
OT3hiB 

Ha 3BTOpe<l>epaT ,UHCCepTaiJ,HOHHOH pa60Tbl 

Cycnnu,Mua Esreunst HnKoJiaesnqa no TeMe 

«MOJIEKY JIHPHAH ~IIArHOCTIIKA HACJIE~CTBEHHhiX 

3Al>OJIEBAHIIH, ACCOIJ,IIIIPOBAHHhiX C llOBhllliEHHhiM 

PIICKOM B03HIIKHOBEHIIH OllYXOJIEH», 

npeJJ:CT3BJieHHOH Ha COHCK3HHe yqeHOH CTeneHH JJ:OKTOpa Me,UHIJ,HHCKHX HayK 

no cneiJ,H3JibHOCTSIM: 3.1.6. - OHKOJIOrHst, Jiyqesast TepanHH H 1.5.7.-

reueTnKa. 

B o6mei1 CTPYKType MOHoreHHbiX HacJieJJ.CTBeHHbiX 3a6oJieBaHfri1, KOTOpbiX B 

8000 HeMaJIYIO )J.OJIIO 3aHHMaiOT 

H030JIOrH~eCKHe <PopMbl, B CIIeKTp KJIHHH~eCKHX IIp051BJieHHH KOTOpblX BXO)J.51T 

HOBoo6pa3oBaHH51 . B p51JJ.e CJI~aeB 3JIOKa~ecTBeHHbie orryxoJIH 51BJI51IOTC51 OJJ.HHM 

YI3 OCHOBHbiX IIp051BJieHHH HaCJie)J.CTBeHHOrO 3a6oJieBaHH51, B JJ.pyrHX 

IIpHCYTCTByeT IlOBbiilleHHbiH pHCK B03HHKHOBeHH51 orryxoJieH B Te~eHHe )I(H3HH, 

l!TO yxyJJ.IllaeT Ka~ecTBO )I(YI3HH rrau:neHTOB H MO)I(eT CTaTb rrpn~HHOH nx 

npe)I()J.espeMeHHOi1 r116eJI11. Tel!eHI1e 11 rrporHo3 3a6oJieBaHH51, IIOJJ.XOJJ.bl K 

Tepai11111 B CJiyqae orryxoJieH, Bbl3BaHHblX HaCJie)J.CTBeHHbiMH MyTaU:H51MH, MO)I(eT 

OTJI J1l!aTbC51 OT CIIOpa)J.I1l!eCKHX CJiy~aeB, ~TO o6ycJIOBJIHBaeT BmKHOCTb 

CBOeBpeMeHHOrO Bbl51BJieHH51 HaCJie)J.CTBeHHblX IIpH~HH II051BJieHH51 onyxoJieH. 

KpoMe Toro, MOHoreHHbie 3a6oJieBaHH51 MoryT HMeTb 3Ha~nTeJibHhie 3THH~ecKne 

11 reorpa<Pn~eCKHe pa3JIH~H51 B OTHOilleHHH pacrrpOCTpaHeHHOCTH H CIIeKTpa 

reHeTn~ecKnx noBpe)I()J.eHHH, ~To Heo6xo)J.HMO y~HTbiBaTb rrpn pa3pa6oTKe 

)J.I1arHOCTH~ecKI1X rraHeJiell:. B M)J.eaJie, )J.HarHOCTH:Ka HacJie)J.CTBeHHbiX MyTau:nM:, 

)J.eTepM11HHpyiOUJ.H:X BbiCOKH:H OHKOJIOrH~eCKHH pHCK, )J.OJI)I(Ha 6a3HpOBaTbC51 Ha 

YICI10Jib30BaHJ1H a)J.eKBaTHbiX 11 , ITO B03MO)l<H0CTJ1, He)J.OpOrHX reHeTH:~eCKHX 

TeCTOB. 0)J.HaKO, CIIeKTp MyTaU:HH, a, CJie)J.OBaTeJibHO, H crreKTp HaCJie)J.CTBeHHbiX 

3a6oJieBaHYIH , cyrn.eCTBeHHO sapbHpyeT y npe)J.CTaBHTeJieH pa3HbiX CTpaH H 

HapOJJ.OB, II03TOMY 3<P<PeKTHBHa51 )J.HarHOCTHKa TaKH:X 6oJie3HeH B03MO)I(Ha JIHillb 



rrpH ycnOBHH CHCTeMaTH~eCKOfO H3y~eHH~ OC06eHHOCTeH reHeTHYeCKOfO rpy3a 

HaceneHH51 KOHKpeTHbiX CTpaH H perHOHOB. 3TOMY BOrrpocy H IIOCB~I.IJ;eHO 

.ll,HCcepTaiJ,HOHHOe Hccne.ll,OBaHHe EsreHHH HHKonaeB11Ya Cycrr11l(biHa. 06'heKTOM 

l1CCfle.ll,OBaHl151 51Bfl5li-OTC5l Hacne.ll,CTBeHHbie 3a6oneBaH1151, .ll,fl51 KOTOpbiX 

xapaKTepeH OYeHb BbiCOK11ll pHCK pa3BHTH51 COflH.ll,HbiX 11 reMaTOflOfHYeCK11X 

Hosoo6pa3osaHl1H. flp11 3TOM, rroMHMO .ll,OCTaTOYHO H3BeCTHbiX orryxoneBhiX 

CHH.ll,pOMOB, TaKHX KaK Hacne.[I,CTBeHHhlll paK MOflO~HOH )l(efle3bl HflH 

Hacne.ll,CTBeHHhlll Herromiii03Hhlll paK TOflCTOH KHlliK11, B c<Pepy HHTepeCOB aBTOpa 

IIOITa.[l,aJOT 11 .ll,pyr11e KflHH11~eCKMe rpyiiiibi - B ~aCTHOCTH, rrepB11~Hhie 

MMMYHO)J.eqmU.MTHhie COCTO~H1151. ,lJ,eHCTBMTeflhHO, )J.fl~ 6onhHhiX MHOfHMH 

pa3HOBH)J.HOCT5IMM rrepB11YHbiX HMMYHO.II.e<P11U.11TOB xapaKTepHa o~eHh BbiCOKa~ 

rrpe)J.paCITOflO)I(eHHOCTh K pa3BHTMJO HOB006pa30BaHHH, ~TO He BCer)J.a 

YYl1ThiBaeTC5l rrp11 pa3pa6oTKe rrpoqmnaKTMYeCKMX MeporrpM5ITMH; KpoMe Toro, 

orryxonH, B03Hl1KafOI.IJ;Me Ha <Pm-re reHeTHYeCKMX .II.e<PeKTOB MMMYHHoli cHcTeMbi, 

l1MeJOT OC06eHHOCTl1 neKapCTBeHHOll 11 nyqeBOH TepaiiMH. 

Pa6oTa HaXO)J.HTC~ Ha CThiKe OHKOflOf11H 11 Me)J.HIJ.HHCKOH reHeTHKH, BHOC51 

BKfla)J. B TpaHCfl~IJ.HOHHYJO H rrepcoHaflH3HpOBaHHYJO Me)J.Hl(HHy. 

Pe3ynhT3Thi Hccne)J.oBaHM~ o6na)J.aJOT 3Ha~11TenbHOH cTerreHhJO HOBH3Hbl. B 

YaCTHOCTH, rronyqeHhi HOBbie CBe.ll,eHH~ 0 CIIeKTpe Hacne)J.CTBeHHbiX MyTaiJ.11M y 

II3IJ,l1eHTOB C CHH)J.pOMOM JlHHYa, CHH)J.pOMOM fleHTl(a-Erepca, Ty6ep03HbiM 

cKnepo3oM , aTaKcHei1-TeneaHrM3KTa3Heil 11: p~.II.OM .II.pyrHx pe.II.KHX 3a6onesaHHM 

reHen-r~ecKoil rrpHpO)l.hi. BrrepBhie rrpoBe.ll,eHo KpyrrHoe CHCTeMaT11~ecKoe 

HCCfle.ll,OB3HHe, ITOCB5II.IJ;eHHOe IIOHCKY BpO)I(.[I,eHHhlX Oll11160K HMMYHMTeTa y 

poccMMCKl1X rrau,HeHTOB. ITpo)J.eMoHCTpHposaHbi B03MO)I(HOCT11 TapreTHoro 

MYflbT11reHHoro ceKBeHMposaHH~ B )J.MarHOCTHKe rrepBH~HbiX HMMYHO.II.e<PHIJ.11TOB. 

Oco6eHHO Ba)I(HbiM rrpe)J.cTaBn~eTc~ cpparMeHT pa6oTbi, rrocB~I.IJ;eHHbiM rro11cKy 

HOBhiX reHOB, aCCOl(HHpOB3HHbiX C pa3BHTHeM Hacne)J.CTBeHHOfO paKa MOflO~HOll 

)l(efle3bl (PM)[{), «KaH)l.H)l.aTHhiM» IIO)J.XO)J., rrpe)J.flO)I(eHHhlll aBTOpOM, II03BOflHfl 

Bhl5IBMTh BhiCOKOITeHeTpaHTHYJO reHa BLM, MHOfOKpaTHO 

rroBbiWai-Oll(YI-0 pHcK 3Toro 3a6onesaHH51. CoHcKaTeneM srrepBhie orr11caHhi 



Kfli1HI1KO-MOpcponof'l1qecKI1e xapaKTep11CTI1Kl1 K3pUI1HOM MOJIOLIHOH )Kene3bl, 

pa3BI1B3JOlll.l1XC5I y HOCI1TenhHHU rraToreHHbiX annenei1 BLM. 

C rrpaKTI1LieCKOH TOLIKH 3peHH5I npe~CT3BJI5IeTC5I B3)l(HbiM, LITO ,[(HK­

~HarHOCTHKY HeKOTOpbiX H3CJie~CTBeHHhiX 3a6oneBaHHH y pOCCHHCKHX 60JihHbiX 

Hepe~Ko uenecoo6pa3HO HaLII1HaTb c npocToro M He~opororo TeCTHposaHM5I 

He6onLIIIoro LIHcna naToreHHbiX annenei1. 3To cnpase~nMBo, no MeHbiiiei1 Mepe, 

~JI5I 3T3KCMM-TeneaHrM3KTa3MM M CMH~pOMa nnyMa M OTpa)l(eHO 3BTOpOM B 

npaKTW-IeCKI1X peKOMeH~3UM5IX. 

,[(OCTOBepHOCTh pe3yJihT3TOB rrpOBe~eHHOrO MCCJie~OB3HM5I o6ecneLIMBaeTC5I 

~OCT3TOqHhiM 06oeMOM MCCJie~yeMbiX Bbi60pOK (6onee 5000 nau;MeHTOB), 

MCfl0flh30B3HHeM WHpOKOrO CITeKTpa COBpeMeHHbiX MOJieKyJI5IpHO-reHeTMqeCKHX 

MeTO~OB 11 CT3Tl1CTW:-IeCKMX MeTO~OB o6pa60TKM ITOJiyLieHHbiX ~aHHbiX. 

Tio TeMe l1CCJie~OB3HM5I orry6ITMKOB3HO 52 H3YLIHbie pa60Tbl, 48 H3 KOTOpbiX 

OTHOC5ITC5I K M3~aHM5IM, peKoMeH~oBaHHbiM nepeqHeM BAK Pet> M 

MH~eKCMpyeMbiX B 6a3ax WoS I Scopus, a 22 ony6nMKOBaHLI B )l(ypHanax 

KBapTMIT5I Q 1. TaK)l(e ony6nMKOBaHa rnasa B MOHorpacpMM, nonyLieH 1 11aTeHT Ha 

H3o6peTeHI1e. Pe3ynLTaTLI pa6oTLI IIIMpoKo 11pe~cTasneHLI Ha oTeLieCTBeHHbiX M 

3apy6e)l(HhiX KOHcpepeHUM5IX. 

CymecTBeHHhiX 3aMeLiaHMi1 110 pa6oTe HeT, MMeeTc5I o~MH so11poc: 

- EsreHMeM HHKonaesMqeM Cyc11HUMHbiM 110Ka3aHo, LITO 11paKTMLieCKM B 

K3)l(~OM cnyLiae CHH~pOMa Tiei1TI.J,a-Erepca 11pMLIMHOH 3a6oneBaHH5I 5IBJI5IeTC5I 

yHI1KaiTLHa5I MyTaUM5I. I1p11 3TOM I13 TeKCTa asTopecpepaTa Hei10H5ITHO, 6biiTM nH 

o6cne~oBaHLI po~MTenM 11au;MeHTOB. EcnM o6cne~oBaHM5I po~MTenei1 He 

11pOBO~MJIOCb, TO XOTeJIOCb 6bi 3H3Tb, 5IBJI5IIOTC5I JIM 110 MHeHMIO 3BTOpa 3TH 

MyTaUMH yHacne~osaHHbiMH MITM B03HHKITM de nov? 

TaKHM o6pa3oM, co~ep)l(aHHe asTopecpepaTa CBM~eTenLCTByeT o TOM, LITO 

~HccepTaUHOHHa5I pa6oTa Cyc11HUbiHa EsreHM5I HHKonaeBMLia Ha TeMy 

«MoneKyJt5IpHa5I ~HarHOCTHKa Hacne~CTBeHHbiX 3a6oneBaHMH, 3CCOUMHpOB3HHbiX 

C fiOBhiiiieHHhiM pi1CKOM B03Hl1KHOBeHH5I onyxoneH» 5IBJI5IeTC5I C3MOCT05ITeJibHOH 

H3YLIHO-KB3JII1cpi1K3UHOHHOH pa60TOH , HMeJOlll.eH cymecTBeHHOe 3HaLieHMe ~JI5I 



OHKOJI0fl1l1 l1 Me,nl1IJ,l1HCKOM reHeTI1Kl1. Pa6oTa COOTBeTCTByeT Tpe6oBaHI151M n.9 

«IlOJI O:>KeHI151 0 ylfeHbiX cTeneHei1», YTBep:>K,neHHbiX 

IlocTaHOBJieHHeM IlpaBHTeJihCTBa Poccui1cKoi1 <l>e.nepaiJ,HH oT 24 ceHT516p51 2013 

r . N2 842 (B pe.n;aKIJ,HH OT 11.09.2021 N2 1539), rrpe.n;'b51BJI51eMbiM K .n;uccepTaiJ,H51M 

Ha COYICKaHHe ylfeHOM CTerreHH ,nOKTOpa HayK, a ee aBTOp 3aCJIY:>KHBaeT 

np11CY:>K.D;eHH51 ylfeHOM CTerreHI1 ,nOKTOpa Me)J;HIJ,l1HCKHX HayK ITO CIIeiJ,HaJibHOCT51M: 

3.1.6.- OHKOJI0fl151 , JiyLJeBa51 Tepanl151 l1 1.5.7. - reHeTHKa. 

,lJ,aiO cBoe coriiac11e Ha c6op, o6pa6oTKy, xpaHeHHe H rrepe.n;alfy rrepcoHaJibHbiX 

,naHHbiX B )J;l1CCepTaiJ,l10HHbiM COBeT 21.1.033.01 nH <I>r:EY «HMl1l..J: OHKOJIOnm 

11M. H.H. IleTpoBa» MHHHCTepcTBa 3.D;paBooxpaHeHH51 Poccui1cKoi1 <l>e.n;epaiJ,HH 

(197758, CaHKT-IleTep6ypr, IleCOlfHbiM-2, yJI. neHHHrpa.n;cKa51, .n;.68). 

H.o.3aBe.n;yiOmero Ka<pe.n;poi1 

Me)J;l1I.l,l1HCKOH reHeTHKH, 

)J;OKTOp 6HOJ10fi1LJeCKl1X HayK 

~ XaplfeHKO T.B. 

Tp<i:>HMOB E.A. 
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