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B xkuBbix KiteTkax mMosekysia JIHK mocrosinno mojiepraercss MoauduKaIusaM SHI0T€HHBIMI
1 9K30reHHbIMU bakTopamu. /s ucrnpasieHns TaKuX MOBPEXK/IEHNN KUBbIe OPIraHU3MbI BbI-
paboTraju 3amuTHbie MeXaHu3MbI 11071, o01M HasBanueM penaparus JTHK. Opun u3z naunbosee
yHUBepcaabHbIX Mexanu3MoB penaparuu JJHK, skcrmsnonnas penaparust ocaoBanuii (9PO),
BKJIIOYAET yJIaJIeHe ITOBPEXKJICHHOTO HYKJIEOTH/Ia U BOCCTAHOBJIEHUE HEITOBPEXKIEHHON CTPYK-
typel JIHK. 9PO waumuupyercs Boicokocnennduaabivu dpepmentamu JTHK-rmmkosmrazamvm,
[I09TOMY M3MeHeHUs B reHax, Kojaupytonux JTHK-rimko3miasbl, MoxKeT MpuBecTu Kak K U3Me-
Henuio pyuknuii hepmenTa, Tak u ocyiaburh penaparuio JJHK B 1ieioM, 910 MOXKeT IPUBOIUTH
k Hakorrenuio mytanuit B JIHK u criocoberBoBaTh OHKOJIOITYEeCcKoit TpaHchOpMalnl KJIETOK.

JIHK-rymko3unaza vemoseka NEIL2 jponosmauTensno ob/1a1aeT yHUKAIBHON CIIOCOOHOCTHIO
pacro3HaBaTh U yJIajsdaTh MOBPEXKJICHUA B OJHOIEIOYETHON M <«IIy3bIPbKOBOI» CTPYKTypax
JHK. «IlysbipbkoBasi» crpykrypa JIHK obpasyercs Bo Bpemsi TpaHCKPHUIIIIUH, 9TO CTABUT
psij1 BonpocoB o HeoOxoumocTu Takoir dgyukiun depmenta NEIL2 nna penaparun JIHK. C
JIPYTOil CTOPOHBI, U3 JIUTEPATYPHBIX JAHHBIX U3BECTHO 0O ACCOIUAIUN OJTHOHYKJICOTUIHBIX T10-
mnmopdusmoB (SNP) rena NEIL2 ¢ onkonmorndeckumu 3ab0€BaHUSIMEI OPIaHOB, B KOTOPBIX
MPOUCXOJIUT aKTUBHASA TPAHCKPHIIIUS I€HOB, B YaCTHOCTH, OJIHOTO M3 CAMBIX ONACHBIX - PaKa
srerkoro. Tem He MeHee, Takas HHGOPMAIHS He JaeT OTBETA Ha BOIPOC, IPUBOJIUT JIN U3MEHEHWEe
CTPYKTYPBI I'eHa K U3MeHeHUIo (DYHKIH ero 6eJIKOBOro BapuaHTa.

Jl1st Ioucka OTBETOB MBI IIPOBEJIN aHAJN3 JIOCTYIHBIX OnomHMOpMATHIECKUX 0a3 JIaHHBIX
SNP no mosmumopdabiv BapuaaTam reia hNEIL2 B moncke SNP zHanboiee BAUSIONINX HA CTPYK-
Typy depMmeHTa, TO €CTb NPHUBOJAAIINX K CMeHe KJacca aMUHOKHUCJIOTHI B KOHCEPBATUBHBIX
pernonax Oejyika. i nzydenus: GpyHKIuUil ObLIM BBIOpaHbI JiBa O6eJKOBBIX BapuanTa hNEIL2
(R103W) u hNEIL2 (P304T), conepzkamux 3aMeHbl aMHHOKHCJIOT B OOJIACTH, CBA3aHHOI C
KaTaJuTu4deckoil yukimeit ¢pepmMenta u 06JIacTU, OTBETCTBEHHON 3a CBdA3bIBaHUE CyOcTpaTa,
coorBercTBenHO. 110 manubiM poekToB 1000genome n ExAC 4acToThl BCTPEIAEMOCTH STUX AJI-
neseit 6pi paBabl MAF (Minor Allele Frequency) = 0,0148 myrss hNEIL2(R103W) u MAF=
0,0088 mrst hNEIL2(P304T). lamee ObLin KJIOHUPOBAHBI M BBIJIEJEHBI COOTBETCTBYIOIINE Pe-
koMbunanTHbIe Gesiku 1 6esiok jukoro turnia hNEIL2(WT), npoBejien cpaBHUTEbHbIN aHAIN3
cyOcTpaTHO crerudUuyuHOCTH, U3MepPeHbl KHHETUYeCKe XapakTepucTuku. COryiacHO KUHETH-
YeCcKUM IapaMeTpaM, OejKu JieMOHCTpupyIioT nosbimenne /IHK-rimko3nia3noit ak THMBHOCTH B
paxy: nsynenodeunas JIHK, ommonenoueunas /THK u JIHK, comepxkaimasg «Imy3bIpbKOBYIO»
CTPYKTYDY, Ipu 3roM nosumopdubiii BapmantT hNEIL2 (P304T) nokasbiBaer 3HAIUTEIBHOE 110~
HUKeHe (hepMEeHTaATUBHBIX aKTUBHOCTEI.

Uccnenoanue BoimosneHo mpu dpunancopoil nojepkke PODU u [Tpasuresnscrsa Hosocu-
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