OT3hbIB
Ha aBTopedepar quccepraunu Boyaposoii AnnbI BiaauMupoBHbI
«BapuabebHOCTH FreHeTHYECKHX MAPKePOB WH30(ppeHUU ¥ 00J1e3HH
Auibureiivepa B nonyasmuax Cesepuoii EBpazun»,
NpeJACTABJIEHHOH K 3alHTe HA CONCKAHUE YYEHOI CTemeHu

KaHAH/IaTa OHOJIOrHYeCKUX HAYK 110 CIeNHATLHOCTH
03.02.07 — «'eneTHKA»

HMmsoppenus (I3) m Gonesus Amnbureitmepa (BA) MIPEACTaBISAOT COOOM
HanOollee  pacmpoCTpPaHEHHblE M COLMANBHO  3HAYUMBIE  3a00€BAHMS
MYJIbTE(GAKTOPHATEHON MPUPOJIBI, COMPOBOKIAROIIAECS HapyIIeHUEeM KOTHHUTHBHBIX
byHKUMA. [eHeTnyecKas reTepOreHHOCTh MU30GPEHHH U GONE3HH Aublireiivepa, a
TaKXKe reHeTHdecKas JuddepeHnuanys MomyIanuii 1o MoauMOP(HBIM BapUaHTaM
TCHOB, KOTOphIC aCCOUMMPOBAHBI ¢ MPENPACIIONOKEHHOCTHIO K GONE3HAM, JTUKTYET
HEOOXOAMMOCTb M3YJIEHHUsI BApUaOEeTIbHOCTH TeHOB, OTBETCTBEHHEIX 3a pa3sBUTHE ITUX
3a00JIeBaHui y TIpeICTaBUTe el Pa3HBIX STHO-TePPUTOPHAILHBIX rpyn.

Huccepranuonnas  pabora bouapoBoit  A.B.  mocsmicHa H3YYEeHUIO
BapHabe/IbHOCTH TeHEeTHUECKUX MapKepoB B 16 momymsmusx Cesepnoit Espazun n
BAIMNAUKM  acColMaluil ¢  IIU30(ppeHne u 00J1e3HBIO AnpurenMepa,
YCTQHOBJICHHBIX PAHEE B PE3YyNIbTATE [TOJIHOT€HOMHBIX aCCOLMATUBHbBIX HUCCIIEI0OBAHUS
B PasiMYHBIX MNONYJSIUMSIX MHpa. B pamkax muccepranMoHHOro wWccienoBaHus
bouaposa A.B. nana fetanpHyro xapakTepuCTHKY TeHO(OH A KOPEHHOTO HaceJIeHus
CeBeproii EBpasun mo KoMIIeKCy TeHETHYECKMX MapKepos, aCCOLIMMPOBAHHBIX C
OomesHpto AmbLreiiMepa, mu3odpeHHedl ¥ WX KOTHUTHBHBIMM SHIO(DEHOTHIIAMA.
YcraHoBneH 3(dekT ecrecTBeHHOro oTGOpa B (DOPMHUPOBAHHH T[EHETHYECKOTrO
pasHooOpasust 1o kommiuekcy JIHK-mapkepoB, acCOLMMPOBAHHBIX C GONE3HBIO
Anpureiimvepa  u  mmsodpenueit. [Ipuuem Gombiras wacth accormarmii SNP-
Mapkepos ¢ III3 u BA, ycTaHOBICHHBIX TpH pEIUTMKATMBHOM AHAJN3E, BHISBIICHMI
BIIEpBbIe 1A nonyaanud Poccun u Kazaxcrana.

BbIOOpKH, KOTOpBIE aBTOP MCIOIB30BA ISl BHIMOIHEHUS JHUCCEepPTaLlMOHHOMN
pabOTHI, penpe3eHTaTHBHBI (CyMMapHbI 06beM BBIGOPKH IBYX ITAIIOB HCCIETOBAHMUS
cocraBuil 3433 HEPOJCTBEHHBIX HHIMBHIA), a TPHMECHEHHbIE MOJIEKYJIAPHO-
regerndeckue (reHotunmposarre SNPs Bomonneno Mmerogamu I[P B pexume

peambHoro  Bpemenn 1 MALDI-TOF wmacc-criekTpoMeTpuu) ¥ reHeTHKO-



CTaTHUCTHYECKHE METOABl &J€KBAaTHbl M COOTBETCTBYIOT LEIM M  3ajadam
uccnenopanus. OCHOBHbIE pe3ylbTaThl paboThl B aBTOpedepare MpecTaBlIeHbl ICHO
M 4eTKo. BeBOmbI M monoxkeHus, cpOPMYIMPOBAaHHbIE  JMCCEPTAHTOM, -
apryMEHTHPOBaHbl, OCHOBAHBI Ha IIOJYYEHHBIX pe3yJbTaTaX M BBITEKAKOT W3
ITOCTABJIEHHBIX 3a/1a4.

PesynbTaThl HcceoBaHHMs pPaCIIMPSIOT NPEACTABICHUS O TeHETHYECKOM
pasHoobpasun Hacenenus CepepHoit EBpasuu o monuMopgHbIM BapHaHTaM 1 reHaM,
CBA3aHHBIM C pasBUTHEM OojiesHHM AsbureiiMepa u mmsodpenun. [IpennoxkeHHbH
AUCCEPTAHTOM ~ MYNLTUIUIEKCHBIH MPOTOKOJN IEHOTHIIMPOBAHUS MOXKET OBITh
BOCTpeOOBaH [Jisl MPOBEIACHUS I'€HETHKO-IMUIEMHOIOIHYECKUX  HCC/IeI0BAHMI
MYIBTH(QAKTOPHAIBHBIX  3a00/I€BaHH B pasiMuHBIX IOMYJISILIUSX. PesynbraTsl
UCCIIC[IOBAHHS MOTYT MCIIOIB30BAThCS JUIS MEIMKO-T€HETHYECKOro
KOHCY/IbTHpOBaHUS ceMeil bA u mmzobdpeHuell ¢ LEnblo OLEHKH TeHEeTHYeCKOro
puCKa pa3sBUTHS TATONOrHA cpeid  OamKalIIMX —POJCTBEHHMKOB TMpobaH/a.
Pesysbrarel MCCIENOBaHMS MOTYT HCIONB30BATHCA ITIPH YTEHHH CIELKYPCOB 10
TCHETHKE UCIOBEKA, MEIMUMHCKOH TIEHETHKe, IICUXMATPUX Ha OHONOrMYECKHUX
(haKysbTETaX YHMBEPCHTETOB, MEIMIMHCKMX BY30B, Ha Kypcax IOBBILIEHUS
KBATM()UKAUH METULIMHCKUX paGOTHHKOB.

[Io matepuanam nuccepranuu onyOauKOBaHb 41 MeyaTHBIX paboT, B TOM
uucie 13 crareil B pelieH3MpYeMBbIX jKypHamax, pekoMeHnoBaHHbiXx BAK P®, 4
CTaThM B COOpHMKax, 24 Tesuca B MaTepUanax OTEYECTBEHHBIX U 3apyOeiKHBIX
KOH(epeHIHi.

Taknm obpasom, nuccepraunonnas pabora bouaposoii A.B. «BapuabensHocTh
FEHETHYECKHX MAapKepoB wH30(peHun U GosesHH AJblireliMepa B TTOIMYJIALHSX
Ceseproit  EBpazum», siBjigercs  3aKOHUYEHHBIM HayYHO-KBaTH(PUKALTMOHHBIM
MCCJICI0OBAHNUEM, BBIIIOIIHCHHBIM Ha aKTyallbHYIO TeMy M UMEIOI[MM BaKHOE HAYYHO-
[PaKTUHYECKOE 3HAYEHUE /T METULMHCKOM T'€HETUKH, UTO TTOJHOCTHIO COOTBETCTRBYET
TpeboBanusM I 9-11, 13-14 «IlonoxeHHs O NPUCYKAEHHH YUEHBIX CTEleHei»
(ITocranosnenue IlpasurenscrBa Poceuiickoit deneparuu ot 24 cenTsiOps 2013 roma
No 842, B pen. Ilocranosnenuit IlpaButenscra Poccuiickoii Denepaun ot 30 uross
2014 roma Ne 723, ot 21 anpens 2016 roma Ne 335, or 02 aBrycra 2016 roma No 748,
ot 29 mas 2017 roma Ne 650, ot 28 asrycra 2017 roga Ne 1024, ot 01 oKkTsA0pst 2018
rona Ne 1168, ¢ wu3MeHeHMsIMH, BHeCeHHBIMH PeleHmeMm BepxosHoro Cyna

Poccuiickoii  ®enepaumm ot 21 ampens 2014 roma Ne AKIIM14-115,



[Toctanosnenuem IlpasurenscrBa Poccuiickoit @enepauun ot 26 mas 2020 roga Ne
751), nmpeabABAAeMBbIM K JUCCEPTAL[MsM Ha COMCKAHHME YYEHOW CTENeHM KaHauJaarta
Hayk (Ouojornueckue Hayku), a ee aBrtop — bouapoBa A.B. 3acmyxuBaer
IPUCYXKAEHUs YUEHOM CTerneHH KaHauaata OMOJIOTMUECKUX HayK I10 CHEIMalbHOCTH

03.02.07 — reHeTHKA.

JMpeKTOp Hay4YHO-HCCIEAOBATENBCKOIO UHCTUTYTA I€HETUYECKOH M MOJeKyIspHOM
SMUAEMHUOJIONUH,  3aBeAyIOIMi  nabopaTopuedl  CTaTUCTUYECKOW TEeHEeTHKH |
OoronHpOpMaTUKH denepanbHOro roCy1apCTBEHHOI O OHOIKETHOTO
obpa3oBaTebHOro yupexk/ieHus Beiciiero oopazosanus «Kypckuid rocyiapcTBeHHbINH
MEAULIMHCKUA  YHUBEpPCHUTET» MmunucreperBa  3apaBooxpaHeHus Poccuiickoit
Denepanuu (PI'HOY BO KI'MY Munsapasa Poccun), 10KTOp MEAUITMHCKUX HAYK 110
cnenuanbHocTd 03.00.15 — reHeruka, npodeccop
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