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OO6menpu3HaHHON MPUYNHON BO3SHMKHOBEHUsT paka siBjisitorcst myTtaruu B JIHK comarnae-
CKUX KJIETOK OPraHW3Ma djesioBeKa. VI3BecTHble SHIOreHHble MyTareHbl - j1eeKThl CHCTEMBI
penapannu JTHK, cBoboanbie pagukaibl n aesamMmuaupoBanne. llociennune nccmemoBanus B 00-
JIACTU CEeKBEHUPOBAaHUs PAKOBBIX T'€HOMOB IMO3BOJIUJIN YCTAHOBUTH AKTUBHOCTH COOTBETCTBYIO-
IUX MYTareHOB Ha OCHOBE MYTAIIMOHHBIX ITOJIUCEN, ONMUCHIBAIONINX HYK/JIEOTHIHBIN KOHTEKCT
MyTaluil YHUKAJIbHBIN /I MHOTMX MYTAIIMOHHBIX ITPOIECCOB. TakKoii MOJIX0J JIe/laeT BO3MOK-
HBIM U3yYeHUe HEOTHOPOTHOCTH YaCTOTHI MYTAITHI, WHIYITUPYEMbIX PA3JIMIHBIMUA MyTareHaMu,
B/IOJIb T€HOMa W OIIpeJie/leHNe BO3MOXKHOM CBA3M BapHallMil 4acTOTHl MYTAallUil ¢ Pa3IMIHbI-
MU SMUTEHETHIECKIMU XapaKTEePUCTUKAMK, TAKUMH KaK TPAHCKPUIIINS, PEIINKAIUd U Opra-
Hu3arusa XpoMaruna. [lonnmanne npudInmH HEOJHOPOIHOCTU YACTOTHI MyTAIUil BJIOJIbL MEHOMA
O0CODEHHO BaXKHO JIJIsi TPUMEHEHHUS B CTATUCTUYECKUX METOJIaX, MpeTHAa3HaYeHHbIX I UJIEH-
THMUKAIIIN TE€HOB, MyTaIlld B KOTOPBIX ABJISIOTCA TPUYUHON BOSHUKHOBEHUS OHKOJIOTMIECKIX
3a00JIeBaHUII.

B 2009 roay CrparTon u KoJuteru [2| oGHAPYKUIM CYIIECTBEHHOE yBeJUYeHUe [IJIOTHOCTH
MyTalliii B HeTPAHCKPUOUPYeMbIX 001acTsix renoMa MeaaHoMbl. Jlexuep u [lycrep [4] obuapy-
JKUJTU 9eTKYIO0 aCCOIUAITIIO MEYK/Ty TIJIOTHOCTBIO MYTAIMil 1 OpraHu3arueil XpoMaTnHa B Pako-
BBIX T€HOMaX Pa3/UIHBbIX TUIOB TKAHEH W PAa3/JIMIHBIX THIIOB MyTaluil. AHAIM3 MOKa3aJI, 9To
JaCcTOTa MYTAIWIl TOBBIITIEHA B 00JIACTH MeTePOXPOMATHHA 1 TOHMKEHA B 00IaCTH 9YXPOMATHHA.
By u JIu [5] o6Hapy KM KOPPETAIHIO IJIOTHOCTH My Taluii ¢ BpeMEHHBIMU 30HAMU PeILIUKAIIH
¢ MaKCUMAJILHBIM 3(DHEKTOM B FeHOMaX MeJTaHOMBI U paka Jierkux. Hejasnee uccienosanue |1]
OBLIO TIOCBAIIEHO U3YYEHUIO HEOIHOPOIHOCTA YACTOTHI MYTAIMil BJOJIbL T€HOMA, JIJIs IUTUINH
nesammaas cemeiictBa APOBEC. Boiio obHapy:keHO, 9TO MOBBIMIEHHAS TacTOTa MyTAIlil Ha-
Orofaiach B 06J1aCTAX PaHHeN PelUTHKAIMA U aKTUBHOrO xpoMarnta. Cersipckuit u jp. [3]
OOHAPYZKUJIN TAKZKe TIOBBINEHHYIO YaCTOTy MyTalllii HA 3ala3/bIBAIOIIEN PETLTUIUPYEeMOil 11e-
nu. Kak m3BecTHO, MEXaHM3M DPEIJIMKAINI 3ala3/IbIBAIONIEH el OTJINYaeTCsd OT MeXaHu3Ma
PEITUKAINN JIUIUPYIOIIei el U CBI3aH ¢ CHHTE30M, TaK Ha3bIBaeMbIX, (pparmenToB Okaza-
KU, HAYaJIbHbIE U KOHEYHbIE TIO3UINHI, KOTOPBIX, KOPPEJIUPYIOT C TO3UITUAMU MEZKHYKJIEOCOMHBIX
dparmMeHToB.

B nanHOM TIpoeKTe MBI U3YUHWJIN paclpejiesieHne MyTalllil 13 CeKBEHHMPOBAHHON 3JI0Kave-
CTBEHHO OITYyXOJIH JIETKUX OTHOCUTEIHLHO MO3UINN HYKJ/Ie0cOM B reHoMe. V3 oTKapTUpOBAHHBIX
[I0CJIEJIOBATEILHOCTEH OBLITN U3BJICUEHBI JJAHHBIE O MMO3UIUAX € TIOMOIIBIO IPOrpaMMbl samtools.
Jlanee pacauThIBaIaCh JJIMHBI MEXKHYKJIEOCOMHBIX /HyKIeocoMHBIX (dbparmentos THK. Cpesn-
Hslsl JIJTUHA MEXKHYKJIeOCOMHOTO (bparmenta cocrasmia 145 m.H. Ha ocHOBanum JjIuH HyKJI€e-
ocomuoit JIHK ©ObL1 BeIdmcieH nporeHT nokpbiTus HykKjaecocomamu JIHK mo Bcemy renomy jirs
JIAHHO# KJIETOYHOM JIMTHUU - OH cocTaBUI 54.8. MbI o1leHn/in paciipejiesienne MyTaluii, KOTOpble
nopoxkaer ¢pepmerT APOBEC orHOCHTE/IBHO TO3UIMI MEKHYKJIEOCOMHBIX U HYKJIEOCOMHBIX
dparmenToB. B orimume oT APYyrux reHOMHBIX XapaKTEPUCTUK, PACIPe/eeHue PAKOBBIX MYy-
TaIUil OTHOCUTEILHO IMO3UINNA HYKJIEOCOM OKA3aJI0Ch JIOCTATOYHO PABHOMEPHDBIM, HE MMEIOITUM
OTKJIOHEeHWIi K HAaJaJly VI KOHILY MeXKHYKJIEOCOMHBIX /HyKJIeocOMHbIX yaacTkoB JTHK.
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