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Crarbs nocssijeHa aHasnm3y COBPEMEHHOIO YPOBHSI 3HaHWI O MexaHU3Max BO3HUKHOBEHUS
1 0COBEHHOCTSIX MUTOXOHAPUAILHOM NaToI0rmu, oéycnosnmsaiommx CJIOXHOCTH ee Anar-
HOCTUKU 1 Teparnuu.
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CTaTbﬂ MOCBSILLAETCSA CBET/ION NaMSITV BbIAAIOLLIErOCS Y4EHOr0 B 0611aCTV FEHETUKN,
MOEro Hay4HOro pykoBoauTens, npodeccopa |l/lropﬂ PomaHoBU4a BapmnﬂKal.

B npovecce 3Bonoumnmn 3ykaproTUYECKON KNETKM MPOUCXOAMAN U NPOAOKAIOT
npouncxoauTb ryboYaniumne NepecTpoiky annapara BOCNPOM3BEAEHNS U peann3a-
Uy reHeTmyeckon nidopmauum [1]. Cpean reHeTUYecknx CUCTEM OAHON U3 Ha-
néonee AMHAMUYHbIX SBASETCS CUCTEMA MUTOXOHAPWIA. B KOHTEKCTE MOCTOSIHHOMO
Ovanora ¢ saepHbIM FEHOMOM MUTOXOHAPWM MNOTEPSN CBOIO aBTOHOMMIO BCNEeAC-
TBUWE NEPEHOCA NPAKTUYECKN BCEX DENOK-KOAMPYIOLLMX FTEeHOB B 94p0 [2]. MyTauumn
muToxoHapuanbHon JHK (MTAHK) 9BASt0TCS NPUYNHON LENOrO PsSaa HACNEeaCTBEH-
HbIX 3aD0/1eBaHNIA YENOBEKA, @ MPUYMHBI BLICOKOTO YPOBHS M3MeHUYMBOCTU MTOHK
4yenoBeka OCTaloTCS BO MHOMOM HesiCHbIMU. [ledekTbl B MUTOXOHOPUANbHBIX FeHax
OTBETCTBEHHbI 32 Pa3/MyHble 00IE3HUN YENTOBEKA U NMPUYNHON X SBASIETCS CHUXE-
HMe 1N HapyLLeHne nponaeoacTea ATM, KOTOpPOe OCYLLECTBASAETCA NOCPEACTBOM
Leny TpaHCMnopTa 3/1IEKTPOHOB OT NPOAYKTOB LKA IMMOHHON K1cnoTsl [3].

MuToxoHapun, opraHensibl LMTOMNasMbl, UrPatoT KIOYEBYIO POJb B OKUCIN-
TeNlbHOM $GOoCHOPUNIMPOBAHNN, a3POOHOM MeTab0oIM3Me MMIOKO3bl U XKUPHbBIX KNC-
NOT, CUrHaNbHOM NYTW KanbLMs 1 anonto3e knetok [4]. Ewe B 1890 1. AnbT™MaH (UMT.
no [5]) HazBan MuToxoHAPUN BrobaacTaMm 1 CHUTaN UX ANEMEHTAPHbIMU OPraHn3-
MaMMu, XMBYLLMMMN BHYTPU KNETKN. B MUTOXOHAPUSX NOCPEACTBOM OKUCIUTENBHOMO
docdopunmnpoBaHnsa cuHTeanpyetcst okono 90 % Bceit kneTovHo ATD, ncnonb3y-
€MOI B KQYECTBE OCHOBHOIO MCTOYHMKA XMMUYECKOIN aHeprum [3, 6]. SddekTnB-
HOCTb PaboTbl MUTOXOHAPWIA O4EHb BbiCOKa. Ha doTorpadum MmutoxoHapuin (pu-
CYHOK) BUIOHO 06unne BHYTPEHHUX membpaH. CybcTpathl, Ha KOTOpblE AENCTBY-
0T OKMUCAUTENbHbIE PEPMEHTBLI B MaTPUKCE, MMMOPTUPYIOTCS C MOMOLLIbIO Habopa
TPaHCokas — GepPMEHTOB, HAXOAALWMXCS UMEHHO BO BHYTPEHHUX MEMOpaHax Mu-
TOXOHOPWIA.
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PucyHoOK. 3nekTpoHHO-MUKpockonuyeckas doTorpa-
dUa MUTOXOHAPWI B MONEPEYHOM CeveHnm [7]. YBenu-
yeHne 5x 104

MuToxoHOpun HacnegyloTcs no marte-
PUHCKOM NuHUKM 1 copepxat B cebe OHK,
cocTosiLyo y Yenoseka 13 16 568 nap oc-
HOBaHWW. Takasa KOopOTKad HyKJeoTuaHas
nocnenosatensHocTb JAHK kogupyeT nuiib
He3HauMTenbHyI0 YacTb Bcex 6enkos 1 PHK,
coaepxalumxcs B MutoxoHapun. Mytaumm B
OHK MuTOXOHAPWIA BOZHMKAIOT YalLle 1 Nierye,
yem B [IHK soep knetok, noCkosibky B MUTO-
XOHOPWSIX HE CYLLECTBYET MEXaHM3Ma pena-
paumn OHK; oHM He 3awuLLeHbl TMCTOHaMM
(6enkamu C LLENOYHbIMN CBOMCTBaMM), KO-
TOPbIE HAXOAATCSH B AApax KNETOK 3yKapuoT B
cocTaBe komnnekcoB ¢ AHK (xpomaTtuH, Hyk-
J1e0COMbl). MUTOXOHOPUM HE ABNSKOTCS Ca-
MOBOCMNPOM3BOAALUMMUCSH TEHETUYECKMMN
cuctemamu. Pennvkaums nm TpaHCKpUnums
NX TeHOMa 3aBMCUT OT TPaAHCLENCTBYIOLMX
$akTopoB, KOANPYEMbIX SAEPHBIM FEHOMOM,
Takumx kak BRCAT.

B uenom MUTOXOHAPUS MNpPeLcTaBnseT
co0oli “reHeTn4ecKyIo XmMepy, Tak kak ee 13
BaXXHENLINX NOAUNENTUAO0B KOAMPYIOTCS M-
TOXOHAPWUANBbHLIM FEHOMOM, & COTHW APYrUX,
13 KOTOPbIX COBPaHa MUTOXOHOPUS, KOAMPY-
loTCS aaepHbIMU reHamun” [7]. Kak 6bino cka-
3aHO BblLLE, MUTOXOHAPUN HE NOABEPratoTCs
MuTOo3y. Kaxaas nd Hux cogepxut MTOHK,
KOTOPbIE HE PENIMLMPYIOTCH CUMHXPOHHO C
S0EPHBIMM XPOMOCOMaMM1 1 B MpoLEecce ge-

JIEHVS1 pacnpenensioTcs Mexay AOYEPHUMM
KneTkamu ciiydaiHbiM obpas3om. Y Bcex ay-
kapuotoB MTAHK nrpatoT 0gHy 1 Ty Xe ponb:
KOOMPYIOT OrpaHM4YeHHOE YMCNO MOJeKyn
PHK n 6enkoB, HeobxoauMmbIx Asis buoreHe-
3a U PYHKUMOHMPOBAHUS MUTOXoHAPUIA [8].
B 601bLIMHCTBE Cy4aeB 3Tl BENKM SBAAIOT-
CS KOMMOHEHTaMN GEPMEHTHbIX KOMMEK-
COB OKUCNUTENBHOrO $HOCHOPUIMPOBAHUS.
MepeuncneHHble 0COBEHHOCTU OOBACHAIOT
TOT akT, YTO MUTOXOHAPUANbHAA HACNEeAC-
TBEHHOCTb IBNSIETCA OO0NEe CNOXHOM, Yem
f4epHo-xpomocomHast [9,10].

CnepyeTt OTMETUTb, YTO B TEYEHME MOC-
nefHero gecstuneTuss Obinn onpegene-
Hbl MOJIHbIE MOCNEeO0BATENbHOCTM OONbLLO-
ro ymcna MUTOXOHAPUANbHbLIX reHOMOB. [1o-
Jly4YEHHblE pPe3ynbTaTbl CBUAETENLbCTBYIOT O
TOM, YTO MWTOXOHOPWASIbHLIA FEHOM 9BO-
JOUMOHMPOBAN OT eauHOro npeaka, oodLue-
ro N5 BCEX CYLLECTBYIOLLIMX 9YKapUOT; a Tak-
Xe 0 TOM, YTO MUTOXOHAPUANbHas U saepHas
KOMMOHEHTbI KNIETOK 3YKapWMOT BOSHUKN Of-
HoBpemeHHo [5,10].

B KOHTEkcTe 3BOAUUN MUTOXOHAPWUIA
MHTEPEC BbI3bIBAET PEHOMEH CYLLECTBOBA-
HMUS MUTOXOHAPWUANBbHBIX NCEBOOrEHOB, pac-
MONOXEHHbIX B 9AepHOM reHome [10]. Pas-
NnyHble Buonornyeckne BuAbl COAEPXaT
pasHoe KOIMYECTBO TaknUX FEHOB; UX HAMHO-
ro 6onblle B AOpe KNeTOK PaCTEHUIA, YEM Y
XMBOTHbIX, @ TakXe B 40€PHOM reHOME Yeno-
BEKA MO CPABHEHMIO C TAKOBbLIM Y AP030du-
bl [11].

Knetkn mnekonutamowmx copgepxart oT
1-3 [0 HEeCKOMbKUX ThICAY MUTOXOHOPWUIA,
Kaxxgas 13 KoTopbix HeceT oT 2 go 15 konwuii
mMuToxoHapuansHon JHK, B koTopon moryt
BO3HMKATb CTPYKTYPHbIE W3MEHEHWSl, CBSi-
3aHHble C Pa3BUTMEM MHOMUX “MUTOXOH-
OpvianbHblXx”  00Ne3Hen, aereHepaTyBHbIX
MPOLECCOB, OHKOreHesa, CTapeHus opra-
Hn3ma. OOnH 13 COBPEMEHHBIX NOCTYNATOB
MexaHn3Ma CTapeHns CBA3aH C HaKOMIeHU-
€M CTPYKTYPHbIX UBMEHEHWNI B MUTOXOHOPW-
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anbHo JHK n oTcyTCTBMEM CUCTEM pena-
paumy B MUTOXOHOPUSX. HakonneHve B Heln
MyTauuWii, geneuuii 0OYyCNOBMEHO OKWUCIK-
TENbHbIMX NMOBPEXAEHVUAMN B MOCTMUTOTU-
yeckux kneTtkax. C yBenmyeHnem Bo3pacTa
yacTtoTa nospexaeHuii n mytauunin 8 AHK mu-
TOXOHAPWUIA KNETOK FONOBHOIrO Mo3ra, cepa-
Ua, MbIWL, CKeneTa MOBLILIAETCS U UrpaeT
CYLLECTBEHHYIO POJib B Pa3BUTUM AereHepa-
TMBHbIX NMPOLLECCOB. YCTAHOB/IEHO, YTO A8
OMyXONieBbIX KNETOK XapakTepHa BblCOKas
HecTabubHOCTb MUTOXOHOPUANBLHOMO re-
HOMa, onpegensiemMas no 4yactoTe myTaumi
1N MUKPOCATENTUTHOMY NOANMoOpGU3My [7].
PasButre 3no0kayecTBeHHbIX HOBOOOPA-
30BaHWIA CBA3AHO C HAKOMMEHNEM MYyTaLUiA,
KOTOPbIE BO3HUKAIOT KaK B SAEPHON, Tak 1 B
muTtoxoHgpuansHon OHK (MTOHK). TeHbl,
Haxopswmecss B MTOHK onyxonesbix kne-
TOK, MOJBEPratoTca YCUIEHHOMY BO3aeiC-
TBMIO arpeCCUBHbIX COEOMHEHMWIA KMCNOPO-
0a. 970 BbI3bIBAET HAKOMIEHNE MHOrOKpaT-
Ho Gonbliero ymucna mytaumini B MTAHK, yem
B aaepHon JHK; nanee nponcxoout BbITEC-
HEHME MUTOXOHAPUIA C HOPMabHBLIMW reHa-
MW 3a CHET NPENMYLLIECTBEHHOMO Pa3MHOXe-
HUS MUTOXOHAPWUIA ¢ MyTaHTHOW [AHK. Ecnmn B
snepHon AHK, MOXeT npucyTCTBOBATH JIMLLb
0OHa WNv ABe KOMUM MYTaAHTHOrO reHa, To B
MUTOXOHAPUSAX OMyXOSIEBOWM KIETKM MOXET
ObITb OT Heckonbkmx coteH o 10 000 ko-
nuin MytTaHTHOro reHa MTAHK. 13 atoro cne-
OYEeT, YTO, eCIM aHAINM3NPOBATb MYTaHTHbIE
reHbl MUTOXOHOPWIA B MNa3Me KPOBU OHKOJIO-
rMYecKnx BONbHbIX, YYBCTBUTEIbLHOCTb AMa-
FHOCTMYECKOr0 TecTa MOXHO YBENUYUTb B
COTHM pa3 No CPaBHEHUIO C METOAOM BbISIB-
NneHns OHkoreHos n3 aaepHoin JHK onyxone-
BOW KneTkn. Ecnm cenvac BO3MOXHbIM npe-
[enom pasmepa 0O6HapYXMBaAEMOW OMyxosu
cumTaeTcs oyar 2-3 MM, TO npu obHapyxe-
HUM B KPOBU MyTaHTHON MTAHK, npoucxo-
OALLEN N3 ONyX0NeBbIX KNeTOK, MOXHO OyaeT
onpenenntb HoBOOOpa3oBaHWe AMaMeTpPoM
00 1 Mm [7]. TNoBbILLEHHAA CKOPOCTb MYyTH-
posaHus MTOHK (npumepHo B 10 pas yale,

yem aaepHaa JHK) MoXeT cnyxuTb 04HOM 13
MPWYMH CTAPEHNS N PA3BUTUS FTEHETUYECKMX
6onesHen.

CnenyeTt OTMETUTb, YTO OAHMM M3 Hanbo-
flee 3arafoyHblX acrnekToB reHEeTUKN MUTO-
XOHOPWIA YenoBeka ABNSETCS MHOroobpasve
rEHETUYECKUX OONEe3He, CBA3AHHLIX C My-
Taumamu B MTOHK [12-14]. OtnnuntensHoin
0COOEHHOCTbI0 3TUX TFeHeTn4eckmnx 3abo-
NIEBAHWI, KaK yKasblBaJIOChb BbILIE, SBNSIET-
CS MaTepUHCKOe HacnenoBaHne — aMOpPUOH
nosiyyaeT BCIO LMTONIasMy C coaepxaiim-
MUCS B HEV MUTOXOHOPUAMU BMECTE C AiiLe-
KNETKON, B TO BPEMS Kak B CMEPMaTo30maax
uMTOonnasma npakTM4eckn OTCYTCTBYeT. To
€CTb, €C/IM TeHbl, 3aKNOYEHHbIE B SAEPHOM
OHK, noToMku nony4aroT NopoBHY OT 060X
poautenem, TO MUTOXOHAPUANbHbIE FreHbI Me-
penalTcs N0TOMKaM ToJibko OT matepu. lo-
39TOMY HaCnegoBaHVE MyTaLWiA B MUTOXOHA -
puvanbHOM reHOMEe HOCUT OCOObI XapakTep
[15-17].

Cnepnytoulelii 0COOEHHOCTbIO MUTOXOHA-
prianbHON NaToONOrUmM SBASETCS reTeponnas-
MUSI, MPU KOTOPON OTHOLLEHUE MYTaHTHbIX
mMosekyn MTAHK K HeMyTaHTHbIM MOXET Ba-
pbMPOBaTb HE TOMBLKO CPEAU MOTOMKOB Of-
HOM 1 TOW Xe MaTepu, HO Y OQHOrO N TOro
Xe MHAMBMAYyMa — OT OOHON TKaHu K Apy-
rov, U B 3aBUCMMOCTW OT CTaaun pasBuUTUs
opraHuama. [lepsoi Npu4nHON reteponnas-
MU MOXET ObITb HEpaBHOMEPHOE pacrnpe-
OeneHne MUTOXOHOPUIA Mexay A0YEPHUMMU
KneTkamu B MpoLLecce LUMTOKMHE3A; a BTO-
pon — cneacTteme auddepeHUmanLHon pen-
nukaumm mytaHtHom MTAHK B TeueHune xus-
HW nHameuayyma [18]. OTcioa n pasnmyHas
BbIP@XEHHOCTb MUTOXOHAPWANbHbIX 3ab0se-
BaHWIA y pas3HbIx 60MbHbIX. [py 3TOM MUTO-
XOHApUanbHas natonorus GyaoeT 3aBUCETb
Kak OT NpUPOAbI MyTauuii, Tak 1 OT UHONBU-
[yanbHOro reHeTnyeckoro poHa. XoTa myta-
unn, HapyLllaioLwme QYyHKUUN MUTOXOHLPUNA,
MOryT MPOUCXOONTb KaK B MUTOXOHOpWANb-
HOM, TaKk M B SA€PHOM reHOMax, HO 6OJb-

ISSN 1810-7834. BicH. Ykp. ToB-Ba reHeTvkis i cenekuioHepis. 2010, Tom 8, Ne 1 69



3.A. lemuHa

LUMHCTBO AedeKToB, NPUBOAALLMX K Pa3Bu-
TUIO MUTOXOHAPUANBHON NATONOMMK, BO3HU-
KaeT B reHax caMux MutoxoHgpui [19]. Otu
OpraHenbl ABASIOTCS CBOEOOPA3HOWN 30HOM
NOBbILLEHHOTO MYTAUMOHHOIO PUCKa: NHTEH-
CVBHO MPOTEKAOLWME B HUX OKUCIUTENBHO-
BOCCTaHOBUTE/bHbIE NMPOLLECCHI C N3BLITKOM
NOCTaBASOT CBOOOAHbIE pafMKabl, MOBPEX-
naowpme AHK. B MuTOoXoHApUSIX, Tak Ha3bl-
BaeMbIX “SHEPreTMYeckmx CTaHumsx”, dyH-
KuMOHUpYOT nopsaaka 80 ¢pepmMeHTOoB, KO-
Topble nepepabaTbiBalOT NOCTynatollee u3
uMTonaasmbl “cbipbe” — MPOOYKTbl KAETOY-
Horo obmeHa BeluecT. O6pasytoLascs npu
9TOM 3Heprus B gasnbHelem npeobpasyeT-
CS1 B MEXaHMYECKYIO — B MbILLIEYHbIX KNIETKaX,
B OMO3NIEKTPUYECKYIO — B HEPBHBIX U T.4. [e-
dekT nboro 13 GepMeHToB MUTOXOHOPUIA
HapyLLaeT cnaxeHHylo paboTy Bcel “aHep-
reTmyeckon ctaHumm”. MNpu 3TOM B NEPBYIO
oyepenb CTpafdalT Hambonee 3Hepro3asu-
CMMblE TKQHW 1 OpraHbl — LEeHTpasbHas He-
pBHAs CMCTEMA, CKefeTHble M CephaeyHas
MbILLLbI, MOYKW, MNEYEHb, SHOAOKPUHHbIE XEe-
nesbl. B cnektpe MUTOXOHOPWANbHBIX NaTO-
NOrMin JOMUHMPYIOT MOPAXEHUs LieHTpasb-
HOM HEpPBHOM CUCTEMbI W MbILLEYHON TKa-
HW. lNprBeaemM nprMepbl Takux NaTtoaorui
[7,20-24].

— 3puTtenbHas Heilponatusi, KOTOPYHO
Bnepsble onucan B kKoHue XIX seka T.K. Jle-
6ep. Bebl3biBaeTCA MUCCEHC-MyTauuein B
6ernke, koTopblii kogupyeTcs MTAHK.

— CuHgpom KepHca-Celipa — HepOo-Mbl-
LUIEYHble CUMMTOMbI, [AblXaTesbHas Heao-
CTaTOYHOCTb, cnaboymue u gp. ABnsetcs
cneacteueM 6onblimx aeneunin MTAHK, oco-
GEHHOCTb KOTOPbIX — FETEPONIA3MMS.

— [HnabeT, pasBMBAIOLLMIACS B 3PESIOM
BO3pacTe — CNeAcTBUe Aeneumn, nmbo 3a-
MEHbI OCHOBaHWUI B reHe nenumHoBon TPHK,
BCNEACTBME YEro B MUTOXOHAPWSIX HapyLla-
€TCs TEPMUHALMS TPAHCKPUMLUNA,

— MwuoknoHunyeckas snunencus — narto-
JIOrNSt LLEHTPaNnbHOM HEPBHOM CUCTEMBI U Aie-

deKTbl MbILLEYHOW B BMAE “pPa30pBaHHbIX”
MbILLIEYHbIX BOJIOKOH. BbI3blBaeTCSH 3aMeHo
OCHOB@HWUN B FEHE MUTOXOHAPUANbHOW Nn-
3nHoBow TPHK.

— OnpepeneHHas 4acTb MUTOXOHAPUASb-
HOW maTonoruy oOycnoBieHa MyTauusMn B
A0EPHbIX reHax, KOTOpble KOAUPYIT MUTO-
XOHIpVasbHble 6enku.

B pacno3HaBaHun MUTOXOHOPWANBHOW
naTonorny Kmn4yesyto posib urpaet OHK-
omarHocTuika. J1ocTaTovHO BbICOKAs M3MEH-
YMBOCTb KJIMHMYECKMX HOpM 3TOKM nartoso-
rMN 3aTPYOHSET UX MAEHTUDMKALMIO N, CO-
OTBETCTBEHHO, Tepanuio. JleyeHne Takux
60/bHbIX ManoaddeKTBHO U CBOOUTCH, B
OCHOBHOM, K MannvaTMBHbIM MeTodam (Ha-
3HaYeHNto yOMXMHOHA, aCKOPOMHOBON KUC-
notel 1 gp.). ObcyxpalTca NepcrneKkTuBb
NPVMEHEHNS TEHHOW Tepanuu, TPYAHOCTU
NPOBEAEHNS KOTOPOW CBSi3aHbl, B MEPBYIO
oyependp, C TEM, YTO OOCTaBKa TepaneBTu-
YECKMX MaKpPOMONEKYST MWUTOXOHOPWUIA OC-
JIOXHSAIETCH, TaK KaKk MEeXaHW3Mbl TpaHCnop-
Ta MOJIEKYN YEPES3 MUTOXOHAPMASIbHBIE MEM-
OpaHbl cneumduyHbl [25, 26]. [na pa3sutus
3TOro HamnpaefieHus HeoOXo0aMMO npoBene-
HMe JanbHeNLMX NCCNEA0BAHNIA C LLENbIO yr-
NYGNEHHOr0 N3y4eHns 0CoOEeHHOCTEN MUTO-
XOHOHWaNbHONM NaToNoru.
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This articlee is concerned with the analysis of
the present findings about the mechanisms
of emergency and features of mitochondrial
abnormality which lead to the difficulties in its
diagnostics and therapy.
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