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GostesHu Anbureiivepa B nonyasiqusix Cesepnoii Espazun», NpeACTaB/JIeHHOH Ha
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1o cneunanbuocTH 03.02.07 - Ienernica

IIpo6rema monmymsimonHoi CHELUOUIHOCTH TeHETHYECKOH KOMIIOHEHTE] pac-
MPOCTPaHeHHBIX 3a00NeBaHuM ABISIETCS ONHOM U3 OCHOBHBIX B r€HETHKE MHOro(ax-
TOPHBIX 3a00seBaHuil yenoBexa. V3y4enue xe remeruueckux ocnos u HOITYJIALHOH-
HEIX OCOOEHHOCTelt TakuX 3a60meBaHuii Kak mu3odpeHns u 6oe3Hs Ausrreiimepa, B
CHITy MX BBICOKOW paclpOCTPaHEHHOCTH M MEIMKO-COLMATIbHON 3HAYMMOCTH, HMeeT
BaXHOE (yHIaMEHTATBHOE U KIHHHYEeCKOe 3Ha4eHue. J[ns STHX aByx 3aboneBanmi,
HECMOTPS Ha pPasIH4Ms B KIMHHYECKHX TMPOABICHHSAX,  BO3pacTe MaHupecTaluy,
MPEATIONATaeTCs HAMYME HEKOTOPBIX OBIIHX TCHOB, y4acCTBYIOLIMX B JeTePMUHALUH
3a00JIeBaHMI U BOBIEYEHHBIX B (opmHpoBanKe nCHXHYECKHX CHMIITOMOB IPH pa3-
MTHYHBIX HEHPOJEreHePaTHBHEIX MPOIeccax. Tak, nourn y nomosuns! mammentos ¢
NO3/HUM HavasioM 6oJie3HH AnbureiiMepa pa3BuBaroTCs IICHXOTHYECKHE CHMIITOMBI
Ha MPOTAXEHUHN 3a60JI€BaHUS, Y OZHOIO U3 TPeX MAlEHTOB pasBuBaeTcs Gpen, a y
K&X/I0T0 LIECTOro - raJUIIOLMHALHN. DTO MOKeT OOBSICHATECS y9aCTHEM B maToreHese
AaHHBIX 3a00JI€BaHKUH CXOMHBIX HIIH TIEPEKPBIBAOIINXCSL MOJIEKYIISPHBIX MEXaHUIMOB.
[Ipu sTOM, yunTeIBag BBIABJICHHYIO B XOJi€ COBPEMEHHBIX MCCJIeI0BAHMI 3HaYUTelb-
HYIO TeHeTHYeCKyro nudpdeperumanmo TIOMYJISALKMA 0 TeHaM, aCCOLIMMPOBAHHBIM C
Pa3TMIHBIMH MHOTO(aKTOPHBIMH 3a00JIeBaHUAMH, BaXKHeHIIee 3HaYCH e nprodpera-
€T H3yYeHHE IMOMYJISLHOHHOM! CHCLH(PUYHOCTH reHeTHYEeCKO KOMIIOHEHTHI IH30()-
PeHHH U GostesHu AnbureiiMepa. B sTom miame 3THOCBI CeBepHO# EBpasuu, miures-
HO M30JIMPOBAHHbIE APYT OT Jpyra, 4To obecrneymo $opMupoBaHHe UX yHUKaNbHONO
FeHO(OH/A BCIENCTBUE MeiiCTBUS MHKPOIBOMIOLMOHHBIX (DAKTOPOB, OCTAIOTCS MAIo
M3yYEHHBIMH.

B cuiy sroro, AUCCEpTallOHHas pa6ora Bouaposoit Anugr Bianumuposssr,

INIOCBsILIIEHHAs peHHHKaTHBHOMy aHalln3y accouManum F€HEeTHYECKHX MapKepoB C HIu-



30(ppeHueit u 6ose3nno Aunbureiimepa u XapaKTEPUCTUKE UX BapHabeNIbHOCTH B 110-
nynsiuusax CesepHoit EBpasuu, spnsercs CBOEBPEMEHHBIM U aKTyallbHBIM HCCIIeI0Ba-
HHEM.

ABTOpOM ObLITH COPMHPOBaAHEI STHHYECKKE BBIOOPKH 13 1925 HepojcTBeHHbIX
MHIMBUZIOB (PYCCKHE M Ka3axu) ¢ GONe3HbIo Anbureiivepa u K30 peHnel; o nan-
HBIM OMYOJIMKOBAHHEIX IIONHOr€HOMHEIX ACCOUMATUBHBIX HcclienoBanmii (GWAS)
BbIOpatbl SNP, acconumnpoBanmbie c musodpenueii, 6o1e3upk0 AnbLreiiMepa u Kor-
HUTHBHBIMHU 3HI0()EHOTUTIAMH THX 3aboseBanuit; co3man MynbTUnieke uz 30 SNP-
MApKEpOB U MPOBEACHO I'€HOTHIUPOBaHME HCCIICTyEMBIX 00pasloB ¢ TOMOIIBIO Me-
Tona MALDI-TOF MAacc-CIIeKTPOMETPHH; MPOBENEH PeILTMKATHBHEI aHallu3 acco-
UHALHAH a/lelell ¥ FeHOTHIIOB HCCITeN0BaHHbIX MapKepoB C NaTONOTHYECKUM (heHO-
THIIOM B STHHYECKMX BbIGOpKax. XapakTepucTika TEHETHYECKOro pa3sHooOpasus usy-
YCHHBIX JIOKYCOB B 16 momynsmsx CeBepHoii EBpazuu (koTopble paHee He Gblmu
M3YY€HBI 10 COBOKYITHOCTH JAHHBIX NeHETHYECKIX MapKepOB) OCYLIECTBJIEHa aBTO-
POM Ha ocHOBe BRIGOPKM M3 1508 HepoacTBeHHBIX MHIUBHUJIOB (PyCCKHe, yAMYpTHI,
y30eku, antaiiuel, Gypsrer, Ka3axX, KeTbl, KUPIU3bl CEBEPHBIE U OXKHEIE, TYBHHIIBI,
XaKackl, XaHThl, SKyThl, YYK4H, KOPSKH M HHUBXH) C OTCYTCTBHEM MeTHcaIHy Gojee
YEM B TPeX MOKOJIEHUAX.

B nuccepranumonnoit pabote BouapoBoit AHHEI Bnaaumupousr OXapaKTepu30-
BaH IeHO(OH/] KOPEHHOTO HaceIeHus CesepHoit EBpazuu mo KOMILIEKCY reHeTHye-
CKHX MapKepoB, aCCOUMMPOBAHHBIX C GOJIE3HBIO Anblreiimepa, wu3odpeHneit u ux
KOTHUTHBHBIMH SHI0(EHOTHIIAMH, BIIEPBbIe OLeHeHa FCHETHYECKass KOMIIOHEHTA 3TUX
ABYX pacrpoCTpaHeHHbIX 3a60/eBaHuiL. ABTOPOM GBI BriepBEbIe NOJTY4YE€HBI YacTOTHI
OosbIIMHCTBA HMecie0BaHHBIX TCHETHYECKUX BAapUAHTOB B BBIGOPKAX GOIBHBIX IIH-
30(ppeHnei, GonesHpio Anbureiivepa u B 16 nonyisiunsx CesepHoit Espasuu. ITox-
TBEPXACHA NOMYNIALHOHHKAs CHenudUIHOCTD 110 PaclpeieNICHUI0 YacToT ajuienei
SNP-MapkepoB Ha Teppuropun CesepHoit EBpasuu. s pycckoii MOMYJIALMKA yCTa-
HOBJICHA J3THHYECKas Creuu(pUYHOCTS $bopmMupoBaHus TreHeTHYECKOI KOMIIOHEHTHI
TOBEPIKEHHOCTH IU30(pPEHHH 110 HCTLIPEM MONUMOPGHBIM Mapkepam, s Ka3ax-
CKOH MOMYIAUNK - 1O Tpem TCHETHYeCKUM MapkepaM. [Ipu stom NI0Ka3aHo, 41O ¢ 6o-
JIe3HBIO ATblLreiiMepa B pycckoii TOIYIALNK aCCOLMMPOBAHO IUECTh eHEeTHYECKHX

MapKepoB. HpOBElIEHHOE HCCJIENOBAHUE IT03BOJIHIIO BBIABHUTH KOMGHH&HHH reHerTuye-



CKHX MapKepoB, NEMOHCTPHPYIOLIMX POJIb MEXT€HHBIX B3aUMOIEHCTBHIL B reHeThYe-
CKOH KOMIIOHEHTE BBICOKOT'O HJIM HM3KOIO PHCKa IOJBEPKEHHOCTH 0OJIe3HU AJIbIl-
reliMepa u mmsoppernu. [lo gecstu MapKepaM reHOB WH30(peHrH U 6oe3HH AJlbll-
reliMepa BIIepBbIE MOKA3aHO, 9TO B MOMYIAIHAX CesepHoit EBpasuu gelictue ecrect-
BCHHOTO 0TOOpa BHOCHT BKJIaj B (JOPMHPOBAHME TeHETHUECKOro pasHoobpasus. Ha
OCHOBAHMH PE3yJIbTAaTOB IPOBEACHHOIO HAyYHOTO HCCIIEI0BAHUS aBTOpOM pa3pabo-
TAHBl MCTO/IMECKHE PEKOMEH/IALMU 110 HOBON MEIMITHHCKON TeXHOMOrHH « eHeTH-
HCCKOE TECTHPOBAHME KOTHUTHBHBIX HAPYLIEHUH NPH Gone3Hu AnblureiiMepay, KoTo-
pad Tpe/iHasHaveHa i 3QpeKTHBHOM nomowu B paGote I€HEeTHKaM, IICUXHaTpaMm,
HEBPOJIOraM M MOXKeT ObITh MCIOJIH30BAHA B JATbHEHIIHX SKCIEPUMEHTATBHEIX UC-
CJACIOBAHHUAX TI0 'eéHeTHKE MHOTO(MAKTOPHBIX 3a60JeBaHMI U MOIYJISLIUOHHOMN reHe-
THKE YeJIOBeKa. ik

B nenom, pabora BemonHeHa Ha BBICOKOM METOUYECKOM YPOBHE, C HCIIONb30-
PAHHEM  COBPEMEHHBIX MOIEKYJISPHO-TeHETHYECKUX TEXHOJIOTHIA, METOJ0B OHOMH-
(bOpPMaIMOHHOTO ¥ CTATHCTHYECKOro aHalu3a, aleKBaTHBIX ITOCTABJIEHHBIM 3a/1auaM.
ABTOPOM YCIIELIIHO PeIlleHb! Bce MOCTABICHHEE B pabore 3anauu. ABropedepar Ha-
[THCAH JOCTYIHO, CONCPIKUT TABNHULBI U PUCYHKH NOJPOOHO M HATIAAHO WILTHOCTPH-
PYIOLLHME Pe3y/bTaThl HCCIIEA0BaHHUs. ABTOpedepaT MONTHOCTEIO OTPaXXaeT OCHOBHBIE
dCIICKThI BBINIONHEHHOH JMCCEPTALIMOHHON paBoThl, Mo pe3ynbTaTaM KOTOpO# ormy6-
MKkoBaHa 41 Hay4Has pabora, cpexu KOTOpBIX 13 cratelt B sKypHamax, yaosierso-
pstomux tpe6osanusm BAK MOH P® ns conckareei YYCHOH CTENeHM KaHauaarTa
Hayk. PesynbraThl uccrnenoBaHHs GBUTH NOJDKHEIM 00pa3oM mpeacTaBNeHs! B Buue
YCTHBIX U TOCTCPHBIX NOKJIALO0B, BCECTOPOHHE OGCYKIEHBI HA pasnmuyHbIX Poccuii-
CKHX M 3apyGexHBIX Hay4dHBIX hopymax. Crerannbie aBTOPOM BBIBOJBI JIOTHYHBI, ap-
[YMCHTHPOBAHEI, KOPPEKTHBI U OGOCHOBAHBI Pe3yIBTATAMH COGCTBEHHOIO HCCIe10-
BaHHMs U MPOBEACHHOIO aHAJIM3A.

Taxum o6paszom, ananus aBTOpedepara No3BONSET YTBEPHKAATH, YTO aMccepra-
LroHHas pabota BoyapoBoit AHHEI Brannmuposnsl «BapuabebHOCTh reHeTHuecKX
MapKepoB MHU30(DpeHUH U 6oe3Hu AnbureiiMepa B OMyJIsIumsx CesepHroii Espazum»
SBJIICTCS YCIEIIHO MPOBEIECHHBIM HayYHO-KBATM(UKALUMOHHBIM HCCIIEOBAHUEM, Ha-
TPABJICHHBIM Ha PEIlICHHe aKTyalbHON HayYHOM 3ajaum, mMeeT GyHnamenTaneHoOE U

Oonbioe IIpaKTH4YeCKoe 3HA4YE€HHUeE, CYILIECTBEHHO pacCliupseT 3HaHUA O I“EHO(bOHI[e



KopeHHoro HaceneHus CeBepHoit EBpasun, MequuMHCKON reHeTyke 4eJIOBEKA U reHe-
THYECKOW KOMITOHEeHTe GoJje3Hu AnburefiMepa U IH30(GPEHNH, TONTHOCTBIO COOTBET-
CTByeT TpebosanusiM 1.9 «ITonoxenus o NIOpPsIIKE MPHUCYIKIECHUS YYEHBIX CTEreHeN
(mocranoBnenue ITpaButenscrBa Poccuiickoi ®enepaunn ot 24.09.2013 r. No842 ¢
HOCICAYIOIMMHU PeOaKLIUsAMHU), IPEeAbIBISEMbIM K AUCCEPTALMAM HA COMCKaHHE yye-
HOH CTENeHM KaHIMaTa HayK, a ee 4BTOP, HECOMHEHHO, 3aCIly)KUBACT MPUCYKICHHUS

CTEIeHH KaHAUaTa OMOJIOrHYECKHUX HayK 1o cnienuanbHoctd 03.02.07 - «["eHeTukay.

Cornacen ua cGop, 00paboTKy, XpaHeHue u nepeavyy MOUX NEepCOHAIBHBIX
AQHHBIX B paboOTe AHMCCEPTALMOHHOrO COBETA J 002.279.04 nHa 6Gaze ®enepanbHoro
TOCYNapCTBEHHOTO GIOZKETHOTO HAYYHOTO yupexmeHHs « ToMCcKuii HaAlMOHAIBHEIH

HCCIIeI0BATEeIbCKUMH MeIMUMHCKUIA LeHTp Poccuiickoi aKaJeMHUU HayK»,

3aBenyromuii o6nacTHo Hay4JHO-IIpaKTH4eCKol 1aboparopueii
JHK-uarsoctuku FOCYIapCTBEHHOTO OI0/KETHOTO YUPEKIeH s
3ApaBooxpaneHust Hosocubupckoit o6nactu

«I'opoxckas knHMyeckas GospHuIA Nely,

3acayskeHHbIH paGoTHUK 3paBooxpanenus Poccuiickoit ®enepanuu,
KaHIMAAaT MCMLIIMHCKKUX HAYK, Wi.-kopp. PAEH
e-mail: mab2000@mail.ru
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