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B nocaensee spems mospnsercs sce Goasmie coobmenuit 0 TOM, Y4TO TOYCUHBIE MYyTallHH B I'eHax
MHTOXOHAPHAbHEIX TPHK SBISIOTCS NpHHMHON cephesHbix 3a6oneBanuii yeonexa, 3aTparuBaiouTHx HepBHbIe u
Mbilleskble Tkatu, HanGonee pacipocTpaHeHHBIMI 3360/1eBAHVSMY TAKOTO PONa SRMSIOTCS curapovst MELAS u
MERREF, 00y crioB/tenHbie MyTaunsM1 B reHax MUTOXOHAPHATHHON TeHUHHOBOI U Tu3HHOBOH TPHK COOTBETCIBEHHO.
Onxoit u3 cTpaternit JieyeHus Takux 3a6oNeBaHuil SBISETCS 10CTABKA HeMyTaHTHsIX (yHkumoHanbuex TPHK B
MHTOXOHIpHK GonbHBIX Knetok. H3sectHo, 4to B psine oprasuimos TPHK MMITOPTHPYIOTCS B MUTOXOHpHH. B
KJIETKax YeJoBeKa Takoro (eHomMeHa 0OHapy)eHo He GbII0, OHAKO 0Ka3an0Ch, YTO APOYOKEBasd TH3HHOBAS TPHK ‘
MMIIOPTHUPYIOUIAsCS B MUTOXOHIPHH APOXOKeH, MOXET MPOHUKATS U B MUTOXOHIPHH HETOBEKa, [IPH ITOM BCe aKTOpE!,
HeOOXOIMMBbIE JUIAl ITOTO, B KIIETKaX YeoBexa ecTs. B Hauieit naGoparopuy 6bina co3nata CHCTEMa UCKYCCTBEHHOTO
MMIIOpTa B MUTOXOH/IPHH KIIETOK yeioBeka n3nHoBoii TPHK, criocobHo# hyHkimonalbHO 3aMeniaTh COGCTBEHHYIO
MYTaHTHYIO MHTOXOHApUanbHyto TPHK. [lis neyenns cunapoma MELAS HeofXoauMo J0CTaBATE B MHTOXOHAPHU
KIIeTOK Henoseka nekiuHoByro TPHK, koTopast He aMNOpTHpYeTes Hit B METOXOHAPYM IPOXOKEit, HI B MUTOXOHJ[pHH
4enoBeka. METOLOM HanpaBieHHOIO MyTareHe3a Mbi M3MEHIITH aHTUKOIOH MUTOXORIpHAIBHOM M3nsoBoi TPHK
ApOXOKeH Ha JieHinoBsie antnkononsl UAA u UAG. Ml nokasanu, 9ro MyradTHse TPHK B3aUMOZREHUCTBYIOT C
NPCALIECTBCHHIKOM APOAKEBOH MUTOXOHAPHANIBHON JIM3MHOBOI CHHTETa3hl - HEOGXONUMBIM (aKTOPOM HMIIOPTA
TPHK B mMutoxomupyu Apoxoxeli. My npeanonaraem, 4To nonyuyeHHse HAMM myTanTHeIe TPHK criocoGHb
MMIOPTHPOBATECA B MHTOXOHAPHH Aposoxel 1 yenioeka. [IpensapyrensHbie SKCIPUMEHTD 110 in Vitro HMIOpTY B
MHTOXOHIDHH 4€/I0BEKA COMNAcyroTCs C BbIABUHYTOM rUNOTE30M.

Pabora nposoanTcs pr GuHAHCOBOM moanEpKKe PdMDI/I (03-04-22001 HIIHU a) u Coae‘ra 10 FpaHTaM .
npesuaenta PO (MK-4264.2004.4).
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TeHOMHBIH MUMIPUHTHHT 110 CBOEH IpUPOAE OTHOCHUTCH K MpobliemMaM 3MUTEHETHKH, H3ydawmeH
HaCNE/ICTBCHHbIC H3MECHEHHUS B SKCMIPECCUH T€HOB, HE CBA3AHHBIE C H3MeHEeHHeM nocienosarensHocti JJHK.
VIMNpHHTHPOBAHHDIE TEHBI, ONHCAHHBIC Y BBICIIMX MIEKONHMTAIOLIMX, MPHHVMAIOT ydacTtye B sMbpHoreHese.
[Toaromy rubestb AUNIOUAHBIX TAPTEHOrEHETHHECKHX IMOPHOHOB MIEKOIIHTAIOMINX 00ycnosneHa OTCYTCTBHEM
IKCTIPECCHH MMNPUHTHPOBAHHBIX JIOKYCOB OTLOBCKOIO /i MATEPHHCKOTO reHomMoB. C 3THM (pEHOMEHOM MOTYT
ObITh CBA3AHBI TAKKE HEYNAuM NPH KIOHUPOBAHWH M TIONYHEHHH TPAHCTEHHBIX HUBOTHBIX. B CBA3M ¢ rum
NapTeHOreHeTHYeCKHe IMOPUOHDI MBIIIEH MPEACTABASIOT COBOM a/IeKBATHYIO MOAEb W SBIAKTCH BAXKHBIM
WHCTPYMEHTOM [NIA M3yYEHUsS DEaNu3allii FCHOMHOrO MMAPUHTHHIA B 3MOpHOrenese MIEKONUTAIOLIHX.
l/lmnpnﬂmposanﬂue renel Jgf2 u HI9 nedcTBYIOT PEUMAPOKHO APYT C-APYroM: /g2 3KCTIPECCHPYETCs C
OTOBCKOI XpOMOCOMBI, a H19 ¢ MaTepuHCKOW. B CBA3M C 9TMM y napreworeHeruucckux smbpuonos (I13)
MBILIEH OTCYTCTBYET 3KCnpeccus rexa [gf2. 3ToT ren uMeet yeTsipe npomoropa PO, P1, P2, P3 (npomotop PO
paGoTacT B IUIALIEHTe, OCTAbHEIE B 3apoabiiue). HaMu npoBeneH cpaBHuTE bHBIA aHANN3 YPOBHS 3KCIpeccHy
¥ METHJIHPOBAHHS HMIIPUHTUPOBAHHBIX reHOB /g2 1 HI9 y HopManbHbIX 3M6PHOHOB 1 [13 MbliLeii, a Takke y
113, obpaboranHbix TpaHC(bopMprlomnM pocToBbiM (akTopom anbda (TGFG). Meroaom Gucyinshuanoro
CEeKBEHHPOBaHUs Noka3aHo, 4to TGFa U3MEHSACT Npoduib MeTuaMposanus B I13 Mbhuel, npubnukas ero x
HOopMe. MeTonom nonykonuqecrsenﬂoﬁ OT-IILP nokasano, yro TGFew peakTHBHPYET SKCIPECCHIO
MATepUHCKOTO ajiend Igf2 B I13 Mbilue#t u niauente c Tex xe NPOMOTOPOB, YTQ U Y HOPMaIbHbIX 3M6pﬂ0ﬂon
PeakTHBaLys rexa /gf2 NPOMCXOIAT HE3ABHCUMO OT reHa H19.
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