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Ha aBTOpedepar aucceprauuu Bukropuu Bukroposusl Hedenonoii
"BiausiHne aMMHOKHCJIOTHBIX 3aMeH B KPUCTAJUIHHOBOM JJOMEHe, KOPPeJIUPYIOIIUX C
pa3BuTHeM nepudepuvecKUX HeBPONATHii, HA CTPYKTYPY M CBOiicTBa MAJIOr0 Oejika

Tenosoro moka HspB1",
HpeHCTaBHeHHOﬁ Ha COUCKaHHUC y‘IeHOﬁ CTCIICHHU KaHauaarTa OHMOIOTHYECKUX HAyK 110
cunermanpaocTy 03.01.04 —Onoxumust

Huccepranmonnas pabora B.B. HedenoBoii HampaBrnena Ha wuccieqoBaHHE OTIWYHO
c(OpMYyJIMPOBAHHON TUIIOTE3bl O BIUSHUM NPUPOJHBIX MYTalUd Ha CTPYKTypy M CBOMCTBa
o6enka HspB1, smusnue HspBl nHa oOpa3zoBanue monmmepoB Oenka NFL, u Ha BbIACHEHHE
BO3MOXKHOT'O MOJIEKYJISIPHOTO MeXaHu3Ma. AKTyalbHOCTh paOoThl oueBuiHa. OHa CBs3aHA C
BeposATHbIM ydactueM HspB1 m ero myranmii B pa3BUTUM HEBpONATUN C y4aCTHEM KOMIIOHEHTa
HelipopunamentoB, Oenmka NFL. IIpocmarpuBaeTrcsi SBHBIM BBIXOJ Ha BO3MOXHOCTH
MIPAKTUYECKOr0 UCII0JIb30BAHMS PE3YJIbTATOB UCCIIEI0OBAHUS.

ABTopedepaT HanmcaH NpeKpacHo. BBeeHrne MOHOEHHO OTpaXkaeT CyTh npoOsieMsl. Llens u
3aJa4d YETKO C(OPMYIMPOBAHBI, PE3yJbTaThl XOPOLIO IPEACTABICHBI, BBIBOJBI IOJHOCTHIO
00ocHOBaHbI. FIMeeTcst OTIAMYHBIN CIUCOK Iy OJIUKALMA 110 IPOCKTY.

B pabore wucnonp3zoBaH O00dbIION MeTOAMYECKUH apceHan (cTp 6-9), kiaccudyeckue u
oTuuTM(OBaHHBIE B Ja00OpAaTOPHM METO/BI aHANIM3A CTPYKTYPHI M XuMun Oenka. HaBepHoe nMeHHO
MIO3TOMY aBTOP YBEpPEHA, YTO "INOCTOBEPHOCTH IPEACTABICHHBIX B JHUCCEPTALMU JaHHBIX U
BBIBOJIOB ONPEJEIACTCS] MCIOJIb30BaHUEM OOJIBIIOr0 KOJIMYECTBA Pa3HOOOPA3HBIX COBPEMEHHBIX
(DU3HKO-XMMHYECKHX METOJIOB MCCIeNoBaHUS OelKoB" (CTp 5). DTO, KOHEUHO, CIPABEIJIMBO, HO
HE CTOJIb K€ Ba)KHO YUCIIO BOCIPOM3BOAMMBIX SKCIIEPUMEHTOB?

Omnwucanune OO630pa juTeparypbl B aBTopedepare ObLIO OBl XOPOIIO pACHIMPHUTh, yKa3aB
OCHOBHBIE NpHupoHble MyTaluu HspB1, noyemy Obliu BBIOpaHBI TOJIBKO OINpPEEIICHHBIE, KPATKO
OCBETHUTH TpefnonaraeMpie GyHKIMH U poib Oenka NFL B pasButun Hedpomnatuii. B npunmmre,
00BEM PYKOIIHCH 3TO TTO3BOJISI.

[lepBasg yacTb pabOTHI, MOCBSIICHHAS BIUSHUIO MyTanuil Ha cBoiictBa HspBl (ctp 9- 17),

BECbMa [IOKA3aTelIbHO XapaKTEPU3yeT IOCTHKEHHE BBICOKOTO TNPOQPECCHOHATBHOIO YpPOBHS



COMCKaTeNneM, TaKKe Kak M (UPMEHHBIA CTHIb 1a00paTopvH, OTPAKAOUIMNA €€ BBICOKYIO
nyOIMKAIIMOHHYIO aKTHBHOCTE. O1leHKa UCKIIIOUUTEBHO IT0JIOJKUTENIbHAS,

CunpHOE BreUaT/ICHHE OCTaBIAET CIEAYIOUIMH pas3/ien M0 MOJEIMPOBAHUKD CTPYKTYPhI M
mytanuii HspB1 (ctp 17-18). Dra madopmanms AaeT MOHMMAHME TOro, Kak MOryT padorarh
5TH MyTaiud. OHa NOKa3bIBaeT, YTO MeXaHU3M MyTauuil no ocratkam 140/141, BeposTHO, HHOIA,
4eM 1o ocraTkam 84 u 99.

Crnenytonmme paszensl TMOCBSMIEHBl H3YYEHHID (YHKIMOHAIBHOTO CMBICHA MPUPOIAHBIX
myrainuid HspB1. UroOsl y3HaTh Kak BIUSIOT MyTanuu Ha B3aumojeiicteue HspBl ¢ NFL u na
MOIUMEPH3ALHI0  (UIIAMEHTOB, ABTOP HCIIOJIB3YeT pa3Hbie MOJAXOJbI in vitro. Pesymbrarsl
koceauMmeHTanuu (puc 9) mnoxkasearor, uyto HspBl Bxoaur Bmecte ¢ NFL B cocras
HelpopmramenToB. Ho »To eme He o3Havaer, yro "HspBl moxer kakum-to oOpasom
UHTUOMpOBaThL oOpazoBanue GpunamenToB NFL" (ctp.19). Tako# BbIBOJ ciieyeT U3 JalbHENIINX
SKCIIEPUMEHTOB 110 M3MepeHHio auHamuku ¢uryopectenuun PM-NFL npu mHAaykuuu ero
nojgumepusauuu (puc. 10 u crp. 20).

KoneuHo, BO3HMKaeT Bompoc, cBsazaH Ju s(dekt wuccaenoBaHHbIX MyTauuid HspBl ¢
nonuMepu3alieid HeHpo(pHIAMEHTOB B HATHBHBIX YCIOBUAX? MexaHusMel MyTal{il pasHble
(cM  Beime), HO ahdexTsl in vitro Kaxyres cXonHeIMU. BepostHOo, ans Oonee TOUHOrO
OTBETA Ha 3TOT BOONPOC B JalbHEHINeM MOXHO Hcnoiap3oBatk KiaeTkn HEK293,
skcnpeccupytomue HspB1 (ctp 13), v nx korpancdexuuto myrantamu HspB1 Bmecre ¢ NFL, ¢
MOCTEAYIOMIAM aHaMu30M HelpodunaMeHToB. OYEeBUHO, YTO JUCCEPTALMOHHOE UCCIIE0BAHHE
B.B. Hedé&nosoit cozmaer HyxHyio 0a3y ¥ OTKPLIBAeT MEPCIEKTHBY IS OCIEAYIOLIHUX paboT.

Pesyabratel uccnenoBanuss B.B. Hed&noBoil mosHOCTBIO OTpakeHBI 5 TOTHOLEHHBIMH
cratbaMu U 10 TesaucHbiMH cooOmeHusMu. S cuutaro, yro pabora B.B. Hedénoroit
«BnusiHIe aMHHOKHCIIOTHBIX 3aMEH B KPHCTAIZTMHOBOM [1OMEHE, KOPPEIUPYIOLIMX C Pa3BUTHEM
nepudepuyeckX HEBpONATHH, Ha CTPYKTYpPY H CBOicTBa Manoro Oejka TEMJIOBOro IIOKa
HspB1» mnonHocThro oTBeuyaeT TpeOoBaHWsM, npeabspisembiM BAK k nuccepraumsaM Ha
COMCKaHMe Y4YEHOH CTeleHW KaHjaujata OMoJordyeckux Hayk 1o cneuuansHoctd 03.01.04 —

Onoxumus, a e€ aprop 0e3yCIIOBHO 3aC/Iy/KUBAET NIPUCYK/AEHHS HCKOMOM CTENEHH.
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