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Summary: The article analyzes the role of human mitochondrial DNA
population polymorphism in the formation of hereditary adaptation
to extreme environmental conditions and predisposition to diseases.
Mitochondrial DNA (mtDNA) genotyping is carried out using various
methods, including modern high-throughput sequencing technologies.
Phylogeographic studies make it possible to reconstruct the family
tree of human mtDNA and to estimate the prevalence of characteristic
haplotypes in various populations. Studies of the association of mtDNA
polymorphisms with diseases are based on a comparison of the
prevalence of haplotypes and individual mtDNA variants in patient
groups with ethnically matched control samples.

Studies of mtDNA polymorphism in human populations from different
geographic regions indicate that some haplotypes and individual mtDNA
variants may play a role in population adaptation to high altitude
conditions. Studies of associations of mtDNA polymorphisms with
multifactorial diseases have revealed haplogroups and individual mtDNA
polymorphisms that affect the risk of developing diseases and their
complications depending on the population.
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utoxoHapuanbHaa OHK (mtOHK) — Heb6onbuwas,
M HO BaXKHaA YacCTb Hawero reHoma. B Heln 3akogumpo-

BaHa MHpopmauua o 13 cybbeanHMLax KoMmiek-
COB AbIXaTeNIbHOM Lieny MUTOXOHAPUNA.

Mo cpaBHeHUO C AfgepHbiMK reHamn, mTAHK obnapa-
eT pAfOM OTINYUTENbHbIX OCOBGEHHOCTEeN: HacnefoBa-
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AHHomayus. B cTaTbe npoBeeH aHanu3 ponu NonynALMOHHOrO noaumMophu3ma
MUTOXOHAp1anbHoii IHK uenoBeka B popmupoBaHuI HaCIeCTBEHHOI afanTa-
LM K IKCTPeManbHbIM YCTOBUAM Cpefibl 1 MPpepacnonoXeHHOCTH K 3ab0neBa-
HUAM.

leroTunupoBanue mutoxoHapuanboii IHK (MTHK) ocywectenawot ¢ nomo-
Wbl Pa3NNyYHbIX METOJ0B, BK/IOUaA COBPEMEHHbIE TeXHONOTUM BbICOKOMPO-
N3BOAUTENbHOTO CekBeHMpoBaHuA. Ounoreorpaduueckue uccnefoBaHna no-
3BOMIAIOT PEKOHCTPYMPOBATL PogocnoBHoe ApeBo MTJHK uenoseka, oueHuTb
PacnpoCTPaHEHHOCTb XapaKTEpHbIX TanAOTUNOB B Pa3fMYHbIX MOMYAALMAX.
VcenepoBanna accoumaumii nonumopdusma mtHK ¢ 3aboneanuamm ocHoBa-
Hbl Ha CPaBHeHWM PacnpOCTPAHEHHOCTM FanoTUNOB W OTAENbHbIX BApUaHTOB
MTJHK B rpynnax nawumneHToB ¢ STHUYECKI COOTBETCTBYIOLLMMU KOHTPONbHBIMA
BbIOOpKAMMU.

WUcenenoBanua nonumopduama MT[IHK B nonynaumax uenoseka u3 pasnuy-
HbIX reorpaduyeckinx PeruoHOB YKasbiBaloT Ha TO, YTO HEKOTOPbIE ranaoTUMbl
1 oTAenbHble BapuanTbl MTAHK moryT urpatb ponb B afantauum nonynauum
K YCI0BMAM BbICOKOropbA. MccnenoBanua accoumnaumii nonumopdusma mrAHK
C MHOrohakTopHbIMY 3a6071€BaHMAMY BbIABUIN FanOrpynmbl i OTAENbHbIE N0-
numopusmbl MTJIHK, BiuAtoLLmMe Ha puck pa3BuTiAA 3a60neBaHuil U UX 0CNI0X-
HEHWI B 3aBUCUMOCTI OT MONYAALMIA.

Knioyesole cnosa: mutoxonapuansHaa [IHK, reHetnueckas agantaums, Hacnea-
(TBEHHas NPeapacnonoXeHHOCTb.

HVYe MO MATePUHCKON JIMHUW, OTCYTCTBME PEKOMOMHALMM
B Melo3e 1 BbICOKaa CKOPOCTb MyTauuin (npumepHo B 10
pa3 Bbille, YeM B AAepHbIX reHax). Kak n B Y-xpomocome,
HOBble MyTauunM [06ABNAIOTCA K YXe CyLIecTByloWNM, 06-
pasyA rannoTunbl, HEM3MeHHbIe B PAQY MOKONEHUN, Ka)-
Obll N3 KOTOPbIX MOXHO OMMUcaTb NOC/e[0BaTeNIbHOCTbIO
3aMeH MO OTHOLIEHUIO K NPefKoBOM NociefoBaTelbHOCTH
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(MRCA — most recent common ancestor) nnu kK pecde-
peHcHon nocnefoBatenbHoct MTOHK (rCRS — revised
Cambridge reference sequence). MutoxongpuansHaa OHK
ABNAETCA CerofHA, Noxanyn, Hanbonee N3yyeHHON YacTblo
reHoma yenioBeka. KonnyectBo ceKBEHMPOBaHHbIX NHAVBU-
ZyanbHblx nocnegoBaTtenbHocTert MTAHK ucuncnsaerca pe-
CATKaMM TbICAY, UCCNeA0BaHbl MONYNALMM YeNoBeKa BO BCEX
pernoHax 3emHoro wwapa. Co3gaHa nogpobHasa punoreHus
rannotunos MTAHK, B KOTOpOI OTpakeHbl «POACTBEHHbIE
CBA3M» BCEX HYKNEOTUAHbIX 3aMeH, BO3HMKLUMX B npoLiecce
MUKpo3Bonounn. KpynHble Knactepbl B 3Toll GpunoreHUn
MOXXHO Pa3fenunTb Ha «appUKaHCKME», «eBpOnencKue» (3a-
nagHoOeBpasunckne) n «asmaTckue» (BOCTOYHOEBPA3Ui-
CKUe), B COOTBETCTBUM C MECTOM UX NPOUCXOXKIEHMA U Npe-
MMYLLECTBEHHOTO PacnpoCcTpaHeHna (PUCYHOK 1).

Ha aTomM popocnoBHOM [peBe BCTpeYaloTca U Bapu-
aHTbl, NpUBOAALLME K 3aMeHaM aMWHOKWUCIIOT, U MyTauum
B reHax TPaHCMOPTHbIX 1 pubocomMHbix PHK, a Takxe 06-
paTHble 1 NOBTOPHble MyTaumu. Tak Kak MTAHK Kognpyet
6enKkun OblxaTe/IbHOW Leny MUTOXOHAPWNA, TO eCcTb 3afein-
CTBOBAHa B XM3HEHHO BaXXHbIX GYHKUMAX KNETKM, NOTMYHO
nNpeanonioKnTb, YTO BO3HUKawmre mytaumm MTOHK moryT
6bITb NMoaBepeHbl 0TOopy. Pe3ynbTaTbl MHOTOUMCIIEHHbIX
nccnepoBaHui accoumaumii nonumopousma mtAHK ¢ noa-
BEPXEHHOCTbIO K Pa3fiMyHbIM 3a00NEBaHNAM YKa3blBalOT
Ha OYHKUMOHaNbHY 3HAYMMOCTb MOMNYNALMOHHOrO Mo-
numopdursma. OfHako 3TK pe3ynbTaTbl 3a4acTyo NPOTUBO-
peunBbl — BO3MOXHO MOTOMY, UTO KaueCTBEHHbIV 1 KONu-
YeCTBEHHbIV COCTaB MOMYNALMOHHbIX reHopoHAoB MTAHK
ABNAETCA «PErnoH-cneunduyHbiM». ITa reorpaduyeckas
anddepeHLmaLma moxeT ObiTb 06yCIOBNEHA, C OQHON CTO-

POHBbI, 0COBEHHOCTAMM MUTPALIMOHHbIX MPOLIECCOB, a TakKe
«apendomM reHoB» — CJlyYaHbIM HEHaMNpPaBAEHHbIM U3Me-
HEHMEeM FeHHbIX YacTOT B NONYALUSAX HEOOMbLIOW YNCIEH-
HocTn. C Opyron CTOPOHbI, pacnpocTpaHeHne oTaeNbHbIX
rannorpynn v rannotunos MTAHK B HekoTopbix nonynauu-
AX, MPOXMBAIOLMX B SKCTPEMASIbHBIX YCIOBMAX (Hanpumep,
B BblICOKOropbe unu Ha KpaiiHem CeBepe), MOXeT ObiTb pe-
3ynbTaToM 0TO0OpPa NOKanbHO afanTUBHbIX KOMOUHALMIA MOo-
nmmop¢dr3mMoB.

AA3NTNBH3A N PYHKUNOHAABHas1 POAb
noAnmopdunama MTAHK

MT1OHK KogumpyeT XW3HEHHO BaXkHble GefikM, yyacTBy-
owne B cmHTe3e ATD, a TakKe prOOCOMHbIE U TPAHCMOPT-
Hble PHK, Heobxogumble ana ux TpaHcnsauuun. A xota no-
numopdursm MTAHK Ha npoTaXeHWM MHOTUX neT ABAAMCA
OAHUM U3 OCHOBHbIX [JHK-MHCTpyMeHTOB NonynAUMOHHONM
M SBOJIIOLUNOHHOWN TEeHEeTUKN YenoBeKa, HeNTPanbHOCTb
3Toro nonumopdusma He 6eccropHa, 1 BOMPOC O BANAHUN
oTbopa Ha KapTuHy nonumopdrama mTAHK B nonynaumax
yesioBeKa CTaBUTCA y»Ke faBHO. B HEKOTOpPbIX ciiyyaax aei-
CTBUTENIbHO YAANoCb BbIABUTb 3TO BnuAHMeE. Hanpumep,
aHanM3 OTHOWEHUA CUHOHUMWYHBIX U HECUHOHWMUYHbIX
3aMeH B eBponenckux rannorpynnax MTAHK Bbiasun cnegbl
AencTBna otbopa B HECKONbKUX NnHMAX [5]. Kak 6bino no-
Ka3saHo, Ans KnvMMaTiyecKkon aganTtaumy ocoboe 3HayeHue
MMEIOT 3aMeHbl B reHax uutoxpoma B n ATO-cmnHTasbl. B pe-
3ynbTaTe CPaBHEHUA CUHOHUMWYHBIX U HECUHOHWMUYHbIX
3ameH B ¢punoreHun MTAHK yenoseka 6bino NokasaHo, UTo
rannorpynna J mTOHK Haxogutcsa nop gencTBvem otbopa
1 YTO BNMAHME O0TOOPA B MUTOXOHAPUANbHbIX IMHUAX Crle-
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OyeT yumTbiBaTb NPV OLEeHKe BO3pacTa KoaslecueHuun ra-
nnorpynn [2].

M3BecTtHO, uto rannorpynnbl H 1 J MTAHK pasnnuatorca
no 3$pPeKTUBHOCTU OKMCANTENBHOrO GochoprnnpoBaHnA
M NpoAyKUMM akTUBHbIX GopM Kucnopopaa: H xapaktepu-
3yeTca Gonee BbICOKMMW 3HAYEHVAMM ITUX MOKasaTenen,
a J — 6onee HU3KMMU. ITO ObIIO NPOAEMOHCTPUPOBAHO
C NOMOLLbIO LMO6PUA0B — KNETOUHBIX IMHWI, KOTOPbIE MMe-
0T OfMHAKOBbIN AAEPHbIA FTEHOM, HO OT/INYAOTCA MO reHo-
mny mtHK. Mpwu conoctasneHun rannorpynnsl H u appu-
KaHcKow cyneprannorpynnbl L 6biin BbiABAEHbI pa3nnyms
B npoaykuum ATO n AOK, a Takxe B ypOBHe 3KCnpeccum
HEKOTOpPbIX AfAepPHbIX reHoB [12]. KneToyHble nnHUKM C ra-
nnorpynnoii T 6binn 60nee yCTOMUNBLI K OKUCIUTENIBHOMY
cTpeccy [6], a unbpuaHble NMHKUK C rannorpynnoi J obna-
Janu 6onbluell CKOPOCTbIO pocTa U 6onee BbICOKOW BbIKU-
BAEMOCTbIO Mpy CybneTanbHbIX A03aX YNbTPapUoIeTOBOrO
o6nyyeHua [13]. Y 6onbHbIX acTeHo300CMnepMureit C ranno-
rpynnoit T Mpu M3YYEHUN aKTUBHOCTU OKUCIUTENIbHOTO
bochopunnpoBaHna ObiIO BbIABAEHO CHUKeHMEe dddek-
TUBHOCTU PaboTbl NepBoro Kommnnekca Ha 23 %, a yeTBep-
TOro Kommnsekca — Ha 29 %, No CpaBHeHWIO C ranaorpynnom
H[2].

B BblCOKOropbe CHUMXEHO cofepXaHne Kucnopoga
B BO3JYX€, 1 OPraHNU3M UCMbITbIBAET KUCIOPOAHOE rofiofa-
Hue (Ha BbicoTe 6onee 1800 M Haf ypoBHeM mops). B 3Tnx
yCNoBMAX afanTauMOHHOE MNPENMYLeCTBO MOryT MMETb
nuHmm MTOHK, obecneuvBatowme Hambonee 3PpPpekTmB-
Hyl0 paboTy 3NeKTPOHTPAHCMOPTHOM Lienu MUTOXOHAPWIA.
B yacTHOCTK, y LWIEpPMOB B BbICOKOTOPHbIX nonynsauusax Tu-
6eTa BbIABNEHO MpeobnagaHve rannorpynn C4a3b1l and
A4e3a [11]. B gpyrom nccnegoBaHum BbiABAIEH «PUCKOBbIN»
abdekT rannorpynnsl B u «<npotekTuBHbIN» 3ddeKT ranno-
rpynnbl D4 y KiTaleB B OTHOLUEHWW Pa3BUTUA OTeKa Jer-
KX, MHOYUMPOBaHHOro runokcuen [14]. CpaBHeHMe BbICO-
KOFOPHbIX U PaBHUHHbIX nonynAuui [larectaHa BbIABMIO
andoepeHLmMaLMio MO HECKONbKUM BapriaHTaM siiepPHbIX
reHoB, obecneunBaioLKx, NO-BUANMOMY, afanTaluio K Bbl-
COTHOW runokcmu, ofgHako MTAHK B 31O paboTe He Gbina
nccnenosaHa [9].

Accounauvin noavmopdunama MTAHIK
C AOArOXKUTEALCTBOM 1 MHOrO(haKTOPHbIMA
3aboneBaHsIMAN

LLInpoko m3BecTHa runotesa «CBOOGOAHOPAAMKANIbHOMO
CcTapeHuA» XapmaHa [8], cornacHO KOTOpOW CTapeHue opra-
HW3Ma B 3HaUUTENIbHOW CTEMEHN onpeaenaeTca BO3pacTalo-
wen ancdyHKLMENn MATOXOHAPWI (M COOTBETCTBEHHO MOBbI-
LIeHVeM NPoayKLMn cBOOOAHBIX paarKanos). AncdyHKLms
MUTOXOHAPUIA, B CBOKO ouepefb, MOXeT ObiTb 0bycnoBneHa
nospexgeHnamn MTOHK, HakannuBawwWwmmMnca B TeuyeHne
XnsHu. Ecnn ke nonumopoduram mTHK TakxKe BNvaeT Ha co-
NPs’KEHHOCTb/Pa3obLeHie  OKUCAUTENIbHOrO  dpocdopu-

JINPOBaHNA, TO 3TO MOXET NMOBNATb Ha NHAMBUAYabHblE
«CTapToBble yCnoBmA» ANA NpoueccoB CTapeHnA 1 BO3MOX-
HOCTb AONTOXNTENbCTBA.

Pe3ynbTaTbl NpoBeAeHHbIX WMCCNEAOBAHUA YKa3biBalOT
Ha BO3MOXHYt0 posib nonmmopdusma MTAHK B popmmpo-
BaHWUN NPELPACNONOKEHHOCTU K [ONTOXUTENBCTBY, OQHAKO
BblAiBIAieMble accoumaumy B GONbLUMHCTBE CllyyaeB ABMA-
I0TCA NonynsuMOHHOCNeUuPUYHbIMA. Hanpumep, ranno-
rpynna J 6bina accounmnpoBaHa C NOBbILEHHbIMM LLaHCaMU
JOXNTb OO0 cToneTHero Bo3pacTta B CeBepHon Vtanum v B
OuHnanauu [7]. B AnoHun aHanornyHble accoumaumm no-
KasaHbl AN HEeCKONbKUX BeTBen rannorpynnsl D [8], a BO
OpaHuum — gna rannorpynnbl U-K [10]. Taknum obpasom,
XOTA B Kaxkgow nonynAauum ectb cson nuHmum MTOHK, ac-
COLUMNPOBaHHbIE C [ONTOXKUTENbCTBOM, MOXKHO npeano-
NOXWUTb, UTO MeXAY HMMU eCTb 0obLiMe YepTbl: Hanpumep,
NOBTOPAIOWMECA BapWaHTbl B OMPefEeNIeHHbIX FeHax Wan
B CanTax perynaummn >skcnpeccun/pennvkaumm mtOHK.
[lnAa nccnefoBaHMA 3TOro Bonpoca HEOOXOAUMO M3yyeHne
HOBbIX MONyNAUWA. B 3TOM OTHOLWeEHUN OCoObINi UHTEpeC
npeacTaBnAlT pasfinyHble pernoHbl KaBkasa, KoTopble Xa-
PaKTEPU3YIOTCA KaK 3HaUYNTENIbHbIM YNCIIOM JONTOXMUTENEN,
TaK 1 pa3HOOb6Pa3HbIM STHUYECKMM COCTAaBOM, T.e. Ha OQHOW
TEPPUTOPUUN CO CXOXKUMK KMMaToreorpadpryeckumm yc-
NOBUAMUN COCYLLECTBYIOT HECKONIbKO M30NNPOBaHHbIX APYr
OT Apyra reHo$pOH0B.

Monumopduram MTAHK mMoxKeT 6biTb acCOLMMPOBAH U C
3a60n1eBaHNAMY LIEHTPASIbHON HEPBHOW CUCTEMbBI — B YacT-
HOCTW, € 6onesHblo Anburenmepa. Kak n gns [onroxmrenb-
CTBa, B pa3HbIX MOMNynsLMAX accoumauma Obina BbiABEHa
Ana pasHbix rannorpynn mtAHK. Hanpumep, B utanbaHckom
nonynauum GakTopom pucka 6onesHn Anburerimepa ABnA-
nacb rannorpynna H5 [12], a B nonbckon — rannorpynna
HV [11]. Mpwu aHanu3e accoyunaumin nonumopdusma mtaHK
1 6onesHu MNMapKnHCOHa 6bIIO NPOAEMOHCTPUPOBAHO, YTO
MUTOXOHAPUaNbHble rannorpynnbl K v J obnaganu npotek-
TUBHBbIM 3PPEKTOM, CHMXKAsA PUCK Pa3BUTMA 3aboneBaHuA
noytu Ha 50 % [13].

CeppevHo-cocyanctole 3abonieBaHUs  ABMAIOTCA  Of-
HOM K3 BeAywuxX MPUYUH CMEPTHOCTM B COBPEMEHHOM
Mupe. NccnepoBaHus accoumauunin nonumodpusma MrAHK
C pasnuyHbiMK GonesHAMK 1 deHoTMNamMnU cepheyHo-Cco-
CYAUCTON CUCTEMbI yKa3blBalOT Ha posib BapuaHTos MTHK
B GOpMUPOBaHUN prCKa Pa3BUTUA CepaeUHO-COCYLMNCTbIX
3aboneBaHnil U UX OOCIIOXKHEHWI. B yacTHOCTU, HaMK Obino
nokasaHo, yto rannorpynna H1 accoummpoBaHa C paHHeNn
CMepTbi0 OT CepAeYHO-COCYaAnUCTbIX 3aboneaHun [4]. Ta-
KOW e HebnaronpuATHbI 3ddekT ana rannorpynnsl H1
OblN1 BbISIB/IEH U B OTHOLUEHUW PUCKA PA3BUTUS NMOBTOPHbBIX
CcepAeyYHO-coCyanCTbIX KaTacTpod (MHapKTOB MUOKapAaa,
MLEeMMNYECKNX MHCYNbTOB, NPOrpeccnpoBaHnA cepaeyHon
He[0CTaTOYHOCTLN) B TeUYeHue rofia nocsie nepBoro nHoap-
KTa Muokappa. DakTopom pucka ana paHHero MHdapkTa
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MUoKappga (o 55 net) asnanuce rannorpynna U2e n 3ameHa
T16189C [2]. AHanu3 nonumopoursma MTAHK npu aptepu-
anbHOW rMnepTeH3Mmn nokKasan, yto rannorpynna T ysenu-
yMBana PUCK pasBUTUA TUNepPTPOPUN NEBOTrO XKeNlyaouka
cepaua, a NPOTeKTUBHbIN 3$dEKT B OTHOLLIEHUN TUMNePTPO-
dun ceppua nmena rannorpynna H [1]. fannorpynna J 6bina
6onee pacnpoCcTpaHeHa y NOXUbIX lofel 6e3 KNMHNYeCKn
BblpaXKeHHOro aTepoCKnepo3a COHHbIX apTepun 1 Apyrux
CepAEYHO-COCYANCTbIX 3a601eBaHMI, MO CPaBHEHMIO C Na-
LMeHTaMU, Y KOTOPbIX CTereHb CTeHO3a KapoTUAHbIX apTe-
puin coctaBnsana 6onee 50 % [3].

BblABneHbl Takxke accoumauymm nonumopdnamma MTAHK
C U3MEHUMBOCTbIO KONMYECTBEHHbIX MPU3HAKOB: HAaNpumMep,
rannorpynna H n BapuaHT 16519C 6binun cBA3aHbI C MHAEK-
COM Macchl Tefia y 60JIbHbIX C OCTPbIM KOPOHAPHBIM CUHAPO-
MOM, @ Y MaLUMeHTOB C HaNMumMem caxapHoro fuabeTa 2 Tmna
rannorpynna H 6bina accoummpoBaHa ¢ 6onee BbICOKUMY
3HaYeHUsIMM FNI0KO3bl B KPOBU HaTOLLAK; BblsiBJIEHa acCOLU-
auma rannorpynnbl U ¢ TONWMHOM KOMMIeKca MHTUMa-Me-
[lMa COHHbIX apTepuii, HangeHa accoumauma ranaorpynmnbl H
C YPOBHEM XoniecTeprHa 1 CO 3HaYeHUAMN TKO3bl B KPO-
B/ MHAVMBUAOB NMPY NOCTYNIEHNM B CTaumMoHap [6].

Tak1M 06pa30M, MOXKHO CKa3aTb, YTo 3bdeKT Nonmmop-
¢dun3ma mTHK Ha ypoBHe deHoTUNa cepaeyHO-CcoCyanCTom
CMCTEMbI MPOABNAETCA Yalle He B MPeapacnoioKeHHOCTH
K cepheyHo-cocyamncTbiM 3aboneBaHnAM B LeNIOM, @ B MO-
OYNALMN PUCKa PAa3BUTUA OCJIOXKHEHUA U KOMOPOUAHbBIX
beHoTUNOB B Npefenax cepaeyHo-coCyAnCTOro KOHTUHY-
yMma.

Ponb nonnmopdpunamva mTAHK B nposisBneHn
HacAeACTBEeHHbIX MUTOXOHAPUaABHbIX 3aboneBaHuii

Moxanyi, Hanbonee U3BECTHbIN NPUMEP BAUAHUA Te-
HeTnyeckoro ¢poHa Ha GeHOTMNUYECKYHO SKCMPECCUIo MyTa-
unn MTOHK — TOT dakT, uTo B NonynAumMax eBponenckoro
nponcxoxxaeHnsa mytauumn odtanbmonatum Jlebepa (LHON)
yaule nNposBnATCA Ha ¢oHe ranmnorpynnbl J. Hanpumep,
y HaceneHusa lepmaHum 4yactoTa 3TOW ranforpynmbl Co-
cTaBnsieT okono 7 %, Ho cpeaun 6onbHbix LHON — 60 % [9].
Takon addekT rannorpynnbl J cBA3bIBaOT C 6OMLLWINM YMC-
JTOM aMUHOKUCTIOTHBIX 3aMeH B reHax cybbeanHuy HAQH-
JAervpporeHasbl (MepBoro Kommniekca gblxaTeNlbHOW Lenu).
3HaueHne ¢oHoBoro reHotnna gna mytaumin LHON 6bino
NMoKa3aHO 1 Ha MOHTONIONAHON NONYNALNN: Y KUTaLEB 3TU

MyTauuM NPOABAATCA Yalle Ha doHe rannorpynnbl M7b
n pexke — Ha ¢oHe rannorpynnbl F [14].

[Opyras «yacTasn», HeOL4HOKPaTHO BO3HMKaloLas My TaLus
MTOHKy yenoseka, npnBoAALLas K MUTOXOHAPUAbHbIM 3a-
6oneBaHUsAM, — 3ameHa A3243G B OAHOM U3 [BYX F€HOB
TpaHcnopTHol PHK neliynHa, cBA3aHHAs 00bIYHO C CUHAPO-
Mom MELAS — Mitochondrial encephalomyopathy, lactic
acidosis, and stroke-like episodes (MuToxoHapuanbHasa 3H-
uedanonatna, nakTaT-aungo3, MHCYNbTONOAO6HbIE NPUCTY-
nbl). B nccnegoBaHuu, nposeieHHOM B GUHCKON nonyss-
uum (Bcero obcnegosaHo 245 201 yenosek), 11 nHAMBUAOB
C CUMMNTOMaMU MUTOXOHAPWANbHbIX 3aboneBaHui MMeNn
3Ty MyTaumio, 1 y NonoBuHbI 13 HUX MTOHK npuHagnexana
K rannorpynne U, KoTopasa onpegenaeTca nonmmopdrsmom
A12308G B gpyrom reHe TPHK neiiyuHa. B uenom xe B GpuH-
ckon nonynAaumn rannorpynna U BCTpevaeTca € ropasgo
MEHbLLEN YacToTo — okono 25 %. Bo ®paHunun y 60nb-
HbIX C MyTaumen A3243G 6bln OGHapy»KeH CTaTUCTUYECKM
3HAUYMMbIN «MPOTEKTUBHbINY» 3GGEKT rannorpynnol J: oHa
pexe pernctprpoBanacb B BbiIbopke 60JIbHbIX MO CpaBHe-
Huto ¢ nonynaunen [2]. HTepecHo, yto rannorpynna U2e,
KoTopas y ¢ppaHLly30B BCTPEUYAETCA C OYEHb HU3KOW YacTo-
To (He 6onee 1 %, cornacHo pasfnMyHbIM Ny6nMKauuam),
B rpynne naymeHToB ¢ A3243G 6bina npefcTaBieHa y 5 ye-
NOBEK C pa3nunyHbimMu rannotunammn HVSI (3,65 %; pasnuuma
C nonynaAumMen CTaTUCTUYECKN He 3HAUUMBI).

MpvBeaeHHble AaHHble YKA3blBAlOT HA TO, YTO NMPU Ha-
CNefCTBEHHbIX 3a00/1IEBAHMAX «TeHETUYECKUIA GOH» NOKYCa,
B KOTOPOM NPOK30LLUIa MyTaL s, MOXET BIMATb Ha ee dpeHo-
TUMNYECKOe NPOosBeHME.

33aKAlo4HeHune

N3yyeHne MUTOXOHAPWANbHOrO reHoMa B MOnynALmAx
yesloBeKa UrpaeT Ba)KHYIO POJib B Pa3BUTUM MONYAALNOH-
HOW, 3BOJIIOLMOHHON 1 MeOUUUHCKON reHeTukun. Kpome
TOro, 3TV WCCNEfOBaHUA VIMEIT MeXANCUMMINHApHOoe
3HaueHue, TaK Kak MX pe3ynbTaTbl 4OMOMHAIT U YTOUHAOT
KapTUHY NCTOPUWN 3THOCOB, KOTOPaa ABNAETCA NPefMeToM
N3yyeHnA ryMaHuUTapHbIX HayK. CTpyKTypa reHodpoHza Ha-
ceneHna MHOroHauuoHanbHoro [larectaHa ABNAETCA YHU-
KanbHOW, N ero usy4yeHue akTyanbHO Kak ana ¢unoreorpa-
drUeCKnx nccnenoBaHui, Tak U Ansi MOUCKa BO3MOMKHbIX
afanTVBHbIX BapWaHTOB M OMMCAHUA 3aKOHOMEPHOCTeN
MuKpossonouun MTAHK.
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