME K JTOMY aBTOp IIPHBOJAMUT

CTaTHCTHYECKHE [JaHHBIE O JIETAJIBHOCTH H B(b(beKTHBHOCTH BTOpH‘IHOﬁ



PO HITAKTHKH, 4TO MO J4EPKUBAET He0OXOOUMOCTh MOJIEpPHHU3AIHH
CYLIECTBYIOIMIMX IIOAXOA0B.

B yeTtBeproii miaBe «Pa3paboTka METOIHK Ha OCHOBE IMOJMMEPA3HOM IEMHOM
peaKIu¥ B peXHME pealbHOrO0 BPEMEHH JUI ONpe/ieNleHHs ICHETHYECKOH
TpEPacloNOKEHHOCTH K paky [IedKM Marki» OmMcaHa pas3paborka H
TECTHPOBAHUE KOMILIEKCA MOJIEKYNIIPHO-OMOIOTHIECKHX METOAMK, OCHOBAHHBIX
ma II[P B pexuMe peambHOI0 BPEMEHH, /Ui OUPEJEIEHHsS aJlleTeu,
ACCOLIMMPOBAHHBIX ¢ pUckoM paszutusi PIIIM B geBiTH mnomuMoOp(pH3Max:
¥s1048943 B rene CYPIAL, rs55986091 8 HLA-DQBI, rs138446575 B TTC34,
rs2516448 B MICA, rs9271898 B HLA=DQAI, rs73728618 B HLA-DQAI,
rs10175462 B PAXS, rs1801133 B MTHFR, rs4646903 B CYPlAl. Asropom
MoApoOHO ONMCAaH MPOLECC CO3[aHHs METONMK, BKIIO4as MoAOOp NMpaiMepoB U
30H/IOB, a TAKXKe JTalbl MX BaJIM/Alli¥d Ha KOHTPOJBHBIX oOpasuax. OnucaHsl
TexHuyeckue acrexthl nposefeHus TP, Taxue Kak TeMIeparypHbIC PEXHUMBI U
JUIMTELHOCTh LMKIIOB, YTO JEJaeT METOAMKY BOCIIPOM3BOIMMOM [Uis APYIHX
nccienosareneii. Kpome Toro, aBrop moa4€pKuBaeT MPaKTHUECKYlO 3HAYUMOCTh
paspa60TaHHLI>{ TECTOB, KOTOpBIE MOTYT OBbITh BHEIPEHBI B KIMHHYECKYIO
NPAKTHKY [JIs TEHETHYECKOIO CKPUMHMHTA.

B nsaroii maBe «BblgBIEeHWe Tpynn pHcka 3aboleBaHHMA Ha OCHOBE
pacnpoCTPaHEHHOCTH N'eHETHIECKUX IOIMMOP(PHU3MOB, aCCOLMIPOBAHHBIX C PAKOM
IMIeWKH MaTK{» I10Ka3aHO, YTO YacToTa ajulesieil, aCCOIMHPOBaHHBIX C PHCKOM
passutus PIIIM, B poccuiickoil BeiGopke (xuremun Mockel U MOCKOBCKOH
0651acTH) He OTIWYAETCS OT JAHHBIX, MOJIyYEHHBIX B €BPOMNEHCKUX IOMYIAIHAX 10
BHIODAHHBIM TeHeTHUYeCKMM mojmMopdusmam. B 3T0#f mmaBe aBTop MOAPOOHO
aHAM3UPYET pe3yJbTaTbl TEeHeTHYECKOIo TECTHPOBAHHS, IIPOBEJIECHHOIO Ha
BBIOOPKAX KEHINWH C Pa3lMYHON CTENEHBIO TAKECTH IATONOIWH LISHKHM MAaTKH,
BKJIo4ag nanuedToxk ¢ BITY-undexuueit 6e3 HEOMIacTHYCCKHUX A3MEHEHHH U C
JUCIUIasHen BEICOKOH CTeIeH# (HSIL). YcTaHOBIEHBI CTAaTUCTMYECKH 3HAYHMBIC
B3aMMOCBA3M MEXKIy pAa3BHTHEM JHCIUIAa3MM BBICOKOW CTENCHHM M TPeMsd

reHeTUYeCKHMH MapKepaMu — 152516448 (MICA), rs55986091 (HLA-DQBI) w
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r$9271898 (HLA-DQAI), Hanuune TOMO3WIOTHBIX T'€HOTHIIOB IO pe(EpEeHCHBIM
aJyIeNaM yBeIMYHBaeT PUCK B 2—4 pasa. ABTOp TaKxke IPUBOAUT pa3paboTaHHYIO
MaTeMaTHYeCKyrd MOJIellb OIIEHKHM CYMMAapHOIO IeHETHYECKOTO pHCKa, KOTOpas
TIO3BOJISIET CTPATU(GHIIUPOBATE ITALMEHTOK 10 YPOBHIO PHCKa.

B mecroii 1mmaBe «Pa3zpaboTka W NyTH MOAEPHU3ALMH CHCTEMBI
SMUIEMHUOJIONHYECKOrO HaI30pa 32 pakoM LIEMKH MaTKe» BBINOJHEH aHalu3
HOPMATHBHO-TIPABOBOM  JOKYMEHTALMM, pEIaMEHTUPYIOIIEH  PerucTpauyio
3JI0KAaYeCTBEHHEIX HOBOOOpa30BaHMW IIeMKM MaTK¥, a Takke CHCTeMa
po(UIAKTHIeCKUX MeponpuaTuii B Poccuiickoit @enepanun. ABTOp MOAPOGHO
paccMaTpyBaeT CyILECTBYIOIME IpHKa3pl- MUH3[paBa, OTMeYas HEeJOCTAaTKH
VHUGUKALMM JAaHHBIX M HHTErPalid C COBPEMEHHBIMH HH(QOPMAlHOHHBIMH
chucTeMaMH. B 3To¥i I7aBe ompefeneHbl W HAyYHO OOOCHOBAHBI COCTABISIOLINE
CHCTEMBI 3MUAEMHONIOrHYecKoro Haazopa 3a PIIIM, BkiIouas BHPYCOJOTHYECKHH
mouuTopuHr BIIY, crarucTuky 3abo1eBaeMOCTH M CMEPTHOCTH, IaHHBIC 00
MMMYHU3AIMM IPYIIl PUCKA, a TAKKe HH(POPMAIHUIO O Ka4yeCTBE OHKOIOTMYECKOH
IIOMOIIM ¥ TEHEeTHYEeCKOM TeCTHpOBaHMH. B miaBe mpefcrapieHa paspaboraHHas
pHCK—opHeHTHpbsaHHaﬁ CTparerviss CKPUHUHTOBBIX MEPONPHUATHHA, KOTOpas
npennoyaraer Gomee yacThle 0OCHEeNOBaHMS AN JKEHIIMH C  BBICOKHM
reHeTHYECKHM PUCKOM, YTO AETAIBHO OIUCAHO C yKa3aHWEM BO3PACTHBIX IPYIIT U
PEKOMEHYEMBIX METOIOB JHAarHOCTHKM. I[IpeAnmoXkeHbl KOHKPETHBIE IIAard Imo
MoznepHM3and  (DeJepalbHOrO  PAKOBOIO  PErMcTpa, BKIIOYas BHEIPEHHC
aBTOMAaTH3MPOBAHHBIX CHCTEM cOOpa JaHHBIX.

B 3akmoYeHHd AMCCEPTALMOHHOM paboThl IIPOBEJEHO  O0CYKIeHHEe
TONTyYEeHHBIX PE3YJIETATOB M UX COMOCTAaBIeHHE C JAHHBIMU Hay9IHOH JTHUTEpaTyphl,
YTO TO3BONSET OLEHHTh MX HOBH3HY M 3HAYUMOCTB. ABTOp MNOAPOOHO
aHAJIM3MPYET, KaK BHIBOIBI, IIOTyYeHHBIE B JJAHHOM HCCIIEJOBaHUH, COOTHOCATCH C
HCCIIEIOBAHUAME JPYIHX aBTOPOB, NOAYEPKHBAs YHHKAJIBHOCTH BBIABICHHBIX
IeHETHYECKHUX accoﬁnaunﬁ M TPeUIOKEeHHOM CTpaTernd CKPUHHHIA. YKa3aHbl
OTpaHMYEHHUs UCCIIENOBAHMS, B YACTHOCTH HEOOXONMMOCTh PacIIMpEHHUs! BEIOOPKH

Ha JIpyrue peruoHsl Poccuu.



Pabora 3aBepmiaercs BBIBOZAMHW, NPAKTHYECKHMM PEKOMEHIALUSIMA M
NIePCIIEKTUBAMH JallbHeHIIeH pa3paboTKH TEMBEL

IlprHIMIKMANBHEIX — 3aMEYaHM K COJNCPKAHMIO JUCCepTAMd U ed
0pOPMIIEHUIO HET.

B xogie 03HaKOMIIEHHS ¢ IHCCEPTALMOHHON paboTON BO3HUKIHU CleIyIoIue
BOITPOCHI:

1. MoxHO 5 SKCTpaloIMpOBaTh pe3yNbTATH HM3YYEHHsS TIeHEeTHYECKOH
npepacnofiokeHHoCTH K PIIIM B HM3y4eHHBIX pEeTHOHax Ha JAPYTHE PErHOHBI
Poccuiickoit ®emeparium?

2. Kakwue 3amaum B cucTEME BITHAEMHAOIOTHUYECKOIO Hajzopa 3a PIIIM moryt
OBIT pellIeHbl yIPeKIeHHSIMH, OCYIIECTBISIOITHAMH TOCYAapCTBEHHbII Haa30p IS
0becrieueHrs  CaHHTAPHO-3IUEMHONIOTHYECKOTO  GIArOHONYYHs  HACEICHHUS

Poccutickoii @enepanun?

Jaxiouenne
Muccepramms  BunoxypoBa ~ Muxamna — Auzpeesuya  Ha  TeMy
«CoOBepLIEHCTBOBAHHE CHCTEMBI DIIHAEMHOJIOTHYECKOT0 HAA30pa 33 PAKOM IIEHKH
MaTKd Ha OCHOBC MCIIONBE30BAHKSA PUCK-OPUEHTHPOBAHHOIO TIeHETUYECKOIr0
TECTUPOBAaHHUA», TNPEICTABIEHHAs HAa COMCKaHHE YYEHOM CTeleHH KaHIuaaTa
MEIIMUMHCKAX HayK, SBIAETCH 3aBEpLIEHHOH Hay4YHO-KBaTH(DHKAIIMOHHON
paboTOH, B KOTOPOW HAa OCHOBAHWM BHINOJHEHHBIX ABTOPOM HCCIIGIOBAHMIA
peleHa axkTyallbHas Hay4Hasd 3afada 10 COBEPIIEHCTBOBAHHID CHUCTEMBbI
SMUAEMHONIOrHYecKoro Haazopa 3a PIIIM Ha OCHOBE HCHONBE30BaHUS PHCK-
OPUCHTHPOBAHHOI'0 TEeHETHYECKOIO0 TECTHPOBAHHUSA, HTO HMEET CYIIECTBEHHOE

3HAYCHHE [1JIs TEOPHH U MPAKTHKHK SIHUIEMHOIOTHH.
Io akTyanbHOCTH, HOBH3HE M HAYYHO-IPAKTHYECKOH LIEHHOCTH TIOMYYeHHBIX
pPEe3yIbTaTOB H® . TOJOKEHHH  JuccepraiuoHHas pabora Bunoxyposa MLA.
IIOJTHOCTBIO COOTBéTCTByeT TpeboBaHMAM myHKTOB 9-14 «Ilonoxenus o

IIPUCYXKIOSHUH YYEHBIX CTEMeHe» 5 YTBCPKIOACHHOIO IToctanoBnenuem

IIpaBuTensCcTBA Poccm‘«’iCKOI_‘& Qepepamma ot 24.09.2013 r. Ne 842 (B
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ACHCTBYIOIEH pelaKi(iu), NPembSIBIIEMBIX K OACCEPTALUIM HA COHCKAHUE
YYCHOH CTETIeHH KaHUaTa HayK, a ¢ aBTop 3aCILYKHBAET TIPUCYKICHHS CTEIIEHH
KaHIH/aTa MEIUIIMHCKHX HAYK MO CIENHAIBHOCTH 3.2.2. DITHIeMHOIOIHA.

Coznacna na cbop, obpabomky, Xpamenue u pasmewernue 6 cemu
«Hnmepnemy Moux nepconanvhvix OaHHBIX (8 COOMEEMCMEUU C mpeboeanusmu
llpuxaza Munobpuayxu Poccuu Ne662 om 01.07.2015 2.), Heobxooumwix Ona
pabomur duccepmayuonnozo cosema 64.1.010.01.

OdurmanbHbiii oNmoHeHT:

AOKTOP MEIMIMHCKHX HayK, IIpodeccop,

3aBeayromas gaboparopueii 31U IeMHOIOIHH
MH(EKUHOHHBIX i HeHH(EKIIMOHHBIX 3a60/IeBaHmi

©®BbYH «Cankr-ITetepOyprekuii HayIHO-HCCIIEIOBATEIBCKIM
MHCTHTYT STIHIEMUOJIOTHH U MHEKPOOHOIOrHH um. IlacTepar
DejiepalbHOM CITyK0bI 110 Han3opy B chepe 3aIUTH PaB
HOTpebuTeneH U OIAromoayyus YeoBeKa

24,04 2025, % ol {//h JIsnuna Jlrogmuna Broagumuposna

Honrmes n.M.H., mpodeccopa Jlsmmnoi JI.B. 3aBepstio:

Yuensiil cekperaps ®EVH HUU B iy
SHUACMHOIOTUY ¥ MUKPOOHOIOTHI -t

umMenu [lacrepa Pocnorpe6uansopa, ’f”/ Tt 00,
K.M.H. (%f/’?/ Tpudonosa Fanuna Genoposra
Ry Rk 4 e

g
4 4

¥

DejepanbHOE OIOIKETHOE yUpexkIeHHe Hayku «Camki-1leTepbyprekuii HayqHO-
HCCIENIOBATCIECKHH ~ MHCTHTYT — SMMAEMHONOTMA ¥ MHKPOOMOIOTHH HM.
Ilacrepa» @enepanpHoil ciyx6bl 1O Hamzopy B chepe 3aI(uTH npaB
noTpebHuTenel 1 Giraronony4us yenoBexa

197101, Poccniickas @eneparnys, . Cankr-TlerepOypr,

yi. Mupa, .14

Ten: (812) 644-63-08

OnekTpoHHas noyta: lyalina@pasteurorg.ru
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