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Monumopdunsm mtAHK n ero pons B agantauuu
K YCINTOBUSAIM cpeAbl U B NpeapacnonoXeHHOCTHU
K 3aboneBaHnaAMm

MNony6exko M.B. Hay4Ho-uccnegoBaTtenbCKMn MHCTUTYT MEAULMHCKON reHeTUKN
ToMCKOro HauMOHanbHOro MUCCreaoBaTenbCcKoro MeauLUHCKO-
ro ueHtpa, Poccus

Uenb: aHanu3 ponu nonynsaynoHHOro nonuMmopduama MnutoxoHapuanbHon KnrouyeBble crioBa:
AOHK yenoBeka B (hopMMpOBaHUM HACneaCTBEHHOW ajanTauun K 9KCTpe- MUTOXOHApuanbHas
MarsbHbIM YCIOBMAM Cpebl U NpeapacnonioXXeHHOCTU K 3abonesaHnsam. OHK, reHeTnuyeckas
MaTtepnan u wmetToabl. [eHoTUnNupoBaHMe MuToxoHapuanebHon [OHK apantauus, Hacnep-
(MTOHK) ocywecTBnslOT ¢ NOMOLBLIO pasfnMyHbIX METOAOB, BKMAOYasi CO- CTBEHHas npeapacno-
BPEMEHHbIE TEXHOSOMMM  BbICOKONPOU3BOANTENBHOINO CEKBEHMPOBAHUS. FOXEHHOCTb.
dunoreorpacuyeckme mnccnegoBaHUsi NO3BOMAKT PEKOHCTPYMpOBaTb pPO-

pocrnosHoe gpeso MTOHK yenoseka, OLeHUTb pacnpoCcTpaHEHHOCTb Xapak-

TEPHbIX ranfnoTUNOB B pasnuyHbIX nonynauuax. NccneposaHusa accouuma-

umn nonuvopdpuama mMTOHK ¢ 3aboneBaHusIMM OCHOBaHbI Ha CPaBHEHUN

pacnpoCcTpaHeHHOCTW rannoTUnoB N oTAenNbHbIX BapnaHToB MTAHK B rpyn-

nax nauneHToB C 3THUYECKN COOTBETCTBYHOLLUMMU KOHTPOSbHbIMKU BblGOpKa-

MU,

Pe3ynbTtaTthl. iccneposanunsa nonumopdmnama mMTOHK B nonynsauunax vyeno-

BeKa 13 pasnnyHbIX reorpadmyecknx perMoHoB yKasblBalOT Ha TO, YTO He-

KOTOpble rannoTunbl U oTAenbHble BapnaHTel MTOHK moryT urpaTb ponb B

agjanTtaumm nonynsauMm K ycrioBMsiM BbICOKOropbsi. MiccnegoBaHusa accoum-

aumn nonumopduama MTAHK ¢ MHorodakTopHbiMM 3aboneBaHUsSMU Bbl-

ABUNW rannorpynnbel U oTAenbHble nonumopdunamel MTOHK, Bnvsawowme Ha

pUCK pasBuTUs 3ab60neBaHUn N UX OCIIOXHEHUA B 3aBUCUMOCTU OT Nonyns-

uuu.

3akntoveHue. MsyyeHne nonumopdumama MUTOXOHAPUANBbHOrO reHoma

Ba)XHO ANSA uenen nonynsaumMoHHOW, 3BOSIIOLUMOHHON U MEOULMHCKOW reHe-

Tkn. Kpome TOro, 9T uccnegoBaHusa UMET MEXOUCLMNIMHapHoe 3Have-

HWe, NpeacTaBnsAs UHTepeC ANnd CneuManucToB, 3aHUMAKOLLMXCA UCTOPUEN

3THOCOB W KynbTyp.
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MtDNA polymorphism and its role in adaptation to environmental conditions and predisposi-
tion to diseases

Golubenko M.V Research Institute of Medical Genetics, Tomsk National Research Med-
ical Center, Russia

Objective: analysis of the role of population polymorphism of human mtDNA Keywords:

in the formation of hereditary adaptation to extreme environmental conditions mitochondrial DNA;

and predisposition to diseases. genetic adaptation;

Materials and methods. Genotyping of mitochondrial DNA (mtDNA) is carried hereditary predispo-
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out by using various methods, including modern high-performance sequencing sition to disease
technologies. Phylogeographic studies make it possible to reconstruct the fam-

ily tree of human mtDNA and assess the prevalence of characteristic haplo-

types in various populations. Studies of the associations of mtDNA polymor-

phism with diseases are based on a comparison of the prevalence of haplo-

types and individual mtDNA variants in patient groups with ethnically relevant

control samples.

Results. The results of studies of mtDNA polymorphism in human populations

from different geographical regions indicate that some haplotypes and individ-

ual variants of mtDNA can play a role in adaptation of the population to high

altitude conditions. Studies of the associations of mtDNA polymorphism with

multifactorial diseases have revealed haplogroups and individual mtDNA pol-

ymorphisms that affect the risk of developing diseases and their complications

depending on the population.

Cunclusion. The study of mitochondrial genome polymorphism is important

for the purposes of population, evolutionary and medical genetics. In addition,

these studies are of interest to specialists in the history of ethnic groups and

cultures and have an interdisciplinary importance.
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ntoxoHgpuaneHasa AHK (MTOHK) — He-

Gonblias, HO BaXHasi YacTb Hallero

reHoma. B Heln 3akogmpoBaHa uHGOpP-
Maums o 13 cybbeanHuLax KOMMIEKCOB AblXa-
TenNbHOW Lienn MUTOXOHAPWNA.

Mo cpaBHeHUIO € aaepHbIMU reHamu, MTOHK
obnagaet pagoM OTNMYUTESNbHBIX OCOBEHHO-
CTEeN: HacrnegoBaHMe MO MaTEPUHCKOWN JIMHUN,
OTCYTCTBME PEKOMOMHaUUN B MEWNO3€e U BbICO-
Kas ckopocTb MyTauun (npumepHo B 10 pas
Bbllle, YeM B adepHbix reHax). Kak u B Y-
XpOMOCOMe, HOBble MyTaumn gobasnsawTcsa K
yXe cyuwecTBylowmm, o6pasysa rannoTtunsl,
HEM3MEHHbIE B psAay MNOKOMEHWNW, Kaxabln n3
KOTOpbIX MOXHO onucaTtb nocnegosaTenbHo-
CTbl0 3aMeH MO OTHOLUEHMIO K NPEeaKoBOW MOo-
cnepoatenbHoctm (MRCA — most recent
common ancestor) unu Kk pedepeHcHon no-
cnepoBatenbHoctn MTOHK (rCRS - revised
Cambridge reference sequence). MwWTOXOH-
apuansHaa OHK aBnsieTcsa cerogHs, noxanyw,
Hanbonee M3y4eHHOW YacTbl reHoMa 4Yernose-
ka. KonnyectBO CeKBEHWPOBAHHbLIX MHOMBUAY-
anbHbIX nocnepoBatenbHocTen MTOAHK ncunc-
naeTcsa gecAtkamu ThiCAY, MUccrefoBaHbl Mo-
nNynsumMm Yyenoseka BO BCEX PErmMoHax 3eMHOro
wapa. CosgaHa nogpobHasa dunoreHms ranno-
Tvnos MTOHK, B KOTOpOW OTpaxeHbl «pon-
CTBEHHbIE CBS3U» BCEX HYKNEOTUAHbIX 3aMeH,
BO3HUKLUIMX B Mpouecce MUKPOIBOSIOLINN.
KpynHble KnacTepbl B 3TOM (PUNOreHnmn MOXXHO
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pasgenntb Ha «adpuKkaHcKne», «eBponen-
ckue» (3anagHoeBpasuNCcKne) U «asmaTckue»
(BOCTOYHOEBpPA3UINCKME), B COOTBETCTBUN C
MECTOM WX MPOMCXOXOEHUS WU npeumyLle-
CTBEHHOro pacnpocTpaHeHus (pPUCyHoK 1).

Ha aTtom pogocnoBHOM ApeBe BCTpeyaroTcs
N BapuaHTbl, NpUBOAdALLME K 3aMeHaM aMUHO-
KACNOT, U MyTauun B reHax TPaHCMOPTHbIX U
pnbocomHbix PHK, a Takke obpaTHble n no-
BTOPHble MyTauun. Tak kak MTOHK kogmpyet
Genkn abixatenbHOW Lenn MUTOXOHAPWUA, TO
eCTb 3a[eNCTBOBaHa B >XM3HEHHO BaXXHbIX
YHKUMAX  KNEeTKW, JIOrMYHO NpeanonoXuThb,
YyTO BO3HMKawwme wmytaumm MTOHK wmoryT
ObITb NnoaBepxeHbl oTbopy. PesynbTaTbl MHO-
FrOYUCIIEHHbLIX MCCNeaoBaHU accoumnauunm no-
numopdmama MTOHK ¢ nogoBepXeHHOCTbO K
pasnMyHbiM 3aboneBaHusM yKasbliBalOT Ha
PYHKUMOHAMNbHYI0 3HAYUMOCTb MONYMALMOHHO-
ro nonumopdmama. OgHako 3TU pesynbTathl
3a4acTyl0 NPOTMBOPEYMBbI — BO3MOXHO MOTO-
MY, YTO Ka4e€CTBEHHbIN U KONMYECTBEHHbIN CO-
CTaB nonynsauMoHHbIX reHodoHaoB MTOHK sB-
naeTca «pernoH-cneunduyHsIM» . ATa reorpa-
duyeckans guddepeHumnaums MoxeT ObiTb
obycnoBneHa, C OOHOW CTOPOHbl, OCOBEHHO-
CTAMM MUIPAUMOHHBIX MPOLECCOB, a Takke
«apendomM reHoB» — ClnyyYyaWHbIM HeHanpas-
NEeHHbIM U3MEHEHNEM TFeHHbIX 4YacToT B Momny-
naumsx Hebonbwown uyncneHHoctn. C apyron
CTOPOHbI, pacnpocTpaHeHue OoTAeNbHbIX ran-
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norpynn n rannotunos MTAHK B HekoTOpbIX
nonynaAumsx, NPOXMBaOLLNX B 9KCTPEMaIibHbIX
yCnoBusix (Hanpvmep, B BbICOKOropbe MM Ha

KpainHem Cesepe), MoXeT OblTb pe3ynbTaTtoM
oTbopa nokanbHO afanTUBHbIX KOMOBUHaLUR
nosMmMopn3mMOoB.

Simplified mtDNA lineages

www.mitomap.org, 2012
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PucyHok 1. Cxema popgocrnosHoro pgpesa wmutoxoHgpuansHon [HK udenoseka (c canta

www.mitomap.or).

ApantTuBHaa wu  ¢yHKUMOHaNbHasA
ponb nonumopdusma mTAHK

MTOHK koampyeT XU3HEeHHO BaXHble 6enku,
yyacTByowme B cuHTese AT, a Takke punbo-
COMHble 1 TpaHcnopTHble PHK, Heobxoaumbie
Aana ux TpaHcnaumu. U xotsa nonumopduam
MTOHK Ha npoTsikeHUn MHOrMX neT sBnancsa
OAHUM 13 O0CHOBHbIX AHK-nHCTpyMeHTOB nony-
JIAUMOHHOM N 3BOJIIOLIMOHHOW TFEHETUKN Yeno-
BeKa, HeWTpanbHOCTb 3TOr0 nonMmopdusma
He ©eccrnopHa, 1 BOnpoc 0 BNusiHMM oTbopa Ha
KapTuHy nonumopdunama mtOHK B nonynaumnax
yenoBeka CTaBUTCS YXe AaBHO. B HekoTopbIxX
cnyyaax AencTBUTENBHO yOanoch BbisIBUTb 3TO
BNusiHWe. Hanpvmep, aHanu3 OTHOLLEHWUS Cu-
HOHUMMWYHBIX 1 HECUHOHUMWYHBLIX 3aMEH B €B-
ponenckux rannorpynnax MmtAHK BbisiBun cne-
Obl OENCTBUSI OTOOPA B HECKOMNBKMX NUHUNAX [5].
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Kak ©Obino nokasaHo, AN  KIMMaTuyecKoun
agantaumm ocoboe 3Ha4YeHne MMET 3aMeHbI B
reHax umtoxpoma B n AT®-cuHTasbl. B pe-
3ynbTate CpaBHEHUSI CUHOHUMWYHBIX U Hecu-
HOHMMWYHBIX 3ameH B domnoreHnn MTOHK ye-
noeeka ObINO nokasaHo, 4Tto rannorpynna J
MTOHK Haxogutca nog gencrtemeMm otbopa U
4YTO BMAMUsIHUE OTOOpPa B MUTOXOHAPMUAMNbHbIX
NMHUAX cnegyeT yyuTbiBaTb MPU OLEHKE BO3-
pacTa koanecueHuuu rannorpynn [20].
MNaBecTHO, 4To rannorpynnsl H n J mtOHK
pasnunyarTcsd no  3MEOEKTUBHOCTM  OKUCIN-
TenbHOro ochopunMpoBaHnUa 1 NPoOAYyKLUK
aKTUBHbIX (hopm kucnopoga: H xapakrtepusy-
eTca 6onee BbICOKMMU 3HAYEHUAMUN ITUX NOKa-
3aTenen, a J — Gonee Hu3kMMu. ITO ObINO
NPOAEMOHCTPMPOBAHO C MOMOLLBIO LMbpnaos —
KNETOYHbIX JIMHUIA, KOTOpble UMEKT OOUHAKO-


http://www.mitomap.or/

Bbl A4EePHbIA FEHOM, HO OTNIMYaKTCA MO reHo-
Tvny mTOHK. MNpu conoctaBneHnn rannorpyn-
nel H n adpukaHckon cyneprannorpynnbl L
ObInNn BbISIBIEHbI pas3nuyuua B npoaykumm ATO
n A®K, a Takke B YpOBHE 3KCMPECCUU HEKOTO-
pbIX saepHblX reHoB [12]. KneToyHble nvHuM C
rannorpynnon T Obinn ©onee ycTomymebl K
okucnuTtenoHoMmy cTpeccy [16], a unbpuaHbie
NUHUK ¢ rannorpynnon J obnaganu Gonblien
CKOPOCTbIO pocTa u Goree BbICOKOW BbhKMBae-
MOCTbIO NpK cybrneTanbHbIX go3ax ynbTpadu-
onetoBoro obnyyenus [13]. ¥ 6onbHbIX acTe-
Ho3oocnepMuen ¢ rannorpynnor T npu nsyde-
HWM aKTMBHOCTM OKUCNUTENbHOro docdopu-
nupoBaHnsa ObIfNl0 BbISABNEHO CHWXKeHue -
deKkTMBHOCTM paboTbl NEpBOro KoMMsekca Ha
23%, a 4eTBepTOro komMmnnekca — Ha 29%, no
cpaBHeHuto ¢ rannorpynnoun H [21].

B BbICOKOropbe CHWXEHO coaepXaHue KUc-
nopoga B BO34yxe, M OpraHW3M MUChbITbiBAET
KucnopogHoe ronogaHue (Ha BbicoTe Gonee
1800 m Hag ypoBHeEM Mops). B aTux ycnosusix
afjanTauMoHHOe MPenMyLlecTBO MOryT UMeTb
nvHnn mTtAHK, obecneunBatowme Haunbornee
ahbdekTMBHYIO paboTy 3NEKTPOHTPAHCNOPTHON
uenu MUTOXoHAPUN. B yacTtHOCTW, y LWeprnoB B
BbICOKOTOpHbIX nonynsauunax Tubeta BbisiBNEHO
npeobnagaxue rannorpynn C4a3b1 and A4e3a
[11]. B opyrom mccnefoBaHUW BbISBIEH «pUC-
KOBbI» 3dpekT rannorpynnbl B 1 «npoTek-
TUBHbIN» 3adodekT rannorpynnel D4 y kntanues
B OTHOLUEHUM pa3BUTUSA OTeKa Nerkux, nHayum-
poBaHHoOro runokcunen [14]. CpaBHeHME BbICO-
KOrOpHbIX M PaBHMHHbIX Nonynsuui JarectaHa
BbIABMNO AndbdpepeHumnanmo no HEeCKONbKNUM
BapvaHTam s4epHbIX reHoB, obecneyvmBatoLLmX,
no-BManMMoMy, aganTtauuio K BbICOTHOW TUMo-
kcuun, ogHako MTOHK B aTon paboTe He Gbina
nccnegosaHa [19].

Accoumaumn nonumopcdpunama mtaAHK
C AONroOXUTENbCTBOM U MHorodakrop-
HbIMU 3ab6oneBaHUAMMU

LLinpoko m3BecTHa runoTtesa «cBoBGOOHO-
pagvkanbHOro cTapeHusi» XapmaHa [8], co-
rmacHoO KOTOPOW CTapeHue opraHnsama B 3Ha4u-
TeNnbHOM CTeneHn onpefenseTcd Bo3pacTato-
wen ancdyHKUMen MmMTOXoHLPUM (M COOTBET-
CTBEHHO MOBbLILEHMEM MNPOAYKUMM CBOBOOHbBIX
pagukanoB). [OucoyHKUMS MUTOXOHOPWUR, B
CBOI o4yepedb, MOXeT ObITb 00ycrnoBreHa no-
BpexaeHusamn MTOHK, HakannuBatommMncs B
TeyeHne XumsHn. Ecnmn ke nonmmopdunsm
MTOHK  Takke BAMgeT Ha  COMPSKEeH-
HOCTb/pa3obLuleHne okKucnmTenbHoro docdgo-
PUNNUPOBAHUA, TO 3TO MOXET NOBMUSATbL Ha WH-
AvBuayanbHble «CTapToOBble YCroBuSA» ANs
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npoLeccoB CTapeHUs U BO3MOXHOCTb [JOro-
XutenocTea.

Pes3ynbTaTbl MNpoBeAEeHHbLIX WUCCreaoBaHUN
yKasblBalOT Ha BO3MOXHYI pOfib MNONMMOp-
dusma mTAHK B dpopmmpoBaHum npegpacno-
NOXEHHOCTU K OONrOoXUTENbLCTBY, OAHAKO Bbl-
ABNsieMble accounaumMm B OOMbLUMHCTBE Chy-
YaeB SABMAKTCA NOMNYNALMOHHOCHEUNPUYHbI-
Mu. Hanpumep, rannorpynna J 6bina accounn-
poBaHa C MOBbILIEHHBIMW LLIAHCAMU JOXUTb [0
ctoneTtHero Bo3pacTta B CeBepHon Wtanum n B
dunnaHgun [7, 17]. B AnoHUM aHanorndHble
accoumaumm nokasaHbl ONfsi HECKONbKUX BeT-
Ben rannorpynnel D [18], a BO ®paHumm — gn4d
rannorpynnsl U-K [10]. Takum obpasom, xoT4 B
Kaxkgon nonynaumm ectb ceoun nnHun MTOHK,
accouMMpOBaHHblE C  OONTOXUTEIbCTBOM,
MOXHO NPeanorioXnTb, YTO MeXJy HUMU ecCTb
obwue 4epTbl: Hanpumep, MNOBTOPSAOLLMECS
BapuaHTbl B onpefeneHHbIX reHax unu B cam-
Tax perynsaumnm akcnpeccuu/pennmkaumm
mTtOHK. [Ons wuccnepoBaHust aToro Bonpoca
Heob6XxoOuMO u3yyYeHvne HOBbIX nonynauui. B
39TOM OTHOLUEHUM OCODbIN MHTEepec npeacTas-
nAT pasnuyHble pervoHbl KaBkasa, KoTopble
XapakTepusylTCs Kak 3HaAYMTESNbHbIM YUCIIOM
AONroXntenemn, Tak n pasHoobpasHbIM 3THUYe-
CK/M COCTaBOM, T.€. Ha OHOW TeppuTopun co
CXOXMMWU KnumaTtoreorpaguyecknmmn ycrioBus-
MM COCYLLECTBYIOT HECKOSIbKO U30SIMPOBAHHbLIX
Apyr ot gpyra reHodoHA0B.

Monumopdmam MTOHK moxeT ObiTb acco-
UMMpoBaH M c 3aboneBaHUAMU LEeHTparbHOW
HEPBHOW CUCTEMbI — B YaCTHOCTW, C 60Ne3HbIo
Anburenmepa. Kak n gna gonroxutenscrsa, B
pasHbIX NONynsauMax accouuaumns obina BbiSB-
neHa gnsa pasHelx rannorpynn mtAHK. Hanpu-
Mep, B UTanNbsHCKOW nonynauun d¢akropom
pucka 6onesHn AnbLrenmepa siBnsnach ransno-
rpynna H5 [22], a B nonbckon — rannorpynna
HV [15]. MNpu aHanu3e accounauuii NOANMOP-
dusma MTOAHK n 6onesnn lNapknHcoHa Obino
NpPOOEMOHCTPUPOBAHO, YTO MUTOXOHApPUAsb-
Hble rannorpynnel K 1 J o6naganv npoTekTne-
HbIM 3(pdheKkTOM, CHMXas pUCK pas3BuTUSA 3abo-
nesaHuna noytn Ha 50% [23].

CeppaeyHo-cocyauctole 3aborneBaHus SB-
naTCca O4HOM M3 BedylWnxX NPUYNH CMEpPTHO-
CTn B coBpeMeHHOM mupe. ViccnepoBaHusa ac-
coumauun nonumodpuama MTOHK c pasnud-
HbiIMM GonesHsamun M heHoTUNammn ceppevHo-
COCYAMCTOM CUCTEMBbI YKa3blBalOT Ha pofb Ba-
punantoB MTOHK B (bopmmnpoBaHum pucka pas-
BUTUSA cepaevHO-COCyaUCTbIX 3abonesaHun u
X OOCNOXHeHun. B yactHocTn, Hamu 6bino
nokasaHo, 4To ransiorpynna H1 accouuupoBa-
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Ha C paHHen CmepTbld OT  cepaevHo-
cocyoucTbix 3aboneBaHun [4]. Takon xe He-
OnaronpusaTHbIN adpdekT anda rannorpynnbsl H1
ObIN BbISBMEH N B OTHOLLUEHUN pUCKa pas3BUTUSA
NMOBTOPHbIX CepAeYHO-COCYaUCTLIX KaTacTpod
(MHpapkTOB MMOKapAa, ULEMUYECKUX UHCYMb-
TOB, MPOrpeccMpoBaHMsa cepaevyHon HegocTa-
TOYHOCTW) B T€YEHWe roga nocne nep.Boro MH-
apkTa Mmokapga. PakTopom pucka ons pas-
Hero uMHdapkTa Mmokapga (oo 55 nert) aBns-
nuce rannorpynna U2e n sameHa T16189C [2].
AHanna nonumopdusma MTOHK npu aptepwu-
anbHOW rMnepTeH3uun nokasar, YTo rannorpyn-
na T yBenuumBana puUCK pasBUTUS FMNepTpoO-
dun NeBoro xenyaodka cepua, a npoTekTns-
Hbin 3ddeKT B OTHOLWEHUN rnnepTpodumn
cepaua umena rannorpynna H [1]. Fannorpyn-
na J 6oina 6onee pacnpocTpaHeHa y NOXUMbIX
nogen 6e3 KNMHUYECKN BbIPAXXEHHOro aTepo-
CKrepo3a COHHbIX apTepui U Opyrnx cepged-
HO-COCyauCTbIX 3aboneBaHui, N0 CPaBHEHMIO C
nauveHTamm, y KOTOpbIX CTEMNeHb CTEHO3a Ka-
poTMAHBLIX apTepun coctaensana 6onee 50%
[3].

BbisBneHbl Takke accounaumm nNonMmop-
dusamma MTOHK € M3MEeH4MBOCTbLIO KOnu4e-
CTBEHHbIX NPU3HAKOB: Hanpumep, ranforpynna
H n BapmnaHT 16519C 6binn cBsI3aHbl C MHOEK-
COM Maccbl Tena y 60nbHbIX C OCTPbIM KOpO-
HapHbIM CUHOPOMOM, a Yy MaUWEHTOB C Hanwu-
ynem caxapHoro gnabeta 2 Tuna rannorpynna
H 6bina accounmpoBaHa ¢ Gonee BbICOKMMU
3HAYEHUSMM TIIHOKO3bl B KPOBM HaTOLlaK; Bbl-
ABNeHa accouunauna rannorpynnsl U ¢ Tonwm-
HOM KOMMfeKca MHTMMa-megua COHHbIX apTe-
pui, HangeHa accouunauma rannorpynnel H c
YPOBHEM XOfecTepMHa M CO 3HAYEHUAMU [Mt0-
KO3bl B KPOBW MHAMBWOOB MPW NOCTYNMEHUN B
cTtauunoHap [6].

Taknm 00OpasoMm, MOXHO ckasdaTb, YTO 3g-
ekt nonumopcdusma MTOHK Ha yposHe pe-
HOTMNa cepaeyvyHO-COCYAUCTOM CUCTEMbl MpPO-
ABMSETCSH Yalle He B NpeapacrnonoXeHHOCTU K
cepaeyHo-cocyaucTeiM 3aboneBaHusM B Le-
nom, a B MOAYNAUUM pUCKa PasBUTUSA OCIOX-
HEHUA N KOMOPOWMAOHLIX (PeHOTMMOB B npepae-
nax cepaevHo-cocyancToro KOHTUHyyMa.

Ponb nonumopdunama mtAHK B npo-
AAIBfIeHUN HacrneacTBeHHbIX MUTOXOH-
ApnanbHbIX 3a6oneBaHumn

Moxanyn, Haubonee W3BECTHbIN NPUMEP
BNIMSIHUS reHeTu4eckoro gooHa Ha deHoTMNK-
yeckyto akcnpeccuo Mytaumi MTOHK — T1oOT
hakT, YTO B NonynaumMax eBpornenckoro npouc-
XOXaeHust myTtauum odptanbmonatum Jlebepa
(LHON) vawe nposiBnatTcs Ha ¢oHe ranso-

20

rpynnsel J. Hanpumep, y HaceneHns 'epmaHum
yacToTa 3TOW rannorpynnbl COCTaBnseT OKOMo
7%, HO cpean 6onbHbix LHON — 60% [9]. Ta-
Kon adbdbekT rannorpynnbl J CBA3bIBAOT C
OOMbLUIUM YUCIIOM aMUHOKUCIOTHbIX 3aMeH B
reHax cyoveamHny HAOH-gervaporeHasbl
(nepBoro Komnnekca [AbixaTenbHOM Lenwn).
3HauyeHue ¢OHOBOro reHoTuna Ans MyTauun
LHON 6bIrno nokasaHo 1 Ha MOHIONOUAHON Mo-
Nynaunn: y KATanues 3TM MyTauuu nposiBns-
0oTCS Yalle Ha doHe rannorpynnel M7b n pexe
— Ha doHe rannorpynnsl F [24].

Opyraa «4actad», HEOOHOKPaTHO BO3HMKa-
towas mytaumsa mtOHK y yenoseka, npusoas-
was K MMTOXoHApuanbHbiM 3aboneBaHusiM, —
3ameHa A3243G B OgHOM W©3 [OBYX TEHOB
TpaHcnopTHon PHK neihunHa, cBA3aHHas
00bl4HO ¢ cuHgpomom MELAS — Mitochondrial
encephalomyopathy, lactic acidosis, and
stroke-like episodes (MuUTOXOHApPWANbHAs 3H-
uedpanonatus, nakraT-auMgo3, WHCYNbTOMO-
AobHble npucTynel). B uccnegosaHun, npose-
AEHHOM B (OUHCKOM nonynsumm (Bcero obcre-
posaHo 245 201 4yenosek), 11 MHAMBMOOB C
CUMNTOMaMn MUTOXOHAPWUanbHbIX 3abonesa-
HUA UMenn aTy MyTauuio, U Y NONOBUHbI U3 HUX
MTOHK npuHagnexana k rannorpynne U, kKoTo-
pas onpegensetcs nonuvopguamom A12308G
B apyrom reHe TPHK nenumHa. B uenom xe B
duHckon nonynaumm ransnorpynna U BcTpeda-
eTCsa C ropasgo MeHblUen 4acToTOM — OKOJIo
25%. Bo ®paHumm y 6BOnbHbIX C MyTauuen
A3243G 6bIn1 0BHapyxeH CTaTUCTUYEeCKU 3Ha-
YNMBIN «NPOTEKTUBHbINY» 3CPEKT rannorpynmnbl
J: oHa pexe pernctpuposanacb B BblOOpkKe
OonbHLIX MO cpaBHeHWMO ¢ nonynsauven [20].
UHTepecHo, yto rannorpynna U2e, koTopad y
(bpaHLy30B BCTpeYaeTCsl C OYEHb HWU3KOW 4a-
ctoton (He 6onee 1%, cornacHoO pasfUNYHbIM
nybnukaumam), B rpynne nauymeHToB ¢ A3243G
Oblna npegcraeBneHa y 5 4yenoBek ¢ pasnuy-
HeiMun rannotunamm HVSI (3,65%; pasnnums ¢
nonynsaumMen ctTaTMcTUYECKN He 3HaYUMbI).

MpuBeOeHHble AaHHble YKasbiBalOT Ha TO,
YTO NPW HacneacTBeHHbIX 3aboneBaHUsAX «re-
HEeTUYeCKMn OoH» JIOKYCa, B KOTOPOM MpPOn30-
Wwna mytauusa, MOXeT BNUATb Ha ee (heHOoTU-
nMyeckoe nposiBneHue.

3aknioyeHue

N3yyeHne MUTOXOHOPWMANbHOMO reHoma B
nonynauMsax YenoBeka urpaeT BaXKHY posib B
pasBuUTMM MNONYNALUWOHHOW, SBOSOLMOHHON U
MeaNUMHCKON reHeTuku. Kpome TOro, atm uc-
CnefoBaHus  UMeT  MeXaucumninHapHoe
3Ha4yeHue, Tak Kak Ux pesynbTaTbl JOMOMHSAIT
N YTOYHSAKOT KapTUHY UCTOPMM STHOCOB, KOTO-



pas ABNAeTCs NpeamMeToM U3YyYeHUs rymMmaHu-
TapHblX Hayk. CTpykTypa reHodoHaa Hacene-
HUS MHOroHaumoHanbHoro [larectaHa sBnset-
CS YHMKAIbHON, U €ero n3y4yeHue akTyanbHO Kak
ans cunoreorpadpuyeckmx nccregoBaHumn, Tak
W ON9 NoMcKa BO3MOXHbIX afanTUBHbLIX Bapwu-
aHTOB W OMNUCaHMA 3aKOHOMEPHOCTEW MUKPO-
apontounn mTOHK.

WccneposaHue nogaepxaHo
PO Ne19-04-01322-A.
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