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OT3bIB
Beslymeit opranuzanuu MHcTuTyTa XHMAYecKoit ouonorun i QyHIamMeHTanbHoi Meauuunbl CO
PAH na quccepTanuoHHyto paboty Asemacosa Hukomnas Anexcanaposuya «KoMObOTEpHBIH
aHAIM3 CBA3M MeXAy KOH(GOPMAI[MOHHBIMM CBOMCTBAMH MYTaHTHBIX (opm Oemka SODI1 u
OOKOBBIM ~aMHOTPO(GHYECKHAM CKIEPO30M C HCIIOJIB30BAaHMEM METOJO0B MOJEKYILIPHOTO
MOJIEIMPOBAHKS», MIPEACTABICHHYIO Ha COMCKAHHWE YUEHOH CTENeHH OHMOJOTMYeCKHX HayK II0
cnenuansHocTH 03.01.09 — MmaremaTnyeckas Omonorus, OHOUHPOPMATHKA

B HacTosiee BpeMs HCCIEIOBAaHME MOJICKYISIPHBIX MEXaHHU3MOB IAaTOreHe3a
3a00/eBaHHi  SBISETCS OJHHM M3 Hambolee axkTyalbHbIX HAIpaBIeHWH OHOXHMHUH,
MOJIEKYJIApHOH Omonoruu W MemuiuHbl. CTaHOBHTCH OYEBHIHBIM, YTO MHOTUE CIOHTaHHbIE
IATOJIOTHH, CBS3aHHbIE C HAPyIICHHAMH (YHKIMOHHPOBAHHS PAa3HOOOPA3HBIX OEJIKOB, HUMEIOT
POJICTREHHBIE WM HACJIeJCTBEHHBIC 3a00NeBaHMs, MPOMCTEKAIONME M3 MyTaldd B IeHax,
Koaupyromux 3ti 6enku. Jlucceprannonnas padora Asemacosa H. A. MOCBSIEHA W3YYEHUIO
BJIMSHHUS NATOTEHHBIX MyTalii B rene SODI, kogupyromeM Cu,Zn-cynmepoKCHUIHCMYTa3y, Ha
CBOHCTBA 3TOr0 (hepMEHTA M HMX CBS3h C MATOTEHE30M COLMAILHO BAKHOIO 3a00JICBAHUS —
Gokosoro amuoTpoduueckoro ckieposa (BAC), M3BeCTHOrO Kak B CIOHTAHHOM, Tak H B
HACJIeJICTBEHHOH (opme.

JluccepTanus COEPAKHUT BCe HEOOXOMUMBIE paslenbl W COCTOMT M3 BBEIEHHs, 0030pa
JIUTEPATYPHhl, OMMCAHUS MAaTEPHAIIOB H METOOB, PE3yIbTATOB M UX OOCYIKICHHS, 3aKITIOYCHHUL,
BBIBOJIOB M CIMCKA [ATHPYEMOW JTHTEpaTyphl, B KOTOPBIH BXOIAT 228 CCBHUIOK, B TOM YHCIIE
CCBUIKM Ha paboThl, BhImEAmHMe 3a nocnexnwe 10 mer. PaGora minoxena Ha 151 crpanuue
IIEYaTHOrO TEKCTA W CONEPIKHUT 44 prcyHKa 1 6 TabJAIl.

B pasnene «BpeneHue» aBTOp 00OCHOBBIBAET aKTYalbHOCTh M3Y4acMoOH MpoOJeMbl H
BEIOOp 00BEKTa HCCIeIOBaHMs, (OPMYIHPYET OCHOBHBIE BOIPOCHL, ONPEACIAOIHE LEIh
paboThl, U TOJIOKEHHMS, BHIHOCHMBIE Ha 3amuTy. Llenu u 3amadud paboThl CHOPMYIHPOBAHE
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AOpEeACIbHO ACHO M KOppeKTHO. B 3TOM pazziene aBTop Takike NPUBOJUT BECOMBIS apfYMEHTE B
T0J1b3Y HAYYHOM HOBH3HEI M HAYYHO-TIPAKTHYeCKOH 3HaYAMOCTH paboTsL

B rnase «Q0630p IMTEpaTyphl» NETAIBHO OIHCHIBAIOTCH MONEKYNSPHO-OMOIOIHYECKHE
MEXaHH3MBI, OTBeuaromime 3a paseuTHe BAC. Ilocie xpaTkoro omucaHus M3TOreHE3a H
TONYISIMOHHOM TeHeTHKH 3a00JieBaHKS OCHOBHOH YIIOp CHENAH Ha MyTAlMH B KOIHMPYIOMIKX
obnacTsax resos, acconuuposanubx ¢ BAC. Jlanee B cBsi3u ¢ TeMaTHKOH pabOTHI aBTOP BKPATLE
OTIMCBHIBAET (PAKTOPHI H B3aUMOIEHCTBYS, ONPEAEoIe KoHPOPMAIIHOHHbBIE CBONCTBA OEIKOB
BoOOIIIE, aKIIEHTHPYS BHUMAHME HA COBPEMEHHOM MOHMMAHHY MEXAHH3MOB arperanuy OenKos,
u Oomee moApoBHO  OCTAHABAMBACTCS HA  CTPYKTypHeix  ocobenmoctax  Cu,Zn-
CyTepoKCHATHCMYTassl uesioBera SOD1 — ocHOBHOro 00beKTa Hccnenopanus. HakoHen, faHa
XapaKTEPHCTHKA HEKOTODHIX BBEIYMCIHTENLHBIX METONOB, HCIIONb3YeMBIX B paboTe — METOXR
MOJIEKYJSPHOH NHHAMMKH, METOJa JNacTHYHBIX ceTell M PErpecCHOMHMLIX MOJICTCH JyIi
IpeACKa3aHus KIMHUUECKOro (eHOTHIIA TAIHEHTOB ¢ MyTalMsaMy B rexe SOLD, BbI3bIBAIOIIHMH
BAC. Ilo o630py muTepaTypsl uMeerca coOcTBeHHOe 3akmodcHue. O030p IUTEpATyphl HMEET
CaMOCTOATENBHYIO LEHHOCTh, JAeT JOCTATOUHOE IIpelcTaBieHue 00 00BEKTE HCCIeHOBAHUL,
IOMOTaeT ONPEAEIHTD MECTO PadoTsl B OOMICH KapTUHE 3HAHHH O MONEKYIAPHBIX MEXaHHU3Max
narorenesa bAC u 103BOJSIET W3Y4aTh JaibHElIuMe pasjens! gaccepTanuu Oe3 NpPUBICUCHHS
JOTIONTHHTENLHBIX HCTOUHHKOB.

B paBoTe HMCHoNB30BaHbl PasHoOOpasHEe COBPEMEHHbIE METOMMKH BBIYMCIIHTENBHOH
BHOIOrHY, BEKNIOYAH METONBI MOJEKY/SIPHON AMHAMMKH, MOAENHPOBAHHA 3JACTHYHBIX CETeH,
CTATHCTHYECKOTO aHAIH3a PE3YIBTATOB MOJIEKYIAPHON AMHAMHKH, aHanH3a 3BONIOLHMOHHOM
KOHCEPBATHBHOCTH TIOCNEIOBATENILHOCTEH W HAbOp METOJOB PErpecCHOHHOIO aHaiH3a CBA3H
MEXIY KOH(OPMAMOHEEIMH 3(deKTaMy aMHHOKHCIOTHBIX 3aMeH B Oenxe SOD1 m
KIMHHYECKHM (DEHOTHIIOM HOCHTENeH 3THX MyTaiull. Ifocae s rpymmna MeTO/OB 3aCIyKHBaeT
0coBoro BHUMAHUS BBUIY TOFO, uTo Haubojee WHTEPEeCHbIC PE3yNbTaThl ObUIHM MOMYUYESHEl ¢ HX
TOMOLIBI0. Bee HCIoMb30BaHHEIE METOMKH MTOAPOGHO H ACHO ONMCaHb! B pasaeie «MarepHaisl
H MeToIpl». CTOUT OTMETHTH, 4TO B paboTe HCHOJB30BAHO JOCTATOYHO CTapoe CHIIOBOC IIONE
AMBER ff99SB, & To Bpems Kak ceiiuac cranpaprom AMBER cunrtaercsa nose ff145B. Tawxe
BLI3BIBAET HENOYMEHHE peIllcHHEe He BKIIOWATE B MOJIEIH HOHBI Cu**, ocnopamHOE HAa
eIMHCTBEHHOM CTATRE, HE COMTACYIOIIEHCS ¢ OCTANBHOM tuTepaTypol mo SODI1.

PesynpTatel ¥ 0OCYXKASHHE TOJACNEHB! Ha TPH TIaBbl, ONHA H3 KOTODPBIX OIHMCHIBACT
PE3yIBTATE MONEKY/IAPHON AMHAMAKH ¥ MOACIMPOBAHKE METOJIOM 3JIACTHYHBIX CETEH, ApyTasd
— PErpecCHOHHBIE MOJENH HA MX OCHOBE, & TPEThS — KpyIHOMAcIITabHBIE (QAyKTyalud,
BLIABIEHHBIE B XOIE MOJEIHMPOBAHHS H PErPECCHOHHBIE MOJENM Ha HX OCHOBE. BO3MOXHO,

Joruyree ObIIO OB cHAadama ONHCATH MOOENHPOBAHHE obouMH METOJaMHM, a 3areéM — BCe
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PErPEeCCHOHHbBIC MOIENH, [TOCKONBKY KpymHOMAacTaOHble (BIYKTYaldH ABIAIOTCA TaKUMH K
cBoifcTBaMH OenKa, Kak, HalpHuMEp, BOJOPOIHEIE CBA3H. ABTOPOM IIOCTPOCHO HECKOJIBKO
JECATKOB PErPECCHOHHBIX MOJENeH, cpsspiBaronmx wpHudeckuii denorun bBAC co
cTaGHIBHOCTRIO BOJIOPOAHEIX cBsaseii B Oenke SODI, npu 3ToM B Hammyuinel MOJCTH CPeIHSS
omubKa MpefcKa3aHus BO3PAcTa FOKMTHS cocTaBuna 4 roja mpu xo3dpuuueHte perpeccuy
R = 0.85, 4ro menaer 3Ty Mozensb 6oJee TOYHOM, YeM BCe, ONMcanHbIe B MUTeparype. HexoToprle
BOIIPOCH! BBI3LIBAET JIMING MCIONL30BAHHE BO3pACTa NOKHMTHA IOCHE IOCTAHOBKH IHMArHO3a
sMecTo 0Oojlee TOYHOTO XPOHOJOTHYECKOIO BO3pacTa H4 MOMEHT CMEPTH B KadecTse
KONMYECTBEHHOTO KIHHHYecKoro (QeHortuna. IlpH  HCCICHOBAHMH — KpyHMHOMAaCIITabHOH
AVMHAMUKH aBTOPOM Takke OOHAPYMKEHbI HHTEPECHBIE KOPPEIALHH MEXHY KECTKOCTHIO
Mosekysiel  iepMeHTa W  JOMHMTIHEM, HO HauOONBUIMH HHTEpeC 34eCh IIPEe/ICTABISIOT
WACHTH(OHUIHPOBAHHEIE BO3MOJKHEIC IIyTH TPAHCCYOBEJMHHYHOH Iepeadyd MeXaHWYeCKHX
KonebaHuii MexOy caliTaMH CBA3BIBAHHS HOHOB Cu®*. Drta wacts paboTel HMEET GONBILIOH
HOTEHIHAN JUIS Pa3BUTHS KAk B IUIaHE 3JKCIEPHMEHTAIBHON NPOBEPKH BBIMHCIUTEIIBHBIX
pe3yIbTATOB, TAK W B YaCTH IPONOJDKEHHS MOIENHPOBAHHA [N OOBACHEHMS BHIAMMOH
ACHMMCTPHH [TYTH TIEpeJayuy SHEPruy B cuMMeTpHuHoM JrMepe SODI.

B uenoM mojydeHHble couckareneM JaHHBIE CYLIECTBEHHO DACIIMPAIOT H JOIOIHAIOT
COBpEMEHHBIE TIpencTaBlenHs o (yuknuonupoBanun depmenta SODI1. Onwupasice Ha
pe3ynbTaTel  cBoeil paBoTEl M MOJKperss HX  ONyONHKOBaHHBIMHM  JaHHBIMH, aBTOP
QOpMyIHpYET THIOTE3Y O TOM, YTO H3MEHEeHHe CTabGHIBLHOCTH BOJOPOIMBIX CBSI3eH MOIKHO
pacCMaTpHBaTh Kak (axTop NATOTEHHOCTH MyTAHTOB 1 TshKecTH 3aboesanua BAC.

JluccepTaiyss He JMIICHA CTANMCTHUECKHX HEJAOCTATKoB. B Texcre BCTpedaloTes
HEeNPaBUILHO HOCTpOeHHEIE (passl (HApUMeEp, «IOKUTHE MALMeHTOB ¢ MyTammsamu B SODI,
cTpajarommMu BAC» — moilydaeTcs, 4TO MYyTalMH CTPajaloT CKIEPO30M), TPUCYTCTBYET
HEKOTOPOE KOJIMYECTRO ONEHaToK M KaproHusmoB. OQHAKO 2TH 3aMEeUaHus HE KPUTHUHBI H HE
IOPTHT 0BILEro TONOKHTEHEHOTO BIEUATIIEHH S OT ACHO M JIOTHYHO H3I0MKeHHOH paboThL.

PesyneTarsl, TOJYYEHHBIE COUCKATENCM, MOTLYT TIPEACTaBOATh MHTEpec i
NaGopaToOpHi, 3AHUMANIIHXCA CTPYKTYpHOH Ouonorueil, MONEKyISpHOH OHOQH3UKOH U
MEIUIIHHCKON MHGOPMATHKOH B TAKHX 0OpazoBATENBHEIX W HAYYHBIX yUYpekaeHHsax, kak MIY
umenn M. B. Jlomonocora, CII6I'Y, HMuctutyr 6MOOpraHMYECKOH XHMHH HM. aKaJCMHKOB
M. M. Ulemsixura u  [O. A. Opuvanukopa PAH, HWuceruryr XuMHYecko#d OHONOTHH H
dyrnamenTansHoi Memmmasl CO PAH, QenepansHelii uccneoBaTeabekuil 1enTp MHCTHTYT
mronorud # redernka CO PAH u npyrux.

MatepHaasl FHCCEPTAMOHHON paboThl anpoOHpOBaHBl Ha [STH MEXKIYHAPOAHLIX H

OTCHCCTBCHHBIX I{OH(l)epeHIIHHX. OcHOBHBIC PE3YNETATEl HCCASAOBaHUA BOIIULIM B HOEBATH
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nyOMMKaIi, W3 KOTOPBIX YETHIPE NPEICTaB/ISIOT COO0H CTaThbH B PEIEH3MPYEMBIX MKypHAlax,
BXO/IAIIMX B MEK/IYHAPOIHBIE CHCTEMBI [IHTHPOBAHMUSL.

CdopmymipoBaHHBIE B AHCCEPTAllMH BBIBOJBI KOPPEKTHBI M aJEKBAaTHO OTPaXKaroT
[IOJYYeHHBIE Pe3yibTaThl. Kaskaplil BEIBOM ITOJHOCTBIO COOTBETCTBYET IOCTABJIEHHBIM 3a1avYaM
u uenam. Cojeprkanue JUCCEpPTAlMM JODKHBIM 00pa3oM OTpakeHO B aBTopedepare u B
oInyOIMKOBaHHEIX paboTax.

Huccepramust  Anemacosa H. A.  npexcraBisier co0OH  3aKOHYEHHYIO — HAy4HO-
KBATH(DUKAIIMOHHYIO paboTy, B KOTOPOH ¢ [OPUMEHEHHEM COBPEMEHHBIX MCTOIOB
BBIUHMCIIMTEILHOM GHOJIOTHH MOJTy4YEHEl HOBLIE JaHHbIE 0 KoH(popMauuonHoi nunamuke Cu,Zn-
CYNEPOKCHIIMCMYTa3bl JUKOTO THIA H €€ MYTaHTHBIX (opM H 00 accolMaldd CBOMCTB
MOJIEKYJTIBI 3TOTO GellKa ¢ KIHHHYECKHM (PEeHOTUIIOM GOKOBOTO aMHOTPO(HUUECKOr0o CKIICpO3a.

Takum obpaszom, nuccepranus Anemacosa Hukonas Anexcanaposuda « KOMIIBIOTEPHBIH
aHAIM3 CBA3H MEX1y KOH(DOPMANMOHHBIMH CBOWCTBAMH MyTaHTHBIX (opm Oenxa SODI1 u
OOKOBBIM aMHOTPO(HYECKAM CKIEPO30M C HCIHOJIb30BAHMEM METOIOB MOJCKYJSIPHOTO
MOJICITUPOBAHHSY, TPEJICTABJIEeHHAas Ha COMCKAaHHWE YYEHOH CTENEeHH KaHIWIara Hayk II0
cnenmansrocT 03.01.09 — Maremarndeckas Ouonorus, OnonHPOPMATHKA, TIOIHOCTEIO OTBEHAET
tpeboBanusaM 1. 9 «llonmokeHHss © TPHCYKICHWH YYCHBIX CTEIEHEH», YTBCPKICHHOTO
nocraHoBieHueM IlpaBuTensctBa P® ot 24.09.2013r. Ne 842 (pemaxmusa Ne335 ot
21.04.2016 1.), NOCKOJBKY B HeH COJIEPIKUTCS pEIICHHE 3alaud IpejiCcKazaHusa KIHHHYECKHX
nocieicTBHE MyTamuii B rene SOD/ npu GOKOBOM aMHUOTPOPHYECKOM CKIEPO3€, a caMm aBTop,
HECOMHEHHO, JOCTOHH IPHUCYKICHUS HCKOMOM CTENIEHH.

JHucceprammonnas pabota Asemacoa H. A. oOcyxiaena M OT3bIB  YTBEPKACH Ha
ceMHHape JabopaTtopuu reHoMHOH W GenkoBod wumkenepun HUXBOM CO PAH 6 mexabpst

2018 r., mporokon Ne 1.
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