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Pe3zrome. Mumoxmtdpuu HAX00AMCsL B0 6CeX ;zdpocodepofcau;ux KJlemkKax u 6blNnoJIHAONM pa3jlu4dHble
@dyHKkyuu, exmoyas cenepayuio KiemouHou sHepeuu 6 eude ATD (adenozunmpugpocgama). I[lpu
NOBPedCOeHUU  MUMOXOHOPUL, B803HUKAEM MUMOXOHOPpUAibHas ouc@yukyus. Mumoxonopuaivhvie
3a001e8aHUsA PA3BUBATOMCS BCTIeOCEUe MYyMayutl 8 A0epHou uiu mumoxonopuanvrol JJHK u npusoosm x
CHUMMCEHUIO eblpa60mi<u I9HepcuuU. ﬂ]l}l cepdelmoﬁ MbIUEYHOU — MKAHU XapaKkmepHo  8blCOKOe€
3Hep20n0mpe6ﬂeHue, nosmomy Kapduwwuonamuu AGNAIOMCL OOHUM U3 Haubonee yacmvix cepdelmblx
NpOosGIEeHUl, OOHAPYICUBAEMBIX NPU MUMOXOHOPUAILHBIX OUCPHYHKYUSIX.
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Abstract. Mitochondria are found in all nucleated cells and have various functions, including the
generation of cellular energy in the form of ATP (Adenosine triphosphate). If they are damaged, the
mitochondrial dysfunction occurs. Mitochondrial diseases develop consequent to mutations in either
nuclear or mitochondrial DNA and resulted in lower energy production. As known the cardiac muscles are
one of the high energy demanding tissues, so cardiomyopathies are being one of the most frequent cardiac
manifestations found in mitochondrial disorders.

AKTyaJIbHOCTb. [3BECTHO, 4YTO TeHEeTUYECKass NATOJOTHUS SIBISIETCS KIIFOYEBOU
npoOJeMoil  BO3HMKHOBEHHUs  Ooje3Hed,  OOYCIOBJICHHBIX  MHTOXOHJIPUAIBHON
mucyHkipe. B Hacrosiiee BpeMs B JETCKOW M OOIIEH KapIuOJOTHYECKOM MPAKTHUKE
MHUTOXOHJIPUAJIBHBIE KapJAUOMHUONATAM TPU >KU3HU JHATHOCTUPYIOTCS HEIOCTATOYHO
JIOCTOBEPHO WJIM OCTAIOTCS HEPACMO3HAHHBIMU. [IpuumHON 3TOro SBISETCA OTCYTCTBHUE
KkputepueB  IU(PGEPEHIIMPOBAHHOTO  MOJAX0Aa K  OOCIeJOBaHUIO  OOJBHBIX  C
KapAMOMHUOIIATUEN JJISI BBISIBIICHUS MUTOXOHIPUAJIBHON HEOCTATOYHOCTH U IMIOYTH MTOJTHOE
OTCYTCTBHE ITyTeH METa00IMIEeCKON KOPPEKIIUN KICTOYHON dHepreTHkH [1, 2, 3].

Heab. [letanbHO paccMOTpPETh NPUYUHBI, OO0YCIIABIMBAIONIME BO3ZHHUKHOBEHUE
MyTalll¥ MUTOXOHApHaIbHOW niu siaepHon JIHK, n nocnencTBus, K KOTOpbIM 3Ta MyTalus
MIPUBOAUT; PACCMOTPETh AKTyaJbHbIE METOJbl JUArHOCTHUKA MUTOXOHAPHUAIBbHBIX
0ose3Heil.

Marepuanbl M meroabl. V3ydyeHrne mNpUYMH BO3HUKHOBEHMS BBILICHA3BAHHOU
MaTOJIOTUM W METOAOB €€ HWCCIENOBAHUS MPOBOJWIOCH IMYTEM aHAIU3a JaHHBIX
JUTEPATYPHBIX HCTOYHUKOB W COOCTBEHHBIX HAOMIOJCHUUN (PETPOCIEKTHBHBIN aHaIu3
UCTOpU OOJIE3HM TAIMEHTOB XapbKOBCKOTO MEKOOJACTHOTO CHEIHATM3UPOBAHHOTO
MEJIUKO-TE€HETUYECKOro 1eHTpa peakux (opdannbix) 3adoneBanuit (XMCT'LI).

Pe3yabrarbl. MutoXoHIpHuaidbHble OOJE3HHM — HTO KIMHUYECKH TIeTepOTreHHas
rpymnmna 3a0oJieBaHUM, KOTOpPbIE PA3BUBAIOTCS NPU HAPYIIEHWH PabOTHl KOMILIEKCOB
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JBIXaTEIHHOU eI MUTOXOHJIPUI — TJIABHOTO KOHEYHOTO MyTH a’pOOHOTO METaboau3Ma
[1]. OcHOBHBIM CBOWCTBOM OHMOJIOTHUECKOTO OKHCIICHHS SIBJISETCS 00BEIMHEHHE TKAHEBOTO
JBIXaHUS U OKUCIUTENbHOTO pochopunrpoBanus. HekoTopbie yyacTKU AbIXaTeIbHOM LIETTH
(takue kak kodH3UM Q10, TUTOXPOMOKCHIA3a) HApSALy C TPAHCIOPTOM 3JIEKTPOHOB
OCYUIECTBJISIOT MEPEHOC MPOTOHOB, MOJIYYEHHBIX OT META0OJUTOB LIUKJIA TPUKAPOOHOBBIX
KHUCIIOT, OKUCITUTEIBHOTO IEKapOOKCUIUPOBAHMS MUPYBATA, 3-OKUCICHUS KUPHBIX KUCTIOT
— M3 MaTpUKca B MEeXMEeMOpaHHOE POCTPaHCTBO. B mpoliecce 00paTHOT0 TOKa KaTHOHOB
BOZIOPO/Ia MTPOUCXOANUT YTHIIM3ALUS YHEPTUHU, OCBOOOKIAOIIEHCS U3 IbIXaTeIbHOM LIETH,
nyteM QochopunupoBanus Al B ATD. bnaronaps stomy oOpa3yercs 3amac SHEpPruu
OHMOJIOTMYECKOTro OKUCIIeHNUs [4].

B pesynpraTe MyTanui M aHOMAJIHMM, KOTOPbIE BO3HUKAIOT B ITOM KOMIUIEKCE,
ckopocTh cunTe3a AT® cHmkaeTcs, MPOIYKIUs aKTUBHBIX (JOPM KUCIOPOa YCUINBAETCH,
AKTUBU3UPYIOTCS MEXAHU3MBI 3aIPOTPAMMHUPOBAHHON CMEPTH KJIETOK, BKIIFOYAs anomTo3,
ayTo(aruu u HEKpo30MoA0OHbIE U3MEHEHM. Bce 3TO MPUBOAUT K yTHETEHHIO SHEPTOEMKHUX
MPOIIECCOB, TOBPEXKACHUI0 MEMOpaHHBIX CTPYKTYp CBOOOJHBIMU pajuKaliaMd ¢
MOCJIETYIOITUM BBICBOOOXKAEHUEM ITUTOXpoMa C U3 MUTOXOHAPUMA B HIOTUIA3MATHIECKUN
PETUKYIIYM.

BaxxHoe 3HaueHue Mpu 3TOM UMEIOT e(PEeKThl, BO3HUKAIOIINE B reHOMe. MyTtanuu
MutoxonApruanbHoi JITHK npuBoAsST K HapylIEHHIO TPAHCIIOPTA AJIEKTPOHOB BCIIEICTBUE
MaTOJIOTMM  KOMIUIEKCOB II€TH  JIBIXaTEJbHBIX (EPMEHTOB, UYTO (HEHOTUIIUYECKU
nposiBisgercs kak kapauomuonatus (KMII). Onucanst KMII, koTOpble BO3ZHUKAIOT MPHU
nedurute uutoxpoM C-okcuaasbl, cHuxeHnr akTuBHOCTH [ u IV wnu II u 111 kommiiekcoB
LIETIH JbIXaTEIbHBIX (EPMEHTOB MUTOXOHIPUA, HU3KYIO aKTUBHOCTb AJTbMUTOUII-KOIH3UM
A neruaporeHasbl, CBI3aHHOM CO CHM>KEHHEM (DYHKIIMH alleTHII-KOIH3UM A IETUAPOTreHAa3bl
JUIMHHBIX 1ieneit [3, 5, 7].

[TockonbKy  cepaeuyHass  MbIIIEYHAsT TKaHb  XapaKTEPU3YETCAd  BBICOKUMHU
DHEPreTUYECKUMHU TMOTPEOHOCTSIMU, Y OOJBIIMHCTBA MAIMEHTOB C MUTOXOHJPUATLHON
nuchyHKIMEH BO3HUKAIOT Kapauoyiornueckue mpoosiembl. CyiiecTByeT MPeArnoioKeHHe,
YTO MHUTOXOHJIpUaANbHAs JUCHYHKIUS MOXKET OBbITh NATOTEHETUYECKONM OCHOBOMU
KapJIMOMHOIIATHI, KOTOPbIE CUUTAIOTCS «UAMONATUYECKUMMU». DKCIEPUMEHTAIbHBIMU U
KJIMHAYECKUMHU  MCCIICIOBAaHUSIMA  YCTAHOBJIEHO, 4YTO MNpPU TakK  Ha3bIBAEMbIX
«UANOMATUYECKUX» MUTOXOHJIPUATIbHBIX KapAUOMHUOMNATUSAX MPOUCXOAAT HAPYILICHHS
MMEHHO OKHCJIHUTEIbHOTO (oChHOpUIMPOBAHUS, CBSI3aHHBIE CO CHUKEHHUEM aKTUBHOCTU
MHUTOXOHAPUAIBHOM  DJIEKTPOHHO-TPAHCHOPTHOM  CHCTEMBI  BCIEACTBHE  MyTalUU
MUTOXOHIpHabHOM niu suepHoi JIHK [1, 2, 6, 7].

Mutoxonapuansabie KMII moryT ObITh omnpesenieHbl Kak 3a00jeBaHusl MUOKap/a,
CONPOBOXKJIAIOIIUECS  CTPYKTYPHBIMH,  KOJUYECTBEHHBIMH U  (PYHKIHMOHAIbHBIMU
HapyHICHUSIMH MUTOXOHAPHUN WM KOMOWHAIIMEH STUX HApYIICHWH MpPU OTCYTCTBUU
COMYTCTBYIOIIEH 00JI€3HN KOPOHApPHOW apTEepuH, TMIEPTOHUU, 3a00€BaHusl KIalaHOB U
BPOXKJCHHBIX IMOPOKOB  CepAlla. YCTaHOBJEHO, YTO OCHOBOW  (popmMHupOBaHUS
muToXoHApHanbHbIX KMIT sBastroTcst Mytanuu mutoxonapuaibaoi JJHK [1, 3, 7].

[TomoOHBIE TOBpPEXKACHHS B TEHOME MOTYT OBITh BBI3BaHBI JK30TCHHBIMH
MYyTareHaMH: TUIIOKCHUEW, MOHU3UPYIOIIUM HU3JIYYEHHEM, JICKAPCTBEHHBIMU CPEICTBAMM,
HeaZiekBaTHOU (u3mveckoil Harpy3kou. [IpuHHMass BO BHUMaHHE TO, YTO PEIUIMKAIUS
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mutoxoHapuanbHoit JIHK mpoucxoautr oueHbp OBICTPO, HEOOXOAUMO YUWUTHIBATh, YTO
IPOCXOAMUT OBICTPOE HAKOIUIEHUE MYTalUH.

MuTtoxoHapuanpHble O0JIE3HH MOTYT BCTpedaTbCs B JHOOOM BO3pacTe, OJHAKO Yy
OJIHOM TPETH MALMEHTOB C HEAOCTATOYHOCTHIO (PEPMEHTOB JIbIXaTEIbHOM 1I€NM HaYaJIbHbIE
CHMITTOMBI TIPOSIBIISIFOTCS B TIEPBBIi Mecs xu3nu [1, 3].

JUis ~ IUarHOCTMKM  MUTOXOHJPHAJBHBIX  OOJE3HEH  HCHOJB3YIOT  METOJ
KJIOHUPOBAHUsI, KOTOPBIM JaeT JOCTOBEPHBIE KOJMYECTBEHHBIC pE3YyJbTaThbl, OIHAKO
cuMTaercsi Hauboyiee TPYJAOEMKUM U TPOJOJDKUTENBHBIM. bosiee TouHbIe pe3yJIbTaThl pU
MEHBIIIeH TPYJOEMKOCTH MOXKHO MOJYYUTh ¢ momolisio (ayopecuentHoi [TLP, onnako,
ATOT METOJ HE JAET BO3MOKHOCTH BBISBIIITH MEJIKUE JAECIEIUN U BCTaBKU. brUoncus MpIig
CUMTAETCS «30JOTBIM CTaHAAPTOM» JUIsl JIMarHOCTHKW MHUTOXOHAPUAIBHON O0JIe3HU;
OJTHAKO €€ CTeUU(PUIYHOCTh U UYBCTBUTEIBHOCTh HE SIBISETCS CTONMpPOLIEHTHOW. OOpa3ibl
MBIIIEYHON OMOTICUU UCCIEAYIOT Ha IPEIMET CTPYKTYPHBIX H3MEHEHUH C UCIIOIb30BaHUEM
CBETOBOM ~ MHUKDOCKONMH, THUCTOXMMHUHM C  KOHKPETHbIMH  (epMEHTaMu U
YIBTPACTPYKTYPHBIM HCCJIEAOBAHUEM C MCIOJIB30BAHUEM DJIEKTPOHHOW MHUKPOCKOIUHU.
Hanuuue «pBaHBIX KpAacHBIX BOJOKOH» B OHOINTaTaX CKEJIETHBIX MBI CUYUTAETCS
THUCTOJIOTMYECKUM TMPU3HAKOM MHUTOXOHJPUAIBHOW JUCPYHKIMHM, HO JAHHBIM NpPU3HAK
OTMEYAeTCsl He IPU BCEX MUTOXOHAPUATIBHBIX TUCHYHKIUAX U, Taxke OyaydH XapaKepHbIM
JUIl JTaHHOTO BUJB IIATOJIOTMH, MOXKET IPOSABIIATHCA TOJIBKO Ha II03JAHEH CTaguu
3aboneBanus [1, 6, 7].

B HexoTophix pabotax mis aerekiuu mytanuid MTIHK 1 komudyecTBeHHOM OlEHKH
YPOBHSI TE€TEPOIJIa3MUU MPEIJIOKEHO HMCIOJIb30BAHUE ''MOJEKYJSIPHBIX Mas4KoB"
(Molecular beacon).

Takxe NPUMEHSIOT METO/ OLIEHKU (PEPMEHTATUBHOM aKTUBHOCTH, OMOXUMUYECKHUH,
TUCTOJIOTUYECKUH, MOJIEKYJIIPHOE TECTUPOBAHUE W CKPUHUHT HOBOPOXKIEHHBIX, KOTOPBIN
JaeT BO3MOXKHOCTh BBISIBUTH BPOXKJICHHBIE HApYIIEHUs MeTabonu3Ma B OECCUMMITOMHOM
daze.

HccnenoBanust B 00JacTU Teparnuyd MUTOXOHJPHAIBHBIX OOJE€3HEH COCTOST U3
HECKOJIbKMX HaIlpaBJICHUN: BO-TIEPBHIX, COOCTBEHHO MEIMKAMEHTO3HOE JICYEHHUE, TO €CTh
WCIIOJIb30BaHUE JIEKAPCTBEHHBIX IIPENapaToB; BO-BTOPBIX — IIPUMEHEHUE OUET U
(bu3NUeCKUX YIpakHEHUH; B-TPETbUX, SKCIIEPUMEHTAIIbHbIE CTPaTEeTuy, HalpaBJIeHHbIE Ha
ucnpasiieHue 1e(eKTOB MUTOXOHAPUI Ha MOJIEKYJISIPHOM YpOBHE. B HEKOTOpBIX cilydasx
TaKXKe MPUMEHACTCS] XUPYPrUuecKoe BMeIaTesbeTro [1, 2, 6, 7].

HecmoTpss Ha 3HAUWUTENBHBIA MPOTPECC, NOCTUTHYTBIA C MOMEHTAa YCTaHOBJICHHS
MPUYMHHO-CJIEACTBEHHOU CBsi3n Mexay myrtauued MTIHK u 3aboneBanueM dvenoBeka,
U3JIeYEHUE OT MHUTOXOHJPHUAIBHBIX OOJIe3HE B HaAcTosIIee BpeMs MPaKTUYECKU
HEBOMOXXHO. B mepByro ouepeab, 3TO CBA3aHO C NpolOelaMyd B MOHMMaHUU OHMOTeHE3a
MUTOXOHApUM. OpHako Onarojgaps pa3BUTHIO (UBUKO-XUMHSIECKUX M MOJEKYJISPHO-
TF€HETUYECKUX METOJIOB JIaHHBIE O CTPYKTYpe U (PYHKUUSAX MUTOXOHJPUN IMOCTOSTHHO
KOPPHUTUPYIOTCS 1 AonoHstoTes [1, 3, 7].

BoiBoabl. J[ocTikeHrs] MEAUITMHCKON HAYKH 3a MOCJIEIHNUE IECATUIICTHS B 00JIaCTH
MEIUIMHCKOW TEeHETUKH, OHOXMMHUM M  KIMHUYECKOM MOP(OJOTrUM  MOMOTJIH
uAeHTU(pULIUPOBaTh Cpeau paHee HeaupepeHIUPOBaHHBIX MATOJIOTUYECKUX COCTOSHUMN
HOBBIA KJIACC MHUTOXOHJPUATBHBIX OO0Je3HEH, 00YyCIOBIECHHBIX TIyOOKUMHU AedeKTamu
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CTPYKTYPBI U (YHKIIMM MUTOXOHApUi. Pa3BuTHe mpeacTaBieHU O MUTOXOHAPHUATHLHON
NATOJIOTUX TO3BOJIMJIO 3HAYUTENIBHO PACUIMPUTh COBPEMEHHBIC B3IUISIABI HA IMATOrEHE3
3a0oneBaHuil Muokapaa. biaromaps TpPOBENEHHBIM  UCCIENOBAaHUAM, IOSBUIIACH
BO3MOXHOCTh  BBIJICIUTh OCOOYIO0 TpYIIy METa0OJIMYECKUX MHUTOXOHAPUATIBHBIX
kapauomuonatuiiaeix KMII, yto cmocoOcTBoBano paszpabotke nuddepeHirpoBaHHON
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