




















OT3bIB

Ha aBropeQepar aHccepralruH lfluueapu Xafi6epa na reuy:

<Hoebre BapnaHTr,r reHoB B OUeHKe BpoxaeHHbx ouln6ox IIMMyHI.irera: aeolrqllr RBCKl '

Bpox.qeHHar uefirponenrut, cI'IHApoM XeHueraua>, npegcran:renHoft Ha cor.rcKaHue yqeHofr

creneHI4 xanaliAara 614ororl4qecKHx Ha)'K' no cfleurrar'IbHocrr4 3'27' Arutepro:rorul'

HMMvHoJIorlrt (3 '2 '7 ' l4uturytotrorut)

.

Zsyueuue HecHHoHliMrIHr,IX oAHoHyKneorIiAHbIX noJlllMop$uslvron (nsSNP) u t'tx

noreHur{aJlE Horo Brrrrslrlfl Ha crpyKrypy 6e:rxa c novorqblo MeroAoB in silico llueer 6olsuroe

3HaqeHue s o6racrll r{MMyHoJlorr{[, Oco6eHHo apu flepBl.lrlHbrx ur,rvyuogeSuqlrrar (fI14[).

nsSNP - 3TO reHeTI{qecKAe Bap:1ra:qj'I:l1., KOTOpbIe npIIBoatT I( aMI{HOKI{CJIOTHI'IM U3MeHeHlItM B

6e:rr<ossrx nocJIeAoBaTeJILHOCT.sX, 14 OHII MOryT I4MeT6 3HarIIITeJIbHbIe nocJIe'4cTBUq Ens

crpyKTypbl6e:ra,$ynxquul I ,BKoHeqHoMI4rore, I leJrocrHocr l {z l r r r ' ryHuof icracre l { I ) t 'Bor

oqeMy Ll3yrIeHIZe nsSNP c noMoIIIbIO MeroaoB in SiliCO IrMeer pelllarculee 3HarIeHIle art

rloHHMaHU' flll.{. oaulrrra ra3 KrroqeBbrx BKIaAOB LIHCrpyN4eHToB in silico B I',IMMyHOJIOInII

qBJUIeTCqUXCnOCO6nOorr,aHanl43l4poBaTbI',Il lHTepnpeTupoBarbKpynHoMacula6nuefeHoMH['Ie

aaHHbre rrauHeHron c fll,I,{.

MeroAu in silico rlo3BoJlttor l't ccreaoBare'[sM npeAc(a3arb BrvrfiHae nsSNPs sa

crpyKTypy6elxa.14cnoll:ytBLIqHcJIr'ITeJrbHr'IeaJlropHTMblI'IMeroAbIMoaerl'IpoBaHl'rq'MolI(Ho

npeAcKa3arr, I4nI.I cMoaelr poBarl' TpexMepHylo crplxrypy 6e:ra' Taxoft t<ounlexcur'tfi asanlEg

noMoraeT BbIqBuTb KJIlOqeBbte teHr,I, cr4rHaJrbHLIe nyTI4 IZ 6UOlOrrqecrt',Ie npoueccbl, KoTopble

HapyrrreHbl npu flh.{, qro npaBoAlir K n1,^rIrleMy [oEHMaHI'IIo MexaHI43MoB 3a6oneBaHl4{ I4

noreH ufiar bH brx repaneBTI'IqecKI,lx Ml.iueHeii'

Kpove roro, B rrMMyHoJIorI4II ueroAu in silico nolroraror [poBecrl4 pa3nl{qae MexAy

nsSNP,xoropr te,cKopeeBcero ' tBrq lorct (Ao6poKaqecrBeHHLIMr ' l ) ) '14TeMI ' I 'KoropbleMoryr

r.rvers SynxquoHaJr6HLle flocreacrBuq. 3ru nporuo:t't IIoMoraror onpeAenlrrb npl'lopl{rerHocrb

nsSNP .q:rq aan[,Hetrllero 3Kcnepr{MeHrajlbHoro rloarBepx/(eHrrt v HaflpaBntror I4ccle4onare'refi

B BburBreHr'IlI BapI4aHToB, Ko'l'opble Moryr cnoco6crsoearl pa:nr'rrzrc III4!'

klzyueute BIrvflHl4fl nsSNPs Ha crpyKTypy 6erKa noseoffer IIonyqI{Tb IIeHHbIe cBeaeHl'is

o MexaHr{3Max, ilexallux B {.lcHoBe flZ.{' AHalusupyt crpyKrypHble rrocJleAcrBrrt KoHKperHbrx

BaptIaHToB, LlccJreaoBarcJlll Moryr o6Hapy)Kltrl HapyrreHr'It B Kpurl4qecKl4x '4oMeHax 6enKa'

aKruBHbrx cal4Tax.L1fit yqacrKax cB.{3brBaHLI.{, Koropbre neo6xo4}il{6t Ant OyHKUHoHnpoBaHI'Is

riMMyHHofi clrcreMbr. 3ru gsanas roMoraror pacKprrrb MoJreKyJrtpHylo ocHoBy fll4A' nponl{BaJI

cneruacueqlt$uuecxue4e<|erruBIIyT'XI,IMMyHHo|ooTBeTa14noMofa'epa:pa6orxe]]eJIeBbx

MeTOAOB Jrer{eHltt.

Bce sl\aecre 3To rlrpaer BaxHyro porb B apoABlrxeHl.{u [oAxoAoB flepcoHanlr3lzpoBaHHoii

Me,4IrIrr.IHbI r.rfl reqeHl'lt IllA rI onpeAeneHxll nplloplireroB 3KcaepI4MeHranbH['IX

uccreaogaHLIfi. floorouy AaHHtuI AI-iccepraql'IoHHaJI pa6ora npegcraBrqerct MHe oqeHb

axrya-rluofi.



flo xo4y anrope$epara aerop o6ocHoBbrBaer aKTyaJr6Hocrr, ItccJleAoeaulrr u nu6op reur't,

$oprr.lyn}rpyer Uenb LI 3a,qaqx I4CcJIeAoBaHLIt, Il3naraeT HayqHyIO HoBI{3Hy H [paKTIzqeCKy]o

3Haqr{MocTb no.1yqeHHblx pe3ynbTaT6B. PagAeI "Marep ulbl. It ueto4sr" oXBarr,IBaeT

coBpeMeHHLre noaxoabr K orleHKe naTofeHHocTrr reHeTqqecKI,IX BapHaHToB, BKJIIOqat OqeHxy in

silico nap1rauroB 6en6oB, Bo3HuKaIoUIuX B pe3yJlbTaTe TaKI'Ix II3MeHeHI4fi, ABTop npI'IMeHqeT

o6uripHbrfi Ha6op coBpeMeHHr,x MeTOAOB,. O6eolleqr.rBaroulr4x AocToBepHocTL Ilo]IyqeHHltx

pe3ynbraToB. Kpoue rofo, pe3ynr,rar6r raccirgAoBarrltr noryqaroT cooTBercTByloulylo

crarncTuqecKylo oueHl(y.

Pesylr,rarst co6crnessrx r4ccneaoBaHr,rfi aBTopa npeAcraBJreHbr B noJrHoM o6r'enre,

- BburBJreHbr pa3nL4,LAtr 3Korrpeccul,I feHoB B MOHOHyKJreapax lepuoepuqecKofi KpoBI4 y

nnLI c Aed)r.rqlrrou RBCKI fi orHocrlreJlr'Ho 3AopoBblx nsq;

- npoaHanr{3r.tpoBaHbr HOBbre Bapr.raHrbr rcHoB TCIRGI u ELANE ua npeAMeT Itx BIrAflHI4s

Ha coorBercrBJ,roIlI[e 6erKl.i, oKa3blBalorll4e BlrrlflH]ae Ha oyHKqt4I4 HefiTpOoI4rOB;

- BnepBbre BbItBJreHbI HOBbre feHbr-KaHAl.iaaTbr BpoxAeHHoil HefiTpofleHul.i, KoTopble B

6y4vuelr lroryr 6rrrs ucnorlsosaHr,r AJrr Ar.rarHocrliKIr 6oJIe3HLI u pa3pa6orKlr naroreHerliqec(I'I

o6ocHoBaHHbD< r{ero,4oB JIerleHrrt;

- npoaHanH3HpoBaHbr HoBbIe BapIraHrbl rcHoB ccBEl , FAT4 u ADMATS3' o peAeneHo

t|.x BJrusHHe Ha crplTcrypy u $yrfiuurc coorBeTcTByrouux 6eJrKoB, poJrb KoTopbrx naoNer 6mr

3Haqr4rejrbrroft B flarofeHe3e rf opuupolanux cI'IHApoMa xeHHeKaMa.

BrmoIr,I pa6orbl norHocrtlo coorBercrBylor nocraBJreHr{ot qenfi I-I 3anaqaM,

coorBercrB).ror ee coAepxaHuro, 6asupyrorcr Ha pe3ynbrarax crarrrcrt4 qecKoro aHa"lI'I3a

$axruuecxux .uaHHbrx I.i Jlofr4rrHo BlrreKalor rr3 HIlx. OcnosHrre roroxenllq .{I{cceprallul4

orpaxeHbr e 13 neqarHsrx pa6oTax, rr3 Hrrx B n3aaHurx, peqeH3upoBaHHbx BAK, IIMeIOUIUX

Kareroplirc Kl - 4 crarbrr, HHAeKcI4pyeMr'IX n MB,{ Scopus' KBaprvnb Ql - 2 cramu,

r.rHAeKct4 pyeMbrx n ME! WoS rn Scopus, KBaprrrJrb Q2 
- 1 ny6nuxauur, n ME,{ Scopus Q3 u Q4

- 6 crareii.

Anrop errcrynal c aoxJraaaMr4 no MarepvanaM pe3ynbraroB co6crBeHHbtx ltccle4onauufi

n lo npo6leuav, paccMarpr4BaeMbrM B Ar.iccepTarllr!t, B KoHrpeccax u xoHsepenuuf,x pa3J'II.iqHoro

ypoBH.s - poccufict<t.rx I4 MexAyHapoAHr,rx. tr4ccreaoeaHl]t BHeApeHbl rar n yre6nue u Hayr{Hble

opfaHr{3aurru, TaK I{ B npaKTrrqecKoe 3ApaBooxpaHeHrre'

Taruu o6pa:orr.r, cyAr no aBrope<pepary, auccepraquouna.r pa6ora lllzneapu Xail6epa ua

reMy: (HOBblE BAPI'IAHTbI fEHOB B OIIEHKE BPOXAEHHbIX OII]I'IBOK

I4MMYHI,ITETA: AE@L14,IT RBCKI, BPOXAEHHAq HEI\TPONEHI4-f,, CI4HAPOM

XEHHEKAMAI) .npe,D'cTaBIeHHa'Haco[cKaHHeyqeHof icTe[eHHKaH' I l I , IAaTa6no,roruqecr l lx

HayK no cflerlr4arbHocrr.r 3.2.7 . I4rnluyuoloru.r npeacraBnteT co6Ofi 3aKOHqeHHyIO

rcna,la$urauuouH),ro HayqHo-rrccJreAoBarenbcKyro pa6ory, coAepxauyrc peIxeHI4e KoHKperHoi

HayuHofi gaAaqu, saNHofi AJI' cneIII4 tlJrbHocrl{ (uMMyHo,'Iorut)), T.K. B 14 ccJreAoBaHa14 flonyqeHbl

HOBbIe AaHHbIe O reHerurO-SeUOTlanUqeCKI4X B3aI-iMOCBt3gx, COCTaBiII]OU{UX IlaTOfeHeTI4qeCKyIo

ocuoey $opnazpoeaHus 6oresHefi, accoqlluponaHHbtx c BpoxAeHur,IMZ OlUu6XaN{Il I{MM)'HIlTeTa,

a [rr\'leHHo: aeOIiq[ra RBCK1, npoNAennofi ueiirponenuu u cuu4polra XenHeKaMa"



J

Pa6ora no cnoefi uayruoft HoBr,r3He, nay rofi lI npaxmuecxofi anauuvocru, o6r,euy

uCCIeAoBaEEft oTBeqaeT Tpe6ooanu.rv, [peABtBnseMEIM K (aHAIIAaTcKt4M AI4ccepTaII]ltM

corracHo [.9 (florIoxeHus o [optAKe fipI,tcyxleHlrt 1n{eHb1;1 cTe[eHefi> (s pe4. flocraHosrIeltuq

flpaanrearcrna P @ o'r 24.09.2013 r. 842 c v3v., y'r&.21.04.2016 r. Ne 335, .. ' pea' 18'03'2023),

a aBTop Ar4ccepT arJ:rlu 3acny)KuBaeT npr.rcyxleHEs yrreHofi cTerreHLI KaHAT4EUIA 6UOlOruqecrux

HayK no cfieqr,IaJltuoc.tu 3,2.7. AruepronorlEr, I4MMyHoJIorIlt (3.2.7. tr4w'ryuorcrut)'

3aneayrorqas na6oparopl4t4 I4uIuyuo:rorlu penpoAyKulrl'I

I4ucruryra ultrrayHono .u u reHoMI'IKt4 qeJroBeKa

Axa.qeunu HayK Pecly6rr'IKr.r Y:6erucran,

4oxrop 6zororurlecKl,Ix Ha1x, npo<peccop

Ioanncr Mycaxoaxaeaofi [.A. raneprro

,{orrop Qn.noco@ult no neAltqzucrulr ualxart (PhD),

y:urrrypoAon H.@..

Aapec: 100060, Taurr<eur, yr'. fl.lyrrtuon,a,7 4.

Terr. +9987 12070819, e/anpec: dilym@mail.ru genomikasl instltuti

2'=! znzt *rr,,..-,-PhD Ruztnumdor, il,n
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