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PaccmoTtpeHa npo0JieMa TMATHOCTHKH reTePOreHHbIX (hOPM MUTOXOHIPHAILHBIX KAPAMOMHONATHIA, CBA3AHHBIX C HAPYIIEHMEM OKHC-
JMTENbHOTrO (hochopHIMpPOBAHUS M CHIZKEHHEM AKTUBHOCTH MUTOXOHIPHAJILHOM 3J1IEKTPOHHO-TPAHCIIOPTHOI CUCTEMbI BCJIEICTBHE
MYTALMU reHOB MUTOXOHAPHAbHOI uin sineproii JIHK. ITonqyepkHyTo, 4T0 MUTOXOHIPHA/IbHBIE KAPAUOMUONATHH PEIKO NPeICTAB-
JISIIOT U30JIMPOBAHHOE NMOPAXKEHHE MHOKAP/A, Yalle CJIYKAT NPOsIBIeHHeM MYJIBTHCUCTEMHOro 3200 eBanus. Jlana XxapakrepucTuka
KapIMOMHONATHY NPH OTAEIbHBIX MUTOXOHIPHAILHBIX CHHAPOMAX, OTPAXKEHbI BO3MOXKHOCTH JIeYeHHUs] IATOIOTHH.

Karouesote caosa: demu, kapouomuonamus, mumoxoropuanvHoe 3abonesanue, cundpomst Kepnca—Cetipa, MELAS, MERRF, NARP,
bapma, Jlu, youdexapernon, cykyunamot, yumoxpom C, 1e60KapHUmMuH.

The paper considers the problem of diagnosing the heterogeneous forms of mitochondrial cardiomyopathies associated with impaired
oxidative phosphorylation and decreased activity of the mitochondrial electron transport system due to mutations in mitochondri-
al or nuclear DNA genes. It is emphasized that mitochondrial cardiomyopathies rarely present as an isolated myocardial lesion
and more frequently serve as a manifestation of multisystem disease. The paper provides the characteristics of cardiomyopathies in
some mitochondrial syndromes and shows the possibilities of treating this disease.
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apIMOMUONATUM — TeTeporeHHasl rpymma 3a00-
eBaHWI, XapaKTepU3YIOIIMXCS BbIPAXXEHHOM CTPYyK-
TYpHOI TepecTpOrKOl MHOKapaa, 3JI0Ka4YeCTBEHHBIM
TEYEHUEM, PE3UCTeHTHOCTbIO K Teparuvu, BbICOKOM
CMEpPTHOCTBIO BCJIEJICTBME HapacTalolleil WJIM BO3HM-
Kalollleil BHE3alHO TIpY Pa3BUTUM KM3HEYTPOXKAIOIINX
CepIeYHbIX apUTMUI, CepAeYHO HEeIOCTaTOYHOCTH.
B GosnbimHCTBE ciydyaeB AMarHOCTMKA KapauoOMUOTaTHi
OCHOBBIBAETCS Ha KJIMHWYECKUX CUMIITOMAaX M JAHHBIX
(yHKIIMOHATBLHOTO OOCJIEIOBaHMSI, B TIEPBYIO OYepellb
axoKapauorpacduu, Ipyu 3TOM UCTUHHAS STUOJIOTHUS 3a-
OoJsieBaHMSI YacTo He ycTaHaBiuBaercs [1, 2].
OCHOBHBIMU MPUINHAMU KapaIUOMUOTIATHI SIBJISTIOT-
csl TeHeTu4eckue (pakTopsl (B TOM YUC/Ie MyTallMu T€HOB
CapKOMEPHOTO KOMIUIEKCa, HaCcIeICTBEeHHbIE HapyIIIEHUS
oOMeHa BEIIECTB), BOCHAJIMTEIbHbIE U3MEHEHUSI B MUO-
Kapne (Tpu auiaTallMOHHOM KapmuomuonaTtuu) [1, 3,
4]. Ha ocHOBaHUM COBpPEMEHHBIX 3KCIEPUMEHTATbHBIX
U KJIMHUYECKUX MCCIeNOBaHUi ObLia BbIAEJIEHA TpyIa
KapIMOMMOMATUI, CBSI3aHHBIX C HapylIeHUEM OKMUCIIM-
TeJabHOTrO (hochOpUIMPOBAHUS U CHUXKEHUEM aKTHUBHO-
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CTH MUTOXOHAPUAIBHOM 3JIEKTPOHHO-TPAHCIIOPTHOMN CU-
CTEMbI BCJIE/ICTBME MYTallMM T€HOB MUTOXOHPWAIbHOM
wnu sinepHoit JIHK. Bospocimii nHTepec K MUTOXOHIPU-
aJIbHBIM KapJAMOMUOIIATHSIM OOYCJIOBJIEH HOBBIMU BO3-
MOKHOCTSIMU B TMarHOCTUKE U JICUEHUU 3TOU MaTOJOTUH.
MuToxoHapuaibHbIe KApAMOMUOIIATUN MOTYT OBITh OTIpe-
JIeJIeHbI KaK 3a0o0JieBaHUsI MUOKap/a, aCCOLIMMPOBAHHbIE
CO CTPYKTYPHBIMM, KOJTUUECTBEHHBIMU U (DYHKIIMOHATb-
HBIMU HapyIIEHUSMU MUTOXOHAPUIA TNOO ¢ KOMOMHAIIU-
eii aTux HapyueHuit. Kak npaBuio, MUTOXOHApUAJIbHBIC
KapIMOMMOTIATUU SIBJISTFOTCSI COCTABHOM YacCThbIO TMOJIMOP-
TraHHOTO 3a00JIeBaHUSI, PeXe BCTPEUaloTCsl KaK M30JUpO-
BaHHOE nopaxkeHue cepaua [5-7].

BaxxHbIM 3BEHOM TIaTOreHe3a MUTOXOAPUATbHBIX
OoJie3HEel CIYXUT KIETOYHBIN 3SHEpreTuueckuit nedu-
ot [8, 9]. HepBHast n MbIlIeyHas TKaHb HanMOoOJIee YyB-
CTBUTEJIbHA K YCJIOBUSIM 3HepreTuyeckoro rojiona [10].
B cBs13u ¢ 3TUM He ciyyaitHo 3HIIedanonaTusi, OTcTaBa-
HUE B MICUXOPEYEeBOM U MOTOPHOM Pa3BUTHUU, CYIOPOTH,
MBIIIIEYHAsT TUTTOTOHUST U KAPIMOMMOTATHSI — OCHOBHBIE
MpU3HAKW, BCTPEYalolIMecss TpPU MUTOXOHAPHUATbHOM
MaTOJIOTUU.

l'eneTnueckue acnekTbl. MMTOXOHApPUAIBHBIE Kap-
JNIMOMUOTIATUN MOXHO pa3lieJIUTh Ha ABe OOJbIINEe TPYII-
Mbl: BO3HUKAIOIIIWE BCJIEACTBUE MYTallMii MUTOXOHIPU-
anpHOM U snepHoit JTHK.

MuToXOHIpUATbLHBIE KapAMOMHONATHH, OOYCJIOBJIEH-
Hble MmyTanusivu mutoxonapuaabHoii JIHK. MuTtoxonapu-
anpHag JIHK npeacrasiser coboit ocoOylo CTPyKTypy
BHesinepHoit IHK, comepxut 37 reHOB, KOOUPYIOIINUX
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cyovenuuuibl I, III—V KoMIIeKCOB NbIXaTeIbHOM 1IeTH,
TpaHcTopTHbIe U pubocomanbHbie PHK. Myrtauuu mu-
toxoHapuanbHoit JJTHK BeayT K paccTpoilcTBY pabOThI
CUCTEMBI BJIEKTPOHHO-TPAHCTIOPTHOW 1IEMU U  OKMHC-
JuTeNbHOTO (hocopunmpoBaHus, HApPYIIEHUID MHUTO-
XOHJIpUAIbHOTO CcHHTe3a Oenka. JledeKTsl MUTOXOH-
npuanbHoit JITHK 00bIYHO TipeacTaBiaeHbl KpPYMHBIMU
JIeeIMsIMU, HEPENKO COYETAIOIIMMUCS C AYTUIMKAIUsI-
MU (B POJIOCJIOBHBIX BCTPEUYAIOTCSI CTIIOPAIUYECKM U HE
HaclenylTcs1), U TOYKOBbIMU MyTauusiMu. [lociaenHue
HacJenylTCsl C BBICOKMM PHUCKOM, CTPOTrO IO MaTe-
PUHCKOW JIMHUM (MUTOXOHApPUAIbHOE, MaTEPUHCKOE,
WJIX LIMTOTUIa3MaTUYEeCKOe HacjieJoBaHue). DTO CBSI3aHO
C TeM, YTO UMEHHO MaTepuHCKasl SIAIEKJIEeTKA CITy>KUT
WCTOYHUKOM MUTOXOHAPUI IS OpraHu3Ma peOeHKa.
[Tpu onileHKe KIMHUYECKOM 3HAUMMOCTHA MyTalluii MUTO-
xoapuanbHoii JIHK cnenyeT yuntsiBath a2 dekTbl roMmo-
U TeTeporuia3Muu (COOTHOIIIEHME MYTAaHTHOW M HOp-
manbHOi JIHK B kileTke/TkaHM), a Takke BO3MOKHOE
U3MEHEHUEe YPOBHSI TeTeporula3MUU B TEUEHUE KU3HU.
PaznuuHbie BapuaHTbl pacnpeneeHUs] MyTaHTHOM MU-
toxoHapuanbHoit JIHK B TKaHsSIX Tioma CyliecTBEHHO
3aTPYIHSIIOT OTpele/ieHue MeAUKO-TeHETUYeCKOTO TPo-
THO3a Y MOTOMCTBA KEHIIMH-HOCUTENe MWTOXOHIPU-
aJIbHBIX MyTanumii [11].

C MUTOXOHIPHUATBHBIMUA KapaAUOMMOMATUSIMU  ac-
COLIMMPOBAHBI TOYKOBBbIE MYTAallMd MUTOXOHIIPUATb-
HbIx TeHoB TpaHcrnopTHbix PHK — MTTLI (3243A>G,
3260A>G, 3303C>T), MTTK (8344A>G, 8348A>G,
8363A>G), MTTI (4269A>G, 4295A>G, 4300A>G,
4317A>G, 4320C>T), MTTG (9997T>C), MTTL?2
(12297T>C), MTTT (15923A>@G), a Takxe MyTallul MU-
TOXOHAPUAIbHBIX TEHOB OEJKOB JIbIXaTeJIbHOM LIenu —
MTATP6 (8528T>C), MTATPS (8993T>C), MmyTauuu reHa
unroxpoma b MTCYB (14849T>C, 15498G>A) [6]. Coue-
TaHUE MAaTEePUHCKU HacJIeIyeMOil MUOIAaTUM U Kapauo-
muonaTtuu (akpoHum MIMYCA — Maternally Inherited,
Myopathy, Cardiomyopathy) BO3HMKaeT Mpu MyTalMsIX
3260A>G u 3303C>T rena MTTLI. Jeneumii MUTOXOH-
npuansHoii JIHK saBnsitoTcss mpuunHO HECKOIBKUX MU-
TOXOHAPUAIBHBIX CUHIPOMOB, M3 HUX KapJAMOMUOIATHUS
BcTpevaercs npu cuHapoMmax Kepaca—Celipa n XxpoHuve-
CKOI1 Hapy>XHOU odTaabmorieruu [5, 6, 12, 13].

MHuTOXOHIpHATIbHBIE KapAHOMHONATHH, OOYCJIOBJIEH-
nHoie MmyTanusavu saepnoii JIHK. Ponb myranmii smepHbIxX
T€HOB B IIPOUCXOXIEHUW MUTOXOHIPUAIBbHBIX Kap-
NIMOMUOIIATUI CTajla OYEBUIHON B TMOCJIEIHEE NeCIATH-
snetne. fnmepHble TEHbI KOIMPYIOT OOJIBIIMHCTBO I10-
JIMTICNITUIOB 3JIEGKTPOHHO-TPAHCIIOPTHOM 11eTh  (TeHBbI
NDUFS2, NDUFV2 w nap.), KOHTPOJUPYIOT (HaKTOpbI
cOOpKM M (PYHKIIMOHUPOBAHMUSI AbIXATEJIbHBIX KOMILIEK-
COB Ha MUTOXOHApHanbHOU MemOpaHe (SURFI, SCOI,
SCO2, COX10, COX15 wn np.), obecrieunBalOT OUOTE-
HE3 MUTOXOHIPUIA, KOIAMPYIOT pruOOCOMasbHbIe OeKu
(MRPS22, MRPS16) v (pepMeHTBI OMOCHUHTE3a KOIH3U-
Ma Q) (COQY), KOHTPONUPYIOT (HAKTOPhI CTAOMIBLHO-
cti U perikaiuu MutoxoHapuansHoit JIHK (POLGI,
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ANTI, PEOI, TK2), cocTosiHue BHYTpEeHHE MeMOpaHbI
mutoxoHapuii (TAZ) [14—21]. dedeKTsl siaepHbIX TEHOB,
o0ecrieuynBaloIMX periMKaiuo U GyHKIMOHUPOBaHUE
mutoxoHapuaibHoit JIHK, BenyT K ee MHOXECTBEHHBIM
JeJeUUSIM WU AeTiiennu (UCTOIIEHWIO), YTO TTOMYEPKU -
BaeT TIABEHCTBYIOIIYIO POJIb SIIEPHOTO TeHOMa HaJl MU-
TOXOHIIpUaJIbHBIM [13, 22].

K HacrosiiieMy BpeMeHM IOKa3aHO, YTO MyTallMu
okosio 30 renoB simepHoii JIHK MoryT ObITh NpuumnHO¥
Pa3BUTHUST MUTOXOHIPHUATBHON KapaIUOMUOIIATUN — M30-
JINPOBAaHHOM (peXe) WKW B CTPYKTYpE TMOJMCUCTEMHOTO
3a0osieBaHmst [23]. IlepeueHb TakKMX T€HOB HEYKJIOHHO
yBeJnurBaeTcsi. B OOJIBIIMHCTBE CJlydaeB MUTOXOH-
NpyajibHasi KapAWOMMOTIATHSI XapaKTepu3yeTcsl paH-
HUM nebtotoM [24], coueraercs ¢ aHUedaToMuonaTuen
(3amepskKa pa3BUTHsI, MbIIIIEYHAs] TUTIOTOHUSI/ TUCTOHUSI,
CyIlOpOTH), pexe — C TYOYJISIpHBIMU PacCTPOMCTBaMMU,
nopaxxeHueM redeHu. B Tabmuiie rpeacTaBieHbl Ipyr-
bl MUTOXOHJIPUAJIBHBIX 3a00JIeBAaHUI C paHO MaHUe-
CTUpYIOLIEH Kapauomuoriatueit (B TOM 4ucjie y HOBO-
poxaeHHbIX). OCHOBHBIE TIPOSIBIIEHUSI, KaK IpaBUJIO,
HE OTJIMYAIOTCS CMeU(UIHOCTBIO, UTO 3aTPYIHSIET KIU-
HUYECKYIO JTUAarHOCTUKY, TpeOyeT nuddepeHnpoBaHUs
C JIOCTaTOYHO OOJIBIIIMM KOJUYECTBOM Te€TepOTeHHbBIX
3a00JIeBaHUIN, W JJI1 TEHETUYECKOTO TOATBEPXKIECHUS
NMarHO3a TIPUXOIMUTCS HCIOJb30BaTh TaHEJM TEeHOB
WJIM IpUOeraTh K 9K30MHOMY CEKBEHUPOBaHUIO.

B TO Xe BpeMsi mpu psiie HO30JIOrMYeCKUX (hOpM OT-
MeJyaeTcsl XapakTepHasi CMMITOMAaTMKa, Malolasi BO3-
MOXHOCTb YCTAaHOBJIGHUsI JMarHo3a Ha OCHOBaHUU
KJIMHWYECKNX MTAHHBIX W €ro TOATBEPXACHUs TIOCie
MOJIEKYJIIPHO-TEHETUUECKOTO MCCIeOBaHUs KOHKPET-
Horo reHa. Tak, nipu cuHapome CeHrepca (nedekT reHa
AGK) runeptpoduueckasi KapIMOMHUOIIATUSI COUYETAeTCS
¢ MMOTIAaTUYECKUM CUHIPOMOM, HU3KOU MEPEeHOCUMO-
CThIO (DM3MYECKOUN Harpy3Ku, BpPOXKACHHON KaTapaKTou
n jaktaT-auumo3oM [19]. Tumeprpodudueckass Kapamo-
MHOMATHST MOXET TpaHC(HOPMUPOBATLCS B AUJIATALIN-
OHHYIO C pa3BUTHEM cepleyHoil HemocTaTouHocTH [20].
I1Tpu nonosHUTETLHOM 00C/IEIOBAHWM BBISIBJISIIOT JIETLIC-
muto mutoxoHapuanbHoit JIHK, ¢enomen RRF («pBa-
HbIe» KpaCHbIE BOJIOKHA) B MBIILIEYHOM TKAHU.

IIpu cuenneHHoM ¢ Xxpomocomoii X cuHapome bap-
Ta (nedexr reHa 7AZ) HaOMOJAETCSl XapaKTepHOE CO-
yeTtaHuWe paHO MaHUpecTupyIlei (C MepBbIX Heneab/
MecsI1IeB XU3HM, WHOTAA MpeHaTaabHO) KapAuoMHUOmNa-
T (Yalle AUJaTallMOHHOM, pexe TUrnepTpoduyecKoii)
C 3alepXKON (PU3MYECKOTO pa3BUTHSI, MUOMATUYECKUM
CUHIPOMOM, HeliTpornieHuel. B moysioBuHe ciyyaeB peru-
CTpUPYETCS BBICOKasI TIOYeYHasi 9KCKPeIrs 3-MeTUIITITY-
TaKOHOBOW KMCJIOTHI, OTpakaroiiiasi BOBJIeUeHWe B TaTO-
JIOTMYECKUI TIPOLIeCC BHYTPEHHEN MUTOXOHIPHUATbHOMN
MeMOpaHsbI [25, 26].

B 0Ooznee crapmieM Bo3pacTe MOSIBISIIOTCS ITI€pBBIE
npusHaku atakcum Ppunpeiixa (Myraumm reHa FXN).
OOCTpyKTHBHasI TUrepTpoduyecKkass KapauoOMUOMATUS
SIBJISIETCSI BAXKHOW COCTaBJISIIONIEN 3TOro 3a00JieBaHUsI
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1 BO MHOTOM ompenesisieT ero mmporuo3 [27, 28]. Kpome
TOTO, TTO3/IHEN MaHUdecTaluel y MOAPOCTKOB WY B3pOC-
JIBIX  XapaKTePU3YIOTCST AWJIATallMOHHbIE KapaIuOMUO-
MaTUU, CcodYeTalolIrecsl ¢ aTaKCuell W JeTpecCUBHBIMU
cocTostHUSIMM (MyTaluu reHa POLGI) vav ¢ mporpeccu-
pylolieil HapyXHO# odTranbmoruierueii (MyTaliiu TeéHOB
ANTI, Twinkle, POLG2). HacnenoBaHue yka3aHHBIX 3200~
JIeBaHMI TTOMYMHSIETCS KITACCUIECKUM 3aKOoHaM MeHIest.

CoracHO MMEIOIIMMCST TaHHBIM, TIPU TIOMCKE MY-
Tauuii ToMbKO B MuToTOXOHIpuaiabHOi JIHK mmarnos
MHTOXOHAPUAIEHOM OO0JIE3HN BepU(PUIIUPYETCST TTOYTH
y 50% B3pOoCHBIX MAlIMEHTOB U TObKO Y 10—20% neTteit
[5,6]. D10 oTpaxaeT pacrpoCTPAaHEHHOCTb SIAEPHO-
U MUTOXOHIPUATBHO-KOIUPYEMBIX MUTOXOHIPUATBHBIX
3a00JIeBaHUIA Y OOJTBHBIX Pa3HOTO BO3pacTa.

JIpyrue BapuanThl mopaxkeHusi cepaua. Kpome Kap-
JMTUOMUOTIATUM, TIPU MUTOXOHAPUATHHBIX 3a00JIeBaHUSIX
HepeIKO TUAarHOCTUPYIOT U3MEHEHUS B TIPOBOJISIIEH CHU-
creme cepaua [29, 30], mpencraBieHHble GUOPYILISILIMEH
TIpecepanii, aTpUOBEHTPUKYJIIPHOM OJIOKaI0il, CUHIPO-
MoM Bonbda—ITapkuHcona—Yaiita, 610Kamoit nposeme-
Hu 110 yuKy [ica. [IIupokuit crieKTp HapyIIeHWiT MOKET
OBITh OOBSICHEH C MO3WILUK JAUCHYHKIUM aBTOHOMHOM
HEPBHOI CHCTEMBI, BBISBISIEMON y OOJBIIMHCTBA TTAIU-
eHroB. Tak, B uccienoBanuu R. Di Leo mokasaHo, 4To B
80% cnydaeB y OOJBHBIX ¢ MUTOXOHIPUAIBHOW MaTOJIO-
TMeil BBISIBIISTIOTCST TIPU3HAKA aBTOHOMHOM TUCHYHKIINH,
Mpu 3TOM B 46% ciydaeB OTMEYaloT BhIpaXKeHHYIO aBTO-
HOMHYIO TUCHYHKINIO, B 36% — yMepeHHYI0; Y OOJTbHBIX
VYCTaHOBJICHO JOCTOBEPHOE CHVKEHUE YPOBHS alpeHas -
Ha pu niepexone B optonosioxenue [30 |.

VYV manumeHTOB ¢ MUTOXOHIPUATBLHBIMU KapIMOMMO-
MaTUSIMUA TaKKe BCTPEUaloTCsl HapyIIeHUsI Mpoliecca pe-
nojsspusauuu B Buae ST—T uamenenutii [31]. BapuaHTsl
MOpaXXeHUsT CEPACIYHO-COCYIUCTON CUCTEMBI TIPU KJlac-
CUYECKUX MUTOXOHIPHUATBHBIX CHHIPOMAaX XapaKTepu3y-
I0TCS ITUPOKUM KJITMHUYECKUM TTOJTMMOP(MU3MOM.

Cunnpom Kepuca—Ceiipa Bo3HUKAET B cilyyae Hasu-
yus criopaandeckoil aeneruu MuoxoHapuaisHoit JIHK,
vy 90% malMreHTOB BBISBISIETCS HeNIeLNs, pa3Mep KOTO-
poii BapsupyeT ot 1,3 10 8,8 KO, pexke BO3MOXHA TyTUTH -
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Kamus [12]. 3abosieBaHMEe XapaKTepu3yeTcsl Kiiaccuye-
CKO¥t Tpmamoii: medroT B Bo3pacte 10 20 jeT, MUrMeHTHas
peTuHomnaTus, opraabMonapes (1ros) [32].

BapuaHTbl M CcTeneHb BBIPAXKEHHOCTU TIOpaKeHUST
cep/ia B GOJBITMHCTBE CJTy9aeB OMPEAEIISIOT TSKECTh Te-
yeHwus 1 nporHos3 cuHapoma Keprca—Ceiipa. MU3meHeHust
CO CTOPOHBI CepIeYHO-COCYIUCTON CUCTEMBI, KaK TTpaBU-
JIO, TIPOSIBJISTIOTCST HApYIIEHUSIMU B TIPOBOJISIIIEH CCTEME.
Ha BKI BwIsIBASIOT yuIMHEHUe uHTepBaia P—R, aTpuo-
BEHTPUKYJISIpHYIO O1oKamy 2—3-ii CTereHu, AUCTAIbHYIO
Onokany mipoBeneHus 1o nydky luca [33, 34]. dnurens-
HOE BpeMs MOpaXeHUE CEepIla MOXKET OCTaBaThCsl He-
pacro3HaHHBIM. MHOTma cepbe3HOoe BHUMaHHWE Bpadn
00palllaloT Ha COCTOSIHUE OOJIbHBIX TOJBKO TIPU (DOpMU-
POBaHUU TIOJTHOM aTPUOBEHTPUKYIISIPHOM OJIOKAIBI, TIPU-
BOASIIEH K pe3Koil OpaauKapIuM, JUINTETbHBIM Tay3aM
CEepIEYHOr0 pUTMa C CUHKOMAIbHBIMU COCTOSTHUSIMU —
npuctynaMu Mopranbu—Anamca—Crokca. CienyeT rmoj-
YepKHYTh, YTO Pa3BUTHE MOJTHON aTPHUOBEHTPUKYISIPHOM
GJIOKaIbl MOXKET TPOMCXOAUTH BHE3AITHO M HEIpeIcKa-
3yeMo (y 20% maumeHToB) [35], UTO yBeIMUMBAET PUCK
BHE3aITHOM CMEPTH U TpeOyeT SKCTPEHHOM WMILIaHTa-
LMK BJIEKTPOKapaAuoCTUMYyIsiTopa. [loimHast aTproBeH-
TPUKYJIsSIpHas OJIoKaga TPUBOAWT K MMOKapIUaTbHOM
IUCHYHKINMKA ¢ TTOCIEAYIOIIMM BO3MOXHBIM pPa3BUTHEM
HEJI0CTaTOYHOCTH KpoBoobpatieHust [36]. Beicokuii puck
MMOKapIUaTbHON HEIOCTaTOYHOCTH Ha (POHE IOJHOTO
aTPUOBEHTPUKYIISIPHOTO OJIOKA ITUKTYeT HEOOXOAUMOCTh
UMILIaHTalMY nieficmekepa Tuna DDD B paHHue cpoku,
JI0 TOSIBJIEHMSI XKU3HEYTPOXKAIOIIUX HAPYIIEHUIA B TPOBO-
nsieit cucreme cepaua [37, 38].

W3MeHeHUsT B MPOBOJSIIEH CUCTEMbI He BCeraa Ma-
HU(DECTUPYIOT TIOJTHBIM aTPUOBEHTPUKYJISIPHBIM OJIOKOM.
B psime ciaydaeB MpOMCXOAUT TIOCTETIEHHOE HapacTaHue
HapylIeHU, HAaYMHAIOMIMXCS C JUCTATbHON OIOKaIbI
MpaBOil 1/WJIU TIepeTHEel BETBY JIEBOM HOXKM Imyuka [vca
[33, 34]. BMecTe ¢ TeM ciieayeT yIuThIBaTh, YTO Y psija Ta-
LIMEHTOB BO3MOXHO BO3HUKHOBEHUE MOHOMOP(HON Xe-
JIYIOYKOBOI TaXUKapAUW WIA TaXUKAPIUU TT0 TUITY tOrs-
ade de pointes [39]. B Takoii cutyaiuu 1ist mpouIakTUKA
BHE3AITHOM CepIeYHON CMEPTH CJIeAyeT OTIaBaTh MPEIITo-

Tabauya. Tpynmsl simepHO-KOIUPYEMBIX MUTOXOHIPHAJILHBIX 3200 /I€BaHUIl, XapAKTePH3YIOIMXCS paHHeil ManudecTanueii u kap-

IMOMHONIATHEH

Kiunanaeckuit peHoTumn

Tun HacirlenoBaHUA Ten

MuToxoHapuaabHas SHIE(MATOMHUONATHS C KAPIUO-
MUOIIaTUEH,

B TOM umcie cuHapoM CeHrepca

MuToxoHapuanbHas dHIE(DATOMUONATHS C KAPAUO-
MUOIaTUel U TyOyIonaTuei

MuToxoHapUaabHast SHLIe(haTOMUOIIATUS C KaparuOo-
MUOTIATHEN 1 3-MeTWITITyTAKOHOBO allvaypHUeid,

B TOM umcie cuHapoM bapra

AyTOCOMHO-PETIeCCUBHBII

NDUFS2, NDUFAFI, NDUFAII,
ACADY, SDHA, SDHB, SDHC,
SDHD, SCO2, ANT1, COX15,
AARS2, MRPL44, SLC2543

AGK
AyTOCOMHO-PeIIeCCUBHBII MRPS22 (C30RFS5), MRPS16,
coQ9
AYTOCOMHO-PELIECCUBHBII TMEM?70, ATPSE, ATPAF2,
DNAJCI19

X-CILeTUIeHHbII pellecCuBHbI  TAZ
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YTEHUE KapAMOBepTepy AedUOpUILISTOPY MO CpaBHEHUIO
¢ anektpokapauoctumyssitopom [39]. CyiecTByeT MHe-
HHUeE, 9TO MMIUTAaHTALMsI KapauoBepTepa nepruoprmniaTopa
y manueHToB ¢ cuHiapomoMm KepHca—Celipa mo3BossieT
KOHTPOJIMPOBaTh HE TOJLKO TMEPUOAbl aCUCTOJIMU, HO U
(UOPUILTAIINIO KETYTOYKOB [6].

Pexe npu cunmpome Kepnca—Ceiipa pa3BuBaroTcs
MHOKapAWabHbIe HapYIIEHWs MO TUITY JUIaTallMOHHOM
Kapamomuornatuu [33, 34, 40]. Dt n3MEeHEHMS CBI3bIBA-
o1 ¢ aepuruTom 1MToXxpoM C-oKcuaasbl, 0O0YCIOBICH-
HbIM JedekToM MutoxoHapuanbHoit JTHK B mosuiuun
8482—13459 [40]. dumatamyoHHAs KapAWOMMOIIATHS
MOKET COYeTaThCsl ¢ MIPU3HAKAMU YMEPEHHOW TMIIEPTPO-
¢uM CTeHOK JIeBOTO Xejynouka. Kak rnmpaBuio, pa3BUTHIO
pPEMOJIEIMPOBaHUsI Ceplilia TIPEAIIECTBYIOT HapyIIeHUs
B mmpoBoxseii cucteme [40, 41]. JlunaTaumst mojlocTy Jie-
BOTO KeJTy/IouKa COTIPOBOXK/IAETCS BbIPAXKEHHBIMU Hapy-
LIEHUSAMU CUCTOMYeCKO PyHKIMKU (Auddy3HbINA TUITO-
KWHE3 CTEHOK JIEBOTO KeJIyI0uKa, yMeHbIlIeHe (ppakiuu
YKOPOUEHMST JIEBOTO KEIylouKa U CKOPOCTU LIMPKYJISIp-
HOTO COKpallleH!sI BOJIOKOH), B JaJIbHEHIIIEM TPUCOEIM-
HSIeTCSl IMacToimveckasi TUCcYHKIMST (CHXKEHUE COOT-
HOIIIEHUSI CKOPOCTM TPAaHCMUTPAJIbHBIX TOTOKOB E/A,
YBEJIMUEHUE BPEeMEHU Jelie/iiepaliuii U TpeabI3THAaHUS),
YTO YXyAIIaeT MPorHo3 3aboseBaHus [34, 40, 41].

IMon HammM HabMOAEHUEM HAXOAWJIUChH 7 TAllMeH-
ToB ¢ cuHnpoMoM KepHca—Ceiipa. Haubonee Tsxenoe
MopaxkeHue cep/iiia ObUIO BBISIBICHO y JAeBOYKU 14 et
bruto ormeueHo nuddy3HOe Tporpeccupytolee mopa-
JKEHME TPOBOMASIICH CUCTEMbI, HAYMHAs C JUCTATBHOMN
JIBYXITYYKOBOI OJIOKaabl HOXEK TydyKa [ica W TpaH3M-
TOPHOI aTPUOBEHTPUKYJSIPHON OyioKansl 1-il creneHu
C TIOCJIENYIOIIMM pa3BUTHEM TIOJTHON OJIOKambl JIEeBOM
HOXKM TIydyka [¥ca, TIONHOI aTpMOBEHTPUKYJISIPHOM
OJIoKambl, BO3HUKHOBEHMEM TIPUCTYITOB MopraHbr—
Anamca—CToKca, 4YTO TOTPeOOBAJIO 3KCTPEHHON WM-
TUTAHTAMU  3JIEKTPOKAPAMOCTUMYJISITOpA. YKa3aHHbIC
HapylLIEHUs COTIPOBOXIAIUCH Pa3BUTUEM KapAWOMMO-
naTuy, CoYeTalolleil KaK JuiaTalliio TOJIOCTU JIEBOTO
JKeJTy0uKa, Tak 1 CHMMETPUYHYIO TUTIEPTPO(UIO JIEBOTO
Keqynouka 6e3 ooctpykuuu. Habmonanoch peskoe cCHU-
JKeHWEe CUCTOIMYECKON (hyHKIMU B KOMOMHAIIUU C 00-
IMUPHBIMUA UIIIEMUYECKUMU NU3MEHEHUSIMU B 00J1aCTH Tie-
penIHe00KOBOI CTEHKHU JIEBOTO Xeyaouka (nedopmanust
XKEJYI0YKOBOTO KOMIUIEKca 1o Tury QS V, ), uto 6bu10
paclieHEeHO KaK KOCBEHHBIE CBUIETEIbCTBA PYOIIOBBIX
N3MeHeHU1 B Muokapzae [34 .

Bmecrte ¢ Tem MuOKapauaibHbIe HapylIeHUs Y 00JIb-
HbeIx ¢ cuHapomoM KepHca—Ceiipa MOryT IIUTEIbHO
MpoTeKaTth CyOKIMHUYecKu. JUIsi paHHe JMarHOCTUKU
1eJiecoo0pa3HoO MPOBeAeHNEe MATHUTHO-PE30HAHCHOM TO-
Morpaduu, KOTopasi TO3BOJISIET BBISIBISITH (PUOpO3HbIE,/
pyO110BbIe MU3MEeHEHMsT B MMoOKape [42]. BosHUKHOBeHUE
MUOKapAUATbHON NUCHOYHKIIMU, CHUXEHHE CUCTOIMYE-
CKOl (DYyHKIMM U Pa3BUTHUE TSKEION OMBETPUKYISIPHOM
CepIeYyHOl HEeIOCTaTOUHOCTH PEe3KO YXYIIIAlT MPOTHO3
1 HEPEAKO MPUBOISAT K JIETATLHOMY WCXOTY.
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G. Hibner u coaBT. [43] cooOummaum o pesyabraTax
ayTorcuu 26-JIeTHEr0 yMepllero TMalreHTa ¢ CUHAPO-
moM Kepuca—Ceiipa. KinmHuyeckue TpoOSIBIeHUS Xa-
paKkTepU30BAIMCh COYETAaHMEM MMOTIATUM W JujiaTalv-
OHHOW KapAWOMMOIIaTUU, OCJTOXHEHHO pedpaKkTepHOI
CepleYHON HEAOCTaTOYHOCTBIO, SIBUBIICICS TPUUMHOMN
cMepT. MakpocKoInuuecku Oblla OOHapyKeHa BbIpa-
JKeHHasl aujaTalusl JIEBOTO Keiymodka. [ucronoruye-
CKME JaHHble BBISIBUIM 3HAYWUTEJbHOE YMEHbIICHUE
MUODUOPUIUT B KOMOMHALIMY C PE3KO YBEIMYEHHBIM KO-
JINYECTBOM MUTOXOHAPUN C HapyHIEHHOW CTPYKTYpPOIA.
AHOMaJIbHbIE MUTOXOH/IPUM JIOKAJTM30BaIMCh KaK B Kap-
MUMUOIIMTAX, TaK U B BOJIOKHAX TPOBOMASIIEH CUCTEMBbI
cepana. JvratallMoHHas KapaAWOMUOIIATASI W MPOTrpec-
cUpylollasi cepJeyHasi HeIOCTaTOYHOCTh Ha (DOHE Tsixke-
JIOW CUCTOJMYECKON AUCHYHKIIUU SIBJISTIOTCS MOKa3aHU-
eM K TpaHCITJIaHTaluK cepaua [6].

Cunapom ITupcona maHudecTupyer y neteii mepBbIX
MeCSILIEB KM3HU, XapaKTepu3yeTcsl CuaepoOIacTHOM
aHeMMel, 9K30KPMHHOW MUCHYHKIIMEN MOIKETyI09-
HOM XKeJye3bl, HEWTpONEHWEel U TPOMOOILIMTOIIEHUEH.
BoabmmHCTBO feTeil yMUparOT Ha MEPBOM TOIY XKU3HMU,
TpaHC(Y3UU KPOBU YACTO OKa3bIBAIOTCS HEIOCTATOYHO
3¢ dekTuBHbIMU. CUHIPOM pa3BUBAETCS MPU HATUUYUU
neneunu mutoxoHapuaibHoit JJHK. Bo mHorux ciyua-
SIX Y BBDKMBIIUX JIeTeil TAHHBIM CUHIPOM C BO3PACTOM
TpaHchopmupyercs B cuHapoMm KepHca—Ceilipa ¢ xapak-
TEPHBIMU HAPYILICHUSIMU B TIPOBOJISIIIEN CUCTEME Cep/ilia
W AujaTaluKeit JIGBOTO XXeaylIouKa C SBICHUSIMU cepeyd-
HOU HEIOCTATOYHOCTH [44].

Cungpom MELAS (MuToxoHapuaibHasi dHUedao-
MUOIIATUSI, JIaKTaT-allua03, WHCYJIBTOMOA0OHBIE 3IH-
301b1). OCHOBHBIMM XapaKTepUCTUKAMU 3a00JIeBaHUSI
SIBJISTIOTCSI  MHCYJIBTOTIOIOOHBIE TPUCTYIThI, BO3HUKAIO-
mue B Bo3pacte 10 40 jeT (B TOM YMClie B I€TCKOM BO3-
pacTe), TIPUCTYNbl MUTPEHETONO0HON TOJOBHOI 00JH,
CHUXEHUE MHTEJIJIEKTA 10 TUITY AEMEHIIUU, STTUICTICHUS,
MpoKCUMaJbHasl MbIllIeyHass cJ1aboCTb, BbIPAXKEHHbBIE
MPU3HAKA MUTOXOHIpUAJIbHON AuchyHKIMU ((heHOMEH
RRF) no nanHbiM MbleyHoit 6uonicuu [45]. Bospacr
nebrora 3aboJjieBaHMST BapuabesieH, Haubojiee 4acto —
ot 6 mo 10 yet. TIpyu KoMmmbIOTEpHOI TOMOTpauu To-
JIOBHOTO MO3Tra BBISIBJISIIOTCS] 30HBI MH(MAPKTOB, TIpenmMy-
1IECTBEHHO B 00JiacTu remucdep, 4To U 00yCIOBIMBACT
HEBPOJOTUYECKYIO CUMIITOMATHKY [46].

B ocHoBe cuHIpoMa JiexxaT TOYKOBbIE MyTallu MUTO-
xouapuanbHoit JIHK, B 80% cinyyaeB BcTpeyaeTcsl MyTa-
us 3243A>G rena MTTLI. Takke ycTaHOBJIEHBI MyTa-
11U B 1pyrux reHax mutoxoHapuansHoit JJTHK(MTTLI,
MT-NDI1, MTND5, MT-COXIII) [47, 48]. Mytauuu npu-
CYTCTBYIOT B CKEJIETHOW W CepACUYHON MBIIIAX, TTeYEHHU,
MoYKax, MOIKeTyIOYHOM Keje3e, Mo3Xkeuke, Kope 001b-
WX TTOJTyIIapUi.

Vi3aMeHeHMsT cO CTOPOHBI cepiia Bo3HUKaOT ¥ 40%
MalKXeHTOB, Yallle OHU MPOSIBISIOTCS KOHIIEHTPUUYECKOM
(CUMMETPUYHOI) TUTIEPTPOPUIECKON KapIUOMHOTIATH-
eil, 0COOEHHOCTBIO KOTOPOH CIYyXKUT paHHEe pa3BUTHE
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MUOKapauaibHOW AuchyHKUIMU B Buae Aud@y3HOro
TUTIOKIHE3a, ¢ BO3MOXKXHOCTBIO JajlbHeieit TpaHcdop-
MalluM B AWJIAaTAallMOHHYIO Kapauomuoratuio [49, 50].
OnucaHbl BapuaHTBl aCUMMETPUYHOW TUMEpTpodUUe-
CKOI KapIMOMMOTIATUU ¢ HOPMAJTbHON CUCTOJIUYECKOM
(yHkumeit. XapakTepHbl HapylIIeHUS] CEPASCYHOTO PUT-
Ma: MpeACepaHbIIN PUTM, CYTTPaBEeHTPUKYIISIPHAST 9KCTpa-
CHUCTOJIMSI OT €AWHUYHOM 0 aJUIOPUTMUM TIO TUITY OU-
remeHun, cuHapoMm Bonbda—IlapkuHcona—VYaiita [51].
Mopdonornyeckue M3MeHEHHUsT B OUOIITaTe CepaeyHOn
MBIIIIBI (9HIOMHOKApIUaTbHast OUOTICHS) XapaKTepu-
3ytloTcsl BbipakeHHBIM (eHomeHoM RRF, sBneHusmu
MHMKPOAHTUOTIATUHM, YTO CIIOCOOCTBYET WIIEMHYECKUM
M3MEeHEHUIM B MUoKape [52].

IMon HamuM HaOIOAEHUEM HAXOMWUIUCh 2 MalueHTa
¢ cunapomom MELAS. B mnepBoii cembe crapiiuii pe-
O6eHOK ymep B Bo3pacte 10 jeT (oTMevalMCh MPUCTYITbI
PBOTBI, YacTble TTPUCTYITBI MUTPEHETTOMOOHOM TOJIOBHOM
60JI, BBIpaXeHHAsT MbIIIeYHast C€1ab0CTh, yTOMIIsIE-
MOCTb, KOcorjiazue, aTpousi 3pUTeIbHOTO HepBa), y Ma-
TE€pPU — YacThle TIPUCTYITBI TOJIOBHOM OOJIM, HETIEPEHOCH -
MOCTb PU3UYECKUX HATPY30K.

Bospact neGiota 3abosieBaHUSI B TOM WM JIPYTOM
ciyyae — 8 jeT. HauanbHBIMU cUMNOTOMaMu SIBUIUCH
MUTPEHEIOM00HbIe TPUCTYIIBI TOJOBHOW 00K, CO-
MPOBOXIABIINECS TOITHOW U pBOTOM. MI3MeHEeHUsT HEeB-
POJIOTMUECKOTO CTaTyca XapaKTepU30BaJIUCh MBITIIEUHOMN
C1a00CTBIO, TOBBIIIEHHON YTOMJISIEMOCTBIO TIpU (DU3U-
YeCKOI Harpyske, U3MeHEHHEeM MOXOAKH. Brocaencteum
pa3Buiach arakcus, HapylleHue pedyu, IBYCTOPOHHEe
CHIDKEHUE CITyXa, TIOSIBUJIMCH SIWICTITUYECKNE TTPUCTY-
I, BIJIOTH IO SMMJIEIITUYECKOro cTaTyca. B Bo3pacte 11
u 12 JIeT COOTBETCTBEHHO Y JIeTell BOZHUK WHCYJBTOIO-
JIOOHBIN STTM30 U Pa3BUIICS CTOMKUIA TeMUTIape3.

B omHOM citydae M3MeHeHUsI CO CTOPOHBI Cepllia Xa-
pPaKTepU30BAIMCh CUMMETPUYHON TUTIEPTPOGDUIECKOMN
KapaIuoOMUOIIaThel (TONIIMHA 3agHeil CTeHKHU JIEBOTO
KeJTyIouKa U MEXOKeJTyTOUKOBOM Tieperopoaku 11 mw,
npu HopMe 7 MM). MIMenu MecTo HapylleHUus puTMa —
SKTOMMYECKUI MpeACepaHbI PUTM, CYTTPAaBEHTPUKYIISAP-
Hasl 9KCTPACUCTOJIUS TI0 TUITy TpW- W KBaIpUTEeMEHUU,
HapylIeHWe MPOLIECCOB PENONIpU3alnu. ¥ Ipyroro ma-
1MeHTa B Bo3pacTe 12 jeT Oblla BBISBIEHA OUJIaTallv-
OHHasl KapIMOMMOTATHS, C BBIPAXXKEHHBIM CHIDKEHU-
€M KOHTPaKTWJIbHOHM CIOCOOHOCTM Muokapaa (puc. 1).
ITo nmanubiMm ODKI — pe3ko BbIpakeHHasi CHHYCOBasi
Taxukapausi, cuHapoMm Boabda—IlapkuHcona—VYaiita
(puc. 2). HapyuieHust Mmetaboin3Ma IJII0OKO3bl U aKTUB-
Hoctu nukia Kpebca B Muokapie ObLIM YCTaHOBJIEHbBI
M0 JAaHHBIM TO3UTPOHHO-OMHUCCUOHHOW TOMOTpaduu
(puc. 3). Metabo13M IIIOKO3bl OLIEHUBAJICS 0 pacrpe-
JIeeHNI0 (hTOPAE30KCUTITIOKO3bI, CTeNeHb OKUCICHUS
KUPOB — 10 pacnpeneneHuto 11C-amerara [53].

Cunapom MERRF (MuokioHyc-anuiencusi u «ppa-
HbIe» KpacHBbIe MBbIIIIEYHbIE BOJIOKHA). 3abosieBaHUe
yaiie BCEro OOYCJIOBJIEHO TOYKOBOM MyTalMeil B TIO-
sunnu  8344(A>G) wmutoxoHmpuaiabHoro reHa MTTK

OB30PbI JINTEPATYPbI

tpancnioptHoii PHK nusuna [54]. TlatoreHe3 cBsizaH
¢ HapyllleH’eM CHUHTe3a 6eJiKa, B TIepPBYIO OYepeIb 3TO Ka-
caeTcsl CyObeTMHUIL LIMTOXPOMOKCHIa3bl. Bo3pact ne6iota
cunapoma MERRF BapuatGenen — or 3 no 63 jer [6, 7].
DKCcTpakapAuabHBIMUA CUMIITOMAMU, TOMUHUPYIOIITUMU
B KJIMHUYECKON KapTUHE, SIBISIOTCI MUOKJIOHYC-3TH-
JIETICUST, aTaKCHsI, IEMEHIINS, TIOTePsT CITyXa W MBIIIIeIHAsT
cnadoctb. [1py KoMmbloTepHO# TOMOTpau MOTYT BbISIB-
JITCSI MHOXECTBEHHbIE 1IepeOpaibHble MHMAPKTHI.
W3MeHeHNs co CTOPOHBI CEpALIA CXOIHBI ¢ TAKOBBIMU
npu cuHapome MELAS, Moryt nposiBasiTbesl Kak CUM-
METPUYHON TUTIepTPOPUIECKOM, TaK W AUIaTallMOHHOM

Max 1SPTA 430 card . ZIEE]
PHRT 03/31-93
R an 0 : :08

83.75
4 30K

Puc. 1. Dxokapamorpamma pedenka U. ¢ cunapomom MELAS.
BoipaxkeHHast IMaTanus NOJOCTH JEBOr0 XKeJaylouka (KoHed-
HbIil IUACTOJMYECKMId JHAMETP JIeBOro xeaynoyka 61 mm),
CHIXKeHHe cucTonndyeckoii pynkmnu (dppakuus Beiopoca 0,32).
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Puc. 2. DKT 6ombnoro U. (cuuampom MELAS): cunapom
Boabsha—Ilapkuncona—Yaiira.
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KapauomuonaTtueit. [umneprpoduueckass KapauoMUO-
naTtusi B OOJIBIIMHCTBE CJy4aeB COYETAETCSI C BhIpaskKeH-
HOWl MUOKapIMaJIbHOW CUCTOJIUYECKON IUCHYHKIIMEH
u OBICTPO TpaHC(POPMUPYETCSI B TMJIATAIIMOHHYIO C SIB-
JIEHUSIMU 3aCTOMHOI cepAeyHOIl HemocTaTouHOCTH [55].
XapakTepHbl HapylIeHUsI CepACYHOTO pUTMa U TIPOBOIM -
moctu. Yacro BcTpevaetcs: cuHapoM Bonbga—Ilapkun-
coHa—YaliTa, XeJyT0uKOBbIe TAXUAPUTMUHU, YTO CO3/1aeT
MPEATTOCHIIKN IS BOSHUKHOBEHUS XXU3HEYTPOXKAIOIINX
COCTOSTHU [56].

Ilog wHammm HaOMIOAECHMEM HaXOmWJCI pPeOSHOK
¢ cunapomoM MERRF. WM3menenust co ctopoHs! cepi-
1a XapakTepU30BJIMCh CUMMETPUYHOI TUTepTpOhU-
YyecKkoi Kapauomuornaruei, cuHapomom Bonbda—Ilap-
KMHCOHAa—Yalita. B Ononrarax cKeJeTHBIX MBIIIL, ObITA
obHapyxxeHbl TUNMYHBle RRF. ®epMeHTHO-rucTOXM-
MUWYECKUI1 aHaJIU3 BBISIBUI HEJOCTATOYHOCTh LIUTOXPOM
C-okcunasbl. [1py 371eKTpOHHOM MUKPOCKOMUU HaOJTI0-
J1aJoCh YBEJIMUEHUE pa3MepOB MUTOXOHIPUIA, UX nedop-
Mauus, JTUIUIHbIE BKIoUeHus [57].

Cunapom NARP (Heitporatusi, atakcusi, TUTMEHT-
HbIl peTuHUT). CUHIPOM OOYCIOBJIEH TOUKOBOI MyTa-
uueit B mosuumu 8993 (8993T>G u 8993T>C) B mu-
ToxoHapuaabHoM TeHe MT-ATP6 [58]. OcHoOBHBIE
MPOSIBJICHUST 3a00JieBaHUSI: KOTHUTHUBHbBIC HapyIIEHUS
(3amepKxKa TCHUXUYECKOTO pa3BUTHUS), aTakCus, II0-
JIMHEeHponaTusi, MATMEHTHasl JIereHepalus CeTYaTKH,
runepTpodudeckasi KapauOMUONATUSI B COYETAHUU
C BbIpaXX€HHOW MUWOKapAuaJbHOW ITUC(HYHKIIMEH, CHU-
JKEHMEM CHCTOJMYECKOW (PYHKUIMU, YTO TMPUBOIUT
K CepIeYHOl HeAOoCTaTOIHOCTH [59].

Puc. 3. Tlo3uTpoHHO-IMHCCHOHHAS TOMOrpaMma 0oJbHOro M.
(cunapom MELAS). Busyanusupyorcs 00a Keqyaouka, yBe-
JmyeHHble B pa3mepax. Ha Tomorpammax ¢ 13NH3 Bbiaesiior-
Csl CTEHKH W TOJIOCTH JKeJTy[I0YKOB, pacnpenesieHne npenapara
PaBHOMEpPHOE, HaKoIIeHHe noBbimeHo (K=4,5—6,4), uro ceu-
JIeTeJbCTBYeT O HOPMAJTbHOM KPOBOCHAOKEHMH MHOKapaa.
Hakonuienue (Topre30KCUIIIOKO3bI CTEHKAMH MHOKapaa pe3-
KO CHIKEHO, HEBO3MOKHO BbIIEJIUTb CTEHKH U MOJIOCTH JIEBOTO
Kkeaynouka (K=0,6—1,1). Peakuus Ha Harpy3Ky III0K030ii OT-
CYTCTBYET.
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Ounedanomuonatuss Jlu. 3aboneBaHue SBIsIETCS
UCKJIIOUUTEIbHO TEeHEeTUYeCKu TrereporeHHbIM. K 3T1o-
MYy MaTOJIOTMYeCKOMY (DEHOTHUITYy MOTYT BECTHM MYTalluu
KaK MHUTOXOHApuaabHOU, Tak u snepHoit JIHK, cBs-
3aHHbIE C Me(PUIIMTOM KOMILJIEKCOB JbIXaTeJIbHON 1IeTH,
KosH3uMa Q, , MUPYBaTAErMIPOrEeHA3HOTO KOMILIEKCa
u ap. HaubGonee yacToil npuunHoii aHUEhaToMuonaTuu
JIu cayxaT TrOMO3UTOTHBIE WM KOMITAyH/I-TeTepO3u-
rotHele MyTauuu reHa SURFI, mpuHaaiexaiero siaep-
poit JJHK u obGecneunBaromniero (GpyHKIMOHUpPOBAHUE
komriekca IV mpixatenbHoii ternm [60]. KauHuueckuia
CUMIITOMOKOMIUIEKC XapaKTepu3yeTcsl MaHudecTalm-
eil B paHHEM BO3pacTe, HapylleHWeM MCUXOMOTOPHOTO
pa3BUTHS, MBIIICYHON AMUCTOHMEH, STUIIETICHUEH, aTpo-
¢dueit 3puTeNbHBIX HEepBOB M 1p. Ha MarHuTHO-pe3o-
HAHCHOI TOMOTpaMMe TOJIOBHOTO MO3Ta OOHapYKMBAIOT
CUMMETPpUYHOEe M3MeHeHue MP-curHana B mpoekiuu
Ga3abHBIX TaHIMEB. [TopakeHue cepala B BUIE TUTIEP-
TpouYecKol WM AWUJATAlMOHHOW KapAuOMUONaTUU
HauboJiee yacTo BcTpevaeTcst mpu (popmax 3a00J1eBaHNs,
00YCJIOBJIEHHBIX e(UIIUTOM KoMmIuiekca | npixaTenbHoM
uenu [59, 61].

BuoxumMmyeckue KpUTEpUH JUATHOCTHKH MHMTOXOH-
JIpUAJIbHON KapauomuonaTuu. [ 1MarHOCTUKM MUTO-
XOHIpUAIBHON AUCGHYHKIMU BaXHOE 3HAYEHUE MMEIOT
OMoXMMHUYECKHe ToKa3aTeln, TaKue KakK MeTabosinye-
CKMIT alln/103, BBICOKMIT ypOBEHb B KPOBU JlaKTaTta (0osiee
2,2 MMoJib/n) u nupyBara (6osiee 0,12 MMob/J), U3Me-
HEHME COOTHOlIeHUs nakrat/mupysar (6onee 20), mo-
BBIIIIEHWE AKTUBHOCTHU JIaKTaTAETUAPOTeHa3bl. Y 4acTu
OOJIBHBIX MOXKET OTPENesaThCSI YMEPEHHOE TOBBIIIIEHUE
noxasareJisi KpeaTuH(POChHOHMHABHI.

3HayeHHe TMCTOXMMHUYECKOTO MCCJIETOBAHUS MbIIIed-
HOTO OMONTATA IS TMATHOCTHKM MUTOXOHAPHAJIBHOM Ma-
Tojorun. [IpoBeneHne OMOICUU CKEJIETHOW MBIIIIIBI
C TUCTOXUMMYECKUM aHaTM30M MO3BOJISIET BHISIBUTH MOP-
¢onornyeckre Mapkepbl MUTOXOHIPUATBbHON AUChYHK-
LIMU: YBEJIWYEHHOE KOJIMYECTBO MBIIIEYHBIX BOJIOKOH
tuna RRF, cyGcapkonemManbHbie CKOTUIEHUS TJIMKOTE-
Ha, TunuaoB U Kanblys [57]. CorjmacHO COBpeMeHHbBIM

Puc. 4. Boipakennsiii (peHomen RRF B Ouonrare ckeneTHoii
MbIIIbI (OKPacKa HA CYKUMHATIETMAPOreHa3y) y pedeHka
13 ner ¢ cunapomom MELAS. Va. X 400.




npenctasieHusM, Hammune RRF saBaseTcsa obmenpuHs-
TBIM MapKepoM MMTOXOHJAPUAIBHONW HEAOCTATOYHOCTU
(B HOpME MX KOJIMYECTBO He TIpeBbIIIaeT 5%), omHaKO
3TOT MOP(OJIOTMYECKNi TIPU3HAK BCTpevaeTcs: U Tpu
JIPYTUX COCTOSTHUSIX, COTIPOBOKIAIOIIMXCSI MUTOXOHIPY-
aJIbHOM MTUCYHKIIMENH, — TIPU BPOKICHHBIX MUOTATUSIX
JIPYTOTO TIPOUCXOXIEHUSI, OOJIE3HSIX COEIMHUTETbHOMN
TKaHu U 1p. bonee MaTOrHOMOHMYHBIM JUISI MUTOXOH-
NpUAJIbHBIX OOJIe3HEN SIBJISIETCS CHUXKEHUE aKTUBHOCTH
MUTOXOHAPUATbHBIX (DEPMEHTOB (CYKIIMHATIETUAPOTe-
Ha3bl, [TUTOXPOMOKCHUIA3bI), BBISIBISIEMOE TPU THCTOXU-
MHUYecKoM aHaimm3e OmonTatoB. Ha puc. 4 m3oOpaxeH
BeIpakeHHBI (heHOMeH RRF o 35% y maumenTa ¢ cuH-
npomoM MELAS. DnekTpoHHasi MUKPOCKOIIUST BBISIBIISI-
€T aHOMaJIUU CTPYKTYPbl MUTOXOHIPUiA (puUC. 5).

JleyeHne MUTOXOHAPHANBHBIX 3a00JIEBAHUN TIpe-
CTaBJISIET OYEHb TPYIHYIO 3a7a4y, YTO OOYCIOBICHO TSIXKe-
CThIO HapYIIEHUH MUTOXOHAPUATBLHOW SHEPTEeTUYECKOM
(GyHKIIMM U ee Ype3BbIYAHON 3HAUMMOCTBIO [IJISI BCETO
opraHmsMa, OTIEeJIbHBIX OpraHoB W TkaHei. CrpaTerusi
JIYEHUs] MUTOXOHIPUAJbHBIX OOJIE3HEN 3aKitouaeTcs
B MOBBIIIEHUN 3(PPEKTUBHOCTA OMOJOTUYECKUX TIPO-
1I6CCOB TKAHEBOTO [bIXaHUsSI U OKMUCIUTEIbHOTO (oc-
dopunuposaHus. ONBIT MHOTMX KJIMHUIIMUCTOB CBUJIE-
TEJbCTBYET, UTO K HACTOSIILIEMY MOMEHTY 3(pdeKTuBHOE
JIeueHre MUTOXOHIPUAILHBIX 00JIe3Hel He pa3paboTaHo.
B TO e Bpems mwist 00JerYeHusI COCTOSIHUSI TIalIUEHTOB,
yJIy4dIlIeHUs KauecTBa XKM3HU Ha3HAuyaeTCsl KOMILIEKCHast
tepanust. OCHOBHBIM KOMIIOHEHTOM KOMILIIEKCa JICUEHUS
CJTYKWT TpyTITa MperapaToB, CTUMYJUPYIOIIAX TIEPEHOC
3JIEKTPOHOB B JIbIXaTEJIbHOM LIETIN: KOOH3UM Q10 (youne-
KapeHOH), ero aHaJIoT U1e0eHOH, CYKIIMHATHI, IIUTOXPOM
C. JlomoaHUTENbHO OOJBHBIM Ha3HAYAIOT BUTAMUHBI
rpynmbsl B (HukotuHamun, pudodaaBuH), BUTaMuHbl E
n C, KapHUTHUH U ap. [62, 63].

K. Arakawa u coaBT. [63] Ha OCHOBAaHUM JUATHO-
CTUKM HapyllleHuii Mertabonausma B uukie Kpebea
MO JaHHBIM TIO3UTPOHHO-3MUCCUOHHOUW TOMorpaduun
MPEUTOXKWII  WUCTIONb30BaTh L-apruHUH [JI9  JIeYSHUSI
KapAuoMUONaTUX y MauueHToB ¢ cuHapomoM MELAS.

OB30PbI JINTEPATYPbI

Kpome TOro, jeyeHne MUTOXOHIPUATBHBIX Kapauo-
MHOMATHI BKJTIOYAeT TPUMEHEHUE MeIMKaMEHTO3HBIX
npernapaToB ISl KOPPEKLMW TMPOSIBIEHUN CepaeuHOM
HEIOCTATOYHOCTH M aHTUAPUTMUYECKMX cpenctB. MH-
TMOMTOPH  aHTMOTEH3MHIIpeBpallamIero  ¢GepmMeH-
Ta M OeTa-aApeHOOJIOKATOPbl YCMEITHO HCIIOIb3YIOT
JIJIST KOPPEKIIMHA MUOKAPANATBHOM TUCHYHKIIMU TIPU TH-
nepTpodruIecKrX KapanoMUoTaThsix [64]. Beicokuii prck
Pa3BUTHS XKU3HEYTPOKAIOIINX CUTYaIINA SIBJISIETCS TTOKa-
3aHUEM JJTs MPUMEHEHNST MHBAa3UBHBIX METOIOB JICUSHUSI,
TakKMX KaK UMIUIAHTALMST 3JEKTPOKapAMOCTUMYIISITOpa
WIM KapauoBepTepa neduopuiuisiTopa, paauodyacToTHasI
abnsaus [65]. Tlpu pedpakrepHOil cepaeuyHOi HeI0-
CTaTOYHOCTH Ha (OHE MPUMEHEHUsT MEIMKAMEHTO3HOM
Tepanuu y MalydeHTOB ¢ U30JMPOBAHHON MUTOXOHIPU-
aJlbHOM KapAuoMUONaTUel TIPOBOAMUTCS TpaHCIUIaHTa-
s cepaia [66].

3aknovyeHue

B oTeuecTBeHHOI 1€TCKOM KapAnOI0TUYECKOM MpaK-
TUKE MUTOXOHAPUATbHBIC KAPAUOMUOIATUY TP XKU3HU,
KakK TIpaBWJIO, OCTAlOTCSl HEpaclO3HAaHHBIMU WM JTHa-
THOCTUPYIOTCSI HEIOCTaTOYHO NOCTOBepHO. Jlis ymyd-
IIEHUs] JUArHOCTUKMU 3TOW IMaTOJOTUM OOJIbIIIOe BHM-
MaHMe CJenyeT yaeasiTb JaHHBIM CEMEHOro aHamHe3sa,
YUUTBIBAsSE BO3MOXHOCTh MaTEPUHCKOTO HacJieq0BaHUsI.
ITpu nono3peHn Ha MUTOXOHAPUATBHBIN TeHE3 KapIno-
MUOIAaTUU HEOOXOIMMO TTPOBEACHUE KOMILIEKCHOTO 00-
clieoBaHUsI peOeHKa /IJIs yCTAHOBJICHUS TTIOJTMOPTaHHOTO
XapakTepa 3a00jieBaHusI.

OCoOEHHOCTBIO TTOPaXEeHUs TIPU MUTOXOHIPHUATbHBIX
KarpAuoOMUOIIaTUsIX SIBJIIETCSl COUYeTaHWe JujiaTaluu
MOJIOCTei cepaua u rurepTpoduu Muokapaa (mpeumy-
IIECTBEHHO 3a7HEel CTEHKM) C TIPOSIBICHUSIMU (UOPO-
9J1aCcTO3a HAOKAP/IAa, KOHLIEHTPUUYECKUIA XapaKTep rurep-
TpoUUecKoil KapauOMMOMATUU C OBICTPBIM Pa3BUTUEM
CUCTOIMYECKON MUCGhYHKIIMU, BBICOKAsl 4acToTa Hapy-
IIeHU puTMa (CYNpaBEeHTPUKYJISIpHAS U KeJTyI0YKOoBasI
9KCTPACUCTOJIUSI, TaXWKapausl) U TIPOBOAMMOCTU (CHUH-
JIPOM CJTabOCTH CMHYCOBOTO Y3J1a, aTPUOBEHTPUKYJISIpHAS

Puc. 5. MuTOXOHAPUY Pa3IHMIHOI ()OPMBI U BEJIMIMHBI C /1€30PUEHTHPOBAHHBIMY (2) M YACTHYHO CIUTHIMU KpucTamu (0).
OpraHe/UThl OKPYKAIOT JUNATHOE BKJIIOUEHNE. DIIEKTPOHHAS MEUKPOCKOMHS OMONTATA CKeJIeTHOI MBIIIIBI pedeHKa 7 JieT
¢ cuanpomom MELAS. X 2000.
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Osiokasa, BHYTPVOKETYJIO4YKOBasi OJioKana),
Bonbha—IlapknHcona—Yaiira.

Ilnan obGcnemoBaHUs pebeHKa ¢ KapAMOMMOTIATH-
eif, TIPEATONOXUTETbHO MUTOXOHIPUAIBHOTO TeHe3a,
JIOJDKEH BKJTIOYATh MarHUTHO-PE30HAHCHYIO TOMOTpa-
duto cepniia, TO3UTPOHHO-3IMUCCUOHHYIO TOMOTpaduio
(110 TIOKa3aHMsIM), 3JeKTpoaHLIedanorpaduio, 3IEKTPO-
Muorpaduio, KOHCYJIBTAllMM HEBPOMATOJIOTa, OKYJIHNCTA,
reHeTrKa, OMOXUMHUUYECKOe UCCIeIOBAaHNE KPOBH C OTIpe-
JleJIeHWeM YPOBHS JlaKTaTa M MUpyBaTa Ha (poHe CTaH-
JIAPTHOTO TJIOKO30TOJIEPAHTHOTO TeCTa, OIpeleIeHue
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