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Ha aBTopedepar qucceprannu AnexceeBoii Upunbl Baaguvuposusl «Ilosmumopdusmel
0€e/IKOB-y4aCTHHKOB YKCIIH3HOHHOI penapaiyui OCHOBAHMII: BJIMSIHHE HA AKTHBHOCTD
OT/eJIbHBIX (PEPMEHTOB H HX B3aHMHYIO Pery.IsiliHIO», PEeICTABJIEHHON HA COMCKAHHE

Y4Y€HOH CTEeNeHH KAH/IH/1aTa XHMHYECKHX HAYK M0 cneuuaJabHocTH 1.5.4 — «DHOXHMHS»

Jluccepraumonnass pabora AnekceeBoit M.B. mocesiieHa  uMccie0BaHUIO  BIUSHUS
AMHUHOKHCJIOTHBIX ~ 3aME€H, BBI3BAHHBIX MNPUPOAHBIMH  nonuMopdusmamu  (SNPs), Ha
(yHKIHOHATIBHYIO aKTHMBHOCTbH TpeX (DEPMEHTOB, y4YaCTBYIOIIMX B SKCIM3HOHHOH penapaiuu
ocHoBanuii JIHK, a Ttakke Ha >pPekTHBHOCTH O€I0K-OETKOBBIX B3aMMOJICHCTBHI MEXIy
y4aCTHUKaMU CHUCTEMBI penapanuu. Hayunble ucciieoBaHus B 9TOH 00acTH MMEIOT OOJIBINOE
3HAY€HHE, [OCKOJBKY HApylIeHHss B AKTUBHOCTH (DEPMEHTOB penapamud W PeryJisiuu
B3aUMOJICHCTBUSL MEXK/y HHUMH, BbI3BAHHBIE HAKOIJICHMEM MYTallMii B r€HOME, MOTEHIIHAILHO
MOTYT NPHUBOAWUTH K pPA3BUTHIO PA3JIMYHBIX 3a00J€BAaHWUH, B TOM YHCJIE OHKOJIOTHMYECKHX.
CBoeBpeMeHHasl TMarHOCTHKA MOJOOHBIX H3MEHEHUH U BO3MOXXHOCTH KOPPEKIIUH TOBPEXKICHUN
B cucreme penapauuu JIHK Hanpsmyro 3aBHCAT OT NIyOOKOrO NMOHUMAaHHs CTPYKTYPHBIX H
(GyHKIHOHAIBHBIX OCOOEHHOCTEH (EePMEHTOB M KHHETHYECKHX MEXaHHU3MOB pEaKIMi,
KaTaJu3upyEMbIX UMH.

B npencrasnenHoi padore chopMyTHpOBaHbI YETKHE LEH U 3a/1a41 110 UCCIIE0OBAHUIO BIUSHUS
WH/IMBU1yaIbHBIX aMUHOKUCJIOTHBIX 3aMeH B (pepMeHTax cuctemsl penapaiun SMUG1, MBD4 u
APE] Ha 0cOOEHHOCTH MOCTaJMHHOrO MPOTEKAHHsI COOTBETCTBYIOLIMX peakiuii. Bpul aeTanbHo
M3y4€eH BKJIAJ IIATH HAaHOOoJIee BAXKHBIX aMHHOKHUCIIOT, HAXO/SIIUXCS B akTUBHOM lienTpe APE], a
TAKKE BIIMSTHHE AaMHHOKHCJIOTHBIX 3aMEH, aCCOLIMMPOBAHHBIX ¢ TPUPOIHbIME SNPs, [U1s Bcex Tpex
¢depmenToB. I[loMHMO HcCeIOBaHHS HHMBUIYaJIbHOW AaKTHBHOCTH (DEPMEHTOB TaKKe
IPOBOIMJIOCH H3YYEHHE MOIYJSIUIMM AKTHBHOCTH MOAUGHUIMPOBAHHBIX (EPMEHTOB APYIHMMHU
Oenkamu, accouunpoBaHHbiMH ¢ JIHK, 4ro crnocobcrByer Oosee riryGokoMy NOHMMAaHHIO
(byHaMeHTaIbHBIX MEXaHH3MOB COITIACOBAHHOTO (hyHKIIHOHHPOBAHHS BCEH CHCTEMBI penapaluu
Ki1eTKH. B xone padotsl Obula pazpaboTaHa U 3aaTeHTOBaHA METOIMKA OIIPE/IE/IEHHS AKTUBHOCTH
KJIFOYEBBIX (DEPMEHTOB JKCLIU3HOHHOW pernapaluyd OCHOBAHHH C IMOMOIILIO (DIyOpeCHeHTHO-
meuenblx JIHK-30H710B, 1 Ha npuMepe HECKOJIBKHMX KJICTOUHBIX JIMHHM paka SsMYHMKA YeJIOBEKA
NI0Ka3aHa BO3MOKHOCTb €€ HCIIOJIb30BaHMs B Ka4eCTBE MapKepa pernapanuoHHOro IMOTEHIIHaja
PaKOBBIX KJIETOK.

JlanHass nuccepranmoHHass paboTa BBIMOJHEHA HA BBHICOKOM HAYYHOM YPOBHE C IOMOLIBIO
COBPEMEHHBIX (DH3MKO-XHUMHYECKHX METOJOB M HCYEPIBIBAIOLICH MaTeMaTH4ecKol 00pabOTKU
MOJTy4YEHHbIX JaHHbIX. Ha OCHOBaHMM MOJyUYEHHBIX pe3yabTaToB CHOPMYJIHPOBAHEI JOTHYHBIE U
yO€MTENIbHBIE BBIBO/bI, MO3BOJISIIOIINE MPOJIUTH CBET HA MOJICKYJISPHBIE MEXaHH3Mbl PEaKIMi
penapauun JIHK, kataiu3upyembix onpenesieHHbIME (pepmeHTamu. PazpaboranHas METOIMKA H
MOy YEHHbIE IAHHBIE OTKPHIBAIOT MOTEHI[HATBHBIE BO3MOXKHOCTH Tl Pa3BUTHSI HOBBIX ITOJIX0O/I0B
K JIMarHOCTUKE U TEPAIIUU OHKOJIOTMYECKUX 3aD0IEBaHUM.

Astopedepar AnexceeBoii M.B. comepixut Bce HEOOXOIUMBIE pa3/elibl, BKIIOYAs aKTyalIbHOCTh
TEMbI MCCJICIOBAHUHN M MPAKTHYECKYIO 3HAYMMOCTh, KPATKOE ONMMCAHUE TPOJICIaHHONH padoThl U
MOJYUYEHHbIE pe3ysibTaThl ¢ MX oOcyxJeHueM. llonoxkeHusi, BHIHOCHMBIE Ha 3allUTY, YETKO
c(OpMYJIHPOBAHBI M MOJHOCTHIO COOTBETCTBYIOT TE€M pe3yJIbTaTaM, KOTOPbI€ OBbLIH MOJYUYCHbBI B
xone paboTel. BhIBOABI KOPPEKTHBI M /1alOT MCUEPHBIBAIOIIEE IPE/ICTABICHHE O IIEHHOCTH H
OPUI'MHAJILHOCTH HAy4YHBIX pE3yJbTaTOB, MOJYUYEHHBIX B Xole uccienoBaHus. [lokazarenem



BBICOKOTO YPOBHS padOThI TaKXkKe SIB/ISCTCS HaIu4ue 6 myOnukanuii, 1 nareHTa v npeicTaBieHue
PEe3yJIbTaTOB HA MHOTOYHMCIEHHBIX POCCUHCKUX M MEXK Ty HAPOJIHBIX KOH(PEPEHIIHSIX.

B kadecTtBe HEOOIBIIMX 3aMEYaHWI K W3JIOKEHHIO Marepuasia B aBropedepare XOTeloCh Obl
OTMETHUTH, 4YTO HE XBaraeT HeOOJBIIOW CXEMbl, OMHCHIBAIOIIEH MPHHIUILI PabOTHl |
B3aUMOJICHCTBHH MEX/y TEMH Y4YaCTHHKAMH OJKCIH3HOHHOW pernapaiu, KOTOpPbIE SBJISIOTCS
NPEIMETOM HCCJIEIOBAaHH, a TaKkKe MHPOPMAIMU O TOM, 4TO OBbLJIO H3BECTHO B JIMTEpAType K
MOMEHTY Hayaja paboTbl, 4TOObI O0Jiee ICHO MOHUMATh CTETIEHb HOBH3HBI I10JIYYEHHBIX JAHHBIX.
Ha pucynke 3 u3o0paxkeHo Tpu rpaduka, Ha KOTOPbIX KHHETHKH JUISl OJIHUX M TEX )K€ MyTAHTOB
APE] noka3anbl pa3HbIMH I[BETAMH, YTO 3aTPyIHSIET aHAJIW3 TPHUBE/ICHHBIX AaHHBIX. TaKKe
XOTeJIOCh Obl yCJIbIaTh 00OCHOBAHUE, HACKOJIBKO JIAaHHbBIC, MOJYyYEHHBIE B JIKCIIEPUMEHTAX C
MOJIEJIBHBIMH CyOCTparaMu MpenuMyIECTBEHHO in Vilro B CTPOTO OINpPE/ICJIEHHON CpeJie, MOKHO
SKCTPANOJIMPOBaTh HA KWHETHKY B3auMozieiicTBHs (pepmeHToB ¢ nosHopasmepnoii JIHK in vivo. U
€ule OIUH BOIPOC, KOTOPBIH CTOMJIO OBl OCBETHTH XOTS OBl KpaTko - JOCTATOYHO JIM Ha
CETOJHSAIIHUI JCHb HAKOIJIEHO 3HAHWHM, YTOOBI MO COCTOSHUIO (PEPMEHTOB penaparud MOXHO
Obul0 OBl CyIuTh O (YHKIIMOHAJIHHOM CaMOYYBCTBHH KIJIETKH, CBH/ETE/ILCTBYIOIIEM O €€
Oaronoay Y1y Uik, HA0OOPOT, Pa3BUTHH MATOJIOTHYECKOTO0 Mmporecca?

Onnako, Bce O9TH 3aMeuyaHHMsi HE3HAYMTEIbHBI W HE YMAJSIOT OOIIEr0 IOJIOKHUTEIHLHOIO
BIICYATJICHHUS O MPECTABICHHOM paboTe.

Huccepranmonnas padora AnexceeBoit WMpunbsl BramumupoBusl «Iloaumopdusmpr OeIKoB-
YYaCTHUKOB OKCIIM3MOHHOM penapaldd OCHOBAHH: BIWSHHE HA AKTHBHOCTb OTAEIbHBIX
(GepMenTOB M HX B3aMMHYIO PEryJISIHUIO» YIOBIETBOPSET BCEM TPeOOBaHMAM, a €€ aBTop
3aCITy)KUBACT MPUCYKICHHUS CTENEHH KaHAMJaTa XMMHUYECKHX HayK 10 crenuaibHocTH 1.5.4 —
«OHOXUMHSI .

Crapiuit HayYHbBIH COTPYIHHUK JIAGOPATOPHH MPOCTHIX CHCTEM
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