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B nacrogmeii paboTe MmpoBejeHa OIEHKA JIaBJIEHUS OTOOpa Ha YaCTOTHI JIUHYKJ/IEOTHIOB B
reHome vejoBeka. /Ijig 3Toro Ha OCHOBAHUU BBIPABHUBAHUI N€HOMOB ITUMITAH3€, KAPJIHKOBOI'O
mumnanse (60H060) U YesoBeKa ObLIN BBIYUCJIEHBI BEPOSATHOCTH BCEX THUIIOB MyTalldii BO BCeX
TpexOYKBEeHHBIX KoHTeKcTax. Hampumep, BepostaHocTh MmyTanun u3 ACG B ATG 3a mosioBuny
BpeMeHH oT obmiero mpejika pasha 2.83 x 1072, Boluucisaiach 3Ta BEPOATHOCTDL CJICLYIOIINM
obpazom:

Brina npejjioxkena MareMaTudeckas MOJEIb IBOJIIOIMOHHOIO ITPOIECCa B YCJIOBUAX CJIEJLY-
IOIEro YIPOIIEHUsA: BEPOATHOCTb MYTAIUU OJIHOTO HYKJICOTHJIa B JPYTroOil 3aBUCHUT JIUIIL OT
TPexOyKBEHHOI'0 KOHTEKCTa U BPEMEHHOI'O ITPOMEXKYTKA, 38 KOTOPBIi 9Ta MyTallis IIPOUCXOTUT.

HMcmosib30Baioch BBIDABHUBAHKME yYaCTKOB I'eHOMOB dejioBeka (cObopka hgl9), mmmmanse
(cbopka panTrod) u GonoG0 (cbopka http://www.ebi.ac.uk/ena/data/view/AJFE01000000),
IIOJIyUeHHOe paHee B JuIIoMHO# padore B. ['onukosa.

s narHOro TpeXOYKBEHHOI'O KOHTEKCTa mpotikot OyieM Ha3bIBaTh TPU HYKJIEOTH A, CTOS-
ue B cpeJiHeil KoJIoHKe BbipaBHUBaHus. C IMOMOIIBIO TPE/IJIOKEHHONW MOJIEIN BBIBOJIUTCSA (DYHK-
A5 3aBUCUMOCTH KOJIMIECTBa KayKJIONH U3 TPOEK B JAHHOM KOHTEKCTE OT BEPOATHOCTEH MyTa-
nuii. MeTomoM HanOOJIBIIEro MPaBIONoa00usl MOAOUPAIOTCA HAnOOoIee MOAXOISIINE BePOITHO-
CTH MYyTaIuii OTJIEJILHO JIJIs KazK/I0ro KOHTeKcTa. [[ponsse/iena oreHka m3MeHEHUsT KOJTNIeCTBA
BCEX HYKJICOTUJIOB U JIUMHYKJICOTHUJIOB Ha OCHOBAHUU PACCUUTAHHBIX BEPOATHOCTEI.

[TockosbKy OJizKaiiinmmii oOIINiA MPEJIOK STHX OPraHU3MOB KUJI OKOJIO 6 MJIH JIeT TOMY Ha-
3a]1, BBIYUCJIEHHBIE BEPOSITHOCTH OTPAXKaIOT TOJBKO MyTalluu, mmpoiie/iine otoop. [loayderntbie
BEPOSITHOCTH MbI CPABHUJIM C YaCTOTAMHU MYTalldii B KOHTEKCTaX, BHIYMCICHHBIMU I10 JTaHHBIM
o myrarusax de novo B8 NNN Tpoiikax marma, Mmama, pebeHOK (CChLIKA).

de novo Mutations over 3 million years
Word  Owerall Gain  Loss Effect Gain Loss Effect
A 338334882 1394 993 1.19E — 06 864878 779269 2.53FE — 04
C 225174414 1077 1427 —1.55F — 06 808894 895455 —3.84F — 04
G 225379336 1034 1466 —1.92F —06 811038 897133 —3.82F — 04
T 338888878 1376 995 1.12FE —06 864073 777026 2.57TE —04
AT 89587945 821 813 8.93F —08 556136 580471 —2.72F — 04
AG 79550996 555 525  3.7TE — 07 422055 399250 2.8TE — 04
CG 9269677 571 922 —3.79FE — 05 432494 466742 —3.69F — 03

[Tycrs uncio nykiaeorunos C u G usmensiercs B (1+¢) u (14 g) pas coorBercreenno. Torma
[IPU YCJIOBUM OTCYTCTBUsI 0TOOpa Ha 1ncjio auHyKIeoTu 0B CG, MbI OXKIJaeM U3MEHEHUS WX
kosimaectBa B (14 ¢+ ¢) pa3 B epBoM Mpub/IMzKeHIN. 3aMETHM, YTO U B de novo MyTalusX 1 B
MyTAIIAX, TPOIIEIITNX OTOOD, OKIIaeMblil 1 HabOJII0JaeMblil TPOTIEHT YOBLIN JUHYKJIEOTHI0B
CG pazmumuarores B 10 u 5 pa3 coOTBECTBEHHO.

Takum obpazom, Mbl HabJIOIaeM 0TOOD B 1MOJIB3Y coxpanenus auHykiaeotuia CG.

Uctounuku u aureparypa
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