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Y aykapuot TpaHcadanuu MPHK nipemiectByer npoieCcCuHr, BKIFYANIUN CITIANCUHT — BBIPE3aHUE UHTPOHOB M COCTMHEHUE SK30HOB.

N3 onnou npe-MPHK MHTpOHBI MOKHO BBIPE3aTh HECKOJIBKUMH CIOCO0AMM — Y MJICKOIIMTAIOIINX PACIIPOCTPAHEH aJIbTCPHATUBHBIN CIUIAMCUHT. DTO HO3BOJISIET OJTHOMY I'€HY KOOAUPOBATh HECKOJIBKO OCIIKOB.

[IOoCTOSIHHBIC ¥ aNbTEPHATUBHBLIC 00JIACTH I'€HOB YBOJIIOLMOHUPYIOT IO-pa3Homy’? Jla!

MBgI paccmoTpenu BeipaBHUBaHWA MPHK, COOTBETCTBYIOIIMX OPTOJIOTMYHBIM I'€HAM YE€JIOBEKA U MBIIIIH,
Y CPABHWJIM YPOBE€Hb HCCHHOHUMHWYHBIX 1 CHHOHUMHYHBIX 3aME€H B MX IMOCTOSIHHBIX U aJIbTEPHATUBHBIX KOJUPYIOIINX 00JIACTIX.

» Mkl B3sin 12356 BeipaBauBanuii MPHK,
COOTBETCTBYIOIIMX OPTOJOTUYHBIM IT'€HAM
yegoBeka 1 Melmu (2], [5].

» Jlas 5754 renoB denoBeka B 0aze EDAS [6]
OBLIIO HAMACHO HECKOJIBKO PA3JINYHBIX OCJIKOB.
beliku ObLIM BBIPABHEHBI IIPOTHUB Y€I0BCUYCCKUX
MPHK nporpammoit ProFrame [3]. 910 mo3Boamiio
BBIJC/IUTh B BIPABHUBAHUSX I1OCTOSHHBIC

M AJbTCPHATHBHBIC KOOAUPYIOIINE YYACTKH.

» Jlng 3029 BelpaBHMBAHUN CTCIICHL CXOJCTBA
npesbicyiia 70%, a anbTepHATHUBHBIC YYACTKH
TPAHCIIMPOBAIMCH B OJTHON PAMKE.

» Jlna 2358 BoIpaBHUBAHUM JJIMHA aJIbTEPHATUBHBIX
y4aCTKOB IpeBbicuia 30 II.H..

SBOJ'IIOHI/I}I I'cHa COCTOUT B HAKOIVICHUHN HYKJIICOTHAHbIX 3aMCH. HpI/I HOI[C‘IéTe 3dMCH

B KO,Z[I/IPYIOHIGI;’I 00JIaCTH YUCJI0 HECUHOHMMHUYHEBIX 3aMEH OOBIYHO HOPMHDPYIOT HA YUCIIO
HCCHMHOHUMMHWYHBIX HOBI/IHI/Iﬁ, d YUCJIO CHHOHUMMUYHLBIX 3aMCH — Ha YHUCJIO
CUHOHUMHNYHBIX HOBHHHﬁ.

Bmopas nosuyus  Tpemwvs nosuyus IIpumep lIpumep
xooorna TCT xooona TCT HEeCUHOHUMUYHOU CUHOHUMUYHOU
HEeCUHOHUMUYHAS CUHOHUMUYHASA 3aMenbl 3aMeHbl
TTT  Phe TCT Ser GTA Val GTA Val
TCT Ser TCC Ser l l
TAT Tyr TCA Ser
TGT Cys TCG Ser GCA Ala GTG Val

Meton Mnbl [4] T03BOISIET OLIEHUTH KOJIMYECTBO HECUHOHUMHYHEBIX 3aMEH
HAa HECHUHOHUMHYHYIO MO3UIHI0 d, ¥ CHHOHUMHYHBIX 3aME€H Ha CHHOHUMHYHYIO IMO3UIIHUIO

d,, mpou30ILIeAINX HA KOJUPYIOIIEM y4aCTKE reHa C MOMEHTA €0 PacXoxkKICHUS
C MBIIIIUHBIM OPTOI0roM. w=d,/d, HCIIOJIB3YIOT KaK MEpy AaBJICHUS OTOOpA.

MBbI CpaBHUJIM OTHOIIEHUE CKOPOCTEH HECUHOHUMMYHBIX 1 CHHOHUMHYHBIX
3aMCH W B NOCTOSIHHBIX (W) U aJITCPHATUBHEIX (W, ) 00IaCTIX
2358 r€HOB Y€I0BEKA.
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PacnpeneneHne w,—w, aCHMMETPUYHO (T€Hb HA Tpa(PUKE ITOKA3BIBACT
3¢PKAJIbHOE OTPAKECHME JIE€BOX YaCTH): W,>Ww, 111 1384 reHoB,

W, <w, 111 974 renoB. Caea0BaTeiibHO, B CPEIHEM AJITCPHATUBHBIC
KOAUPYIOIIHNE YYACTKH BOIIOIHOHUPYIOT OBICTPEE, YEM IIOCTOSHHEIE.

MbI BBIAETIUIIN IOCTOSIHHBIE U AJITEPHATUBHBIE KOAUPYIOLIKE Y4acTKU B 3029 BeIpaBHUBAHUAX
aJIbTEPHATUBHO CIUIAHCUPYEMBIX T'€HOB YEJIOBEKA U MBI U BBIYUCIIAIN CPEJHIOI CTEIICHD
AMUHOKMCJIOTHOTO CXOJICTBA, YPOBEHb HECUHOHUMUWYHBIX U CHHOHUMUYHBIX 3aMEH U OTHOILLIEHUE CKOPOCTEU
HECMHOHUMUWYHBIX U CHHOHUMUYHBIX 3aMEH. MbI TaKKe PACCMOTPENU OTIEIbHO TE€HbBI, 3BOIIOLUOHUPYIOIIHE
MEJIJICHHO, CO CPEAHEN CKOPOCTHIO U OBICTPO. J1J1s1 3TOr0 MBI MMOJIEJIVIIN T€HBI HA TPU PABHBIE TPYIIIIHI,

a 32 MEPY CKOPOCTH 3BOJIIOLMH B3SJIM CTENICHb HYKJIEOTUIHOTO CXOJCTBA — JOJII0 UACHTUYHBIX HYKJIECOTUIOB
B BBIDABHMBAHUU.

Oommaprast Cmenenw
I enwi Vuacniu | onura 8bipasHUBaHLS, | AMUHOKUCTIOWHOO dy ds )
N.H. 1601000611 :7)
Habon 1 HNOCIOSTHHbIC 2822439 08911 0,068 0408 0166
P ILIMEPHANUGHDIE 3081642 0879 0077 0411 0187
Meo o NOCMOSIHHbIC 897471 0,964 0,020 0323 0,063
ATLIMEPHAMUBHbIE 920970 0,960 0,023 0,320 0072
Cocdrie NOCMOSIHHbIC 978984 0913 0052 0418 0124
74 ILIMEPHAMUBHDIE 1092459 0,903 0,059 0419 0,140
Boicmpoe NOCIMOSIHHbIE 945984 0,800 0134 0485 0277
np amepHanueHbe 1068213 0,785 0147|0489 0,300

YpOBEHb CHHOHUMHUYHBIX 3aMEH Ha aJIbTEPHATUBHBIX U MTOCTOSIHHBIX YYaCTKaX MPUMEPHO OJIUHAKOB. YPOBEHD
HECMHOHUMHUYHBIX 3aMEH B AJIbTEPHATUBHBIX OOJIACTSX BBIIIIE, YEM B ITOCTOSHHBIX, & CTCIICHb
AMHHOKHUCJIOTHOTO CX0JicTBa — HUXkKe. Clie1oBaTeIbHO, CKOPOCTh SBOJIFOLIMY AJIbTEPHATUBHBIX YYaCTKOB
BblllIe. OTHOIIIEHUE CKOPOCTEH HECHHOHMMHUYHBIX U CHHOHUMHUYHBIX 3aMEH B aJIbTEPHATUBHBIX 00JIACTIX
Takke Bbllie. Cie10BaTelIbHO, B AJIBTEPHATUBHBIX 00JACTAX MOJIOKUTEIIBHBIN OTOOP CHUIILHEE W/HJIH
OTpHUIATEIbHBINA OTOOP cllabee, YeM B OCTOSHHBIX.

Oomviaprast Cimenerp
[ enwr Vuacniu| omura 8bpasHUBAHLS, | AMUHOKUCTIONTHOZ0 dy ds W
N.H. CXoocmea
NOCOSTHHbIE 2822439 0891 0068 0408 0166
Haton 1 N-KoHUesble abmepHamUBHbIE 2194521 0880 0075 0405 0186
P GHYMPEHHUE WILIMEPHANUBHBIC 790026 0854 0074) 0421 0,176
(C-KOHUesbIe ATbMEPHAMUBHBIE 97095 0813 0132 0452 0291
NOCOSTHHbIE 897471 0,964 0,020 0323 0,063
Med o N-KoHYesble AbMEPHAMUBHbIE 670623 0,961 0,022 0319 0,069
GHYNPEHHUE ATLIMEPHANTUGHbIE 230754 0957 0,025 0322 0,076
C-KoHYesble abmMepHANUBHbIC 19593 0,940 0,036 0327 0111
NOCIMOSIHHbIE 978984 0913 0,052 0418 0,124
Cpedrue N-KoHYesble abmepHanusHvle 751620 0,903 0,059 0413 0142
BHYMPEHHUE AWTLIMEPHATNUGHbIE 313896 0,905 0,057 0431 0133
C-KoHYesble abmepHanUeHbIe 26943 0887 0073 0,450 0162
NOCIMOSIHHbIE 945984 0,800 0,134 0485 0277
S N-KoHYesble abmepHanueHbIe 772278 0,788 0,143 0481 0,296
onp GHYNPEHHUE ATLIMEPHANTUGHbIE 245376 0,787 0,147 0511 0,288
C-KoHyeavie abmepHamueHvle 50559 0,724 0,207 0,509 0,407

MBI TakKe pacCMOTPENIHU OTCIbHO allIbTepHATUBHBIC 00JIACTH, COOTBETCTBYIOIIME N-KOHILIEBBIM, C-KOHIIEBBIM
1 BHYTPEHHHUM ydacTkaM Oeinka. Oka3anoch, yTo C-KOHIIEBBIE aJIbTEPHATUBBI BHOCSIT HAMOOIBIINK BKJIa]
B HAOJIFOAAeMBbIEC Pa3IUudHs.

AJBTEpHATUBHBIE 00JIACTH I'€HOB AYBOJIIOLUOHUAPYIOT OBICTPEE, YEM MOCTOSIHHBIE.
brICTpee BCETO ABOMIOLMUOHUPYIOT AJIbTEPHATUBHBIC 00JIACTH, COOTBETCTBYIOIINE C-KOHIIEBBIM y4aCTKaM OEJIKOB.

B anbTepHATUBHBIX 00JIACTSIX I'€HOB MOJIOKUTEIBHBIA OTOOP CHIILHEE W/MJIN OTPHULIATEIBHBIN OTOOp ciadee. Pasnunuus 3aMeTHee Ha OBICTPO SBOIIOLAOHUPYIOIINX I'CHAX.
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