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OT3bIB
O()MIHAIBHOTO ONIIOHEHTa, PYKOBOIHTEIS TaOOPATOPUH paJHallHOHHON 1
OHKOJIOTH4€eCKOH reHeTHKH Penepansroro I 0CYapCTBEHHOTO bromxerHoro
Yupexnenus «Poccuiickuii Hayungiit Llentp Paguonoruu u XHUpypruyeckux
TexHonoruit» Munucrepcrsa 3NpaBooxpanenus Poccuiickoii ®exepanyu 1.6.1.,
npo¢. Bopo6uosoii U.E. na Aaucceprauuio Kypanosoit M.JI. «Kitetounsie u
MOJICKYJIIPHBIC OCOOEHHOCTH MPOSIBIEHHUS aTaKCHU-TEJICAaHTHIKTO3 U,
NPEICTaBNICHHON Ha COMCKAHHE YYeHOM CTENeH: KaHIHIaTa OHONOTrHYeCKHX Hayk

o cneuranbHocT! 03.03.04 — KeToyHas OHOJIOTHS, IUTONOTHS, THCTONOTHS.

Hccnenosanne Kypanooit MLJI. «KieToungie U MOJIEKYJISIpHBIE OCOOEHHOCTH
TNIPOABTICHUS.  aTaKCHH-TEJIEAHTUIKTO3MHY»  [IOCBSIIEHO U3YYEHHUIO  KJIETOYHBIX
IIDOSIBJICHHHM  HACJIEICTBEHHOI'O HEHPOJICTeHEPATUBHOTO 3a00JIEBAHUS  ATAKCHS-
TeneaHruskrosus (AT).

AKTYaJIbHOCTB TeMbI AHCCePTAIHH.

Knuanveckas kapruma AT, Oyny4u BecbMa NOJUMOP(HOH, fenaer
AOCTATOYHO  CIOXKHOH IPABHIBHYIO MOCTaHOBKY AINaTHO3a, a MOJIeKYJISAPHO-
TCHCTUMECKHE TIOXOABI 3aTPy[MHEHBI H3-3a GOJBIIONO KOJNMYECTBA MyTaluld u
noauMop¢u3MoB rema ATM, 00yCIOBIMBAIOIMX TaHHOE 3a6oneBanue. B CBSI3U C
STHM IOUCK KIETOYHBIX MapkepoB AT NPEACTABISACTCA aKTyaldbHBIM IS
NpaKTHIeCKOH Menuuuubel. Tak kak ang AT XapaKTepHO C OJHOH CTOPOHEI
YCKOPEHHO® CTapeHHe, a C JAPYrod — MOBBIIEHHAS YacTOTa 3JI0Ka4e€CTBEHHBIX

onyxonei/’l, KJIeTO4YHasgs monensr AT ITIO3BOJISIET OLIEHUTH pPealInu3anuen >TUX ABYX
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Pa3sHOHANPABICHHBIX MPOLECCOB, YTO, HECOMHEHHO, IPEICTABIISET HHTEPEC C TOYKH
3peHust PyHIaMeHTaIbHOM HayKH.

Hay4nasi HoBH3Ha, TeopeTHYecKast H NpaKTHYecKasi 3HAYHMOCTb.

Pabora Kypanosoii M.JI. oTiuyaercs HeCOMHEHHOM HOBU3HOM  Kak
METOZINYECKOH (IIpe/IOKeH GBICTPBIN MeTON yTouHeH:s auarso3a AT Ha KIeToYHOM
YPOBHE), Tak W COfep)KaTelbHON. BIepBhle BBISBIEHA MO3AWYHOCTE KJIETOK TIO
skenpeccur pATM y nanuenToB ¢ nérkoit popmoit AT, OOHapy’>XeHO MOBBIIICHHE
skenpeccun SIRT6 y GompHbix AT mo cpaBHEeHHIO cO 3M0POBBIMH [TOHOpaMHU M
TMaliCHTaMH C APYTMMH HACIECTBEHHBIMH HapylleHHsMu peraparmu JJHK. Dt
Pe3yNbTaThl MOTYT OBITH IONE3HBIMH B KJIMHHYECKOL NPaKTUKE Kak JjIs
CTpaTH(UKALMK GONBHBIX [0 CTETIEHH BBIPAKEHHOCTH 3a00JI€BaHUs, TaK U B LEJSIX
AuQQepeHIanbHON AUarHoCTHKH. Takde NoKasaTeld Kak COCTOSIHUE SIIePHOM
MeMOpaHbl U comepkaHue (epMeHTa SA-B-Gal MoryT GBITH HCIIONB30OBAHBI npu
pa3paboTke MmaHenel MapKepoB Jis MPOTHO3a PHCKa KaHLeporeHes3a Mpu CTapeHHH.
Knerkn namuentos ¢ AT, mis KOTOPOH XapakTepHO YCKOPEHHOe CTapeHHe M
BBICOKMH PHCK KaHILIEpOTeHe3a, MpEACTaBIIOT CoOoii €CTECTBEHHYI0 MOJEIb ¢
HapylmeHHbIM ~ ATM-3aBHCHMBIM  CHTHANBHBIM — KacKaioM IIPH  OTBETE Ha
BOSHHKHOBCHHE NBYHHUTHEBBIX paspbiBoB JIHK. B 3ToM KoHTekcTe moiydeHHble B
paboTe pe3yNBTAaTEl BHOCAT BKJIA4 B MOHHMAHHE MEXaHH3MOB CTapeHHs u
TPaHC(OPMALMU KIIETOK, TO €CTh UMEFOT dyHmamMeHTanBHOE 3HaueHHe. Pe3yibrarh
M3YHCHHs  SKCNPECCHH TPUMETHIMPOBaHHBIX ¢(opm ructona H; (H;K9me3 wu
H;K27me3), rucroHoBeIX pmeaneruias, FeTepOXPOMATHHOBOIO Mapkepa HP1-y
TIO3BOJIAIOT OLICHUTE POJIb SMUI'€HETHYECKMX MEXaHH3MOB B 3THX IIPOLIECCaX.

OGocHOBaHHOCTL OCHOBHBIX MNOJI0XKEHHI, BBIBOIOB M PeKOMeHIanuii,
¢()OpPMyY/IMPOBAHHBIX B JHCCEPTALHH.

Pabora npoBenena Ha 6onbIIOM H pasHOOOpasHOM MaTepualle — IIepBHIHbIX
¢ubpobnacrax, KIETOYHBIX JIHHHMSIX, NIOTY4YeHHBIX OT O0JbHBIX AT, malMeHTOB ¢
APYIMMH  HAaClICACTBEHHBIMH M HEHACJIE/ICTBCHHBIMM IIATONOTHAMH, KIETKAX
310poBOro noHopa. Mcnonp30BaHbl 2 FeHOTOKCHYECKHUX dakropa — obGnyuyeHue u

Oneomuumn. Kaasii  BapmanT oneiTa  craBmics B TPEX HOBTOPHOCTSX.
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Hccnenosanock 8 KIETOYHBIX MapKepoB ¢ MOMOIIBIO COBPEMEHHBIX METOOB
MMMYHO(IIyOPECHEHIIMH X KOMIBIOTEPHOTO AaHAIH3a u3dpaxenuii. Bcé 310
TIO3BOJIACT CYHTATh IIONYy4YEHHbIE pe3y]bTaThl JOCTOBEPHBIMHM, a BBIBOILI H
IIPaKTUYECKHUE PEKOMEHJALIUH 000CHOBAHHBIMH.

OO6was xapakTepucTuka paGoThl.

Hucceprauus Kyparooit MLJI. mocTpoeHa TpaguuuoHHO, NIpe/CTaBIeHa Ha
125 crpanuuax, cmmcok nurepatypel — 151 paGora, u3 mHux 140 HHOCTPAaHHBIX.
ABTOpeepaT MOTHOCTBIO OTPaXKAET CONEpPIKAHHUE pabotel. ITo Teme muccepramuu
ommy0iuKkoBaHO 15 paGot (3 U3 HUX B U3NAHUSIX pexomenayembix BAK).

Bo BBeneHuu aBTOp 4€TKO OGOCHOBBIBAET M Gopmynupyer Lens U 3amauu

paboTEL.

OG30p nuTepaTyphl, 3aHUMaOIHH 60 u3 107 CTpaHHMII TEKCTa OOCTOSTEJIEH,

CBUJIETENILCTBYET 00 3pyAMpPOBAHHOCTH aBTOPA, 3aTPArMBaeT Kak OBIIHe BOIIPOCHI,
Kacaroryecs: cunapoma AT, Tak u mpoGieMsl OTBeTa KIETKH HA MOBPEXIEHHE C
[IOMOIIBIO  TeHETHYECKUX M JNUTCHETHYECKMX MEXaHH3MOB. ABTOp MHOAPOGHO
OTHMCBHIBACT M3MCHEHHUS STHX MEXaHH3MOB IIPH CTapeHHH U TpaHChOpMaIuH, Ielas
AKLCHT Ha Te, KOTOpbIe M3y4anuch B e€ pabore. B koHLe 0630pa HampammBaercs
KpaTKoe IOJBEACHNE UTOrOB C yKazaHHeM «OeIbIX MATEH» W ONpe/eleHHeM MecTa

CBOHMX HUCCJIENOBAHHUM.

['maBa — Martepuan u METOAbI COICPXHUT OIHMCAHUE KIIETOUHBIX JIUHUM,

AalMCHTOB, METONA MOJNY4eHHUs KyIbTyp (puOpo6nacToB, HMMYHOMIYOpECEHIHH,
MHUKPOCKOIIMH, CTaTUCTHYECKOM 00paboTku. K 3Tol riaBe mMeroTcs 3aMedanus u
[IOJKETaHu:

— XapaKkTepUCTHKM KIETOYHBIX KyNbTYp, [AlMEHTOB, OMMCAHUE CUH/IPOMOB
KEJaTeNbHO OBLIO OBl YIIOPSANOYUTE, HAIPUMED, C TIOMOLIBIO TAGTHIIEI.

— VYcnoBust OOnmy4eHHMs M BO3NEHCTBHS ONEOMHLMHOM JaTh OTHETbHBIM
IIyHKTOM, 060CHOBaB BBIOOD J103.

— B m. 3 ommcaHel MeTOABI OUEHKM He BCEX W3YYEHHBIX KIETOUHBIX

nokasareneii (Het MmetonoB 1t HP1y, snepHoit TaMuHbL, 1IHHEL TeJIoMepas).
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B rnaBe — P C3YJIbTAThI U OGCV)KIIGHI/IG NPEACTaBICHBI pa3ieiibl ¢ JAaHHBIMHA 10

KXKIOMY M3 U3YHCHHBIX KICTOYHBIX MapPKEPOB U UX OOCYX/IEHHEM C IPUBICYEHUEM
COOTBETCTBYIOWIEH JHTepaTyphl. Tak ke, kak u B 0630pe JIUTEPATYpPhl, aBTOP
ACMOHCTPHPYET TIyOOKHe 3HAHWs, yMEHHME COIOCTaBISTh CBOM pe3ysIbTaTel ¢
A@HHBIMA  IpYyTMX ~ aBTOPOB. 'yBCTBYeTCS IPEEMCTBEHHOCTh HCCIIENOBAHMIA,
IIPOBOIMMBIX B J1aDOpAaTOpuW, TIJAe BBIIOJHAIACH paGoTa. HHuTepecHbIMH
PE/CTABIIAIOTCS PE3YJIbTAaThl [0 MO3AUYHOMY KJIETOYHOMY COCTaBY GONBHBIX ¢ AT
NIETKOH CTEIIeHU M OOBSCHEHHE STOrO SABJIEHHS TeM, YTo HocuTeau ATM MyTalui
ABIIIIOTCS ICHETHICCKMMH KoMMayHAaMu. OTimyne TOKEMBIX U MErkux dopm AT
HaOJIOANKCh U 110 TAKMM KJIETOYHBIM [OKA3aTe M KaK HP1y, SA-B-ranakrosunaza.
Iomy4eHs! uHTepeCcHBIe NaHHBIE M IO IPYTHM HACTEICTBEHHBIM CHHIpOMaM ITOMHMO
AT. Tak, cunzpom Cekkens | Tuma, kak mokasaHo B pabote, MOXHO
AUATHOCTHPOBATE HA OCHOBAHUH BBISABIICHUs HEKOTOPBIX CAlTOB (ochOpHINpOBaHHs
ATM u ATR.

OOIMM BBIBOZOM M3 IONy4eHHBIX Pe3yJbTATOB MOXKET GbITH yTBEpXK/IeHHeE,
dTO, IIOMHMO  MOJICKYJISPHO-TeHETHYECKHX M KIMHUYECKHX, CYIIeCTBYIOT U
KJICTOYHbIE MapKephbl 3a00NIeBaHHs, U3YYEHHE KOTOPBIX SIBIISETCS NEePCIEKTUBHBIM
KaK B IPUKJIAIHOM, TaK U B HAYYHOM IIIaHe.

OCHOBHBIM ~3aMe4yaHWeM K STOH TIJiaBe SBIISETCS XapakTep IoJaYu
PE3YJIbTATOB: MHOTO HETOYHOCTEH, IeperyTaHsl HOMepa Tabiul] M PHCYHKOB, B
HEKOTOPBIX TaONMIAX CpeHUE NPUBEAeHE! Ge3 ommbok (Tabmuma 11, o KOTOPOH HET
YIIOMUHAHUA B TeKcTe). YacTo TabNHLBl ¢ KOHKPEHBIMH JAHHBIMU OTCYTCTBYIOT
(npHBeneHBI ToNbKO (oTorpadum), IIOTOMY KOJIMYECTBEHHOE CPaBHEHHUE CHENaTh
HEBO3MOXHO.

B rnaBe 3aKJIrOueHue paccMaTpuBarOTCA o6ume BOIIPOCBI ~ CTapeHus,

KaHIIepOreHesa, uX B3aHUMOCBSA3b, O0CY)XIAIOTCS MEHETHUECKHE M SIUIeHETHYECKHe
MApKEpbl CTapeHMs B CBA3H C COOCTBEHHBIMM pe3ynbTaTaMu. [IOCKONBKY T
BOTIPOCKI 00CY)KAQIUCh U B I7IaBe 3, JaHHKIH pas3ien MOT 65 OBITH Kopoue.

Hocnennuit  pasmen  paGoTBI  mpeicTaBleH  IIECTHIO  BBIBO IaMH,

COOTBETCTBYIOIIMMHU IIOCTABJIIEHHELIM B pa60Te 3ajadyaM.
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Crenannble 3aMeyaHust HOCAT HENPUHUMIHATBHBIN XapaKTep U HE CHHXKAIOT
001Lel MOJIOKXUTENBHON OYEeHKH PaGOTHL.

3akmouenne. I[lo aKkTyalnbHOCTH, HOBM3HE W 00BEMY MpPOBENEHHBIX
WCCIICIOBaHUM nuccepranuss Mupsu JIeOHHTOBHBI KypanoBoii «Kietouynsre u
MOJIEKYIISIPHBIE  OCOOE€HHOCTH TIPOSIBIEHHS ATAKCHHU-TEJE€AHIMIKTO3HIY SBISETCS
HAay4YHOH KBaIM(HUIHUPOBAHHONW paboToif u COOTBETCTBYeT TpeOOBaHUAM 1. 9
«IlonoxeHus o MPUCY)KOEHUM YUEHBIX CTermeHei» or 24 ceHTsa6ps 2013 r. Neg42,
YTBEPXKAEHHOIO  MOCTaHOBNeHHeM IlpaBuTensctBa Poccmiickoii Deneparuu,
NpeNBABIACMBIM K JUCCEPTAlUSAM HA COUCKAaHHE YYEHOW CTEeNeHH KaHIuaaTa
OHONOrMYeCKUX HAyK, a aBTOpP 3aCIIy)KHBAeT NPUCBOEHHS] HMCKOMOM CTEIEHU I10

crienransHOCTAM 03.03.04 — kietounas 6uomorus, LIUTOJIOTUSI, THCTOJIOTHSI.

O¢uuuanbuelii onnonenT — pykoBoxuTeNs 1abopaTOpUU pajualliOHHON U
OHKonoru4ecko# renetuku ®I'BY «PHLIPXT» Munsapasa PO

HAOKTOp OHOIOrHYeCKUX HaykK,

npocgeccop % n/é N.E. Bopo61ioBa

Honmues U.E. BopoGriosoii 3aBepsito
Yuenslii cexperaps PI'BY «PHL[PXT»
Mpunsnpasa PO
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