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[MpoaHanu3upoBaHa U3MEHYUBOCTb HYKJICOTHUIHBIX IMOCIEIOBATEIbHOCTEH 1IEJIBIX MUTOXOHIPUATBHBIX
reHomoB (MTIAHK), pekoHcTpynpoBaHsl myraumoHHbIe crieKTphl (o L-menn MmtAHK) B yeThIpex perno-
HaJIbHBIX TPYIINax KOpeHHOro HaceieHus, npeacrapisiooiiero Cepepo-Bocrounyo u KOxnyto Cubups,
SamagHyio A3uio 1 AMepuKy. OGHapyXeHO, 9TO BO BCEX IpyIINax IpeodiagaoT THPUMUITHOBBIE TPAH3M-
LIMK U cpean HUX — 3ameHbl T—C. BTopbIMU 110 4acTOTE BO BCEX perMOHaIbHBIX rpymiax (kpome CeBepo-
Bocrounoit Cubupu) nayt 3amersl A—G. W3 TpaHcBepcuii BO BCeX MCCIEAOBAaHHBIX IPYNITax HACEICHUS
npeobnagaroT 3aMeHbl C—A. He oOHapy:keHbI MeXXpernoHajabHbIe Pa3IMYUs B pacIipeaeieHU HYKJIEO-
TUOHBIX 3aMeH B criekTpax myTtauuii MTJIHK. Onaako y kopenHoro HaceneHust CeBepo-BocTounoit Cuou-
PM BBISIBJICHO CYILIECTBEHHOE (4-KpaTHOE) CHUXXEHME YMCJia MyTalliii B MUTOXOHAPUAJIbHBIX TeHODOHIaxX
B CPaBHEHUM C OCTAJIbHBIMU PErMOHAMU. DTO MOXKET ObITh CBSI3aHO C ycujeHueM B yciioBusax KpaitHero
CeBepa neiicTBust oTpuliaTesibHOro oroopa Ha MtIHK, npenstcTByIolero HakKOmIeHUI0 HOBbIX MyTallUiA,
u npeiida reHoB, 60siee BCEro BhIPakKeHHOTO B M30JIMPOBAHHBIX ¥ MAJIOUUCIIEHHBIX Nomyssiiusix CeBepo-
BocrouHoit Cubupu. M3-3a 0TCYTCTBUSI MEXPETrMOHAIBHBIX pa3inunii B ciektpax myraunii MTJITHK momy-
YeHHBIE Pe3y/IbTaThl HE MO3BOJISIIOT MOATBEPAUTH TUIIOTE3Y O TOM, YTO YacToTa 3ameHbl T—C siByisieTcst Mo-
JIEKYJISIPHBIM MapKepOM YPOBHSI OKUCIUTEIbHOIO CTpecca B MUTOXOHIPUSIX (110 MEHbIIIeii Mepe, 115l TeHe-
pPaTUBHBIX MyTalUit).
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BBEJIEHUWE CYIIIECTBEHHOE IpeoOdamaHue

IIMPUMHNINHOBBIX

MutoxounpuanbHas JHK (MTIHK) uyemoseka
HacJIeAyeTCsI 110 MaTepUHCKOM JIMHUU 0e3 peKoMOM-
HalMii 1 obGjamaeT 0ojiee BHICOKOKM B CpaBHEHUU C
SIIEPHBIM T€HOMOM CKOPOCTBIO HAKOIUIEHUSI MyTa-
onii [1, 2]. Tak, cormacHO cOBpeMeHHBIM TaHHBIM,
CKOPOCTb HAaKOTIJICHUSI MyTalluii B MUTOXOHIpUAb-
HOM reHOMe yesioBeka cocrasiger 1.6 X 10~ samen
Ha HYKJICOTUIHYIO MO3ULIMIO B Tox [3], a B simepHOM
reHoMe yesioBeka — 0.6 X 10~ 3aMeH Ha HyKJIEOTUI-
HYyIO0 II03uOuio B rom [4]. MyTallMOHHEBIIl CIIEKTP
MTIHK (T.€. pacnpeneneHue HyKJI€OTUIHBIX 3aMEH)
XapaKTepu3yeTcsl BhIPak€eHHBIM CABUTOM B CTOPOHY
tpan3uumii. [IpeobiamaHue TpaH3WLIMIT Hal TpaHC-
BEPCUSIMM HAOIIOMAETCS TakKKe M B MyTallMOHHBIX
criekTpax OakrepuaibHoit u saaepHoit JIHK [5], on-
HAaKO B ClIydyac MUTOXOHIPHAJIbHBIX T'€HOMOB OHO
BBIpaXKeHO B 00Jiee 3HAYUTEIIbHOM cTertieHu (1o 20 : 1,
HampuMmep, y dejioBeka [6—8]). Kpome Toro, aHanus
MYTAlIMOHHBIX CHEKTPOB, PEKOHCTPYUPOBAHHEIX 110
L-uenn mTtJIHK 4emoBeka, mMo3BoaMI OOHAPYXKHUTH

TpaH3ULMHI Hal IMYPUHOBBIMU, XOTSI MAaKCUMaIbHOE
MYTAlIMOHHOE JABJIEHUE C YYETOM TOMOIUIA3UU MY-
Tauuii UcnbIThbIBalOT G-HYKJIEOTUIbl (C 3aMeHaMu
G—A) [6-9].

Pesynbpratel  ucclegoBaHM — M3MEHYMBOCTU
MTAHK B nonynsiuusix yejaoBeKa CBUAETEIbCTBYIOT O
JIOCTaTOYHO BHICOKOI KOHCEPBAaTUBHOCTU MUTOXOH-
IpUAJbHOTO TEHOMAa, YTO OOYCJIOBJIEHO OOJBIION
Ba>KHOCTBIO 3TOM T€HETUUECKO CHUCTEeMbI, obecrie-
YMBaMOLICH paboOTy ObIXaTEIbHOW 1IN MUTOXOH-
npuii. TeM He MeHee, B psie padOT OTMEUYEHO, YTO
MEXIy perMoHaJIbHbIMU IpyIIIaMy HaceJAEeHUSI MOTYT
CYIIIECTBOBATh pa3IMuMs B paclipeAcIeHNN BapruaH-
toB MTIHK, cBSI3aHHEBIE ¢ amanTaleil Momyasiuii K
pa3JIMYHBIM YCJIOBUSIM TIpUpoaHOil cpeabl [10—13].
Oco00¢ BHMMaHUE YACISIOCHh apKTUYECKUM IIOIMY-
JISIUMSM YeJIOBeKa, MOCKOJBKY Y JKUTEJIE BBICOKMX
IIUPOT BBIIIE CKOPOCTh MeTaboan3Ma U pabora cu-
CTEMBbI OKUCIUTEIbHOro (pochopuaInpoBaHus MUTO-
XOHAPWIT HAaTIpaBJieHa B OOIbIIICI CTETICHW HA TIPOU3-
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BOJCTBO TEIlJIa, YTO MOXKET OTPAa3UTHCS HA CTPYKTYpeE
MyTallMoHHBIX criekTpoB MTAHK [11, 14, 15]. OnHa-
KO pe3ylabTaThl IIPOBEACHHBIX MCCICIOBAHUIT I0-
BOJIBHO IIPOTUBOPEUYMBEI, OCOOEHHO B OTHOIICHUU
pacripenejeHuss BapuaHTOB MOJIUMOpGU3Ma U CBsI-
3aHHbIX ¢ HUMU Taruiorpynn MTIHK y Hacenenus
pa3IMYHBIX KJIMMaTudeckux 30H [7, 10, 12, 16, 17].
Heob6xoannMo OTMETHTh, YTO BBITIOJTHEHHBIC paHee
PEKOHCTPYKIIUY MYTAlIMOHHBIX CIIEKTPOB MUTOXOH-
JIPpUAIbHBIX TEHOMOB MpPOBEIEHBI B BHIOOPKAX CMe-
IIIAHHOTO 3THOTeorpauyecKoro IpOMCXOXKICHUS
[6—8] v TOaTOMY 1O CHX MOP HEU3BECTHO, UMEIOTCSI
JI pa3nndus Mexny cnekrpamu mytannii MtIHK B
pa3IUYHbIX perMOHaJIbHBIX IpyIlax HaceaeHus. [le-
JIBIO HAcTOsIEell paOOTHI SIBJISIETCS, TAKM 00pa3oM,
MIpOBEICHNE CPAaBHUTEIBHOTO aHaIMW3a MYTallMOH-
HbIX criekTpoB MTIIHK y kopeHHoro HaceneHus Ce-
Bepo-BocTouHoit u KOxHoit Cubupu, y HacelleHUs
3anagHoi A3 1 MHIOEUTIEB AMEPUKMU.

SKCITEPUMEHTAJIBHAA YACTDb

ITpoaHanusupoBaHbl TipeacraBieHHble B Gen-
Bank (https://www.ncbi.nlm.nih.gov/genbank/) nan-
Hble 00 M3MEHYMBOCTHU LIEJbIX MUTOXOHIPUATBbHBIX
T€HOMOB Y KOPEHHOTI'O HaceJIeHUs CeBEPO-BOCTOYHOI
yacti Cubupm, npeacTaBIeHHOTO CKUMOCAaMM, ajlleyTa-
MU, YyKJ4aMU, KOpsIKaMU U 1okarupamu (N = 336), 10x-
Hoii yactu Cubupu M NpUIETAIOIUX TEPPUTOPUit
CeBepo-Bocrounoro Kuras, mpencraBjieHHOro Oy-
psitamu, 6apryramu U xamHuraHamu (N = 430), Ha-
ceJieHUs1 3arnaaHoi A3uM, NpeacTaBIeHHOro Trepca-
MU, Kamkaiiamu 1 auBanuaMu (N = 340), a Takxke y
MpencTaBuTeNieil  pasjauuyHbIX I[UIEMEH WHOeH1eB
Amepuku (N = 377). AMepuKaHCKNE UHOSHUIIBI IIPe/l-
craBjieHbl HacesieHueM CeBepHoii 1 FOxHO#T AMepuku
(152 u 225 4yesloBEK COOTBETCTBEHHO), OMHAKO B Ha-
cTosiiiei paboTe OHU paccMaTPUBAIOTCS KaK earHast
IpyIIIa, MOCKOJbKY UMEIOT eArHOoe “OepuHruiickoe”
npoucxoxuaeHue [18], a mis Leneil UccileIoBaHUS
MPENCTaBJISIJI UHTEPEC CIEKTP MyTaluii, chopMUpo-
BaBILIMICS B pe3y/IbTaTe JOJITOBPEMEHHOTO yBeJINYe-
Hus1i pazHoobpaszust MTIHK unHpneiiiieB B mpoiecce
3aceyieHUs] aMepUKaHCKUX KOHTUHEHTOB.

Myrauuonssie criekTpbl MTIIHK pexoncTpyupo-
BaJIM OTHOCHUTENIBHO L-11emeil mpenKoBBIX MOCIEI0-
BaTeJIbHOCTE, BBISIBJIEHHBIX C TOMOIIBIO (hUTOTeHEe-
THUYECKOTO aHajn3a JaHHBIX 00 M3MEHUYMBOCTH MHU-
TOXOHIPUAIBHBIX TEHOMOB. [l 3TOr0 MCIOIB30BAIN
MeTOJ, MaKCUMaJIbHOI 3KOHOMMH, peaM30BaHHBIN B
MaKkeTe KOMIBIOTEpHBIX IporpamM mtPhyl v4.015
(https://sites.google.com/site/mtphyl/home). Hyk-
JeotTuaHblii coctaB L-uenu MTIHK uyenoseka (co-
IJITACHO KeMOPUIKCKON pedepeHCHOM IocaemoBa-
teapHocTH rCRS [19]) cnepyrommii: A — 30.9%, T —
24.7%, C — 31.3%, G —13.1%.

3a 0CHOBY B pabOTe MCIIOJIb30BaHa (PUIOTECHETH -
yeckasl KjiaccuuKalys BApUAaHTOB MOJIMMOpdU3Ma
MTIHK (ramnorpynm u ux mOArpymin), IpeaaIoKeH-
MOJIEKVYJISAIPHASA BUOJIOTUA
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Has pa3paborunkamu pecypca PhyloTree (www.phy-
lotree.org). OToO MO3BOJISIET MPOCIEAUTD MyTallOH-
HbIC U3BMEHEHUSI B HaIIpaBJICHUM OT IPEIKa K ITOTOMKY
1 PEKOHCTPYMPOBATh TEM CaMbIM CIIEKTPHI MyTallUid
MTIHK mis aHanusupyeMbiX HaOOpOB MUTOIE€HO-
MoB. ITocTpoeHuUsT pUIOreHeTUYECKUX IePEBbEB MU~
TOT€HOMOB MPOBOIUIN OTAEABHO IIJIST KaXKI0M IPyM-
bl HaceJleHus1. CTaTUCTUYECKY0 3HAYMMOCTh pas-
JIMYMA MEXIY 4YacToTaMM HYKJIICOTHMAHBLIX 3aMeH B
MOITYJISIIIUASIX OLIEHUBAJIM C TIOMOIIIbIO TOYHOTO TECTa
@uiepa.

PE3VJIBTATBI 1 OBCYXIEHHWE

Pesynbrarel aHaim3a MyTallMOHHBIX CIEKTPOB
MUTOXOHIPUATBHBIX TEHOMOB MOKa3ajJu MPUMEPHO
OIMHAKOBYIO PAacIpOCTPAaHEHHOCTb TpaH3ULIUN B
pa3IMYHBIX PETMOHAJIBHBIX TpyMIax HaceJeHUs
(tabxa. 1). Bo Bcex rpynmnax npeo06JiagatoT MUpUMU-
JVUHOBbIE TPAH3UILIUU U cpear HUX — 3aMeHbl T—C.
Crenytommmu 1o yactote rocie T—C Bo Bcex peru-
OHaJIbHBIX rpyIax, kpome Cesepo-BoctouHoii Cu-
oupu, unyt 3ameHbl A—G. Y KopeHHOTro HaceJIeHUs
ceBepo-BocToKa Cubupu BTOPBIMU IO pacIipocTpa-
HEHHOCTH sBJsitoTCs 3aMeHbl G—A. CoOoTHOlLIeHUe
TPaH3UIIMI K TpaHCBEPCUSM BapbupyeT oT 23.5 Ha
tore Cubupu mo 28.6 y uHpgeiineB Amepuku. M3
TpaHCBepCUi BO BCEX UCCEA0BAaHHbBIX IpyTINax Hace-
JeHus: npeobnagaroT 3amMmeHbl C—A (cocTaBisisi, B
cpenHeM, mpuMepHo 32% OT Bcex TpaHCBEPCHii), 3a
HUMU cieaytoT 3aMeHsl A—T (mpumepHo 17%). Ya-
crota TpaHcBepcuit C—A HECKOJbKO HUXE Ha ceBe-
po-BocToke CHOMPU U Y aMepUKaHCKUX MHIEH1IeB
(27.3 1 23.1% COOTBETCTBEHHO), YeM B MOMYJISIIHSIX
IOxHoit Cubupu u 3amagHoit Asuu (36.7 u 32.9%
COOTBETCTBEHHO), OJHAKO 3TH Pa3JIMYUsl CTAaTUCTU-
YeCKU HE3HAYMMBI.

BaxubsiMm npencraBiseTcs TOT (PaKT, UTO, HECMOT-
psl HA MPUMEPHO OIMHAKOBBIE pa3Mephl UCCIeA0BaH-
HBIX BBIOOPOK MUTOT€HOMOB, pETHMOHAIbHBIE TPYIIIIHI
pa3anyvaloTCcs M0 KOJMYECTBY BBISIBIEHHBIX HYKJIEO-
TUIHBIX 3aMeH. YKci10 3aMeH cyIecTBeHHO (4-Kpar-
HO) HIZKe Ha ceBepo-BocToKe CHOUpU B CpaBHEHUU
C IOTOM, XOTS y MHIAEHIIEB AMEPUKM 3TOT IapaMmeTp
BITOJIHE COITIOCTaBUM IO 3HAYEHMIO C BEJIUYMHON Y
HacenaeHUs1 FOxHoit Cubupu. IT0 MOXET OBITH CBSI-
3aHO C OCOOEHHOCTSIMU UCTOPUN (DOPMHUPOBAHMS Te-
HO(MOHIOB KOPEHHOIo HacejaeHust Amepuku. EcTb
OCHOBaHUS CYUTATh, UTO BO BPEMSI IIOCIETHETO JICI-
HUKOBOIo Makcumyma (mpumepHo 15—20 TbwIC. JeT
Ha3an) Ha kpalineM CeBepe A3uu 1 AMepukH (B be-
PWHIUM) COXpaHSUIMCH IPYIILI HACEASHUSs, JaBIIe
Hagajio aMepuKaHckuM mHaennam [18]. Ilpennomna-
raercsi, 4To 3TO ObLUIM OTHOCHUTEIBLHO HEOOJbIINE
TPYNIIBI JIIoAeil (CyMMapHO OT HECKOJBKMX COT IO
HECKOJIbKMX TBHICSY YEJIOBEK), XOPOIIO aganTUpO-
BaHHBIX K YCJIOBUSIM KM3HU B BLICOKUX IIIUPOTaX U B
xonomHoMm kimmarte [20]. Ilociaemyroniee Ha IIPOTSI-
KEHHMHU TIOCIeOHMUX 15 ThIC. JIeT paccelieHne TIPEIKOB
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Tabomuna 1. Myrtaunonnsie ciekTpbl MTJIHK y HaceneHus1 pa3TuuHbIX pEerMOHOB MUpa

I'eorpacduueckuii peruox
Hyxneotunxsie -
3aMeHbI BamagHas Asus IOxnas Cubupn CeBeng];fI;iquaﬂ AmMepuKa (MHOEH1IbI)

(N = 340) (N =430) (N=1336) (N=377)
C->T 20.3 (388) 20.2 (252) 19.0 (60) 20.1 (250)
T-C 33.8 (647) 32.3 (404) 33.5(106) 30.1 (375)
G—oA 20.4 (391) 21.1 (264) 24.4 (77) 22.5 (280)
A->G 21.5 (412) 22.3(278) 19.6 (62) 23.9 (298)
TpaHcBepcun 4.1 (78) 4.1 (51) 3.5(11) 3.4 (42)
Bcero 3amen (m) 1916 1249 316 1245
m/N 5.6 2.9 0.9 33

ITpumeuanue. [TpuBeneHbl YaCTOTHI HYKJICOTUAHBIX 3aMEH B IMPOLIEHTaX, B CKOOKAX — YMCJIO 3aMEH.

Taomuna 2. Yuciao HyKJICOTUAHBIX 3aMEH B CTBOJIAX (C) U KOHLEBBIX BeTBAX (K) puaoreHeTnyeckux nepesbeB MTIHK B

Pa3JINYHbIX pErUMOHAJIBHBIX I'pYyIIIIaX HACCJIICHUA

Tpan3unuu TpancBepcun
Pervon CooTHollieHu1e K/c
c K ctK c K ctK
3anamHast Asust (N = 340) 805 1033 1838 41 37 78 1.3
KOxnHast Cubups (N = 430) 571 627 1198 19 32 51 1.1
Cesepo-Bocrtounass Cubupsb (N = 336) 121 184 305 4 7 11 1.5
Awmepuka (uHaeiiipl) (N = 377) 317 886 1203 9 33 42 2.9

WHEHIEB 10 TEpPUTOPUSIM AMEPUKU IIPUBEIO K YBE-
JIMYEHUIO PA3HOOOpAa3NsI TeHeTUYECKUX JTUHUIMI, YTO U
HabJrogaeTcs Ipy aHanm3e naMeHYnBocTy MTIHK.

Heob6xonmmMo oTMETUTB, YTO HE3aBUCUMOE Pa3BU-
TUE MUTOXOHIPUATBbHBIX T€HOMOHIOB MOIMYISLMIA
Ha aMepUKaHCKUX KOHTMHEHTaX He MPUBEJIO K CYIIIe-
CTBEHHBIM M3MEHEHUSIM CTPYKTYpPhI CIIEKTpa MyTa-
it MTJIHK B cpaBHEHUHU CO CTPYKTYpPOIi B ITOITYJISI-
nusx EBpasuu (Tadm. 1). OmgHako eciau paccMOTPETh
pacripenejeHre HyKJICOTUIHbBIX 3aMEH Ha (puJIoTeHe -
TUYECKOM JiepeBe, YUUThIBAs MyTalluu OTIEIbHO B
CTBOJIaX U OTAEIbHO B KOHIIEBbIX BETBSIX, TO BUIHO,
YTO y aMepUKaHCKUX MHAEUIIEB BOCCTAHOBJICHUE Te-
HETUYECKOro pa3HooOpa3us MPOU30ILIO 3a CYET
BO3HUKHOBEHMSI MHOXECTBA OTBETBJIEHUIA OT OTHO-
CUTEJIbHO HEOOJIBIIIOro YKCjia raruiorpymnii-ocHOBa-
TeJIbHULL MUTOXOHIPUAJIbHBIX TeHO(OHIOB (TabJ1. 2).
CooTHollIeHHEe Yrciia HYKJIEOTUAHBIX 3aMEH B CTBO-
JlaX M KOHIIEBBIX BETBSIX (DMJIOT€HETUYECKOTOo AepeBa
Y aMepMKaHCKUX MHAEHIIeB MPUMEPHO B 2 pa3a BbI-
11I€, YeM B OCTAJILHBIX PETMOHAJIBHBIX TPyIIax Hace-
JICHUSI.

Pe3ynbraThl aHanmuM3a MyTallMOHHBIX CIIEKTPOB
L-menmu mtAHK mokazanu, 4To B pa3HBIX peTruo-
HaJIbHBIX TpyMIiax HacejieHUus Hauboljiee pacnpo-
ctpaHeHbl TpaH3ulmu T—C. YacToTbl Apyrux TUIIOB
3aMeH Takke MPUMEPHO ONMHAKOBBI B Pa3HBIX IMOITY-
JIIIIMOHHBIX Tpynmnax. PaHee mpeamosnaranoch, 4To

MOIJIEKVJIAPHAA BUOJIOTUA

tpaH3uuuu T—C (uiu A—G, eclu BECTH ydyeT TI0
H-uenu) Gosee Bcero 4yBCTBUTENbHBI K YPOBHIO
a3pOoOHOro MeTaboaM3Ma U BCEM €ro MOCIEICTBUSM
[21]. DTO MOXET OBITH CBSI3AHO C MHTEHCUBHOCTbIO
TUAPOJUTUYECKOTO Je3aMUHUPOBAHUS aleHWHAa B
OIHOILIENOYEeYHbIX yyacTKax H-1ienu Ha cranum pe-
mkauuu MTAHK [22]. U, Takum 06pa3oM, MOXXHO
OXUIaTh, YTO crekTpbl myTauuiit MTIAHK y npencra-
BUTEJIE pa3HbIX PErMOHAJILHBIX TPYIIT HaceJIeHUSs
OyIoyT pas3iuyaTbCsl BCJENCTBHE MEXPEeTMOHATbHBIX
pasinyuii B mpolieccax adpoOHOro MetadboausmMa 1
YPOBHS OKHUCJIMTEIBHOIO CTpecca B MUTOXOHIPUSIX
[11, 14, 15]. OnHaKko CXOACTBO B pacnpeiaeeHU! ya-
croT TpaH3ulit T—C B pa3IMYHBIX pETMOHATbHBIX
rpymiax (0coOeHHO Ha ceBepO-BOCTOKe U rore Cuou-
PU) CBUAETEILCTBYET O TOM, YTO YacToTa 3aMeHbl T— C
HEe MOXeT OBbITh MapKEePOM YPOBHS OKUCJIUTEIbHOIO
cTpecca B MUTOXOHIPUSIX.

Hwnzkas gacrora TpaHcBepcenii B ciekrpax MTIHK,
KOTOpbIE, OMHAKO, OKUIAIOTCSI C BBICOKOM 4acTOTO
BCJIEICTBUE OKUCIUTEIbHO-BOCCTAHOBUTEIBHBIX pe-
aKIMii B MUTOXOHIPUSX, ITO3BOJISIET CUYUTATh, UYTO
mutoxoHapuanbHaa JJHK-nonuMepasa Y He MOXeT
“IIpOMTU” y4aCTKU, COAepXKalllle OKKCICHHBIE OC-
HOBaHUS, TT03TOMY Takne MoieKyJibl MTIHK mpocTo
BBIOPAKOBBIBAIOTCS B IMpoliecce peruimkanuu. Tem He
MEHee, KaK [oKa3ajla HacTosIasi padoTa, B CIIEKTpax
TpaHCBepCUil HauOOJiee PaCcHpOCTPaHEHBI 3aMEHbBI
Ne 5
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C - A (wmu G—T no H-nenm), KoTopble COCTaBIISI-
10T IpUMepHO 32% OT Bcex TpaHCBepCHil (WIIK Mpu-
MepHO 1.1% OT Bcex BhISIBJIEHHBIX HYKJIEOTUIHBIX 3a-
MeH). DTO UIMEHHO TOT TUI 3aMeH, KOTOPHI OXH1Ia-
eTcs B TeX ciydasix, Korma ryanuH B C:G-mapax
okucisercs no 8-okcuryaHuHa [23]. Takum obpa-
30M, 4yacTtoTra TpaHcBepcuit C—A (mo L-menm) teo-
PETUYECKU MOXKET CIIY>KMTh MapKepOM MHTEHCUBHO-
CTH OKMCJIUTEIBLHOIO CTpecca, OMHAKO pa3jInyus B
gyacTtoTe 3aMeH C—A MeXay perMOHaJIbHBIMU IPYII-
aMy HaceJeHUs TaKKe CTaTUCTUYECK HE3HAUYUMBI.
Bce 510 3acTaBiisieT YCOMHUTHCS B CIIPABEIJIMBOCTU
HUAEH O TOM, UTO B CIIEKTpax FTeHepaTUBHBIX MyTaIlUid
MTIHK MoryT oTpaxkaTbcs aganTUBHBIC ITPOILIECCHI,
CBsI3aHHBIC C pacceJIeHMEeM IOyl YeJIOBeKa B
pPa3IUYHBIX KJIMMAaTHYECKUX yCIOBHUsIX. Bo3MoxHO,
TaKOro pojia TUIIOTE3bl CIPaBEIJMBBLI MO OTHOIIIE-
HUIO K coMaTudeckuM MytauusM MTIIHK, ocobeHHO
IpHU UCCICIOBAHMM OMOJIOTMYECKMX TKaHEe ¢ pas-
JIMYHBIM YPOBHEM I'MITOKCUY WIM B IPOLIECCE CTapeHUsI
[21]. AHasOrMYHBIM 0OPA30M U3MEHWIOCH OTHOILIEHE
K TUTIOTE3€ O CBSI3U MEXIY MOITYJISILIMOHHBIM pacIpe-
nenenueM rarutorpynn MTAHK u ximumatowm [10, 11].
DTa ruroTe3a NepBOHAYaIbHO ObLJIa BOCIIPUHSTA C
DHTY3Ma3MOM, ITOCKOIbKY MuToxoHaApuu (1 MT/IHK)
SIBJISIIOTCSI BaXKHEHIIIMM 3JIEMEHTOM OMO3HEPreTUKU
¥ TepMOTeHe3a U JOKHBI ObITh BOBJICYEHBI B amall-
TUBHBIE NPOLECCHhI, OOHAKO IOATBEPXKICHUI STOM
TUITOTE3HI JOBOJILHO MaJio [7, 12, 16, 17, 24].

HMHTepecHbIM NpencTaBIsIeTCs BhISIBICHHOE B Ha-
crosiiieii paboTe CylleCTBEHHOE CHMXXEHHUE 4MCia
MyTalliii B MUTOXOHAPHUAJIbHBIX TeHOMaX KOPEHHOTO
HaceneHuss CeBepo-BocTouHoit Cubupu (mpu Tom,
YTO CTPYKTYpa CIEKTpa MyTallMil coxpaHsieTcsi). DTo
MOXKET OBITh CBSI3aHO C yCWJIEHMEM ACHCTBUSI OTPU-
nateabHOro ordbopa Ha MTAHK, mpensarcTByromero
HaKOIJIEHUIO HOBBIX MyTallnii B ycioBusix Kpaiinero
CesBepa, a Takke ¢ ApeitoM I'eHOB, IIPOSBIIEHUS KO-
TOPOro 00JIee BCEro BhIPAKEHBI B M30JMPOBAHHBIX U
MaJIOUMCJICHHBIX MOIYJSALUAX, TAKUX KaK TTOTYJIsi-
U1 KopeHHbIX HaponoB CeBepo-BocTouHoit Crubu-
pu [25].

HMccnenpoBaHue BBIOMHEHO IIpy (PUHAHCOBOM

nomnepxke Poccuiickoro HaydyHoro ¢onHaa (rpaHTt
Ne 22-24-00264, https://rscf.ru/project/22-24-00264/).

Hacrosas crathst He COAEPKUT KaKMX-JIU00 MC-
cJIeIOBaHUIA C y4acTHUEM JIIOJICiA MJIN XKUBOTHBIX B Ka-
YeCTBE OOBEKTOB.

ABTOpHI 3asIBJISTIOT 00 OTCYTCTBUM KOHMDIIMKTA
WHTEPECOB.
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Comparative Analysis of Mitochondrial Genome Mutation Spectra
in Human Populations
B. A. Malyarchuk*
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Nucleotide sequence variability of whole mitochondrial genomes (mtDNA) was analyzed and mutation spec-
tra were reconstructed (by L-chain of mtDNA) in four regional groups of indigenous populations represent-
ing Northeastern and Southern Siberia, Western Asia, and the Americas. The pyrimidine transitions were
found to be predominant in all groups, and of these, the substitutions T—C were most frequent. The second
most common in all regional groups (except Northeastern Siberia) are substitutions A—G. Of the transver-
sions, in all the populations studied the substitutions C—A prevail. Between-regional differences in the dis-
tribution of nucleotide substitutions in mtDNA mutation spectra were not detected. However, a significant
(4-fold) decrease in the number of mutations in mitochondrial gene pools was detected in the indigenous
population of Northeastern Siberia compared to other regions. This may be due to the increased effect of neg-
ative selection on mtDNA in the Far North environment, which prevents the accumulation of new mutations,
and gene drift, which is most pronounced in isolated and small populations of Northeastern Siberia. Because
of the lack of between-regional differences in mtDNA mutation spectra, the results obtained do not allow us
to confirm the hypothesis that the T—C substitution frequency appears to be a molecular marker of the level
of oxidative stress in mitochondria (at least for generative mutations).

Keywords: mitochondrial DNA, mutation spectrum, natural selection, human populations
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