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AHHOTanusi. MUTOXOHApPHUAIIbHBIE 3a00JIEBaHUs 00YCIIOBIIEHBI HApYLIEHUSIMU
CTPYKTYphl WM (GYyHKUUA MUTOXOHApUH Beiencteue mytamuii MTAHK wmm s/IHK.
degoTHINUECKH OHU MMPOABIIAIOTCA JOCTATOYHO BapI/Ia6€JIBHO, 4YTO 3aTpyaHACT HUX
AUAarHoCTUKY. Jleuenue MHUTOXOHAPHUAIBHBIX 3a00JIeBaHUl NATOTE€HETUYECKOE U
CUMIITOMaTUYECKOE C TOMOIIbI0 SHEPrOTPOIHBIX IpEenapaTroB, JUET, (PU3HUYECKHX
Harpy3oK. OTHOTPOIHOMN Tepanuu JaHHOU IPyMIbl 3a00JIEBaHUN HE CYIIECTBYET.

Annotation. Mitochondrial diseases caused by disturbances of structure or
function of mitochondria due to mtDNA or nDNA mutations. Phenotypically, its’
manifest themselves quite variable, thus makes it difficult to its’ diagnostics. Treatment
of mitochondrial diseases is pathogenetic and symptomatic with energotropic
medicines, diets, physical activity. There is no aetiotropic therapy of that group of
diseases.

KiroueBbie c10Ba: MUTOXOHApUAIbHBIE OoJie3Hn, MuToxoHApuanbHas JJHK,
MyTanus, IMaAarHOCTUYCCKUE KPUTCPHUU, ITPUHIUIIBI JICUCHUSA

Key words: mitochondrial diseases, mitochondrial DNA, mutation, diagnostic
criterion, strategy treatment

BBenenue

AKTHBHO MUTOXOHJpHaIbHBIC 3a00ieBaHus Hadaik u3ydaTh B 80-¢ roapl XX
Beka. Panee myrtamum mutoxoHapuanbHod JIHK cuuTanmuch penkocTeio, OIHAKO
MCCJIEIOBaHKE, TIPOBEICHHOE HA MPEAMET 0OHAPYKEHHSI y 3/TOPOBBIX HOBOPOKICHHBIX
natoreHHbix MyTtauuii mMutoxoHapuanbHot [IHK (MT/IHK), BbISIBUIIO TakoBblE Yy
oaHoro yenoBeka u3 200 [6]. BcaeacTBue Takoil 4acTOTHI BCTPEYAEMOCTH JaHHOM
MaTOJIOTHH MOXXHO CKa3aTh, YTO MHUTOXOHJIpUAIbHBIC OOJIE3HU y NeTeld — OJUH U3
BOXHEUIINX PAa3JeOB HEUPONEIUATPUH, A IIOCKOJBKY IMEPBUYHO MOPAKAIOTCS
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KU3HEHHO Ba)XKHbIE OpPraHbl, a MUMEHHO TOJIOBHOW MO3I (CyJOpOTH, HWHCYJIBTHI),
CKeJIeTHasi MyCKyJaTypa u cepjue (CHHApoM 3HIedaTokapIMOMUONIaTHH ), TpeOyeTcs
ux OoJjee TaTeapbHoe u3yuenue [2, 5, 11].

Heab ucciaegoBanus - MPOBECTU 0030p JUTEPATYPhl O MEXAHU3ME Pa3BUTHS
MUTOXOHAPUATIbHBIX 3a00J€BaHUN, TPUHIUIIAX TUATHOCTUKH U JICUCHUSI.

MarepuaJjibl 1 MeTOABI HCCIAEAOBAHUS

Jlist moncka ¥ aHanmM3a WHPOPMAIMK IO TEME UCCIICIOBAHUS NCIIOIh30BAINCH
anekTpoHHble ucToUHUKU: Pubmed, eLIBRARY .RU, KubepJlennnka.

Pe3ysabTaThl HCCIe10BAHUS U UX 00CYXK/IEeHUE

MuroxoHapun — ABYXMEMOpAHHBIE KJIETOYHBIC OpPraHesUIbl, OTBEUAIOIIUE 3a
BbIpaboTKy 3Hepruu B Bujae AT®. Ha nHapyxxHoit MemOpaHe MUTOXOHAPUN HUMEIOTCA
(hepMEeHTHI, OTBEUAIOIINE 32 TPAHCTIOPT B MATPUKC KUPHBIX KUCJIOT, TAC IPOUCXOIUT
ux Oera-okuciieHue u obpazoBanue AT®. Ha BHyTpeHHel mMeMOpaHe HaXoauTcs 5
MUTOXOHAPHAIBHBIX KOMIUIEKCOB, YYAacCTBYIOIIMX B IPOLIECCE OKUCIUTEIBHOTO
dbochopunupoBanusi (OD). 'enernyeckuili MaTepuan MUTOXOHAPUN TPEICTABICH
MT/IHK B Bu€ KOJIbLIEBOI XpOMOCOMBI, KOAUPYIOIEH 13 CTpyKTYpHBIX KOMIIOHEHTOB
cuctembl OD, 22 monekynsl TPHK u 2 pPHK [1, 13].

MuToxoHapuanbHble 0OJIE3HM — TETEPOreHHas Tpynrna MYJIbTHCHUCTEMHBIX
HaCJIe/ICTBEHHBIX 3a00JI€BaHUM, 00YCIOBICHHBIX HAPYIIEHUSIMU CTPYKTYPBI, QyHKIINH
muroxouapuii Beaeacteue myrtanud MTAHK wim g/IlHK, u  npossasrommxcs
HapyIIeHUEM SHEPreTHYECKOro oOMeHa B KJIeTKax 4esioBeka [2, §].

MuroxoHapualibHbie  3a00JieBaHUS TMOAPA3ICIAIOTCS HA TEPBUYHBIE U
BropuuHblie. [lepBuunpie o0ycnoBiaeHbl myTanusMu B reHax MTJIHK u s/IHK,
KOJIUPYIOIUX  CYOBEIUHUIIBI  JbIXaTEIbHBIX KOMIUIEKCOB U AT®-cunTasy,
HenocpeacTBeHHO Hapymaromue O®. K BTOpuYHBIM OTHOCSTCA 3a00JieBaHUS,
cBs3anHble ¢ myTanuei s/IHK, koaupyroieit MUTOXOHIpuaIbHbIe OCJIKH, HEJOCTATOK
KOTOPBIX MOKET omnocpenoBaHHo Hapymate O® [1, 6, 12]. B mnepByrwo ouepenb
MOPAKAIOTCS CaMble JHEPro3aBUCHMbIE U COJEpXKaIIMe OOJIBIIOE KOJIMYECTBO
MUTOXOHAPHUIN TKaHW — HEPBHAs U MbllieyHas [3, 9, 15].

Oco0EHHOCTHIO MUTOXOHJIPHABHBIX 3a00JIEBaHUM, CBS3aHHBIX C MYTallUSIMH
Mt/IHK, sBmsiercs wartepuHckuii Tu HacienoBaHus. JlaHHas 0COOCHHOCTH
OOBSICHSIETCSI TEM, YTO MUTOXOHIPUHU HAXOJSATCSI B XBOCTE CIIEPMATO30M/1a, KOTOPBIMA
OTHAAAET IPH OILUIOAOTBOPEHUU SULIEKIETKH [ 1, 6].

VY cTaHOBIIEHO, YTO MUTOXOHJIpUAJbHbIE 3a00J€BaHUSI OTHOCSTCS K Hambosee
YaCTbIM HACJIEICTBEHHBIM HEBPOJOTUYECKUM paccTpoucTBam [4, 11, 14].

Ha ceropnsiiinuii neHp u3BectHo Ooisiee 250 ToukoBbix myrtaumii mMTJIHK.
Onucanbl okono 200 3a0osieBaHuii, OOYCJOBJIEHHBIX ASTUMHU MyTauusmu. Jls
MUTOXOHAPHUAIBHBIX  OOJIE3HEW XapaKTepHa KJIMHUYECKass M  TEeHEeTHYecKas
TeTePOreHHOCTh (BapualOenbHOCTh). KIMHWYECKas reTeporeHHOCTh O0O0YCIOBJICHA
Pa3HBIM pacmpeereHrueM AeEKTHBIX MUTOXOHIpHi B opranax [1, 5, 10].

Ha ocHOBaHMM 00IITUX KIIMHUYECKUX CUMIITOMOB ¥ CBOMCTBEHHBIX UM MYTallul
BBIJICTISIFOT HECKOJIBKO KJIACCOB MHUTOXOHIPHAILHBIX 3a0oieBanmii [7, 12]. OnuH U3
pacrpoCTpaHEHHbIX  CUHApoMOB -  cuHapom MELAS  xapakrepusyercs
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MUTOXOHAPUATILHON SHIeQaoMUONaTUEN, HHCYIBTOMOJOOHBIMU COCTOSHUSIMU,
JaKkTaT-auuao3oM. [lallMeHThl MpeabsBISIOT KaloObl HAa  MUTPEHENOAO00HBIC
rOJIOBHbIE 0OJIM, TOUIHOTY, PBOTY, HEMNEPEHOCUMOCTh (IU3MUYECKUX Harpys3oK,
OHEMEHHE KOHEYHOCTEH, CyIOpPOTH, MOHMKEHUE ciayxa. JleTh OTCTaloT B PU3NYECKOM
Y TICUXOMOTOPHOM Pa3BUTHUH, YACTO Pa3BUBAETCA MMATOJOTHS CEPACUHO-COCYAUCTOMN U
SHJIOKPUHHOM cUCTEM [2].

Jpyroe pacnpocTpaHEeHHOE€ MUTOXOIpUalibHOE 3a001eBanue - cunapom Kepnca
— Ceiipa uMeeT ClIeAYIOIIUE BEAYIIME CUMMOTOMBI: O(PTaJIbMOIUIETHs, MUTMEHTHAS
pPETUHONATHS, MO3KEUKOBBIE HApyIICHUs, KapAUOMHOMNAaTHUSI C  pPa3BUTHEM
aTPUOBSHTPUKYJIApHOU Onokansl [3, 4, 9]. HeBpoimorudecku CHHAPOM IIPOSIBISCTCS
MUPAMUHONA U IKCTPANUPAMHUIHON CUMIITOMATUKOM, HEUPOCEHCOPHOU TIIyXOTOW U
TYTrOYXOCThIO, CHIKEHHMEM MHTEJUIEKTa BIUIOTH J0 JeMeHIuu. Pa3BuBaroTcs
NaTOJIOTUM CO CTOPOHBI JHJAOKPUHHOM CHUCTEMBbI: JedUIUT TOPMOHA pOCTA,
TUIOTOHAIN3M, CaXapHbIi AuabeT, HapyllIeHUe aJpeHaroBoro oomeHa. 3aboaeBaHue
4acTO COMPOBOKIAETCA HAPYUICHUSIMU CEPACYHOTO pUTMa U IPOBOJIUMOCTH [2].

Crnenyromuii paccMaTpuBaeMbli CUHIAPOM - CHHApoOM JIu, Wi mopoctpas
HEKPOTHU3UpYIOIIasi SHIE(haTOMHUENIONATHsI. XapaKTepUu3yeTcs MPOrpecCupyronuMu
HEBPOJIOTHYECKUMH  PACCTPOMCTBAMH,  JIAKTAT-allUJIO30M M XapaKTEPHBIMU
m3MeHeHussMu Ha MPT ronoBHOro mMosra. 3abojieBaHHE pPa3BUBACTCS MOCTEIICHHO B
MEepBbIE TOABI XKU3HU [6, 14]. ¥V MIageHIIEB TPOrpecCUPYET MbIIICUYHAS THIOTOHUSA,
MOSIBJISIFOTCSI CNTA0OCTh COCaHUSsl, HAPYIICHUSI TJIOTaHUS, a TAKkKe OCCIIPUUUHHBIN KPUK,
snuJenTuIecKue cyaoporu. Ha BTopoM roay sxu3Hu pedeHka HaOIogaeTcs 3aiepiKKa
JIBUTATEJIbHOTO Pa3BUTHUS, MO3KEYKOBBIC PACCTPOWCTBA, JETH YTPAYMBAIOT pPaHEE
NpuoOpeTeHHbIe  HaBbIKU.  [lo3MHEE  TPUCOEAMHSIOTCS  TEHEPAIM30BAHHBIC
AMUJICTITUYECKUE TPUCTYIIBI, Pa3BUBAIOTCS JbIXaTEJbHbIE M HKCTPANMUPAMUIHBIC
paccTpoiicTBa B BHUJEC IJUCTOHHH W XOPEU(POPMHBIX THUIEPKUHE30B. 3a00JieBaHHE
MIPOTPECCUPYET, B HEKOTOPBIX CIyUasx MpOTEeKaeT BOJHOOOpa3Ho [2, 6, 13].

B Hacrosdiiee BpeMsi MPOUCXOAUT AKTUBHOE BHEAPEHHE B MEIMIIMHCKYIO
MPAKTUKYy METOJOB MCCJIEIOBAHUS COCTOSHUA U (PYHKIIUH MUTOXOHIPHM. ITO
MO3BOJISIET BBISABIATH MAIUEHTOB C MUTOXOHIpHAIbHBIMU JedexTtamu. OnHaKo
coxpaHsieTcss ~ npoOsema  auddepeHnuanTbHON  JIMarHOCTHKKA  TIEPBUYHOTO
MUTOXOHAPUAIBHOTO 3a00JieBaHUusI C (DEHOTUMUYECKH CXOXKUMH COCTOSHUSIMHU.
Pazpabotanbl MeXayHApOJHBIE AUATHOCTUYECKUE KpUTEpUHU. JlMarHo3 mepBUYHOTO
MUTOXOHAPUAIHHOTO 3a00J€BaHMS CTAaBUTCS TPU HAJIMYMM Yy TMAIUEHTa JBYX
OCHOBHBIX UJIM OJTHOTO OCHOBHOTO U JIBYX JIONOJHUTEIBHBIX KpUTEpHeB. K OCHOBHBIM
KIMHUYECKUM  KPUTEPHUSIM  OTHOCATCS: 1)  (peHOTUNUYECKUE  MPOSBIICHHUS,
COOTBETCTBYIOIIME KJIACCHYECKOMY MUTOXOHApUansHOMYy cuHapomy (MELASI,
MERRF2, Kepuca — Ceiipa); 2) HaMuue KJIMHUYECKUX MPU3HAKOB 3a00J€BaHUs B
COBOKYITHOCTH C MPOrPECCUPYIOIIUM T€UCHUEM WK Ipyu Hanuuuu Mytauuu MTJIHK y
poacTBeHHHKA. OCHOBHBIMU TUCTOJOTMYECKUMH W SH3UMATHUYECKUMH KPUTEPUSIMU
ABIstOTCS: 1) «pBaHbie» KpacHble BosiokHa (RRF) B MbimeuyHoit tkanu >2 %; 2)
HaJlMyue I[MTOXPOMOKCH/1a3a-HETaTUBHBIX BOJIOKOH; 3) MOHM)KEHHAs AaKTUBHOCTh
KOMIUIEKCOB nbixaTenbHoi nenu <20-30 % ot HopMbl. OCHOBHBIM MOJIEKYJISIPHO-
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Ir€HEeTUYECKUM KpuTeprueM cuntaercs ooHapyxenue mytaruu B MTIHK nnu s/JHK. K
JIOTIOJTHUTENIbHBIM KPUTEPUSIM TOCTAHOBKM JMArHo3a OTHOCATCS METa0OJNYECKUe
HapymieHusi  (JIakTaT-alMa03,  BBICOKAs  HDKCKpeluss  MeTabOJMTOB  IHMKIIA
TPUKAapOOHOBHIX KHCIIOT [2, 7, 8].

HecmoTps Ha 3HAUYUTENBHBIM MOpPOrpecc B JAHATHOCTHUKE W TOHUMAaHHUU
MOJIEKYJIIDHOTO MaToreHe3a JaHHOW TpyIbl 3a00JeBaHUN, B HACTOSIIEE BpeMs
ATUOTPOITHOE JICYEHHE MHUTOXOHAPHAIBHBIX OoJjie3He otrcyrctByer [3, 10, 15].
IIpoBoaUTCA MAaTOreHETUYECKOE M CUMITOMAaTH4yecKoe JieueHue. Dapmakorepamnus
OCYIIECTBIISIETCS. DHEPrOTPONMHBIMH  TIpermapaTaMu: KO(akTOpbl 3HEProooOMeHa
(Butamunbl rpynmnel B, PP, L-kapuutun), antuokcumantel (ButamuHbsl C, E),
BEIIIECTBA, MEPEHOCAIINE JICKTPOHBI (KOdH3UM Q, nmuToxpom C, ssHTapHas KUCJIOTA).
Taxke B KayecTBe CHMITOMATHYECKOTO JICUCHHUS HEOOXOIWMO COOJIIOICHHE
CHeIUaIbHBIX  JUET, peKuMa JO3UPOBAHHBIX  (UUYECKUX  HArPy30K U
MEIMKaMEHTO3Hasl MOMOIIb MPU HEOTIOXHBIX COCTOSIHUSIX. B HEKOTOPBIX cllydasx
MIPUMEHSIETCS XUPYPruyecKkoe BMemarenscTso [1, 2, 5, 15].

Haubonee NOAXOAIUN METOJ NpEeAYNPEKICHUS pa3BUTHUA
MUTOXOHJPHAIBHOTO 3a00J€BaHUs — 3TO MPEAOTBpaIleHUE Mepeadyl MYTAHTHBIX
TEHOB CJIEAYIOUEMY TOKOJIEHUI0. OCHOBHBIMU CTPATETUSAMMU SIBIISIFOTCS MIPEHATAJIbHAS
W TNpEeUMIUIaHTAllMOHHAs TeHeThdeckass pauarHoctuka [10, 16]. B kadectBe
ATUOTPOMHOTO  JICUCHHS  NPOBOMSTCS  DKCHEPUMEHTadbHbIE  pabOThl 1O
AKCTPAKOPHOpATIbLHOMY (1n Vitro) OIJI0J0TBOPEHUIO C UCIIOIB30BaHUEM MIEPEHOCA sIpa
OTUIOJIOTBOPEHHOM SIMIEKIIETKU B O€3BAAECPHYIO ITUTOIUIA3MYy APYroM SMIEKIETKH C
HOPMaJbHO (PYHKITMOHUPYIOITUMUA MUTOXOHApUsIMH [2, 15].

BoiBoabI:

1. MutoxoHapuaibHble 00JIE3HU — TE€TePOreHHas rpynmna MyJIbTUCUCTEMHBIX
HACJICJICTBEHHBIX 3a00JIeBaHMM, OOYCJIOBJIICHHBIX HAPYIICHUSMH CTPYKTYpPbl WA
(GYHKIIMM MUTOXOHJIPUH.

2. JIns MUTOXOHAPUANBHBIX 3a00J€BaHUN XapaKTepHAa KIMHUYECKAas W
TeHETHUYECKasi TeTePOreHHOCTh. BBIABISIIOT HECKOJIBKO KJIACCOB IaHHBIX 3a00JI€BaHUM.
Cawmpble pacnpoctpanennbie cuaapoMbl: MELAS, Kepuca — Ceiipa, Jlu.

3. YCTaHOBUTH AMATHO3 CUCTEMHOTO MUTOXOHIPHAIBHOTO 3200JIEBaHMS OBIBACT
JIOCTATOYHO CJIO)KHO M3-3a BOBJICYEHHOCTH B MATOJOTMYECKUM MPOIECC MHOTUX
CHUCTEM OPTraHOB M HeCTeM(UUHOCTU KJIMHUYECKUX MPosiBIIeHU. B HacTosIiee BpeMst
OTPENICNICHbl MEXIYHAPOJHBbIE JUATHOCTUYECKHE KPUTEPUU IS TOCTAHOBKU
JMarHo3sa.

4. Ha cerogHs He pa3pabOTaHO 3TUOTPOIHOIO JEYEHHs] JAHHOW TPYIIIIbI
3aboseBanuil. [IpoBOAUTCS TMATOrEHETUYECKOE W CUMIITOMAaTHUYECKOE JICUCHHE C
MTOMOIIIBIO0 SHEPTOTPOITHBIX MTPENapaToB, AUET, PU3MIECKUX HATPY30K.
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AHHOTAIUSI: B CTaTb€ PACCMOTPEHO CTPOEHUE KHHE3WHOB, MX (PYHKIUU B
OpraHu3Me, y4acTHe KUHE3UHOB B (PU3MOIOITMUECKUX MpoIieccax.

Annotation: the article discusses the structure of kinesins, their functions in the
body, the participation of kinesins in physiological processes.

KaroueBnle ciioBa: KHHC3HHBI, CIICPMATOI'CHES, paK
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BBenenue

st mopmepxkaHusi CTPYKTYPHOTO W (DYHKIMOHAIBHOTO COCTOSIHUSI KJIETKHU
HEO0OXOMMBI CUCTEMbI BHYTPUKIIETOYHOTO TPAHCTIOPTA, TAKUMH SIBJITFOTCSI KHHE3UHBI
— CJIOXHBIE OCJIKOBBIE KOHCTPYKIIMH, MO3BOJISIONIME TMEpPEMENaThCsi MEMOpPaHHBIM
OpraHouJiaM M MOJEKyJaM MO IUTOIUIa3M€ C HCMHoJib30BaHWeM ruaposinza ATO.
Kune3unsl mnepenBurarorcsi 1mo MHUKPOTPYOOUKaM UM aKTHHOBBIM (pUJIaMEHTaM,
MEPEHOCs KPYIMHYIO0 MOJIEKYJTY WIM O€JIOK Ha OOJIbIINE WM Majible paccTOsIHUS (B
3aBUCUMOCTH OT pa3Mepa KJICTKH).

Heab wuccienoBaHusi — U3YYUTh CTPOCHHE KHUHE3WHOB, HMX 3HAYEHUE B
(hU3MOTOTMYECKUX MPOIeCcCcaX OPraHU3MOB.

MarepuaJjbl 1 MeTOABI UCCIET0BAHUS

CpaBHeHUe, aHalli3 U CUHTE3 Hay4YHOU UH(OpMAITUH 0 TEME.

CmpoeHue MOMOPHbIX _0elK08 KUHE3UHO8 U MeXAHU3Mbl _UX pabomnbl.
BOABIIMHCTBO KMHE3WHOB COCTOUT M3 ABYX TskenbIx nener 120 k/la u 1ByXx Jerkux
nerret mo 64 x/la (puc. 1) [1]. B N-koHmeBoit yactu 6ej1ka HaXOAUTCS KaTaInTHICCKU
MOTOpPHBI JIOMEH (rosioBa), oTBeudaromas 3a Tuaponn3 AT® u cBs3bIBaHHE
MUKpoTpyOouek. IlleliHbIil TOMEH OTBEYaeT 3a MOTOPHOE B3aMMOJICHCTBHE IBYX
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