OT35bIB
06 aBropedepare mucceprauun Huxurnnoit Exarepunnr Anexcanaposabi «®usuosnoro-
reHeTHYECKHI aHajM3 MeXaHW3MOB IIaTOreHe3a HeipojaereHepaTHBHBIX 3abojeBaHuii c
MpHUBJIEYEHHEM MoJielleli Ha Jpo3oduiie», NPEeACTaBICHHON K 3allMTe HA COMCKaHHE YYeHOM
cTeneHu JoKTopa Ouosiornueckux Hayk no cnenuanbHoctd 03.03.01 — pusnonorus u 03.02.07 —
reHeTuka.

OnHolt U3 OCHOBHBIX IIPOOJIEM COBpPEeMEHHOW HEHPO(U3IHOIOTUH SBJISETCS H3YUYCHHE
MOJIEKYJISPHO-TCHETHYECKUX MEXAHM3MOB BO3HUKHOBEHHS M Pa3BUTHA HEHPOJEreHEpaTUBHBIX
3a00eBaHuii, BBI3BIBAIOIIMX HAPYIICHUE MaMSTH, KOOPAMHAIUM JBUXXEHUM M MBICIUTEIBLHBIX
cnnocoOHoCcTEH 4enoBeka. BelsiBienue reHoB, MPOAYKTHI KOTOPBIX YYacTBYIOT B peajd3allii U
KOHTPOJIE MOTOPHBIX M KOTHUTHUBHBIX (DYHKLMH, IMOUCK KOPPEISLUUUA MEXAY HapylIeHHSIMH
Onpele/IeHHBIX N'eHOB U JIMarHOCTUYECKHUMH IpU3HAKaAMH HEWpoJereHepaTUBHBIX 3a0ojieBaHMi
SBJISIETCS HEOOXOIMMBIM YCIOBHEM JUIsi pa3paboTKU HOBBIX METOJOB JUISi HUX paHHE#H
IMArHOCTHKH M TEPAIIHH.

B cBsa3u ¢ 3tUM, aucceprainmonHas padora E.A. Hukuturoil, nocesimenHas gpusnonoro-
FEHETUYECKOMY aHaJM3y KOTHUTHBHBIX M MOTOPHBIX HapylIeHHH U BBISBICHHIO HX
MOJIEKYJISPHBIX MEXaHU3MOB C MCIIOJL30BAHHEM MYTAHTHBIX MW TPAHCTEHHBIX JIMHHIA
Apo30Quibl, SABIAETCA AKTYAJILHOW M CBOeBpeMeHHOU. BriOop aBTOpOM B KadectBe 0OBEKTa
HCCNIeOBaHUA Apo30(HIbl HAYYHO M INpakTHYecku oO0OCHOBaH. ['0JIOBHON MO3r apo3oduisl,
HacuuThIBaromui okoyio 100 TeIC. HEMpPOHOB, SABIAETCA BBICOKOOPraHH30BAHHOM CTPYKTYPOI,
obecreynBaroIIeil peann3aiio BCeX OCHOBHBIX (pOpM KOTHUTHUBHOM aKTUBHOCTH, YTO ITO3BOJISET
UCIOJIb30BaTh JApo30uuly Juisi HM3yYEHHS MOJIEKYJSPHO-(PU3HOIOrMYECKHX MEXaHH3MOB
HOPMAJIbHBIX M MATOJIOTHYECKHUX IPOLECCOB, IPOTEKAIONIMX B LIEHTPAJIbHON HEPBHOM CHCTEME.

B ocHOBy muccepranuu 1noJsiokeH Oonblmoil mo o00beMy W OpPMTMHAJIBHBIA 110
COJIepKAHUIO MaTepuayl, MOJYYEHHBIH ¢ TOMOIIBI0 HHTErPAJILHOTO MOAX0Ja, COYETAIOIIEro
MOJIEKYJIAPHO-TEHETUYECKUE  METOJABI, METOObl  MMMYHOTHCTOXHMHH,  KOH(OKAIBHOM
MHKpPOCKOIIUY, OHOHH(POPMATHKH, METOABI aHain3a (OPMHPOBAHUS IAMATH ¥ JIOKOMOTOPHOM
aKTUBHOCTH.

ABTOpPOM IIOJy4€HBI HOBBIE JIaHHBIE O BIMSHHHM MYTallMif, HapyLIAIOUUX OTHENbHEIE
CTalUl KUHYPEHHHOBOIO IIyTH Merabonu3ma tpuiirodana y apo3oduibsl, Ha crnocoOHOCTH K
o0yueHuto, (OPMUPOBAHHMIO CPEIAHECPOYHOM M JIONTOCPOYHOM TNaMATH, JABUTaTEIbHON
aKTUBHOCTH. BBISBICHBI 30HBI JIOKATH3ALMH OTHCIbHBEIX KOMIIOHEHTOB CHIHAJIBHOIO Kackaza
peEMOJEIMPOBaHUS aKTUHA B PAa3UYHBIX opraHax japo3odunsl. OOHapyxeHHe p-KoduiuHa -
ocHOBHOro cybcrpara LIMK]1 - B Kkierkax IJIMM NO3BOJIMJIO aBTOpPY CHENAaTh BHIBOJ O
BOBJICYCHHOCTH IVIMHM B (PYHKIIMOHUPOBAHME CHTHAJIBHOIO Kackaja peMOJCIHpPOBAHHMSA aKTHHA.
IlonyyeHsl HOBBIE JaHHBIE O pa3audHOM cooTHomeHun D- u  C-uzodbopm LIMKI,
OTTHYAIONIMXCS YPOBHEM aKTHBHOCTH, Y JIMHHH JUKOTO THIIA U MYTaHTOB JApo30(uiisl. BriepBoie
MPOJAEMOHCTPUPOBAHO, YTO U3MEHEHUSA MOTOPHBIX U KOTHUTUBHBIX (PYHKIUHA JAp030PUIIBI MOTYT
ObITE OOYCIIOBJICHBI HAPYLICHHSIMH HE TOJBKO B CTPYKTYPHOH, HO M B PEryJATOPHBIX YacTsX
rena LIMKI. ABropy yzanoce 1mnokasarb, 4r0o ypoBeHb akTuBHOcTH LIMK1 wMoxer
peryiupoBarbess MUKpoPHK.

B kayecTBe 3amMeuyaHHsi MOXKHO OTMETHTh HEyJauHble BBIPAXKEHHSA: «aHAIIN3
HYKJICOTHIHOM MocieoBarenbHocTd reua limkl D. melanogaster BuisBnser 71% roMoJIoruu ¢
renoM H. sapiens» (c.4) (roMoyorusi o3Ha4aer OOIMHOCTH IIPOMCXOIKIEHHS U HE MOXKET OBITH
ollcHEHa B %) HMIH «AHaIU3 SKCIPECCHH I€HOB Ha ypoBHE TpaHcasamum» (c.33). B cBsasu c



IMOCIEAHHM, BO3HHKAET BOIIPOC O MPaBOMOYHOCTH OLEHKH YpoBHA 3kcmpeccuu rena LIMK] no
Konu4yecTBy Oenka, ocOOEHHO, YYHTBHIBas BHICKa3blBAaHHE aBTOpPa O TOM, 4YTO «H3MEHEHHE
cootHomenuss u3opopm LIMKI.......... , BO3MOJHO, SBJISAETCA pPeE3yJbTaTOM H3MEHEHHH
TPaHCKPHIIIIMOHHOM M IMOCTTPaHCKPHIILMOHHOM peryisuuu resa LIMK] » (¢.34).

XoTenock OBl YCNIBIIIATE MHEHHE aBTOPA O TOM, YTO MpeACTaBseT coboii Bropas mooca
D-uzopopmsl y nuaum Berlin, a Takke yeM 00ycIIOBIIEHO NOSBIEHHE JIOMOIHUTENBHON MOIOCHI
C-u3odopMe! y muumii agn'™ u CS (puc.14).

BricKasaHHbBIE 3aME4YaHHMA HE CHIDKAIOT OOIIEro MOJOKHATEIBHOIO BIICYATICHHS OT
paboThI.

BeiBozbI HccepTaniy JIOTMYECKH CBS3aHBI C 3aJlaYaMH MCCIE0BAHUS M OCHOBaHHI HA
IMOJIYYEHHBIX pe3yJbTaTax.

3HaKOMCTBO C aBTOped)epaToM JaeT OCHOBAHHE CUHMTATh, YTO MO 00BEMY NPOJAEIAHHOM
paboTEl, aKTYaJlbHOCTH TEMBI, HOBH3HE H 3HAYHMOCTH JUIA INPAKTHYECKOW JEATETBHOCTH
nuccepranuonnas pabora E.A. Huxkutunoii «®HU3HONOro-reHeTHYECKHN aHAIN3 MEXaHH3MOB
naroreHesa HeMpoJereHepaTHBHBIX 3a00J€BaHUH C NpPHBICYEHHEM MOJENed Ha Apo3oduiey
COOTBETCTBYET TpeOOBaHMsM, H3JI0XKEHHBIM B «[TooXkKeHHH O MOps/Ke NPHCYKAEHUS YIECHBIX
crenenei» (Ilocranosnenune IlpaBurenscrea P® No 842 ot 24 cenrsibpst 2013 roaa), a ee aBTop

JIOCTOMHA MPHUCYKJICHHS YYEHOH CTENeHM AOKTOpa OMOJOrMYEeCKHX HayK [0 CIECHHAILHOCTH
03.03.01 — dusunonorus u 03.02.07 — reHeTHKA.

[Ipodeccop kadenpsl reHEeTHKH U OMOTEXHOIOTHIA

Cankr-IlerepOyprexoro I'ocynapcTBennoro YuuBepcurera,
JIOKTOp OMOJIOTHYECKHX HayK

Mapuna Bnagumuposna [Tagxuna (/ZW
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