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[MpoaHanu3upoBaHa U3MEHYUBOCTb HYKJICOTHUIHBIX IMOCIEIOBATEIBHOCTEHN 1IEJIBIX MUTOXOHIPUATBHBIX
reHomoB (MTIAHK), pekoHcTpynpoBassl myraumoHHbIe crieKTpHl (o L-menn MmtAHK) B yeThIpex perno-
HaJIbHBIX TPYIINax KOpeHHOro HaceneHus, npeacrapisioiiero Cepepo-Boctounyo u IOxnyto Cubups,
SamagHyo A3uio 1 AMepuKy. OGHapyXeHO, 9YTO BO BCEeX IPyIINax IpeodiagaoT THPUMUITHOBBIE TPAH3M-
LIUK U cpean HUX — 3ameHbl T—C. BTopbIMU 110 4acTOTE BO BCeX perMOHaIbHBIX rpymiax (kpome CeBepo-
Bocrounoit Cubupu) nayt 3ameHsl A—G. Y3 TpaHcBepcHii BO BCeX MCCIEAOBAaHHBIX IPYMIIax HACEICHUS
npeobnagaoT 3aMeHbl C—A. He oOHapy:keHbI MeXXpernoHaabHbIE Pa3JIMYUs B pacIpeaeieHU HyKJIEO-
TUOHBIX 3aMeH B criekTpax myTtanuiit MTJIHK. Onaako y kopenHoro HaceneHust CeBepo-BocTounoit Cuou-
PM BBISIBJICHO CYILLIECTBEHHOE (4-KpaTHOE) CHUXXEHME YMCJia MyTalliii B MUTOXOHAPHUAJIbHBIX TeHODOHIax
B CPaBHEHUM C OCTAJIbHBIMU PErMOHaAMU. DTO MOXKET ObITh CBSI3aHO C ycujeHueM B yciioBusax KpaitHero
CeBepa neiicTBus oTpuliaTesibHOro oroopa Ha MTIHK, npenstcTBytolero HaKOMJIeHU IO HOBbIX MyTaLIUiA,
u npeiida reHoB, 60see BCEro BhIPakeHHOTO B M30JIMPOBAHHBIX M MAJIOUUCIIEHHBIX TTomyssaiusix CeBepo-
BocrouHoit Cubupu. M3-3a 0TCYTCTBUSI MEXPETrMOHATBHBIX pa3inuuii B ciektpax myrauuii MTJIHK momy-
YeHHBIE Pe3y/IbTaThl HE MO3BOJISIIOT MOATBEPAUTH TUTIOTE3Y O TOM, YTO YacToTa 3ameHbl T—C siBisieTcst Mo-
JIEKYJISIPHBIM MapKepOM YPOBHSI OKUCIUTEIBHOTO CTpecca B MUTOXOHIPUSIX (10 MEHBIIIE Mepe, ISl TeHe-
pPaTUBHBIX MyTaluii).
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BBEJIEHUWE CYILIIECTBEHHOE TIpeobnamaHue

IIMPUMHNINHOBBIX

MutoxounpuanbHas JHK (MTIHK) uyemoseka
HacJIeAyeTcCsI 110 MaTepUHCKOM JIMHUU 0e3 peKOMOM-
Haluili 1 o06jamaeT 0ojiee BHICOKONM B CpaBHEHUU C
SIIEPHBIM T€HOMOM CKOPOCTBIO HAKOIUIEHUSI MyTa-
onii [1, 2]. Tak, cormacHO cOBpeMEeHHBIM JTaHHEBIM,
CKOPOCTb HaKOTIJICHUSI MyTalluii B MUTOXOHIpUAIb-
HOM reHOMe yesioBeka cocrasiger 1.6 X 10~ samen
Ha HYKJICOTUIHYIO MO3ULIMIO B Tox [3], a B simepHOM
reHoMme yesioBeka — 0.6 X 10~ 3aMeH Ha HyKJIEOTUI-
HYIO II03uMOui0 B ronm [4]. MyTauMOHHBIIl CIIEKTP
MTIHK (T.€. pacnpeneneHue HyKJI€OTUIHBIX 3aMEH)
XapaKTepu3yeTcsl BhIPakeHHBIM CABUTOM B CTOPOHY
tpan3uumii. [IpeobiamaHue TpaH3WLIMIT Hal TpaHC-
BEPCUSIMM HAOIIOMACTCS TakKKe M B MyTallMOHHBIX
criekTpax O6akrepuajibHoit u saepHoit JAHK [5], on-
HAaKO B ClIydyae MUTOXOHIPHAJILHBIX T'€HOMOB OHO
BBIpaXKeHO B 00Jiee 3HAYNTEIIbHOM cTerreHu (1o 20 : 1,
HampuMmep, y desioBeka [6—8]). Kpome Toro, aHanus
MYTAlIMOHHBIX CHEKTPOB, PEKOHCTPYUPOBAHHEIX IO
L-uenn mTtJIHK 4gemoBeka, 1mo3Boana 0OHAPYKHUTH

TpaH3ULIMI Hal ITYPUHOBBIMU, XOTSI MAaKCUMaIbHOE
MYTAlIMOHHOE JABJIEHUE C YYETOM TOMOIUIA3UN MY-
Tauuii UCHBIThIBAIOT G-HYKJIEOTUIbl (C 3aMeHaMu
G—A) [6-9].

Pesynbpratel  uccliegoBaHMiT — M3MEHYMBOCTU
MTAHK B nmonynsiuusix yejoBeKa CBUAETENbCTBYIOT O
JIOCTaTOYHO BEICOKOI KOHCEPBAaTUBHOCTU MUTOXOH-
IpUAJTBbHOTO TEHOMAa, YTO OOYCJIOBJIEHO OOJBIION
Ba>KHOCTBIO 3TOM T€HETUUECKOI CHUCTEeMBbI, obecrie-
YMBaMOIICH pabOTy NbIXaTEIbHON 1IN MUTOXOH-
npuii. TeM He MeHee, B pse padOT OTMEUYEHO, YTO
MEXIy perMoHaJIbHbIMU TpyIIIaMy HaCeJASHUSI MOTYT
CYIIIECTBOBATh pa3IMuMs B paclipeAcIeHUN BapruaH-
toB MTIHK, cBSI3aHHEBIE ¢ amanTaleil Momyasiuii K
pa3IUYHBIM YCIOBUSIM HpupogHoii cpenbl [10—13].
Ocobo¢ BHMMaHHUE YACISIOCHh apKTUUECKUM IIOIY-
JISIIUSIM 4eJIOBeKa, IMMOCKOJIBKY Y JKUTEJNIE BBICOKUX
IIMPOT BBIIIE CKOPOCTh MeTaboan3Ma U pabora cu-
CTEMBbI OKUCIUTEILHOro (pochopuaInpoBaHus MUTO-
XOHIPWIT HAaTIpaBJieHa B OOIbBIIICI CTETICHW Ha TIPOU3-
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BOJICTBO TEIlJIa, YTO MOXKET OTPa3UTHCS 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].
Heob6xonnMo OTMETHTh, UTO BBITIOJTHEHHBIC paHee
PEKOHCTPYKIINY MYTAlIMOHHBIX CIIEKTPOB MUTOXOH-
JIPUAIbHBIX TEHOMOB MpPOBEIEHBI B BHIOOPKAX CMe-
IIIAHHOTO 3THOTeorpauyecKoro IPOMCXOXKICHUS
[6—8] v TOaTOMY IO CHX MOP HEU3BECTHO, UMEIOTCS
JI pa3nndus MexXny cnekrpamu myrtannii MtIHK B
pa3IUYHbIX perMOHaIbHBIX IpyIIax HaceaeHus. 1le-
JIBIO HAcTOsIIEel paOOTHI SIBJISIETCS, TAKIM 00pa3oM,
IIPOBEICHNE CPAaBHUTEJIBHOTO aHaIW3a MYTallMOH-
HbIX criekTpoB MTIAHK y kopeHHoro Hacenenus Ce-
Bepo-BocTouHoit u KOxHoit Cubupu, y HacelleHUs
3anmamgHol A3 1 MHIOEUTIEB AMEPUKM.

BSKCITEPUMEHTAJIBHAA YACTDb

IIpoaHanusupoBaHbl TipeacTraBieHHble B Gen-
Bank (https://www.ncbi.nlm.nih.gov/genbank/) naH-
Hble 00 M3MEHYMBOCTHU LIEJBIX MUTOXOHIPUATBbHBIX
TeHOMOB Y KOPEHHOTI'O HaceJIeHUsI CeBEPO-BOCTOYHOI
yacti CubupH, npeacTaBIeHHOTO CKUMOCAaMM, ajleyTa-
MU, YyKJ4aMH, KOpsIKaMU U 1okarupamu (N = 336), 10x-
Hoii yactu Cubupu M NpUIETAIOUIUX TEPPUTOPUit
CeBepo-Boctounoro Kuras, mpencraBjieHHOro Oy-
psitamu, 6apryramu u xamHuraHamu (N = 430), Ha-
ceJieHUs1 3arnaaHoi A3uM, TIpeaCcTaBIeHHOro Tepca-
MU, KamkannamMu 1 auBanuamu (N = 340), a Takxke y
MpencTaBuTe/ieil  pasjuyHbIX IUIEMEH WHIEH1eB
Amepuxku (N = 377). AMepuKaHCKNEe UHOSUIIBI Ipel-
craBJieHbl HaceaeHneM CeBepHoil 1 FOxxHOIT AMepuKu
(152 1 225 denoBeK COOTBETCTBEHHO), OMHAKO B Ha-
cTosiiiei paboTe OHU paccMaTPUBAIOTCS KaK earHast
rpyIIa, MOCKOJIbKY UMEIOT eINHOe “OepuHTHIicKOE”
npoucxoxaeHue [18], a mus ueneit ncciaegoBaHUS
MPENCTaBJISIJI UHTEPEC CEKTP MyTaluii, chopMUpo-
BaBIIUIiCS B pe3y/IbTare JOJITOBPEMEHHOTIO YBEINYEe-
Hus1i pazHoo6Opazuss MTIHK unHpaeiinieB B nmpoiecce
3acesieHUs] aMepUKaHCKUX KOHTUHEHTOB.

MytauunonHsle criekTpbl MTAHK pekoHcTpyupo-
BaJid OTHOCUTEIbHO L-1ieneid mpeakoBbIX MOCIen0-
BaTEJIbHOCTE, BHISIBJIEHHBIX C IOMOIIBIO (hUIOTeHEe-
TUYECKOTIO aHaM3a JaHHbIX 00 U3MEHUYUBOCTU MU-
TOXOHJIPUAIBHBIX T€HOMOB. [J11 3TOro MCIOb30BAIU
MEeTOJ, MaKCUMAaJIbHOI 3KOHOMMH, peaM30BaHHBIN B
MMakeTe KOMIIBIOTEpHBIX IporpamM mtPhyl v4.015
(https://sites.google.com/site/mtphyl/home). Hyk-
neotuaHslii coctaB L-ienu MTJHK 4denoBeka (co-
IJJAaCHO KeMOpPMIXCKOI pecdepeHCHOI mnocaeaoBa-
tesabHOCTU rCRS [19]) cnemyromuii: A — 30.9%, T —
24.7%, C — 31.3%, G —13.1%.

3a oCHOBY B pabOTe MCIIOJIb30BaHa (PUJIOTCHETHU-
yeckasl KjiaccuUuKalus BApUAaHTOB MOJIMMOpdU3Ma
MTJIHK (ramnorpynin u ux mOArpymir), OpeaaIoKeH-
MOJIEKVYJISAIPHASA BUOJIOTUA
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Has pa3paborunkamu pecypca PhyloTree (www.phy-
lotree.org). OTO 1MO3BOJISIET NPOCIEAUTH MyTaLlIOH-
Hble U3MEHEHMSI B HAMIPABJIEHUU OT ITPeIKa K IIOTOMKY
U PEKOHCTPYUPOBATh TEM CAMBIM CIIEKTPHI MyTalliid
MTAHK misg ananu3mpyeMbIx HAaOOpPOB MUTOTEHO-
MOB. [TocTpoeHust prIoreHeTUYECKUX IEPEBLEB MU~
TOT€HOMOB IIPOBOIWIN OTAEIBHO TSI KaXKIOM rpyIi-
el HaceJieHus1. CTaTUCTUYECKYI0 3HAYMMOCTh pas-
JIMYMA MEXIY 4YacToTaMM HYKJIEOTHMAHBLIX 3aMeH B
MOITYJISIUSIX OLIEHUBAIU C TIOMOILBIO TOYHOTO TECTA
@uiepa.

PE3VYJIBTATBI U OBCYXIEHHUE

Pesynbrarel aHaim3a MYyTallMOHHBIX CIEKTPOB
MUTOXOHAPHUAJIBHBIX TEHOMOB MOKAa3aJu IIPUMEPHO
OOMHAKOBYIO pacIpOCTPAaHEHHOCTb TpPaH3WIIUII B
pa3IMYHBIX PETMOHAJIBHBIX TpYMIlaX HaceJeHUsI
(tabn. 1). Bo Bcex rpynmnax npeo6JiagatoT MUpUMU-
JIWHOBBIC TPAH3UIUKU 1 cpear Hux — 3aMeHbl T—C.
Crnenyromumu 1o yactote rocie T—C Bo Bcex peru-
OHaAJILHBIX rpymmax, KpoMme CeBepo-Bocrounoii Cu-
oupu, unyt 3ameHbl A—G. Y KopeHHOro HaceJIeHUs
ceBepo-BocToKa Cubupu BTOPBIMU IO pacIipocTpa-
HEeHHOCTU SBiIsTIoTCs 3aMeHbl G—A. CooTHOLIeHnE
TPaH3UIINIM K TpaHCBEPCUSIM BapbupyeT oT 23.5 Ha
rore Cubupu no 28.6 y unHaeiues AMmepuku. U3
TpaHCBEePCHIA BO BCEX UCCIIEAOBAaHHBIX IPyIIIIaX Hace-
JeHus1 npeobnagaroT 3amMmeHbl C—A (cocTaBisisi, B
cpenHeM, npuMepHO 32% OT Bcex TpaHCBepcHii), 3a
HUMMU cIeaytoT 3aMmeHbl A—T (mpuMepHo 17%). Ya-
croTa TpaHcBepcuii C—A HECKOJIbKO HIDKE Ha CeBe-
po-BocToKe CHMOMpPU U Y aMepUKaHCKNUX WHICUIICB
(27.3 1 23.1% COOTBETCTBEHHO), YeM B MOIYJISIIHSIX
IOxHoit Cubupn u 3amagHoit Asuu (36.7 u 32.9%
COOTBETCTBEHHO), OMHAKO 3TU Pa3IU4usl CTaTUCTU-
YeCKM He3HAUUMBI.

BaxxubsiMm npencraBiasgeTcs TOT aKT, YTO, HECMOT-
psl HA MPUMEPHO OIMHAKOBBIE pa3Mephl UCCEAOBaH-
HBIX BLIOOPOK MUTOT€HOMOB, pETMOHAaIbHBIE TPYIIIIHI
pazIMYaloTCs 10 KOJMYECTBY BBISIBICHHBIX HYKJICO-
TUAHBIX 3aMeH. YKci10 3aMeH cyIecTBeHHO (4-Kpar-
HO) HIZKe Ha ceBepo-BocTokKe CrOupu B cpaBHEHUU
C IOTOM, XOTS y MHAEHIIEB AMEPUKM 3TOT ITapaMmeTp
BITOJIHE COITIOCTaBUM IO 3HAYEHMIO C BEJIUYMHON Y
HacenaeHUs1 FOxHoit Cubupu. IT0 MOXET OBITH CBSI-
3aHO C OCOOEHHOCTSIMU UCTOPUH (DOPMHUPOBAHMS Te-
HO(MOHIOB KOPEHHOIo HacejaeHust Amepuku. EcTb
OCHOBaHUS CYUTATh, YTO BO BPEMSI IIOCIETHETO JICI-
HUKOBOIo Makcumyma (rpumepHo 15—20 TbwIC. JeT
Ha3an) Ha kpaiiHeM CeBepe A3un 1 AMepuku (B be-
PWHTUM) COXpaHSUIMCH TPYIIBI HACEASHUSs, JaBIIe
Hagajio aMepuKaHckuM mHaennam [18]. Ilpenmnoma-
raercsi, 4To 3TO ObLUIM OTHOCHUTEIBLHO HEOOJbIINE
TPYNIIBI JIIoAeil (CyMMapHO OT HECKOJBKMX COT IO
HECKOJIbKMX TBHICSY YEJIOBEK), XOPOIIO agalTUpO-
BaHHBIX K YCJIOBUSIM KM3HU B BLICOKUX IIIUPOTax U B
xonomHoMm kimmate [20]. Ilocimemyromiee Ha IIPOTSI-
KEHHWH TIOCIESOHMX 15 THIC. JIET paccelieHne IIPEIKOB
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Taomuna 1. Myrtaunonnsie ciekTpbl MTJIHK y HaceneHus1 pa3aTnuHbIX pErMOHOB MUpa

T'eorpaduueckuit pernon
Hyxneotunxsie _
3aMeHbI BananHasg A3us IOxnas Cubupn CeBenglgzgiquaﬂ Amepuka (MHIECHLIBI)

(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)
TpaHcBepcumn 4.1 (78) 4.1 (51) 3.5(11) 3.4 (42)
Bcero 3ameH (m) 1916 1249 316 1245
m/N 5.6 2.9 0.9 3.3

ITpumeuanue. [TpuBeneHbl YaCTOTHI HYKJICOTHAHBIX 3aMEH B MPOLIEHTaX, B CKOOKAX — YMCJIO 3aMEH.

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

Pa3JINYHbIX pErUMOHAJIbHBIX I'pyIIIaX HACCJICHUA

Tpan3unuu TpancBepcun
Pernon CooTHollieHu1e K/c
c K ctK c K ctK
3anamHast Asus (N = 340) 805 1033 1838 41 37 78 1.3
IOxnas Cubups (N = 430) 571 627 1198 19 32 51 1.1
Cesepo-BocTtounass 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 JTUHUI, YTO U
HabJrogaeTcs Ipy aHanm3e naMeHYnBocTy MTIHK.

Heob6xonmMo oTMETUTB, YTO HE3aBUCUMOE Pa3BU-
THE MUTOXOHIPUAJIBHBIX TeHOMOHIOB MOIMYISLMIA
Ha aMepUKaHCKUX KOHTMHEHTaX He MPUBEJIO K CYIIle-
CTBEHHBIM M3MEHEHUSIM CTPYKTYpPhI CIIEKTpa MyTa-
it MTJIHK B cpaBHEHNUHU CO CTPYKTYpPOIi B ITOITYJISI-
nusx EBpasun (Tadi. 1). OmgHako eciau paccMOTPETh
pacrnipeneeHre HyKJISOTUIHbBIX 3aMEH Ha (prJIoTeHe -
TUYECKOM JIepeBe, YUUThIBasi MyTalluu OTIEIbHO B
CTBOJIaX U OTAEIbHO B KOHIIEBbIX BETBSIX, TO BUIHO,
YTO y aMepUKaHCKUX WHAEUIIEB BOCCTAaHOBJIEHUE Te-
HETUYECKOro pa3HooOpa3us MPOU30ILIO 3a CYET
BO3HUKHOBEHMSI MHOXECTBA OTBETBJICHUII OT OTHO-
CUTEJIbHO HEOOJIBIIIOro YKCjia raruiorpymnii-ocHOBa-
TeJIbHULL MUTOXOHIPUAJIbHBIX TeHO(OHIOB (TabJ1. 2).
CooTHollIeHHEe Yrciia HYKJIEOTUAHBIX 3aMEH B CTBO-
JIaX M KOHIIEBBIX BETBSIX (DMJIOT€HETUYECKOTO AepeBa
Y aMepMKaHCKUX MHAEHIIeB MPUMEPHO B 2 pa3a BbI-
11I€, YEM B OCTAJIbHBIX PETMOHAJIbHBIX TPyIax Hace-
JICHUSI.

Pe3ynbraThl aHaiM3a MYyTallMOHHBIX CIIEKTPOB
L-menmu mtAHK mnokazanu, 4To B pa3HBIX pPeTruO-
HaJIbHBIX TpyMIiaXx HacejieHUuss Hauboljiee pacnpo-
ctpaHeHbl TpaH3ulmu T—C. YacToThl Apyrux TUIIOB
3aMeH TakkKe MPUMEPHO ONMHAKOBBI B Pa3HBIX IMOITY-
JIIIIMOHHBIX Tpynmnax. PaHee mpeamnosnaranock, 4to

MOIJIEKVJIAPHAA BUOJIOTUA

tpaH3uuuu T—C (uiu A—G, eclu BECTH ydeT TI0
H-uenu) Gosiee Bcero 4yBCTBUTEIbHBI K YPOBHIO
a3pOoOHOro MeTaboM3Ma U BCEM €ro MOCIENCTBUSIM
[21]. DTO MOXET OBITH CBSI3AHO C MHTEHCUBHOCTbIO
TUAPOJUTUYECKOTO Je3aMUHUPOBAHUS aleHUHa B
OMHOILIENOYEYHbIX yyacTkax H-1ienu Ha cragum pe-
mivkauuu MTIHK [22]. M, Takum 06pa3om, MOXHO
OXUaaTh, yTO crnekTpbl myTauuiit MTIAHK y npencra-
BUTEJIE pa3HbIX PErMOHAJIBHBIX TPYIIT HaceJIeHUSs
OyIoyT pas3iuyaTbCsl BCJEACTBUE MEXPETMOHATbHBIX
pas3iuyuii B mpolieccax adpoOHOro MetadboausmMa u
YPOBHS OKHUCJIMTEIBHOIO CTpecca B MUTOXOHIPUSIX
[11, 14, 15]. OnHaKO CXOACTBO B pacmpeaeeHU!n ya-
ctoT TpaH3ulit T—C B pa3IMYHbIX peTMOHATBHBIX
rpymiax (0coOeHHO Ha ceBepO-BOCTOKe U rore Cuou-
PU) CBUAETEILCTBYET O TOM, YTO YacToTa 3aMeHbl T— C
He MOXeT OBbITb MapKEPOM YPOBHS OKMCJIUTEIbHOIO
cTpecca B MUTOXOHIPUSIX.

Hwnzkas gacrora TpaHcBepcmii B ciekrpax MTIHK,
KOTOpbIE, OMHAKO, OKUIAIOTCSI C BBICOKOM 4acTOTO
BCJIEICTBUE OKUCIUTEIbHO-BOCCTAHOBUTEIBHBIX pE-
aKIIMii B MUTOXOHIPUSX, ITO3BOJISIET CUMUTATh, UTO
mutoxoHapuanbHaga JHK-monuMepasa Y He MOXeT
“IIpOMTU” y4aCTKHU, COAepXKaIlllde OKKCICHHBIE OC-
HOBaHMs, TO3TOMY Takne MoJeKyrbl MTIHK mpocTo
BBIOPAKOBBIBAIOTCS B Ipoliecce peruimkanuu. Tem He
MeHee, KaK IToKa3ajia HacTosIast padoTa, B CIIEKTpax
TpaHCBepCUilI HamOOJIee PaCHpPOCTPAHEHBI 3aMEHbBI
Ne 5
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C - A (wmu G—T no H-nenwm), KoTopble COCTaBIISI-
10T IpuMepHO 32% OT Bcex TpaHCBepCHil (MIIK Mpu-
MepHO 1.1% OT Bcex BBISIBIIEHHBIX HYKJICOTUIHBIX 3a-
MEH). OTO UMEHHO TOT THUII 3aME€H, KOTOPBII OXK1Ia-
eTcs B TeX ciydasix, Korma ryanuH B C:G-mapax
okucisercs no 8-okcuryaHuHa [23]. Takum obpa-
30M, yacTtoTra TpaHcBepcuit C—A (mo L-menm) teo-
PETUYECKU MOXKET CIIY>KMTh MapKepOM MHTEHCUBHO-
CTH OKMCJIUTEIBLHOIO CTpecca, OMHAKO pa3jInyus B
yacrore 3aMeH C—A MeXIy perMOHaIbHBIMU TPYII-
MaMy HaceJeHUs TaKKe CTaTUCTUYECK HE3HAUYUMBI.
Bce 310 3acTaBiIsieT YCOMHUTHCS B CIIPABEIJIMBOCTH
WUIEU O TOM, YTO B CIIEKTpaX FTeHepaTUBHBIX MyTaIlUiA
MTIAHK MoryT oTpaxkaTbcs aganTUBHBIC ITPOIIECCHI,
CBsI3aHHBIE C pacceJIcHMEeM IIOIIYJISIINil YeJIOBeKa B
pPa3IUYHBIX KJIMMAaTHYEeCKUX yCIOBHUsIX. Bo3amoxHO,
TaKOro pojia TUIIOTe3bl CIPaBEIJMBBLI MO OTHOIIIE-
HUIO K coMaTudeckuM MytanusM MTIAHK, ocobeHHO
IIpU MCCIEOOBAHUM OMOJIOTMYECKMX TKAHEU C pas3-
JIMYHBIM YPOBHEM I'MITOKCUY WJIM B IPOLIECCE CTapeHMsI
[21]. AHaTTOrMYHBIM 0OPA30M U3MEHWIOCH OTHOILIEHE
K TUIIOTE3€ O CBSI3U MEXIY MOITYJIILMOHHBIM pacIpe-
nenenreM rarutorpynmn MTAHK u ximumatowm [10, 11].
DTa ruroTe3a NepBOHAYaIbHO OBIJIa BOCIIPUHSTA C
DHTY3Ma3MOM, ITOCKOIbKY MuToxoHapuu (u Mt HK)
SIBJISIIOTCSI BaXKHEUIIIUM 3JIEMEHTOM OMO3HEPreTUKU
¥ TepMOTeHe3a U JOKHBI ObITh BOBJICYEHBI B amall-
TUBHBIE NPOIECCHhI, OOHAKO ITOATBEPKICHUII STOM
TUITOTE3bI JOBOJILHO Maio [7, 12, 16, 17, 24].

MHTepecHbIM IpencTaBIsIeTCS BhISIBIEHHOE B Ha-
crogieil paboTe CyllecCTBEHHOE CHMXXEHHUE 4MCcia
MyTallii B MUTOXOHAPHAJIbHBIX TeHOMaX KOPEHHOTO
HaceneHus1 CeBepo-Bocrounoit Cubupu (1mpu ToMm,
YTO CTPYKTYpa CIEKTpa MyTallMil coxXpaHsieTcs1). DTO
MOXKET OBITh CBSI3aHO C YCWJIEHHMEM ASHCTBUS OTPU-
nateabHoro orobopa Ha MTAHK, mpensgrcTByromero
HaKOIUJIEHUIO HOBBIX MyTalluii B ycioBusix Kpaiinero
CesBepa, a TakKe ¢ ApeitoM I'eHOB, IIPOSBIIEHUS KO-
TOPOro 00JIee BCEro BhIPAXKEHBI B M30JIMPOBAHHBIX U
MaJIOUMCJICHHBIX MOIYJSLUAX, TaKUX KaK TTOIYJIsi-
U1 KopeHHbIX HapoaoB CeBepo-BocTouHoit Crubu-
pu [25].

HccnepoBaHue BBIIOMHEHO IIpu (PUHAHCOBOM

nomuepxke Poccuiickoro HaydyHoro ¢doHaa (rpaHt
Ne 22-24-00264, https://rscf.ru/project/22-24-00264/).

Hacrosmas ctaths He COIEPKUT KaKMX-JIN00 MC-
cJIeIOBaHUIA C y4acTHUEM JIIOJIECiA MJIN XKUBOTHBIX B Ka-
YeCTBE OOBEKTOB.

ABTOpHI 3asTBJISTIOT 00 OTCYTCTBUM KOHMDIIMKTA
WHTEPECOB.
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Comparative Analysis of Mitochondrial Genome Mutation Spectra
in Human Populations
B. A. Malyarchuk*

Institute of Biological Problems of the North, Far Eastern Branch, Russian Academy of Sciences, Magadan, 685000 Russia
*e-mail: malyarchuk @ibpn.ru

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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