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dPunoreorpacpusa mutoxovapmanoHon [JHK

AHHOTauuA

Wccneposanua wmameHuynBoctv MTAHK passuBatoTca B pycrnie dunoreorpacgpuyeckoro
nogxoda, KOTOpbIA MO3BONSET C MNOMOLWbBD MEeToOOB  (puUoreHeTUyeckoro aHanmsa
KnaccuguumpoBatb MoHoduneTtnyeckme knactepbl OHK n oueHuBaTb cTeneHb U Bpems
aueepreHumn nocneposatenoHocten OHK BHyTpu knactepos. dunoreorpaguyecknin aHanua
HaxoAWUT LUMPOKOE MPUMEHEHME N B UCCNEA0BAHUAX MUTOXOHOPUAanbHbIX Bone3Hen, NOCKONbKY
Ha OCHOBE 3HaHUW O pacnpeaeneHun mytaumn MTOHK B nonynauuax Yenoseka (T.€. B HOpME)
MOXHO 0Oonee afekBaTHO OUEHUTb CTeneHb MaTOreHHOCTU MyTauuin, HabnwgaembiX Yy
BonbHbIX, @ Takke uccnegoBaTb NPeANOChIIKU BO3HUKHOBEHUSI NATONOMMYECKUX MyTauumn Ha
doHe pas3nuyHbIx unoreHeTndeckux rpynn mTAHK .

KnroueBble cnoBa: mutoxoHapunaneHaa [HK, rannorpynna, reHbl, CEKBEHNPOBaHME.

N3BeCTHO, YTO MUTOXOHOPUN — ITO ABYX MeMOpaHHble opraHensibl, KOTOpble SABNANOTCA
3HEepreTUYeCKMMN CTaHUMSIMU KIeTKU, Npou3Boas ageHo3unHTpudocdat. MutoxoHapum nmetroT
ceoto [IHK, koTopas nmeet BngasycnmpanbHO3aMKHYTOM KOSTbLIEBOW MOJSIEKYSTbI

OHa coctount n3 16569 HykneotngHeix nap. MTOHK kogupyeT 2 pubocomansHble PHK,
22 TpaHcnopTHbix PHKwun 13 cybbeanHuy depmeHToB AbixatenbHon uenu. [MpuHumn
noctpoeHna MTOHK 3aknioyaetca B MakCMMarnbHOW 3KOHOMWW: B HEW MOYTU OTCYTCTBYIOT
WHTPOHbI, @ 3K30HbI NOYTK conpukacarTca unu gaxe crnabo nepekpbisatotcd. MTOHK nveet
psg ocobeHHOCTEN: no cpaBHeHuto ¢ agepHon HK oHa HacnegyeTcs No MaTePUHCKOM SIMHUK U

B HEW OTCYTCTBYIOT pEKOMOMHaLNW.
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Puc. 1. Kapta mTOHK yenoBeka.
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MtOHK oTkpbive 1963 rogy Maprut Hacc n CunbBeH Hacc,u He3aBUCMMO OT HUX — B
1964 rogy dnneH XapncbpyHHep, XaHc Tynnu n Mottdhpmg Way [1].

Y Yenoseka 1 y MHOrmMx gpyrmx opraHnamoB nepegaetcsa MTAHK Tonbko no matepuHckomn
nvHUK. B giuekneTke HacUMTbLIBAETCSB HECKOSMbKO AECATKOB pa3 borblie MUTOXOHAPUA, YeMm
cnepmartosoua, obbiMHO ux He 6onee pgecatn. Cnepmarto3oup YenoBeka COAEPXUT OAHY
MUTOXOHAPWUIO, 3aKpy4YeHHyto B cnupanb. Kpome TOro, 4YTo KOMMYECTBO MUTOXOHOPWUA B
ANLEKNeTKe He paBHO KONMMYECTBY MUTOXOHOPUM B cnepmartos3ouie, rnocne onnogoTBOpeHus
0Obl4HO  MNpouCXOAMT  paspyLleHne  MuToxoHApwuin  cnepmaTtodomga. B 1999  rogy
y4YeHbleOOHapYXXnnm, 4YTo MUTOXOHAPUWM chnepmato3omga MoMeyeHbl YOMKBUTUHOM (6enkom-
METKOW, KoTopasa BedeT K paspyLleHU0 OTLOBCKMX MUTOXOHAPUK B 3uroTe). CrnepoBaTensHo,
3Urota COAEPXUT TONbKO MaTepuHCKMe MUTOXOHApuU. MOXHO caenaTtb BblBOL, YTO 4erioBek
HacrnegyeTMUTOXOHAPUM TOMBbKO MO MaTEPUHCKOWN NIMHMK.OTO obycnaBnueaeT To, YTO MyTauuu,
KoTopbleogHaxabl BO3HWKNM B MTAHK, coxpaHsiTca n nepenarTca HEM3MEHHbIMU B psay
MOKONEHUN Kak efuHbIA NOKYC, NpeacTaBrieHHbIW MHOXECTBOM annerned — rannoTunos.
OnpepgeneHHble rpynnbl ransioTUNOB COOTBETCTBYKOT OMNpederieHHbIM rpynnam cuenfneHus
MeXAOy KOHKPETHbIMW MyTauuamMu (T. €. rannorpynnam) [2].

MTOHK He ycTonumBa, €€ CKOpoCTb MYTUPOBAHUA OOBOSILHO BbiCOKa, NoaToMmy ata AHK
CNY>XUT MNpeKpacHbIM OBBLEKTOM AN onpeferieHns 3BOSILUMOHHOro poactea nogen.Camon
M3MEHYMBOM  YacCTbl0  MUTOXOHAPMANbHOIO reHoMa 4enoBeka SBNsSieTCs  rnaBHas
Hekogupyowaa obnacte UNN KOHTPOSbHbIA PErMoH, UMEKLLNA NPOTSXKEHHOCTb 1122 N.H., B
KOTOpoM pacnonoratTcsa runepsapuabernbHble cermeHTol 1 (TBC1) u 2 (MBC2) mtOHK. Onsa
onpegeneHns 3BOMIOLMOHHOIO poAcTBa onpefenstoT nocregosaTtenbHocT MTOHK y pasHbix
BMOOB M CpPaBHMBAKOT UX C MOMOLLbLIO crneumanbHbiX KOMMbTEPHbIX nporpamm. locne 4vero
nony4aroT 3BOSIIOLUMOHHOE APEBO ANs uccnenyemMolx BuaoB. bnarogaps nccenegosaxHmio mtAHK
YyesioBeka CTano BO3MOXHbIM orpefesieHMe «MUTOXoHapuansHon EBbl», KOoTOpasa ABndeTcs
npeanosioraeMon npapoauTenbHULEn Bcex nogen. Tak xe cTtano BO3MOXHbIM ornpeaeneHve
nyTen murpauum n cyged nonynaumm YyenoBeka co CTOPOHbI maTepu [3].

OBontouna Bcex pasHoBuaHocten MTOHK coBpeMeHHbIX nogen BedeT K €ANHCTBEHHOM
«npamatepuy. [lpoBedeHbl MHOXeCTBEHHble aHanm3bl no madydeHuto MTAHK. BoT ogHo u3
nccnegoBaHnin (Ha30BEM €ro YCroBHO — MepBbIM) — Anst atoro 6bina B3sita TotanbHas OHK,
nosiyyeHHass M3 pasHblXx OMOSMOrMYecKUx TKaHeW (KPOBM, MMaLEHTapHOW TKaHW,BOJTOCAHbLIX
NyKOBWUL), KOTopble Bbinu B3ATbl Yy 2922 npeacraButenen 33 nonynauuim 27 3THUYECKUX Tpynn
3anagHoun, UeHTpanbHon, BoctouHonm u CeBepHon Asum n BoctoyHon EBponbl. O6pasubl
Buonormyecknx TkaHen Gpanucb y noaen 300pOoBbIX, KOTOpble He 6binn poaCTBEHHUKaMKU B
Tpex MOKOMEHUAX, COrfacHO CBeAeHUsIM NpeaBapuTesibHOro onpoca W nocfne NofnyyYeHus
paspeweHus. Wamenumsoctb MTOHK 4yenoseka wuccnegoBanacb € MCNOfb30BaHWe
KOMOMHMPOBAHHOIO aHanu3a (aHanmsa M3MEeHYMBOCTU HYKeOTUAHbIX MocrefoBaTenbHOCTEN
HEKOAMPYIOLWNX CErMEHTOB W PECTPUKLMOHHOIO MNonuMopduamMa KOAMPYIOLLMX Y4YacTKOB
MTOHK) ©n aHanu3a HykneoTMAHbIX nNocrnegoBaTenlbHOCTEN UenblX  MUTOXOHAPWAaNbHbIX
reHomoB. Bcero B wuccnegoBaHumM npoaHanuavpoaH [1OAP®  (nonumopduam  anvH
PEecCTPUKUMOHHBIX oparmeHToB) MTOHK y 2922 yenoBek, HykneoTUaHbIEe NOCNegoBaTENbHOCTH
MBC1 n NMBC2 6binn onpeneneHbl y 2843 n 1786 4yenoBek, COOTBETCTBEHHO. HykneoTnaHble
nocnegosatenbHoctTn  Monekyn MTOHK onpegeneHbl y 286 4yenosek.Takke 6bino
npoaHanM3npoBaHo reHeanorndyeckoe Apeso Ana 182 pasnuyHbix Tunos MTAHK ot 241
nHaMBMaa. AToapeBoUMeEET ABe MaBHble BeTBMU, KoTopble Benu B Adpuky. CnegoBaTensbHo,
MTOHK Bcex nogen npoucxoguT OT OOHOW >KEHLWMHbI-Npeaka (npaBunbHee roBOPUTbL O
HeBONbLLIOM YMCne XeHLWMH OAHOoW nonynsaummn) [5].

C nomouwbto nccnegosanms MTAHK mMoxHO gokasaTth TO, UTO KOpHM YenoBeka 6epyT cBoe
Ha4ano 13 AQpUKK, aTakKeMOXHO onpenenuTb AaTy ero npoucxoxgeHus. [ata noasneHus
MUTOXOHAPMAnNbHOM npamaTepu 6Obina onpegeneHac NOMOLLBID CPaBHUTENbHOIO aHanusa
MTOHK coBpemeHHOro yernoseka nwmmMmnaHse (BTOpon aHanms). 3Has, 4To TemMn MyTaunOHHOM
anBepreHumm paseH 2 — 4 % 3a MIH. NeT, TO MOXHO ONnpeaennTb Bpems pasgeneHns AByX



BETBEN, COBPEMEHHOIO 4YerioBeka vwmmMnaHse. Crydnnocb 370 OKOno 5 — 7 MNH neT Hasaj

(Temn MyTaLMOHHOW ONBEPreHLUMN CHUTAKT NOCTOAHHBIM).
leHeTnkn aHanuaupys MTOHK pasHbix nonynsaumin npeanofnioxXunu, 4To nonynaums

npegkoB pasgenunacb Ha Tpu rpynnbl ewe 0 Bbixoda M3 AdpuKK, KOTOpble danu Hadvano
MOHIOfIOM4HOW, eBponeongHom U adpukaHckonpacam (TpeM COBPEMEHHbIM pacamM Mupa).
MonaratoT, 4TO cnNy4Ynnockb aTo okono 60 — 70 Thicsay NeT Hasag, [6].

Bce reHeTudeckne kopHu yenoseka BeayT B AdpuKy, npeagkoBasd rpynna 4verioBeka
coctoana m3 100 TbIC. Yenosek, NOTOM Obin Nepuog yMeHbLUeHUss YncneHHoctn B 10 pas,
WMEHHO 3TO BPEMS FEHETMKN CYMTAOT BpeMeHEM OObeaNHEHUST Pa3HbIX NMUHUIA — OATOW TOYKU
KoanecueHumMm (Tak HasblBaemMoe BpeMs npoxoxaeHne vepes “OyTblIOMHOE TOpSbILWKO”).
eHeTMKn npegnonaratoT, 4YTO BMA HOmMO sapiens nosiBUnca B 9TO BpeMs. A aHTPOMororu

CYMTAIOT, YTO 2 MJTH. NeT Ha3a —aaTa NosABeHUs YernoBeka.
Ecnn gpeso mTHK yenoBeyecTBa HapucoBaTb,BbIXOANUT CreaytoLlee:
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Puc. 2. Cxema pgpeBa mTOHK 4yenoBeyecTtBa.

KpacHble kpyxo4dkn — ato MTOHK coBpemeHHbIX nogen, Ho ApeBo — npeanonaraemoe, T.

K.nmeeTcsa odeHb mano obpasuos MTHK apeBHux nogen.

BHavane BeTBM Ha [peBe, KOTOpble cendac XuByT B Adpuke, oTgenunucb. 3atem
oTaenunacb BeTBb OT O4HOW M3 adppuKaHCKUX BETBEN, KOTOpas ywna B A3uio. Tam YyacTb aTou
nonynsumnywna B Asctpanuio n OkeaHuto, a OCTaBLUAACS— pa3genuniacb Ha eBPOMENCKyo U
asnaTckyto BeTkn. OTgenumnacb OT asnaTCKoW rpynna, kotopas ywna B AMepuky. [aTtbl Ha

PUCYHKE COOTBETCTBYIOT KONMYECTBY HakonusLumxca mytaumn mtAHK.
Ecnv Ha reorpaduyeckylo KapTy HanoxuTb 37O OpeBO, Torga y3Haem, Kak MU Korga

paccenunucek noamn no 3emne. KopeHb apesa B Adpurke, NOTOM BETBb YXO04MT B A3u1t0, NOTOM

OT a3uaTCcKon OTBETBUNUCL Bce eBponenckue nuHum mtaAHK.
XpoHosormyeckasi nocrneaoBaTesibHOCTb COBbLITUM TakoBa: nogu npousownun B Adpuke

(TOYHOE MecTO onpefennTb HEBO3MOXHO, HO Camble [OPEBHME IMHWM BCTpevalTcs Y
HEKOTOPbIX 3THMYeckMx rpynn B TaH3aHuum u Cyb6caxapckon Adpuke (y OylIMeEHOB U



roTTeHTOTOB)). [1OTOM OHM pas3aenunNUChb Ha rpynnbl, 04Ha U3 KOTOPbIX NpMbnnsnTensHo 90 000
neT Hasag Bbiwna B BoctouHoe CpegmsemHoMopbe (JleBaHT), koTopasa BbiIMepsia NOMHOCTLIO.
PaHblie cuntanock, 4To u3 Adpuku nogu BeIWN Yepes JleBaHT, 3TO Ha caMOM [Jefne He Tak:
nepsas nonblTka Bbixoga okosio 90 000 net Hasag okasanacb HeygayHou — Noan BbIMEPSU, U
Tepputopua Obina 3aceneHa HeaHaepTanbLaMu, KOTOpble MOTOM ToXe BbiMepnu. Jltoan
BbIXOAUNN 13 ApuKM Npu nNoTenneHuu, Bcrnes 3a XUBOTHbIMU, HA KOTOPbIX OHWM OXOTUIUCH, U
3a pacTeHussMKn, KOoTopble OHWM enu. B BGnaronpusaTHbIX YCMOBUSAX YMCIAEHHOCTb MOMynauun
pocna, u OHM paccensanucb Ha HoBble TeppuTopum [7].

Uepe3 KOxHyto ApaBuio ocyulecTBunacb criegyrowas nonbiTka Bbixoda u3 Adpuku.
MpenmyLiecTBa 3TOro NyTK 3aknio4anochb B NofnyyYeHnn 6eCKOHKYPEHTHOro MCTOYHMKA NUTaHUS
— MOJITOCKOB (MX PaKOBUHY MPaKTUYECKN HUKTO U3 XKMBOTHbIX HE MOXET pa3buTb).OHM BbILM
okono 80 000 net Hasag, a 74 000 neTt Hasag u3Beprcs BynkaHa Toba, YTo CTanonpuyYnHON
9KOJI0rMYecKom KatacTpodbl — NOXOSOLaHMIO MO CLEeHapuio “aaepHomn 3umbl”, 1 30ecb Bce Noan
BbiMepnn.Cnon nenna, OCTaBLUErocsi Mnocrie 3Toro M3BepXeHud, pocturaetr 3 meTpoB. U,
BUOUMO, JI0AN 30eCb BbIMEPSIM, MOTOMY YTO NOTOM TeppuTtopus MHAMM NOBTOPHO 3acensanach C
AByXx cTopoH.[MoTomntoan Havanu 3acensatbTepputoputo KOro-BoctouHon Asum, koTopas 6Gbina
OYeHb BnaronpuaTHOM ANA NpoXuBaHusa. TyT Geperosas nMHUS Oblna OpYyron, He TakoW, Kak
cenyac, BOAHblE NPOMEXYTKM Bbinn He o4YeHb BonbLMMK, U, CKOpee BCEero, MAnN YxXe ymenmu
nnaesatb Ha nnotax. Okono 60 000 neT Hasag gobpanuck noanao Asctpanuu, okono 50 000
nosiBUNMCb OHM M B EBpone, a 3atem 6bina ocBoeHa Bcs EBpasunsa,BO BpeMsa NOTENSIEHUS.
CuunTtaloT, 4YTO Nepeasi BonHa 3aceneHna Amepukn doinaokono 25 000 net Hasapg Obina. Torga
Tyaa MOXHO 6bIr10 NponTun no cywe. Ha mecte bepuHrosa nponuea 6bina cywa bepunrusa. 3ta
nepsas BOSIHA BbI3blBAeT OYEHb MHOMO CNopoB — Oblfna fiM oHa Ha caMoM fene unu Het. A
BTOpas BOfHa pacceneHnsa Obina 12-15 Tbic. NeT Hasag, KoTopasi YXXe HUKAKUX COMHEHUN He
BbI3bIBaET (€CTb apXeosiorMyeckme gaHHble, KOTopble NOATBEPXOAT 3TOT dakT) [8].

Okono 10-11 TbicAay neT Hasag nosasBnsdeTca 3emnegenne Ha bnwxkHem BocTtoke.
lMnoTHOCTe HaceneHna 3emnegensueB Obina B 10 pa3 6Gonblie MNOTHOCTU HaceneHus
OXOTHUKOB-cobupatenen. N atu semnegensubl HAYNMHAOT paccensTbCs BO BCE CTOPOHbI; naeT
BTOpas BOSIHA 3acefieHnsi TEPPUTOPUN, HA KOTOPbIE YXKe XKUBYT OXOTHUKU-cOBnpaTenu.

Korga niogum paccenanucb No pasHbiM HanpaBfieHUSM, OHU CTaHOBUIIUCH reorpaduyecku
N30NIMPOBAHHBIMU MONYNAUMAMAU, U B HUX HakKanmvMeBanucb MyTauuu, KOTOpble AaBanu Hadvano
HOBbIM FEHETMYECKUM NTIMHMAM. HO B Kakme-TO nepuobl OHU CMeLLMBaUCh.

Paccensace no 3emne, nioguv OCTaensinv No 3emMne reHeTUYecKUn crepq pacceneHus,
NOTOMY YTO, €CNN Kakue-to MyTauum 6binm YacTbiMu Y addPUKAHCKUX NUHWA, TO Korga niogu
yXO4WUNW, HakannMBanucb Apyrue MyTauum, 4em [Janblle OHU yxoaunu, Tem Oonblie ux
Hakannveanocb. ECTb onpeaeneHHbIn rpagueHT YacToThbl pasHbiX annenen no Jonrote — ato u
eCTb crepf pacceneHus. 'eHeTudeckne pasnuuuns Mexay pasHbiMU NonynsaumsiMu MoryT ObiTb
CBSi3aHbl C agantaumnen K baktopam BHELUHEN Cpeabl, TaKMM KaK Knumar, NpUupoaHble YCroBus
UM K OCOBEHHOCTAM MUTaHUSA M TUNY XO35UCTBa (MPOM3BOASLLEE UMM NpuUcBauBatloLlee), K
9HOEMMWYHBIM UHPEKLMSAM N HEKOTOPLIM ApYrM hakTopam [1, 4].

B HacTodlee Bpems He ycTaHoBreHHa koppensumsa MTOAHK n dumsmyeckoro npossneHus
Kaknx nnbo HacneacTBEHHbIX MPM3HAKOB (TO €CTb TOT unn nHon Tun MTHK He paBHO TOMy Mnn
MHOMY Habopy pacoBbIX, HALUNOHAMbHbIX UIIN UHbIX MPU3HAKOB).

B naneoaHTpononorMm u nonynsunmoHHOW reHeTuke wucnonb3dyT MTOHK, yto paet
BO3MOXHOCTb MO-HOBOMY B3rISIHYTb HA UCTOPUIO 3THOreHe3a HapodoB. B Kaxgom mn3 XuyLimx
Ha 3emne Hapogos npeobnagatoT MTOHK Toro wnu mHoro Tmna (rannnorpynnbl). M3yveHne
MTOHK nokasbiBaeT Oonblwyw 6nM30CTb M obuiee  NPOUCXOXOEHUE  eBPONencKux
HapogoB.MTAOHK kaxgoro yenoseka OTHOCUTCA K TOW unNn uHon rannorpynne. annorpynna (8
NnonynsiuMOHHON TeHeTuKe YenoBeka — HayKe, WU3yvallwen TreHeTUYeCcKylo WCTOPUIo
YyenoBeyecTBa) — rpynna CXOXunx rannoTunos, nMmerLmnx obliero npegka, y KOToporo B 060omx
ransiotTunax uMmena MecTo ofHa M Ta e MyTaumst — OAHOHYKNEeOTUOHbIN NONIMMOPEU3M.



A. ToppoHn c coaBtopamn B 1993 rogy B paboTax, NOCBALEHHbIX W3YYEHUIO
NPOUCXOXAEHUSA KOPEHHOro HaceneHns AMepuKM 3anoXunm OCHOBbl  YHUBeEpCasibHOW
HoMeHKknaTypbl MTOHK. Torga e npeanoxunu ana nocTtpoeHns ounoreHeTUYeCkuX JepeBbes
ucnonb3oBatb OykBEeHHyt0 HoMeHknatypy. CerogHs OykBeHHad HOMeHKnaTypasiBnsercs
OOLENPUHATON U LUMPOKO WUCMOMb3YeTCs FreHeTMKamMu, OCHOBaHHas Ha WCMONb30BaHUM Kak
MNAaP®-aHanunsa, Tak n npsimoro nomvcka mytauun B NBC1 n MBC2 nytem cekBeHUpOBaHUS,
asnsetca. Mytaumm, onpegensiiowme rannorpynnel, o6o3HavarTcsa 6ykBEHHbIM U LMPOBLIM
nHoekcamu. [lpy STOM OCHOBHble BETBUM C OOHapyXeHMeM HOBbIX MyTauuin B
MUTOXOHAPUANbHOM reHoMe pasfgensaTca Ha 6Gonee mMenkue, 4TO MO3BONSIET BbIABMAATH
crneumdudeckne ocobeHHOCTM NonynAuuin 4YenoBeka B TeX WMAW WMHbIX permoHax Mmwupa,
oTnMyarolme ux Apyr oT apyra no keHckom nuHuu. CybBknagbl, pacnonararowmecs BHYTPU
MaXOpHbIX rannorpynn, obo3HavawTca umdpamn. HagexHocTb Knaccudukaumm 3aBucuUT OT
KonuyecTtBa nmetrowenca nHgopmaumm o6 namenumsoctn MTOHK, n, ectectseHHo, B ngeane
HeobxoamMma NHpopmauus o} HYKNeoTUOHbIX nocregoBaTeribHOCTAX LenbIx
MUTOXOHAPUANbHbIX TFEHOMOB, OTHOCALWMXCA K pasHbIM  PUIIOreHeTUYECKUM  rpyrnnam.
HakonneHHble K  HacTosWweMy BpeMeHu [aHHble B obnactu  nonynaumoHHOM
MUTOXOHAPUANbLHON TFEHOMUKM (CEKBEHUMPOBAHO yxe OKono 17  TblC.MUTOXOHAPUANbHbIX
reHOMOB  MO3BONWAU CYWeCTBEHHO  ynyylnTb npeactaBneHna o Tonosnoruu
dunoreHeTudeckoro gepesa MTAHK yenoseka n getanuamposaTb knaccudpukaumo MTAHK ¢
Yy4eTOM [OaHHbIX O pernoHarnbHbIX OCOBEHHOCTAX 3BOMIOLUM MUTOXOHAPUArNbHOro reHoma. K
HacTosiLeMy BpeMeHu paspaboTaHa getanbHasa knaccudpukauma rannorpynn mtHK (a e, aer,
2009 [3].

Mo coBpemMeHHbIM AaHHbIM, hunoreHeTnyeckoe gepeso MTOHK yenoseka npeacraBneHo
ABYMs1 KpynHbIMK govepHumn BetBsamn — LO n L1'2'3'4'5'6 (L1'5. L1'5 pacnpocTtpaHeHa 6onee
LWMPOKO, B Hee BXOAAT No4vtu Bce ObHapyxeHHble nuHum MTOHK. Bce pasHoobpasue
HeaprKaHCKMX ranforpynn, 3a WUCKYEeHNeM TeX, YTO Oblnv MpUMBHECEHbI MUrpauusmMu B
TeyeHne nocnefHuUx HECKOSbKMX TbICAY NneT, B TOM 4YuCrie C MHTEHCUBHOW paboToprosrien,
CBOAUTCS K Bapuaumam BHYTpM GasanbHow rannorpynnbl L3, pasgenuBluencs BNOCNeACTBUM
Ha ABe BeTBU. ITU cObbITUA NpoM3oLLnn, NpeanonoxutensHo, okorio 60000—-65000 neT Hasaa
B panoHe mexay BoctouHon Adopukon u lNepcuackum sanueom. BaxHO OTMETUTb, YTO B
pacnpenenenum rannorpynn mtOHK  HabnwogaeTcsa Bblpa)eHHas pernoHarnbHas
cneunduyHocTb. BetBn 0, U 1, a Takke MMHOPHbIe BeTBU rannorpynnbl (1, 2 n X 06bsACHAT
bonbly YacTb pasHoobpasmsa MTOHK B EBpone, B TO BpeMsi Kak B BOCTOYHO-€BPA3UNCKUN
nyn mtOHK-rannorpynna u cneunduyHaa gna Asum makporannorpynna M npuBHOCAT
NnPUMEPHO OAMHAKOBbLIM BKkMagd. [aHHasa knaccudukaumsa noCTOSTHHO OBHOBRSIETCH, 4TO
Nno3BONsieT paccMmaTpmBaTb pPasnuMuusa  Mexagy nonynauusasMuv € BbICOKOW  CTEMNeHbto
dounoreHeTn4eckoro paspewueHus [5, 7].

N3yyeHne n3aMeHYMBOCTN MUTOXOHAPMANbHOINO reHoMa B HacToslllee BpeMs MpOBOOMUTCS
C MCMNoNb30oBaHNEM KOMOWHMPOBAHHOIO MNOAXO4a — BbISABNEHUS OOHOHYKNEOTUAHbIX 3aMeH
MTOHK knaccmyeckum MeToAOM aHanu3a nonvmopuaMa  OfNUHbl - PECTPUKLMOHHBIX
dparmenTos OHK (MAP®P B coveTaHuUM C M3y4yeHMEM HYKNEOTMAHOW nocnefoBaTeslbHOCTU
MBC1 n NBC2 rnaBHon Hekogupytowen obnactn mMTOHK. Takon nogxon BbISsBUIT BaXKHYHO
ocobeHHocTe MTOHK, wnmMmelowyto 3HadYeHue Ans u3yvyeHust MorekynsipHow asonwoumn. B
YAaCTHOCTW, YCTaAHOBIIEHO, YTO OnpeferieHHbIM rpynnamMm pecTpuKUMOHHbIX Tunos MTAOHK,
KNn4yeBble MyTaLumMm KOTOPbIX PacrnofioXXeHbl B pasfiMyHbIX y4acTkax MOSEKy b, COOTBETCTBYIOT
BMOMHE oOnpeAdeneHHble TUMbl HYKNeoTUAHbIX NocrnefoBaTenbHOCTEN runepBapmadenbHoro
yyactka MTOHK. 3Ta ocobeHHocTb mMonekyn MTOHK nmeeT BaxHoe 3HadYeHne Ons nsyyeHus
MOMNEKYNSPHOM 3BOMOLMM, NOCKONbKY pa3Hoobpasne MUTOXOHAPWUANbHOro reHooHaa XpaHuT
B cebe MHOXeCTBO UX KOMOMHAUUW, NO KOTOPbIM MOXHO MNPOCneauTb U3MEHEHUA MOSEeKyn
MTOHK BO BpemeHn u knaccudpuuMpoBaTb MOMEKYISpHblE U3MEHEHUA B MPUNOXEHUN K
aBonoumMn nonynauun. NocnegoBaTtenibHOE HaKOMMEHWe MyTauuMii NO3BOSISIET OTCRexusaTb
NCTOPUIO NMHOUBMAOB K TaK HA3bIBAEMOW TOYKE KoanecueHuuu, T. e. HekoeMy obLiemy npeaky.



3Had CKOpOCTb MYTUPOBAHWUSA, MOXHO paccyuTaTb BpeMsi KoarnecueHuMnm — BpeMms, kKorga y
nHomemaoB Obin obwmn npegok. Mo cnektpy rannotunos MTOHK B nonynsumm MOXHO
npocneuTb 3BOJSIIOLUMOHHbIE B3aMMOCBA3M MexXay [OPEeBHMMU W BHOBb BO3HUKAKOLWMMMU
ranfiotmnamun n 6onee TOro, PEKOHCTPYMPOBATb NrEHETUYECKYIHO UCTOPUIO KEHCKOro reHodoHaa
nonynsauum [8].

B otnuumne ot nokycos saepHon OHK, roe aBontoUMOHHbIE N3MEHEHUA NPOCIEXNBaKOTCA
rmaBHbiM o6pa3om nO BapuabenbHOCTUM YacToT pasfnUyHbIX annenen B MNONynsaumsx,
MutoxoHgpuaneHas OHK gaet BO3MOXHOCTb BOCCTAaHOBUTL AEUCTBUTENbHYK (PUITOreHUto, T.
€. nocnegoBaTeflbHOCTb  BO3HMKHOBEHWS  HOCUTENEW PasfUYHbIX  MT-ranfoTurnoB B
3BOJIIOLUMOHHOM psagy. PunoreHeTU4eckne B3aMMOCBSA3N MeXay rannoTunamm nsobpaxarTrcs B
BMOe OepeBa, MMEKLLEro KopeHb, CTBOM, 6onee apeBHMe Gonblune BETBU U MESKME BETOYKN,
BO3HUKLLUME B OTHOCUTENBHO HeaaBHeM npowsioM. KopeHb rannotunos MtOHK yenoseka 6bin
BbISIBIEH MCXOAA M3 cpaBHeHUs ¢ nocnepoBartenbHocTbio MTOHK wumnaHse. Ona 6onbuero
yoobctBa OTCYeT BedeTcs He OT npeanonaraeMon NpeakoBow nonynsaumMm, a ot
nocnegoBaTenbHOCTU  MUTOXOHAPWANbHONO  reHoMa  4YenoBeka, TaK  Ha3blBaemMou
KemMOpuoxkckon pedepeHCcHoOn nocrnegoBaTenbHOCTH (r — ambrige reeree euee).

[anbHenwee nNOCTpoeHWe ceTu 3aBUCUT OT 4Yucna ranfnoTunoB. PeKoHCTpyKuus
3BOJIIOLUMOHHOIO OpeBa C Y4YETOM BPEMEHM KOanecueHUMn IMHUA U B COBOKYMHOCTU C
reorpagoMyeckMMu, NaneoHTONTIOrMYEeCKMMU N apXeonorMyeckKMMn AaHHbIMU COCTaBNseT OCHOBY
domnoreorpadnMyeckoro nogxoga, KoOTopblid B nocrnegHee BpeMda  MNOMAyyYun  LWKWMPOKoe
pacnpocTpaHeHne B UCCNeaoBaHUSAX NPOUCXOXKAEHUS YenoBeka, pac 1 oTAeNbHbIX 3THOCOB.
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Phylogeography of mitochondrial DNA
Summary

Studies of the variability of mtDNA are developing along the lines of the phylogeographic
approach, which allows to use phylogenetic analysis methods in order to classify monophyletic
DNA clusters and to estimate the degree and time of divergence of DNA sequences within
clusters. Phylogeographical analysis is widely used in studies of mitochondrial diseases,
because, based on knowledge of the distribution of mutations in mtDNA in human populations
(ie, normal), it is possible to more adequately assess the degree of pathogenicity of mutations
observed in patients, and also to investigate the prerequisites of pathological mutations on
Background "different phylogenetic groups of mtDNA.
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