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OCHOBHbIMU (DYHKLMNAMU MUTOXOHAPUIA SBAAOTCS
TepMOreHes, reHepauus 3NeKTPMUYEeCKOro noTeHLmana, CuH-
Te3 AT® 3a cueT 3Heprum, 06pasytoLeiics B HAX NpU OKnc-
NEeHUN opraHMyeckux coeguHeHuin. Mpu gucOyHKLUK
MUTOXOHAPUA NPEUMYLLECTBEHHO MOPAXATCA OpraHbl
C BbICOKOWA MeTabonmuyeckoi NMOTpebHOCTbLI, B MepBYtO
oyepefb —roN0BHOW MO3r. OAHUM U3 HEBPOSIOrUYECKUX
NPOSBNEHNA MUTOXOHAPMWAbHbIX 3a60/1€BaHNIA MOTYT BbITh
anuMnenTu4Yeckue NpUCTynbl. Bnpoyem, yalle BCero oHu
0Ka3bIBalOTCA TOMLKO OLHMUM M3 CUMNTOMOB B pa3BePHYTOM
KIMHUYECKOW KapTUHE C NOpaXKeHWEM pPasIMyHbIX OpraHoB

1 cucteM. Kak npaBumno, anunencus npu MUTOXOHAPUAb-
HbIX 3a60/1€BaHMAX NI0OX0 NOALAETCS SIEUEHWNIO U YACcTO
ABNAETCA HE6NAronpUATHLIM NPOrHOCTUYECKUM NpU3Ha-
KoM. MaLmeHTam ¢ MUTOXOHAPMANbLHOM anuaencuei Ha-
3HauYalT pasMyHble aHTUINMNENTNYECKME NpenapaThbl
(A30M). OpHako HekoTopble A3M nogaBnAlT QYHKLUUIO
MUTOXOHAPWIA. PONb BATAMUHOB, MULLEBbIX [06aBOK U pas-
JIMYHBIX ANET 0CTaeTCs HefOKa3aHHO.

MELAS-cuHgpom (mitochondrial encephalomyopathy,
lactic acidosis, and stroke-like episodes —muUTOXOHAPU-
anbHas 3HUedanoMuonaTns, nakTaT-aluao3 U UHCYNIbTO-
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nofo6HbIE 3NN304bl) —PefKOe CUCTEMHOE MUTOXOHAPK-
anbHoe 3aboneBaHWe, HauMHal Ll eeca B AeTCTBe nocne
HOpManbHOro Nepnofa paHHero passBuTua 1 06ycnoBeH-
HOEe TOYEYHbIMU MyTauUsIMU MUTOXOHApPWanbHon AHK
(MTOAHK) B reHax MTTL1, MTTQ, MTTH, MTTK,
MTTS1, MTND1, MTND5, MTNDG6, MTTS2, BbI3bIBato-
WMMU HapyLLEHWEe 3HEPronpoAyKLUUM B MUTOXOHAPWANb-
HOM AblXaTenbHOW Lenn. MyTauuu MOryT BO3HUKATb
de novo unu HacnefoBaTbCA NO MaTePUHCKON NUHUN. My-
Taluuun He Bcerga NpuMBOAAT K 601e3HM, NOCKONbKY M3-3a
reteponnasmumm 601bWIMHCTBO MUTOXOHAPUIA OCTalTCs
MHTAKTHbIMU.

B naToreHese aToro CMHAPOMa y4acTBYHT HECKO/IbKO
B3aMMOAENCTBYIOLLMX MEXAHU3MOB: HapyLLeHNe MUTOXOH-
ApuanbHOro NPOU3BOACTBA IHEPIUM, aHrMONaTuA, NakTaT-
aumnpos, genuymT okmcu asota [9, 18, 23, 31]. Hecnoco6-
HOCTb MOBPEXAEHHbIX MUTOXOHAPWUIA NPOAYLMPOBATH
[OCTAaTOYHOE KO/IMYECTBO 3HEPTUU MPUBOLUT K NONNOP-
raHHoW natonoruun. JeduunT aHeprumn Takxe CTUMynIun-
pyeT MUTOXOHAPUaNbHYO NponudepaLmio B rnagkombl-
LUEYHbIX M 3HAOTENNANbHbIX KNeTKaxX Me/KUX KPOBEHOCHbIX
COCYZI0B, UTO MPUBOAMUT K HapyLUEHNAM MUKPOLMPKYNALUN
N NOSIBNEHWIO MHCYNbTONOA0GHLIX 3nn30408 [8].

Mpn MELAS-cnHApoMe npexxe BCEro CTpajaroT TKa-
HW C BbICOKMM 3HEPronoTpe6/ieHneM: MbllleyHas u HepB-
Has. Takxe nopaxarTca NoLXeNnynouHas xenesa, cepaue,
rnasa, neyeHb 1 MOYKU. NaTonornyeckme N3MeHeHns ro-
NOBHOMO MO3ra BKNOYaKT rmbenb HelipoOHOB, AeMuenn-
HU3auuto, nponundepaunto acTpounTos. Hepeagko BecTpe-
yalTcsa KanbumnpukaTbl B 061aCTW 6a3anbHbIX FaHrnes.
BonesHb HOCUT NPOrpeccUpyoLnii xapakTep.

[ns naumeHTOB XapakTepHbl HU3KWUIA POCT, MblLLeYHas
cnabocTb, rMNoTpouns, rMNOTOHNSA, MUOK/IOHWUU, Hapy-
LWeHUs cepheyvyHoi NpPoBOAMMOCTM, HEMNEPEeHOCUMOCTb
(hM3MYECKUX HArpy3oK, 0TCTaBaHWEe B HEPBHO-MCUXM-
YeCKOM pasBUTWUK, OCTpas WAKU XpOHMYecKas noyeyHas
HeJoCTaTOYHOCTb, TMnonapaTupeons, HelmpoceHcOpHas
TYrOyxocTb, HelponaTuu, NopaxeHue NeYeHN ¥ Kenyaou-
HO-KMLEeYHOro TpakTa, caxapHblil gnabet [2, 5, 22, 36].

Hapsagy ¢ HeBponornyeckumm nposBaeHuamMu (anu-
nencuen, rofoBHbLIMU 6019MU, MO3XKEUKOBLIMU HapyLLe-
HUAMMW, TUNEPKNHE3aMW, MbILLEYHON ANCTOHUEN, MHCY b-
TONOLOOHLIMWU 3NM304aMu) BO3IMOXHbI MCUXMUYECKME
HapyweHusa [14].

MHCcynbTONOAOOHbBIE 3NU304bl SBNAOTCA BUIUTHOW
KapToukoii MELAS-cuHgpoma n BcTpevatrotca 'y 84—99 %
nauneHToB [21]. laHHbIe COCTOAHMA YacTO CONPOBOXa-
HOTCA BbICOKOW TeMNepaTypoi, CUNbHOI roN0BHON 60/btO,
cygoporamu. MNMpuUunHON ABNAETCSA He OCTpas uMWemus,
a metabonunyeckas AUCPYHKLMUSA, NPU KOTOPON MMEHT
MeCTO CHUXeHUe cuHTe3a ATP, peayKuma OKUCIUTENb-
HOro octhopmMnMpoBaHus, NOBbILEHWNE YPOBHA lakTaTta.
B03MOXHO NosBeHME TAKUX CUMNTOMOB, KaK reMmaHon-
cus, reMmnapes, atakCcusa, MHTEHLNOHHbI Tpemop, Kop-
KoBaa cnenota, MUrpeHenofoOHble rofioBHble 60K,
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3puTenbHas arHo3us, Npo30narHo3ns, KOpKoBas rnyxoTa,
CNyxoBas arHosmsa, Tonorpaguyeckas ge3opueHTauus,
pasnuuHble TUNbl ada3um, NONYLWAaPHbLIA HErneKT, Hapy-
LeHMA BbICLLUNX KOPKOBbIX DYHKL WA,

KOrHUTUBHbIE HapyLleHUs cBA3aHbl C AUDEY3HbIM
nopaxeHuem mMo3ra (MUTOXOHApPUaNbHOe cnaboymue)
n ycyrybnatoTcs naktat-aumgosom [20]. XapakTepHbl 6bl-
CTPbIli perpecc CMMNTOMATMUKMN U CKIOHHOCTb K peuuaun-
BMPOBAHMIO.

Mpun 3ToM cUHAPOMe HeobsA3aTeNbHO Hanuuue BCex
BblLLeNepeynCneHHbIX CUMNTOMOB: flaXKe NPy BbIBAEHUN
1—2 cumMnTOMOB cfefyeT 3anofo3puUTh AaHHYHO NaTofo-
rnio.

Mpn MELAS-CMHAPOME HacTO BCTpeYyarTCa Cya0po-
rm (Kak BO BPEMS MHCYNbTONOAOOHLIX 3NU3040B, TaK
N HesaBUCMMO OT HMX) [12]. MpucTynbl reTeporeHHbI
N He UMEKT NaTOFTHOMOHWUYHbIX MPU3HAKOB, MOTYT BbITb
(hOKanbHbIMMN U reHepannM30BaHHbIMU, YACTO PE3NCTEHT-
HbIMMW K Tepanuu. MauneHTbl C TSHXKeNbIMU 3nunenTunye-
CKUMW NPUCTYNamMu, Kak NpaBuio, UMetoT 601ee TSHXENyIo
K/MHUYECKYIO AUCPYHKLNIO 1 BOMee TAXENOe NopaXxeHune
opraHos [13, 28].

Anunentnyeckne NpPUCTynbl 06bIYHO BO3HUKAKOT
B OCTpol (pase mHcynbTOMogo6Horo anusopga [15].
Ha anekTpoaHuedanorpamme MOryT perucTpupoBaTbCs
nepuoanyeckne natepannm3oBaHHbie anunenTuyeckue
paspsagbl. HeKkoTopble NauneHTbl C TOYEUHOW MyTaumei
MTOHK A3243G nonHOCTb0 6€CCUMNTOMHbI I UMEKDT
Nerkve CUMNTOMbI, XapaKTepHble A1 MUTOXOHAPUaNbHbIX
3abonesaHuii [7].

OunarHoctuka MELAS-cuHapoma 3aTpyfHeHa 13-3a
60/1bLLOr0 KONUYeCTBa pasIMyHbIX CUMNTOMOB, Ha NEPBbIN
B3rNAA He CBA3AHHbLIX MeXAy COO0M, KaX bl N3 KOTOPbIX
MOXeT AebtoTupoBaTh B pasHoe Bpems. KnunHuyeckue,
WMHCTPYMEHTa/bHbIE M NabopaToOpHble METOAbl AMArHOCTU-
KW BbIABNAKOT COYETAHHOE NOPaXeHWe pasNnyHbIX opra-
HOB 1 CUCTEM opraHusMa. LMarHoCTUYEeCKUMMN KPUTEPU-
AMU ABNAOTCA IHLePanomMmonaTns, MHCYNbTONOAO06HbIE
3ann304bl, NabopaTtopHble U TMCTONOrNUYECKUE NPU3HAKK
MUTOXOHAPWUANBHON AUCHYHKUWKN, Hanu4me myTauuni
B MTAHK. Heobxoaum c60p ceMeiiHOro aHamMmHe3a 1 npo-
BefleHNe MarHMTHO-pe3oHaHCHON Tomorpagumn (MPT)
[35]. Mpn3HakKoM MUTOXOHAPUANLHOW ANCHYHKLWUN AB-
NAeTCA NOBbILIEHWE YPOBHSA flaKTaTa B CbIBOPOTKE U INK-
Bope >0,45 % [23, 30].

B 6ronTatax CKeNeTHbIX MblLUL, BbISBAAKTCS «pBaHble
KpacHble BONOKHa», yKa3blBatoLiMe Ha aHOMa/lbHOE CKO-
nAeHne MATOXOHAPUIA, U COCYbl C CUNbHOW peakuunei Ha
CYKUMHaTAernaporeHasy.

Mo gaHHbIM HeillpoBM3yanu3aLumnmn NopaxarTca npe-
MMYLLECTBEHHO BUCOYHasA, TEMEHHasA U 3aTbl/I0YHasA 4ONN.
BbIfBNAKOTCSA 04arn, He COOTBETCTBYIOLLME CUCTEME KPO-
BOCHa6XeHUs onpefeNieHHON apTepun, YAyKTympytoLme,
MUTrpUpytome nnu ncyesarolne. Hepeako BoigBnseTcs
Kanbunpukauns 6asanbHbIX raHrines.
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Puc. 1. MarHMTHO-pe3oHaHCcHasA Kap TUHA NopaykeHUs NpenMyLLECTBEHHO KOPTUKaNLHOMO BELLeCTBAa NPasoro noayLLapus ¢ npusHakamu remopparmyecko-

ro NponuTbIBaHus npu cuHgpome MELAS (DWI, FLAIR, T1)

Fig. 1. Magnetic resonance imaging of the lesion of the predominantly cortical substance ofthe right hemisphere with signs of hemorrhagic impregnation in

MELAS syndrome (DWI, FLAIR, T1)

Ha puc. 1npeactaBneHa MarHuTHo-pe3oHaHcHas (MP)
KapTvHa NOpaXeHUs KOPTUKO-CYBKOPTUKAbHOTO BeLLeCT-
Ba NpaBoro nofywapms 60MbWIOro Mo3ra ¢ NpuM3HaKamm
remMoppar1myeckoro nponuTbiBaHNA KOpbl y 15-1eTHero na-
uneHta ¢ MELAS. B KOpTUKanbHOW NAaCTUHKE MPELeHT-
panbHo 60p03abl U TEMEHHO-3aTbIIOYHON 06/1aCTN BU3Ya-
NN3NPYIOTCA Y4acTKW MaTONOTMYECKU MOBBLILWEHHOTO
MP-curHana, nogropstowme hopmy n3BuamH. Ha cepusix
MOCTKOHTPACTHbIX N306paXxKeHnli 0TMevaeTcs 60ee Bbipa-
>KeHHoe nosbiweHne MP-curHana.

Ha puc. 2 npeactaBneHa MP-kapTuHa noctuiiemumye-
CKMX U3MEHEHUI B NONYyLLAPUAX 6ONLLIOT0 MO3ra u MO3XKeu-
Ke, a Takxke (hokyca rnuosa B 1eBOM Tanamyce y nauueHTa
C reHeTUYeCKN NOATBEPXKAEHHbIM cuHApOMOM MELAS.

TOuHbI/ AMarHo3 yctaHaBNMBaeTCA Ha OCHOBaHUU pe-
3yNbTaTOB MOJIEKYNAPHO-TEHETUYECKOr0 MCCefoBaHNS
MTAHK ¢ BbiiBNEHNEM KOHKPETHbIX MyTaumuin [11, 39].

B HacTosiLee BpeMs He CYLLeCcTBYeT 3 (heKTUBHO
Tepanum MUTOXOHApPUaNbHbIX 60Me3Hell. K coxaneHuto,
[151 3TOT0 CUHAPOMA HET eiUHbIX PEKOMeHAaL i, onu-
CbIBAKWMX CTaHAapTHbIe CXEMbl NprMema NeKapcTB.
MHorue M3 o6WenpuHATLIX METO0B JieYeHUs Oblan
NPes/ioXeHbl HAa OCHOBAHUM HEOGOMbLLIOrO Yncna Kam-
HUYECKMNX UCMbITAHUA NN ONUCAaHWIA OTAENbHbIX CNYy-
yaes [33].

Cnepyet usberaTb ANNTENbHbIX MEPEPbIBOB MEXAY
npMeMamu NULL K, OrPaHNUYNTb NOTPe6IEHNE XINPOB, YBe-
ANYNTb NOTPe6/IeHNE YINeBOO0B U XULKOCTHU.

Puc. 2. MarHnTHo-pe3oHaHCcHas KapTuHa NOCTULLEMUYECKNX M3MEHEHUI B nonywiapunax 60NbLLIOro MO3ra 1 MO3XKeuke, a Tak>Ke rn1o3anesoro Tanamyca

y nauyeHTa ¢ NogTBep>KAeHHbIM cuHapomom MELAS

Fig. 2. Magnetic resonance imaging ofpost-ischemic changes in the cerebral hemispheres and cerebellum, gliosis ofthe left thalamus in apatient with confirmed

MELAS syndrome
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B ocTpom nepuoge MeTab0o/IMUYECKOro UHCYybTa 1c-
NoNb3yIT pasNyHble KNacchbl NpenapaToB: MMHOKOKOPTU-
Koufbl, nNpenapaTbl 4151 KOPPEKLUN KUCNOTHO-LLEN0YHOIO
6anaHca, aHTVarperaHTbl, aHTUepMeHTbI 1 Ap. OaHako
YeTKOro anroputmMa HasHadeHUs npenapaToB B faHHOM
CUTyaLuK He CyLLEeCTBYeT. MHCYNbTONOA0BHbIE 3NN304bl —
Kak ¢ cygoporamu, Tak U 6e3 HUX — MOryT OTBe4aTb
Ha Tepanuio Npekypcopamu okcuga asota (L-apruHuHom,
UUTPY/SIMHOM), KOTOPble YMEHbLUIAKT UX YacToTy U TSH-
XecTb [9, 25]. OaHaKo crefyeT yunTblBaTb, YTO L-aprmHuH
cnoco6cTByeT BblgeneHnto NO —rasa, cnocobCTBYOLLENO
pacLIMpeHnto cocyoB (4TO OKasbIBaeT 6naronpuaTHbIN
3(pheKT), HO B N3OLITOYHOM KONMYeCTBe 06/1a4ar0LLEero
TOKCUYECKMM feicTBueM. MNpu nHpapkTe npuem L-apru-
HWHa B psAfe C/y4yaeB MOXET Bbl3BaTb MOBbILIEHHYIO
CMepTHOCTb [34].

KapHUTWH 1 Ko3H31M Q10, WMPOKO NpUMeHsieMble
B Tepanun MELAS-cMHApomMa, He 06/1aaatoT JOKa3aHHOM
apekTmMBHOCTBLIO [8]. Mpu nevyeHUN OCNOXKHEHUN
MELAS-cuHgpoma cnefyet nsberatb npenapaTos, yrHe-
TarLWmMX QYHKLNIO MUTOXOHAPWUIA, HAaNnpUMep Conein Basib-
NpoeBOi KWUCNOTbl nan eHobapbuTana. HasHayeHune
Ba/IbMpoarta MOXKET BbI3bIBaTb arrpasaLuio anuaenTunyec-
Kux npuctynos [19, 27, 29]. MpucTynbI 40 Ha4ana nav B Xoae
WHCYNbTONOAO6GHBLIX 3MU3040B C/refyeT KynupoBaTb
c nomoLbo AT ¢ HU3KO MUTOXOHAPUANIBHON TOKCUY-
HOCTbIO.

MERRF-cuHgpom (myoclonic epilepsy with ragged red
fibers —MunoKIOHNYeCKasA anuaencus ¢ pBaHbIMU MblLLeY-
HbIMW BOJIOKHAMW) —CUCTEMHOE MUTOXOHAPWUANbHOE
3aboneBaHue, 06yCNOBIEHHOE TOYEYHbIMU MyTaLUsaAMN
BreHax MTAHKM TTK, M TTLL, M TTH, MTTS1, MTTS2,
M TTF, MTNDS5. [lopaxalTcsa CTPYKTYPHbIE FreHbl 6e/1Ko-
BbIX Cy6BbeANHUL, AbIXaTe/IbHOM Lenu v reHbl TpaHCNopT-
HbiXx PHK. Pe3ynbTatom ToueuHbIx MyTaumii MTAHK npn
MERRF-cnHapome aBnseTca HapyLUleHne 3HepronpoaykK-
U1 B MUTOXOHAPUMANbHONM AbixaTenbHol uenu [10, 38].
Yem 60nbLUe MyTaHTHON MTAHK, TeM cunbHee Bbipaxe-
Hbl AedeKTbl OKUCAIUTENbHOrO0 (ochopuanpoBaHmns
N TAXenee NposiBfeHMsa 6onesHn. MNpu gedekTe aHepre-
TUYeCcKOoro MeTabosiM3ma NnopaxaroTcs IHepro3aBUCMbIe
TKaHW 1 opraHbl. MUTOXOHApPWaNbHOe HacnefoBaHUe
NPOUCXOANT MO MaTepPUHCKOM MHWUK, 3a6051eBaloT BCe
[eTn 60/1bHOM MaTepu; 60/1bHbIE MYXCKOI0 U XEeHCKOro
nosia NopaXkarTcs B paBHOM CTENEHMW.

BblaenstoTcs cnesytoLme 0OCHOBHbIE FPynnbl KIWHU-
YeCKUX NPOSAB/IEHWNI: HEBBLICOKWUIA POCT; NATO/0OrMNA Mbl-
LEeYHON cucTeMbl (NOBbILWEHHAs MbllleYyHas yToMse-
MOCTb, C/1a60CTb, YXYALLIEHWE NePEHOCUMOCTU (IU3UYECKUX
Harpysok, HowL e 6011 B UKPOHOXHbIX MbILLILAX); 3MK-
nenTnYeckue NpucTynbl. MoryT HabnogaTbCa HeNpPous-
BOJIbHble NOAEPTUBAHUA MbILLLL ULLA NN PYK 6e3 noTepu
CO3HaHMA, NapoOKCU3MbI MO TUNY KUBKOB F0/10BOM, FeHe-
pann3oBaHHble TOHWKO-K/IOHUYeCKUE NPUCTYNbI C NOoTe-
peii co3HaHMA. MUWOKIOHMM YacTo NPOBOLMUPYHOTCA
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pesKMMU 3ByKaMu WM BCMbIWKOW cBeTa. BcTpeyaeTtcs
aTakcust —HapyLuaeTcs KOOpANHaLWSA 4BUXEHWI, BO3HU-
KaeT HeYCTOMYMBOCTb NMpu Xoab6e U CTOAHUU. BO3MOXHbI
HapyLleHUa 4yBCTBUTENbHOCTU (YXyALlaloTcs 3peHue
N cnyx (HelipoceHcopHas TYroyxocTb)) M KOFTHUTUBHbIX
(PyHKUNI (CHUXKAOTCSA NaMsiTb, KOHLEHTpauMs BHUMa-
HUSA), KOXKHble NaTosI0rMm (MHOr fa BbISAB/ATCA /IMMOMbI,
reMaHrmombl), nepudepmyeckme HeBponaTum, KoTopble
NPOSABAAIOTCA OHEMEHMEM, OLLYLLIEHNEM XOKEHUS, NOKa-
NblBaHNEM B KOHEYHOCTSX.

[Ana npakTuyeckoro Bpaya nogo3peHne Ha MERRF-
CMHAPOM [A0/DKHbI BbI3BaTb CrefyloLlne KIANHUYECKNE
NPU3HaKN: MYNbTUCUCTEMHOCTb M MOSIMOPraHHOCTb NO-
paXKeHns, MaTEPUHCKUIA TUN HacnefoBaHWUs, 6bicTpas
YTOM/ISIEMOCTb NavuueHTa npu n3n4ecKoin Harpyske, 60-
N B MKPOHOXHbIX MbILLILAX, MUOMNATUA, KOTHUTUBHbIE
HapyLUeHNs, MUOKJIOHYC-3MUNENCcUs, atakeus, atpogums
3pUTeNbHbIX HEPBOB, HEMPOCEHCOPHAs TYroyxoCTb, Hapy-
LeHne rny60KoM YyBCTBUTE/TbHOCTH.

PeaKuMy NposiBfieHMAMU ABASIOTCA Kapamomuona-
TV, MUTMEHTHAaA peTUHONAaTUSA, NMPaMniHble HapylLue-
HUA, ohTasibMONapes U NNOMAaTO3.

B nabopaTopHbIix aHanm3ax npy MERRF-cuHgpome
MOXeT BCTpeyaTbCs MOBbILLIEHNe YPOBHEN nakrara 1 nu-
pyBaTa B KpoBM (naKTaT-aLuio3), BbICOKOe cofepXKaHue
6enka B IMKBOPE; Ha 3/IEKTPO3HLedasiorpaMmme MOXeT 00-
Hapy>XuBaTtbcs anNnNenTUHopMHasa aKTUBHOCTb UK AN -
(hy3Hble Mef/leHHbIe BOMHbI; N0 gaHHbIM MPT —atpodus
KOPKOBOI0 1 6e/10ro BeLlecTBa 601bLUNX NONYLUAPUIA, MO3-
Xeuka, Kanbummrkaums 6asaibHbIX FaHIYEB; MO 4aHHbIM
3NeKTPOHepoMUorpahmnm —CHKEHWe aMmnanTyabl U Ann-
Te/IbHOCTWN NOTEHLMANoB ABUraTesibHbIX eANHUL, CBUAe-
TeNbCTBYIOLLIEE O MOPAKEHUN MbILLEYHOM TKaHW.

Mpy MUKPOCKOMNYECKOM UCC/Ie40BaHNN MbILLIEYHbIX
61OoNTaTOoB BbIABNAKOTCA MPU3HAKM aTPOPUN: YMeHbLUEHNE
pasmMepoB MblLLEYHbIX BOSIOKOH, X 6/1eIHOe OKpaLuMBaHue,
CK/1ep03 3HAOMU3USA U NepumMn3us. INpun okpacke rucTosno-
rMYecKUX Cpe3oB TPUXPOMOM Mo Fomopu 6onee yeM B5 %
MbILLUEYHbIX BO/IOKOH 06HAPY>KMBAETCA Ha/lnume «pBaHbIX
KpPacHbIX BOMIOKOH». V3MeHAOTCA Kpas Muodubpunn
n3-3a nponugepaynn MUTOXOHLPUIA U (hOpMUPOBaHUS
MUTOXOHAPUAIbHbBIX arfoMepaToB Mo UX nepugepun.

JleyebHble MepPONPUATMSA aHANOMMYHbl OMUCAHHbLIM
npy MELAS-cuHapome. JleueHUe HOCUT cMMnToMaTunye-
CKUIA U NannnaTUBHbIN XapaKTep, HanpaB/eHO Ha ynyu-
LeHMe COCTOSHNA NauuneHTa. NS 3amesneHns atpogu-
YeCKMX MPOLLeCCOB B MbILIEYHOM TKaHU Heobxogmma
(husnyeckas akTUBHOCTb.

B kauecTBe A3l NPUMEHSAOTCA KNoHa3enam, 1amoTpus-
XXVH, NeBeTupaueTam, Tonupamar. CnegyeT nsberatb npena-
paToB, YrHeTalLWmx GYHKLNIO MUTOXOHAPWIA, Hanpumep
CO/ieli Ba/IbNPOEBOI KMUCOTbI UK (heHobapbuTana.

TeueHue 3a60neBaHNA NPSAMO MPONOPLUOHANBHO KO-
NNYecTBEHHON BblpaXKeHHOCTW nopaxeHnsa AHK v Bapb-
MpYeT B LUMPOKMX Npegenax —OoT CTePThIX KINHUYECKUX
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thopM [0 TaXenblX, aTtanbHbiX. Hauyano B LeTCKOM BO3-
pacTe accoLMMPOBAHO C MeHee 61aronNpPUATHLIM NPOTrHO-
30M. py HEOTATOLLEHHOM Te4eHMUU BOE3HM U cUcTeMa-
TUYECKOM JNeYeHUU MNPOAOMIKUTENBHOCTb XWU3HMU
nauMeHTOB MOXeT He OT/INYaTbCA OT TAKOBOW B 06Lel
nonynsuuu. Mpu pasBepHyTOM TeYEHUW NPOrHO3 Hebna-
FrONPUATHbLIA; NeTanbHbI UCXOA HacTynaeT B TeYeHue
10—15 neT oT Havana 3abonesaHua.

Leigh-cuHapom (cuHgpom fles, 60ne3Hb JSles, 601e3Hb
Jln, nogocTpas HeKpoTU3MpPYLOLWaa aHLedanoMmonaTms,
NoLOCTpas HeKPOTM3MpYyoLWas aHueanonaTtma) —cuc-
TEMHOe MUTOXOHApUanbHoe 3abonesaHne, 06ycnoBneHHoe
MyTauusMy B reHax, KOAUPYHOLWMX NOAMNEeNTUAbl KOM-
NAeKCOB AbIXaTeIbHOW Lenu MUTOXOHAPUIA, a TakxKe 6en-
KOB, NPUHMMAIOLLLMX Y4acTue B UX C60pKe Ha BHYTPeHHe
NOBEPXHOCTU MUTOXOHAPUanbHOW MembpaHbl (BCS1L:
¢.-53G>T; BCS1L: c.-50+425T>C; BCS1L: c.-40-307C>G;
PDHA1l: 13-BP INS, EX10; PDHA1l: c¢.29G>C
(p.ArglOPro); PDHAL: ¢.58-1G>0A). CornacHo gaHHbiM
M.I". UbiraHkoBoi u coasT. (2010), myTauuu B reHe SURF1
OTHOCATCA K Yncny Hanbonee pacnpocTpaHeHHbIX B poC-
cuinckoi nonynauum [3].

[na paHHOro cMHApoMa XapakTepHa reHeTmyeckas
reTeporeHHocTb. B HacToAlLee BpeMs NAEHTUHULUPOBA-
Hbl MaTOreHHble MyTauum 6onee Yem B 75 reHax, Kogupy-
eMbIX 2 reHoMaMy (MUTOXOHAPWANbHLIM U A4epHbIM) [26].

Hanbonee pacnpocTpaHeHHble hopMbl 3a60/1eBaHUA —
CUHAPOM Jles, CBA3aHHbIN C HEeLOCTaTOYHOCTHIO KOMMNEK-
ca lll gbiIxaTenbHOM Lenn MUTOXOHAPUIA, aCCOLUNPOBaH-
HbIi ¢ MyTaumamm reHa BCS1L, n X-cuenneHHas ¢popma
cuHApoma Jleq, accoumMmpoBaHHasa ¢ MyTauuaMu reHa
PDHAL

Mpw Leigh-cuHapome oTMevaroTCA ABYCTOPOHHME NO-
paxkeHuUs (o4aru HeKpo3sa, rnno3a, npopacTaHUs cocyoB)
CTBOS1a MO3ra, 3puUTenbHOro 6yrpa, 6asanbHbIX FaHrInes,
MO3XeuKa, CIMHHOro Mo3ra. CumTaeTcs, 4TO NPUYMHAMYU
nopaxeHunsa aBnATCA HegocTatok AT®, cBo6ofHbIE pa-
[AVKanbl U HakonieHWe naktata. O4HaKo B HacTosLLee Bpe-
MS 3HepreTmyeckas fenpmBaLusa Kak MexaH13M natonoru-
Yyeckoro npouecca npu Leigh-cuHgpome ctaBuTca nog
COMHeHue. lNMpegnonaraeTcs, 4TO OCHOBHbIMU BPeLHbIMU
thakTopammn cnayxaT runokanHua (cHuxeHne pCO?2)
N pecnunpaTopHbI ankanos (nosbiweHue pH). MpuynHoii
60ne3Hu aBNseTCA He ucToweHne AT®, a BHYyTPMKNETOUHOE
nogwenaynsanue (n/mnu runepokcmsa) [32].

3aboneBaHue HacnegyeTca No ayTOCOMHO-PeL,eccus-
HOMY, MUTOXOHAPWaNbHOMY, X-CLieneHHOMY peLeccus-
HOMY MexaHu3mam. [pn ayTOCOMHO-peLecCMBHOM Ha-
cnefoBaHun pebeHOK 3abonesaeT Npu MNONAYYEHUU
oT 06ounx poagmTeneh No 1 Konum reHa c MmyTaymen, camu
poanTeNny ABNAOTCA 6€CCUMNTOMHbBIMU HOCUTenaMu. Mpu
MUTOXOHAPMaNbLHOM TUMe Hacnea0BaHMA 3a60/1eBatoT BCe
[LeTn 60/1bHON MaTepu. Y 601bHOM0 OTLA U 340POBOI Ma-
Tepwu feTun 6yayT 340poBbl. Mpu X-cuenneHHON peLeccuB-
HOI thopme 3ab6oneBaHMA MMeeTca AeekT Kakoro-nn6o
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M3 FeHOB, PacnosioXXeHHbIX Ha NON0BOM X-XPOMOCOME.
BonesHb NposBNseTCA NPy OTCYTCTBUM Y Yel0BeKa APYroW
X-XpOMOCOMbI C HOPManbHOW KOMMWEN TOro Xe reHa.
Y XEeHLWUHbl HOCUTENbHULbI MYTAHTHOIO reHa CblHOBbS
3abonesatoT B 50 % cnyuaes, a foyepu 60netoT, ecnu oTel,
TaKkxe 60/eH.

OTAnuYUTENbHBIMU NPU3HAKaMy 3a601eBaHUS ABNAIOT-
CS CUMMeTPUYUHbIe NOPaXeHUs B 6a3abHbIX FaHMNAX UK
CTBO/JIE TO/IOBHOrO MO3ra no gaHHbiM MPT, a Takxe Knu-
HUYecKoe TeYeHUe ¢ BbICTPbIM YXYLLIEHNEM KOTHUTUBHbIX
N aBuratenbHbIX QYHKUMIA [4]. OTMeuvaeTca 3HaUMTeNbHasA
KNMHWYECKas U reHeTUYeckKas reTeporeHHocTb [16].

3aboneBaHune MMeeT paHHee Ha4yano —oT 2 Mec 4o 1-ro
rofa>xunsHu. OfHaKo BCTpeyaloTcs 1 6onee No3gHue cnyyam
[40].

Mo faHHbIM MeTaaHanM3a u cMcTeMaTnyeckoro 063o0-
pa 2020 r., Hanbonee pacnPOCTPaHEHHbIMMW KITMHNYECKN-
MW MPU3HaAKaMW CUHAPOMA SBNAKOTCA NMOBbILEHHbIR YPO-
BEHb flaKTaTa B KPOBW U/MAN CIMHHOMO3FOBOM XUAKOCTU
(72 %), 3apgepxka passutusa (57 %), runotoHuns (42 %)
c nocnegytoLen abixaTensHon ancyHkumein (34 %), anu-
nenTtunyeckune npuctynsl (33 %), nnoxoin anneTut (29 %)
n cnaboctb (27 %). Okono 80 % nauMeHTOB UMEIOT fae-
OULMT (PepMEHTHOTO KOMMIEKCa AblXaTe/IbHON Lenun uam
N30NMpoBaHHbIN gepuumnt komnnekca | (35 %), 32 % —
myTaumm mTAHK n 38 % —wyTtauum agepHoii AHK. Ma-
LMWEHTbI ¢ MyTaumamu agepHoi JHK monoxe nauneHToB
c myTaymamm MmTAHK (8,82 £ 13,88 roga npoTtume 26,20 +
41,11 ropa, p = 0,007). Hanbonee pacnpocTpaHEHHbIM
NPU3HAKOM SIBNSIeTCA MOBbIWEHHbIA YpOBeHb flakTaTa
B KpOBMW nnu nukesope [6].

[unarHo3 nogTBepXaaeTcs aHaAM30M reHoB, KOAUPY-
IOLMX B6eNKN aHepreTUyeckoro obmeHa, accouMmnpoBaH-
HbIX C 3a001eBaHNEM.

B HacToslee BpemMs He cywecTByeT ah(heKTUBHOM
Tepanuu Leigh-cuHgpoma. JleuebHble MeponpuaTUS aHa-
JIOTUYHbI ONUCaHHbIM Npu cuHapomax MELAS, MERRF.
JleyeHre HOCUT CUMMTOMATUYECKNIA, MeTaboNnyecKuii n
naninmaTuBHbLIN XapakTep, HanpaBfeHO Ha ynyulleHue
COCTOAHMA NauueHTa. Ons 3amenneHUs aTpopuuecknx
NpoLEeCcCOB B MbILUEYHOW TKaHW HeobxoamMMa Pusnyeckas
aKTUBHOCTb.

MporHo3 npu faHHOM 3a6ofeBaHWK HebnaronpuaT-
HbllA. MauneHTbl C CUHAPOMOM Jles, CBA3aHHbIM C HEL0-
cTaToyHOCTblo Komnnekca Il gbixaTenbHOW Lenu MuTo-
XOHAPWWA, XXMBYT B CpefHeM He 6onee 2 neT. Manbunku
c X-cuenneHHo opmoli cuHapoma Jlesd NpoXuBakT
ot 180 5neT [1]. K neTanbHOMy ncxogy npuMBOAAT napanuny
[bIXaTenbHOro LeHTpa, nporpeccupytowas aHuedanona-
TWA, CONYTCTBYIOLME MH(EKLUN.

NARP-cuHgpom (neuropathy, ataxia, and retinitis
pigmentosa (NARP-syndrome) —HeBponaTtus, aTakcus
N NUTMEHTHas AereHepaunsa ceTyaTkn) —CUCTEMHOE MUTO-
XOHApuanbHoe 3a6onesaHne, 06yCNOBNEHHOE TOYEYHbLIMM
myTauuamn MTAOHK, xapaktepusytowieeca coyetaHueM
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NPOKCMManbHON HEWpPOreHHON MblleYyHOol cnabocTtu,
CEHCOMOTOPHON HeliponaTuu, aTakCunM U NUTMEHTHO
peTMHONATUK.

NARP-CYMHAPOM BbI3biBAeTCA TOUEYHBIMU MY TaLNAMUN
m.8993T>C 1 m.8993T>G reHa MT-ATP6 [17]. MyTayun
B reHe MT-ATP6 n3MeHAT CTPYKTYPY AN yHKUno AT -
CUHTAa3bl, CHMXXasA CNOCOOHOCTb MUTOXOHAPWIA NPON3BOAUTD
AT®. MyTayma T8993C cumtaeTcsa KNMHUYECKM 6onee MAr-
KOi, yem myTaums T8993G. Mpwu ypoBHe reteponiasmun
>90 %Yy nalMeHTOB MMeEeTCS NPorpeccupytoLLas Heipoge-
reHepaums. TsaxxecTb 3a60/1€BaHUSA CBA3AHA C NPOLEHTHbIM
cojepXXaHuem MUTOXOHAPUIA, UMEKOLNX FTeHETUYECKNE 13-
MeHeHus. MaymeHTsl c NARP-CMHAPOMOM UMEKOT MyTaLUuIO
MT-ATP68B 70—90 % MUTOXOHAPWIA. Npu fONe aHOMaNbHOM
MTAHK <60 % 3a6oneBaHne npoTekaeT 6eCCUMMATOMHO UK
NposBASETCA TONbKO MSATKOW MUTMEHTHOW abuoTpodinei
CeTYaTKN U MUTPEHENOJ06HLIMU FONOBHLIMU 6ONAMM.
Mpwn 90—95 % myTaynin nMeeT MecTo 6onee TsHKenoe 3a-
6onesaHne —Leigh-cuHgpom.

Mo Bcei BUAMMOCTK, 3TK 2 3a60/1€BaHNS MOXHO Npes-
CTaBUTb KaK OAWH pa3BepHYTbIli KOHTUHYYM. B cBA3n
C 3TUM BblgenseTtcs «J1es-nofo06HbIA CUHAPOM» —faHHbI
TEPMUH MPUMEHSAIOT B CAYYasAX C KNMHUYECKUMU U LpY-
rMMY NpU3HaKamu, NO3BONAIOLWMUMUN NPEANOOXUTb CUH-
Apom Jles, KOTopble, 0HaKO, He COOTBETCTBYIOT CTPOTrUM
LVNAarHoCTUYECKUM KPUTEPUAM.

MyTauuy HacnefyoTcad N0 MATEPUHCKOW NUHUMN.
Matb npobaHga, MMetoLwas naToreHHbIn BapnaHT MTAHK,
MOXeT UMeTb UM He UMEeTb CUMNTOMbI 3a6ofeBaHus.
B 60/blWMHCTBE CNyYaeB MaTb UMEET ropas3fo MeHbLUYHo
fonto aHomanbHoi MTAHK, yem npobaHpg, n 06blYHO
ocTaeTcs 6eCCMMMNTOMHON MU UMeeT TOMbKO fIerKne CUM-
nToMbl. IHOTfa y matepu, uMetoLLell 3HaYNTENIbHYIO 40-
N0 aHomanbHon MTAHK, B 3penom Bo3pacTe pa3BmBatoT-
cA TsKenble cumnTombl [37].

Mpu BU3yanun3aumnm BbICOKOT0 paspeLleHns B CTPYK-
Typax rofIOBHOro M03ra v CeT4aTKu Npu 4aHHOM CUHAPO-
Me BbISIBAAKOTCA NaTTepHbl NOBPEXAEeHUSA TKaHel, Xxapak-
Tepusytolmecs reTeporeHHbIMU y4vyacTKamum MoTepu
HelpoHoB [17].

C/vMNTOMbI MOTYT NPOSABAATHLCS B MEPUOL OT HOBOPO-
XAEHHOCTW 40 3pesioro Bo3pacTa, HO 06bIYHO B BO3pacTe
oT 340 12 mec, yacTo nocne BUPYCHOW NHGekunn. bonee
nosgHee Hayano 3abonesaHus (B Bo3pacte nocne 1lroga,
BK/tOYan Ae6l0T BO B3POC/IOM BO3pacTe) U 60see MefieH-
HOe nporpeccupoBaHune HabnwogaTcay 25 % naymeHToB.

MposiBneHna 3a60neBaHNs BKIOYAIOT MbILUEYHYHO
cnabocTb, CEHCOPHYIO HeliponaTuio (OHeMeHMe, NoKanbl-
BaHMWe Mnn 60Mb B pyKax U Horax), atakcuto, atpoguto
3pUTENIbHOTO HEPBa, MUTMEHTHbIV PETUHUT, HapYLUeHUs
OBVXKEHUA rnas, anunenTuyeckne NpucTynbl. Takxe
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BO3MOXHbl HEIPOCEHCOPHAsA TYroyxocTb, HU3KUI POCT,
fedekTbl cepaeyHoli NpoBoAMMOCTU. HecnocobHOCTb
K 06Yy4YeHMI0, 3aiep>KKa B pa3BUTUN, leMeHL A ABNAIOTCA
pacrnpoCcTpaHeHHbIM ABJIEHNEM.

Anunencus ¢ KparHe TaxXenbiM (KaTacTpohnvecknm)
TEUYEHMEM MOXET CONPOBOXAATb TsKesnble popmMbl NARP-
CUHApOMA C paHHUM [e6l0TOM, OfHAKO B Cy4Yasx ¢ Noa-
POCTKOBbIM ¥ B3pPOC/bIM Ha4asi0M 60/iee XapakTepHbl peakue
MPUCTYMbI. Y B3POC/bIX NPU JaHHOM CUHAPOME BbifB/IeHNe
HapyLUeHWi Ha 3NeKTPOo3HLedanorpaMmme MOXeT NpejLle-
CTBOBaTb BO3HUKHOBEHUIO NpUcTynos [24].

NakTaT-aunnos, MMouopruanbl ¢ pBaHbIMW KPaCHbI-
MU KpassMu He ABNAOTCA 0643aTeNbHbIMW CUMNTOMaMU
NARP-cuHgpoma. OTmevaroTcs npu3Haku nepudepunye-
CKOW CEHCOPHOI M CeHCOMOTOPHOW MOMMHEBPOMNAaTUN,
ANCHYHKUMA nanoyek cetyaTtku. Mpu MPT ronoBHoro
MO3ra BbISIBNSOTCA aTPO(hMa MO3XeUuKa U KOpbl FONIOBHOTO
MO3ra, oyarum Hekposa B 061acTu 6a3afbHbiX FaHrMeB;
npu MP-CMeKTPOCKOMNUY —10BbILLIEHNE YPOBHA Nakrara.

LOvarHo3 noarteepxpjaeTcsd BbiiIBAEHWEM MYyTaLuii
MTAHK, XapakTepHbIX 4ng jaHHOro cuHgpoma. Moneky-
NAPHO-TeHeTUYeCKOe TECTUPOBAHME BKIOYAET LeneHa-
npas/ieHHOE TECTUPOBaHME OLHOIO reHa, CeKBeHMPOBaHue
MUTOXOHAPUANLHOIo reHoMa 1 60/1ee NosIHOe FreHOMHOe
TeCTUpOBaHue.

OngdepeHynansHas gnarHocTnka NnpoBogmTCa ¢ 60-
Ne3HAMMW, CONPOBOXAAKLWNMUCA aTaKCUeld U NUTMEHT-
HbIM PETUHUTOM.

B HacTosLlee BpeMA He cyLlecTBYeT apheKTUBHOIO
neveHnss NARP-cuHapom. JleyebHble MepONpUsATHS aHa-
JIOTUYHbBI ONUCaHHbIM Npu cuHapomax MELAS, MERRF,
Leigh. Mpwn o6ocTpeHnn aumpo3a NnpuMeHsaOTCS 6ukap-
60HaT HATPUSA UK LUTPAT, NPU AUCTOHUU —OEH3TeKCon,
6aknogeH, TeTpabeHasnH, rabaneHTUH, NHbEKLMUN 6O-
TYNIOTOKCUHA MO OTAENbHOCTU UK B KOMO6UHauuu. Mpu
Kap4noMuonaTtuy MOXeT noTpeboBaTbC aHTUKOHTeCTUB-
Hasa Tepanus [37].

MporHo3 npu faHHOM 3a601eBaHUY 38BUCUT OT NPOLLEHT-
HOro cofepXaHus MAUTOXOHAPWIA, UMEIOLLUX FreHeTUYeCKne
n3meHeHns. OAHAKO JONTOCPOUHbIA UCXOL HE MOXET 6bITb
HafeXHOo MnpejcKasaH Ha 0CHOBE Pe3y/IbTaTOB MOJIEKY/ISAPHO-
reHeTMYecKMx TecToB. [1na HabntoaeHns 3a NporpeccupoBa-
HWEM W NOABAEHUEM HOBbIX CUMMNTOMOB HEOBXOAUMO
nepuoamnYecKn NpoBoANTL HEBPOIOTMYECKME, O TaNbMONO-
rmyeckre n Kapanonoruyeckune obcnegoBaHums.

Anunencna ABASETCA pacnpocTpPaHEeHHbIM (heHOTU-
MUYECKUM MPU3HAKOM KaK CUHAPOMHBIX, TaK U HECUH-
OPOMHBIX MUTOXOHApUaNbHbIX 3a60neBaHnin. B neyeHum
3MUNENTUYECKUX MPUCTYNOB NMPU MUTOXOHAPUANbHbIX
3aboneBaHUAX cnefyeT nsberatb MUTOXOHAPUOTOKCUYHbIX
npenapaTos.
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