dopyM Monoabix nccnegosatenen XmmbmnoSeasons 2022

https://doi.org/10.21603/chembioseasons2022-6

YcraHoBjieHue MyTaIII/IOHHOi;I MOAINUCH INIABHBIX MYTAr¢HOB MUTOXOHAPHAJIBHOI'0 r¢eHOMA:
AHAJMN3 IKCICPUMEHTAJbHBIX TAaHHBIX

H.C. Ban Jlenoen, K.IO. INonaovun
Banmuiickuii hedepanvuwiti ynusepcumem um. M. Kanma, Kanununepao, Poccust
E-mail: leyden@email.cz

Jlannas paboTa IOCBSIIICHA UCCIICIOBAHUIO BIMSHHUS MyTareHoB pa3HbIX rpynn Ha MT/IHK ¢ mensio
YCTAaHOBJICHUS KX MYTAIHOHHOTO CIIEKTPa ¥ CHeNU(UICCKON TOAUCH.

MUTOXOHJIpUM BBITIONHSIIOT MHOTHE (DYHKIIMK BHYTPH KIIETOK, BKJIIOUas mporecchl cuHTe3a ATO, a
TaKkKe KJIETOYHOW CUTHanm3anuy. HapymeHwe maHHBIX (YHKIHM MOXET OBITh CBSI3aHO C IOBPEKICHHEM
mT/IHK 1 Bo3geiicTBHEM MyTareéHOB XMMHYECKOM WM (U3MYECKOW Mmpupoabl. B maHHOM ucciegoBaHUU
MPOBEJICH MMOMCK MYTAIIMOHHBIX IOAMUCEH, CBSI3aHHBIX ¢ jAeiicTBueM myrtareHoB Ha MTJIHK. Taxxe Obut
npoBeleH OOLMi aHaTW3 MYTalMOHHOTO CHEKTpa Ui MYTareHoB. 3a OCHOBY OBUTH B3STHl JaHHBIC
MOJTHOTEHOMHOT'O CEKBEHHPOBAHNUS YEJIOBEKA.

B pabore ncnonp30Banuch 1Ba MOAXOAa OOPaOOTKH JaHHBIX: CPaBHEHHE MPOLEHTHBIX 3HAUYCHHN
MYTareHOB pa3HBIX KJIaCCOB M HAaXOXJIEHHE CIEeUU(PHYECKHX MYTAlMOHHBIX MOJINHCEH MYyTareHOB C
UCIIOJIb30BaHNEM (PUIBTPOB.

YCTaHOBIEHO, 4YTO  MHTOXOHIPHAIBHBIA  TEHOM  XapakTepusyercd  CTaOMIBHOCTBIO U
KOHCEPBATUBHOCTHIO.  [IpUMEHMMBI  OOIMEe TpaBWiIa MYTUPOBaHMS: HAOMIONAETCS  XapakTepHOE
npeobaanre TPaH3UINI HaJl TPAHCBEPCUSIMHU.

Haubosee yacto BCTpeyaeMbIMM MYTallUsSMH, BBI3BAaHHBIMH BO3IeHCTBHEM MyTareHOB Ha MTJ/HK,
spisiiorest A > G, C> T, T > C, G > A (tpam3urun) u A > C (TpaHcBepcus). MyTallMOHHBIA CIICKTP
MYTareHOB UMEET CXOJICTBO CO CIIEKTPOM PAKOBBIX KJIETOK, TJie HaOIoAaeTcs peodIajaHie TpaH3UIuN HaJl
TPaHCBEPCHUAMI.

s AOK ycranoBneHa MytanmoHHass noamuck C > A, BBIpaXEHHOCTh KOTOPOM BO3pacTaeT ¢
yBemnueHueM cuibl Bo3zeiictBust ADK na MTIHK. IMogmuen G > A u G > T XapakTepu3yroTcsl MEHbILIEH
BBIPXKCHHOCTHIO ¥ MOT'YT TIPOSIBIIATHCS JIUIIB TTPU HATMYUK HEKOTOPBIX YCIIOBUH. J[71s panannoHHbIX (hakTopoB
He Obuta moareepxkaeHa noamuch C > T u G > A. DT0 MOXKET ObITh OOYCIOBICHO YBEITUUCHHUEM MPOMYKIIUU
A®K mocne Bo3meHCTBUA pagualMedd Ha aHanu3upyemble o0pasupl. ConM  METAUIOB  MPOSIBIISIOT
HEOIHOPOIHOCTh B MYTAIlMOHHOM CIHEKTpe. BbUIM BBIIEIEHBI METALIBL, XapaKTEPU3YIOIIHECS TNHKOBBIMU
3HAYCHUSIMU B HEXAPAaKTEPHBIX MYTALMSAX, U METAJUIbl, MPOSBISIONIME CXOJACTBO MYTALIMOHHOI'O CIEKTpa C
JPYTAMH MyTareHamu. J{ist mocieqaux Oblla yCTaHOBIICHA XapakTepHas MyTaroHHast moarmich A > Gu T > C.

Mytamuss C > A MOXeT SBISATHCS aHOMAJIBbHON TpaHCBEpPCHEH, YKa3bIBAIOIICH Ha BO3ICHCTBHC
mytarernoB Ha MTIHK. Tarxxe myTarus C > A MOXeT ObITh XapaKTepHA IS IIHUPOKON TPYIIIEI MyTarcHOB,
KOTOPBIE MOTYT IIPSIMO MJIM KOCBEHHO Bo3/eicTBOBaTh Ha MT/IHK uepes ADK.

[lomydeHHbIe JaHHBIE TO3BOJISIIOT OXapaKTEPU30BaTh MYTAI[HOHHBIA CIIEKTP MyTareHOB Pa3HBIX TPYIIT
myreM cpaBHeHHUs. lloaTBepikaeHHBIE MYTAllMOHHBIE TIOANMCH TIO3BOJST MO-HOBOMY B3TJIIHYTH Ha
SBOJTIONIAI0 MUTOXOHIPHUAJIHFHOTO TeHOMA.

Bo3bMuTe Ha 3aMETKY:

1 ) ADK saBag10TCSA TIaBHBEIMU MyTarcHaMiu, KOTOPBIC MPAMO HUJIM KOCBCHHO BCAYT K BO3HUMKHOBCHHIO

TEX UJIN UHBIX MyTa].[Hﬁ,

2) Hawubonee pacnpoctpanennoi myranueit B MT/IHK y uenoseka sBisercst 3amena C > A.
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