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Ha aBropedepsT nucceprarmu Hukutunoit Exarepunnt Anexkcanaposusl «Pusmnosnoro-
FeHETUYCCKUI aHa/Iu3 MEXaHU3MOB [1aTOreHe3a HelfpoiereHepaTUBHLIX 3a00JIeBanuil ¢
IIPUBJICYCHUEM MOJIeIIEH Ha Apo30(dHuIIe» Ha COMCKAaHHE YUCHOM CTEIIeHH JOKTOpa

Oronoruyeckux Hayk 1o crenuanbHocTsm 03.03.01 — ¢pusuonorus u 03.02.07 — reHeTuka

HeiliponerenepartuHele 3a6oneanus (H/[3), Takue kak 6one3nu [Tapkuncona u
AJsbureniMepa, NpeACTaBIAIOT 3HAYUTENIBHYIO MEUIMHCKYIO H COLHATBHYIO NPobieMy B
COBPEMEHHOM MHAYCTpUaIbHOM of1iecTBe. Mexanusmbl HJI3 ele He coBceM SICHBI, HO
OYEBHUJIHO, YTO PUCK ITUX 3a00JIEBaHUM ONpe/IeiseTCs COYeTaHUM MHOYKECTBA
HeOJIarONpPUSATHBIX HACJIEACTBEHHBIX U cpeoBbIX (akTopoB. s usydenus HJ[3 mupoko
HCII0JIB3YETCs MOJIETIMpOBaHue Ha Apo3oduie. B paboTe riaBHBIN akIEHT clieiaH Ha U3yYCHUH
poinu HacineAcTBeHHBIX HapymeHui LIM-kunassl 1 (LIMK1) — dpepmenTa, yqacTByOLIETO B
PEMOJIEIMPOBAHUH aKTHHOBOTO LIMTOCKENETa - B MEXaHU3ME HeHpoiereHepauu y 1po30QHIIbL.
B pabote ucnons3yrorest 13 nunuit npozounsl. [Topaxkaer pazHooOpa3ue METOAHYECKUX
MOAXOOB: YHUKAJIbHBIE METOAUKH TECTUPOBAHUS TOBEACHUSI, UIMMYHHOTHCTOXHMHUS U
COBpPEMEHHBIE MOJIEKYJIIpHO-OHoIornueckue MeTo sl (BecrepH-0610T, OT-TTLIP peansHoro
BPEMEHH U JIp) ¥ UH(POpMAIIMOHHOTO aHanu3a. CrexyeT 0co60 OTMETUTh KOMITJIEKCHBIN TTOIXO0I,
BKJTIOYAIOLIUH M3yYeHHUE BCEX 3BEHbEB MyTH OT MyTaluu B rere limk1 no Hapymenui
noseneHus. [lonoOHbIe uccaenoBaHus, K COXAIECHHUIO, KpaliHe PEeIKU U3-3a UX TPYJOEMKOCTH.
DTOT GaKT 3HAYUTEIHHO YBEJIMYMBAECT HAYYHYIO LIEHHOCTH paboThl. BriepBrie Ob110
uccienosano pacnpenenenue LIMK1 u ee AByX noTeHIMaIbHBIX CyOCTpaToOB, KOGUINHA U
CREB B HepBHOI crcTeMe Apo30(uibl. BelIo ycTaHOBIIEHO, YTO MyTalluy B rede limk1 meHsioT
xoiuuectBo uian cootHomenue C u D u3opopm LIMK 1. Hapymenus B rene limk' 1 mpuBoasr k
YBEJIMYEHHIO YACTOTHI AMUJIOUIHBIX BKJIFOYEHUH B MO3re U CHIXKEHHIO NAMSATH IPO30(UIIBL.
TennoBoM 1MIOK CHUYKAET YaCTOTY BKIIIOYEHUH U BOCCTAHABIMBAET CIIOCOOHOCTD K O0YUEHHIO U
NaMsITh Yy MyTaHTHBIX MyX.

Kpome 3Toro HanpasiaeHus ObLIO H3yYEHO BIMSHUE MyTallui, HApy AKX
KMHYPEHHHOBBIN NMyTh MeTaboIM3Ma TpUnTodana, Ha NOBEJIEHHE APO30(HUIIBL. DTO HAaNpaBIEeHHE
ABJISETCS TPAAMLIHMOHHBIM JUISl TaOOPAaTOPHHU U NIPUATHO BUJETh, YTO OHO MPOJIOJIKACT
pa3BUBAThCS. BHUIO yCTAHOBJIEHO, YTO HAKOILIEHHE 3-THIPOKCUKUHYPEHHHA YBEIUINBACT
YaCcTOTY aMUJIOM/IHBIX BKIIFOUEHUH U yXyIIIaJO NaMATh [IPU JACHCTBUH TEIJIOBOIO IMIOKA.

K cosxaJIeHHIO, OMBITKA aBTOPa BKIIOYUTEH KaK MOXKHO OoJibIe HHGOpMALKH B

HeGoJIBIION 00BbeM pedepara npuBesa K 3aTpyIHEHHIO ero BocrnpusaTis. Hanpumep, HesiCHO KakK




aBTOp pasnuyasa GpochopunrpoBanHsle U HepochopunupoBanHbie popmbl koduarna 1 CREB ¢
NOMOILBIO UMMYHOTHCTOXUMHUHU. Y CJIOBHBIE 0003HauUeHUs Ha puc 7
TPYAHO pa3nuuuMmsel. [lectpoTa pucynkoB 19 u 20 3aTpyaHsieT UX BOCIIPHUSITHE.

OnHako 3T 3aMeYaHusl HOCAT TEXHUYECKUH XapaKTep U He CHUIKAIOT MO3UTHBHOIO
BIIEYATJIEHUS OT BHINOJHEHHON paboTel. Pabora Hukurunoii E.A. sBiseTcs 3aKOHYEHHBIM
YCCIIEIOBAaHUEM I€HETHKO-MOJIEKYJIIPHBIX MEXaHU3MOB HEHPOIATOJIOTUM - aKTYaIbHOM,
TEOPETHYECKH U IPAKTUYECKH BaXKHOH NMpoOIsIeMbl PU3HOJIOTHU U T€HETUKH, U, HECOMHEHHO,

3aCIyXHUBACT MNPUCYXACHUA CTCIICHHA JOKTOpa OHOJOTHYECKUX HayK I10 CII€HaJIbHOCTAM

03.03.01 — ¢pusuonorus u 03.02.07 - reHeTHKa.
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