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MUTOXOHAPUAABHOSA SHLEePAAOMUNONATUS
C AGKTAT-ALUAO3OM U MHCYABTONMOAOOHBIMU
3MN30AC0MUN: COBPEMEHHbIU B3rASA HO MpooAemy

PaccMoTpeHbl TAOBHbIE ACMEKTbI STUOAOTVN MUTOXOHAPWUAABHBIX PACCTPONCTB. BEAYLLYIO POAb B UX MATOre-
He3e UrpaT MyTALMK MUTOXOHAPMAABHOM K siaepHon AHK. MpreeaeHbl HanboAee pACPOCTPOHEHHbIE BAPUAHTHI
MYTAL, SIBASIKOLLIMECS MPUYMHOM PA3BUTUS AQHHOW rRYMNMbl 3A60AEBAHNM, A TAKXKE SMMAEMNOAOTNHECKME AQHHbIE.
OnNMCaHbl OCHOBHbBIE KAMHUYECKME MPOSIBAEHMST MUTOXOHAPUAABHBIX PACCTPONCTB. OCBELLEHBI OCHOBHBIE ANATHO-
CTUHECKME KPUTEPUMN N MATOAOTMYECKME HAXOAKW, BCTPEYAIOWMECS MPU MUTOXOHAPUAABHBIX PACCTPOWCTBAX.
OnncaHbl OCOBEHHOCTN NOPOXKEHMUST LLIEHTPAABHOW HEPBHOM CUCTEMDI. [prBEAEHO MHOOPMALIMS O AOKAAUIALMN
MOBPEXAEHWS 1 CTEMNEHM BOBAEYEHMSI CTRYKTYP LLIEHTPAABHOM HEPBHOM CUCTEMbI B MATOAOTMYECKMM NPOLECC B 30BU-
CUMOCTM OT BUAQ MUTOXOHAPUAABHOM NATOAOTNN. MPEeACTABAEHBI AQHHbBIE 06 aTHOAOTMM MELAS-cHAPOMA (MUTO-
XOHAPWAABHAST SHLEPAAOMMONATUST C AQKTAT-AUMAO3OM U MHCYABTONOAOBOHBIMY 3MN30ACMK) B 30BUCKMOCTU OT
BO3PACTA, MOAQ N PACOBOM MPUHOAAEXHOCTU. OMUCAHA POAb MOAEKYASIPHOM OCHOBbLI STOFO FrEHETUHECKU AETEP-
MWHVPOBOHHOTO 3a060AEBAHMS. HamboAee pacnpOCTPAHEHHOM MyTALMEN, BbidbiBatOLLEN MELAS, aBAageTcs m.3243A-
G B reHe MTITL1. MprBeAEHbI OCHOBHbIE MOHNGECTALIMOHHBIE CUMNTOMbI. ONMMCAHO AOABHENLLIEE KAMHNYECKOE PA3-
BuTME MELAS-CMHAPOMA C YKA3OHUEM YOCTOThI BO3HUKAIOLLMX MPOSIBAEHUIN. POCCMOTPEHBI AQHHBIE O MATOreHeTNYEe-
CKMX MEXOHM3MAOX YMOMSIHYTOrO CUHAPOMA. POBEAEH QHOAM3 KAMHUYECKOTO CAYYQsl, KOTOPbIN AEMOHCTPUPYET
MNepBble KAKOYEBLIE CYMMTOMbI 3A00OAEBAHUS 11 €r0 AQABHENLLEE KAMHUYECKOE Pa3BUTHE. [TpMBEAEHbI PE3YALTATHI
AOBOPATOPHbBIX M MHCTPRYMEHTOABHBIX METOAOB MCCAEAOBAHMS, MPOAHAAU3UPOBAHBLI MArHUTHO-PE30HAHCHbIE MNPO-
SIBAEHUS MOPOYKEHMS TOAOBHOTO MO3rd B AMHOMUMKE. BblAEAEHbI KpUTepn ANArHOCTUKM MELAS-CMHAPOMA 1 NpuBe-
AEHbl 3060AEBAHKS, C KOTOPbLIMU CAEAYET MPOBOAUTE AUPDEPEHLIMAABHYIO AMArHOCTUKY. OCBELLEHbI OCHOBHbBIE
MNPUHUMMBI MEANKAMEHTO3HOIO A€4YEHMUSI.

KatoueBble cAoBa: MELAS-CHUHADOM, MUTOXOHAPWAABHAS SHLEDAAOMMOMNATUS, AQKTAT-ALMAOS.

M UTOXOHpPHUaNbHbIE PACCTPONCTBA — 3TO KJIUHMU-
YeCKM, BUOXMMUYECKU U TEHETUYECKU TeTepo-
reHHas rpynna 3aboneBaHWi, CBA3aHHbIX C HapyLle-
HUEM CTPYKTYpPbl MUTOXOHAPWIM BCneacteue aedekta
muToxoHapuanbHon AOHK (MTAHK) v agepHon OHK
(a4HK), 4To NpnBOANT K ANCHYHKLMU OKUCAUTENBHOM
cuctembl docdopenpoBaHma U KOMIMJIEKCa NUpyBaT-
aervaporeHasbl [42].

MaumeHtol ¢ MyTaunammn MTAHK Bnepsbie 6biiu
onucaHbl B 1988 . [27, 65]. 3T0 cnoco6cTBOBAsO No-
ABNEHMIO TAKOW HayKKW, KaK MUTOXOHAPWanbHas Meau-
unHa. MTAHK cogepxut 37 reHoB, MPOAYKTbl KOTOPbIX
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B CBOIO 04epelb NPUHUMAIOT y4acTue B paboTe Abixa-
TeNbHOW LIenun, KoTopas ABAAETCS COCTaBNAOWEN BHY-
TpeHHEN MemOpaHbl MUTOXOHAPUMA U BKIIIOYaETCH B
cebsd 5 pepMeHTHbIX Komnnekcos: | (HAQH-Ko3aH3UM
Q-peaykTasza), Il (cykumHaT-koaH3MM Q-peayKTasa),
Il (KoaH3uM Q —uuToxpom C-pepyktasza), IV u V (ATD-
cuHTeTaza). MTAHK aBnaetcs no cytv aBTOHOMHOM, HO
ansa ee GyHKUMOHMPOBAHUSA HEOBX0AUMbI BEfTKK, 3aKO-
avpoBaHHble B reHax s[AHK. CnepoBaTtenbHo, Ana Hop-
MalbHOro GYHKLIMOHUPOBAHUA MUTOXOHAPUM HEOBXO-
AMMo coBmecTHoe BnusiHve MTAHK (perynupytoTes oT-
HOCUTENbLHO cnabbiMK MpaBuiaMn MUTOXOHAPUANLHOM
reHeTukn) 1 aJHK (HaxoauTcs noj ynpaBneHuem 60-
Jiee CTPOrux nNpasui MEHAENEBCKOW reHeTuKu) [11].
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3HayuTEeNbHbIN NPOPbLIB B MOHUMaHWUKU MONEKYNSp-
HOWM OCHOBbI MUTOXOHAPWaNbHbIX PACCTPONCTB AOCTHUI-
HYT NMWb B nocneaywowmne gecatunetus. MNpeacrasne-
HWUS 06 MX MPUYKMHE NogpalymeBanu 6onee NPUMUTUB-
Hbl€ MEXaHMU3Mbl, HeM U3BECTHbIE B HACTOsILLEE BPEMS
[7]. BoiiBneHne aaepHbIX reHHbIX JedEeKTOB NMO3BOSU-
/10 YCTAHOBUTb OCHOBHbIE MPUYUHbI MUTOXOHAPWANb-
Hblx 60ne3Hen [22, 33]. B 2000 r. npeacraBieH 0630p
cTaTen, B KOTOPOM Oblfia onncaHa MONEeKynspHasa au-
XOTOMMSI MEXAy B3POCAbIMU U AETbMU: Y B3POC/bIX
C MUTOXOHpPHWaNbHbIMU HAPyLIEHUAMWU TUMIMYHON NPU-
YnHow 6binn gedekTol MTAHK, a y neten, HacnegoBas-
KX 3aboneBaHue, Kak NpaBuno, N0 ayTOCOMHO-pe-
LueccMBHOMy Tuny, npeanonaranu aedekt aJHK [38,
39]. 310 yTBEpKAeHuMe cnycTs 10 neT 66110 NOABEPTHY-
TO COMHeHuaM. CTano fcHo, 4to MyTauuun MTAHK moryT
BO3HMKATb Ha MPOTAXEHWUU BCEW WM3HU, @ ayTOCOM-
HO-PELIECCUBHbIE, AOMWHAHTHbIE W X-CLIEMNEHHble
AepHble FrEHETUYECKME HaPYLLEHMS YacTo UMEIOT Me-
CTO Y B3pOC/bIX. TakMM 06pa3oM, MUTOXOHAPUASbHbIE
3aboneBaHMa — 3TO 3ab6oneBaHMs, COMPOBOXKAAIO-
wrecs 601bLWNM KOIMYECTBOM MOJSIEKYISIPHBIX MOBpe-
HAEHUN 060MX TEHOMOB Ha MPOTSXKEHWUU BCEN HKUSHU
He3aBUCMMO OT Bo3pacTa [7].

PaHee cuuTanocb, 4TO MWUTOXOHAPWANbHbIE pac-
CTPOMCTBa BCTPEYAOTCH O4EHb PEAKO — B HECKOJIb-
KMX cnyyasx Ha 1 MaH Hacenenus. HaunHasa ¢ 1999,
pe3ynbTaTbl HECKONMbKUX 3MNUAEMUONOIMYECKUX MUC-
cnefoBaHWK, MPOBEAEHHbIX B €BPONENCKUX U APYrMX
CTpaHax, OnNpoBEPI/N 3TO YTBEPHKAEHUE [6, 8, 43, 57].
Tak, B 2015 . B BennkobputaHuM pacnpocTpaHeH-
HOCTb MWTOXOHAPWAsbHbIX 3ab0neBaHUi, COMPOBO-
waaouwmxes HapyweHuamu B MTAHK n a1HK, coctas-
nana 1 cnyyan Ha 4300 HaceneHus [22]. Ha ceBepe
AHMIMKM yaanocb BblAenuTb npegnonaraemble saep-
Hble reHeTUYECKNE NMPUUYNHBI MUTOXOHAPUANbHbIX Ha-
pylweHnn y 23 % 60MbHbIX, CPean KOTOPLIX OKa3annch
myTauumn PEO1 v OPA1 [22, 67].

KnuHnyeckoe nposiBfeHWe MUTOXOHApPUAbHbIX
3aboneBaHU reteporeHHo. MoXeT HabngaTbes
reHepann3oBaHHOE UK TKaHecneunMdUIecKoe CHU-
*eHue npomaBoacTea ATP. BcneactBme aToro npouc-
XOAMT NnopaxeHne NMb0o 0HOro opraHa, Kak Npu Ha-
CNnefiCTBEHHOM ONTUYECKOW Heunponatuun Jlebepa,
nmbo KoMmMaeKca CTPYKTyp (UeHTpanbHas HepBHas
cuctema (UHC), cepaue, cKeneTHble MbllLbl, *eny-
JOYHO-KMLLIEYHbIN TPAKT, MOYKMU, IHAOKPUHHbIE XKene-
3bl). MoryT TakXe MpoucxoamTb remaTonorn4yeckue
n3meHeHus [14].

MwuTOxoHApPHUanbHblE PacCTPOWCTBA MOMYT MaHu-
decTtmpoBatb B N1t060M BO3pacTe, UMETb KaK OCTpoe,
TaK M XpOHMYECKOE nporpeccupyioliiee TedeHue [3].

OAHUM M3 OCHOBHbIX NPOSIBAEHWUI MUTOXOHAPWANb-
HbIX 3a60feBaHUM SABAKIOTCA MHKEeNyAOYHO-KULIEYHbIE
cumnTombl [34], Takue KaK aucdarus, peuuamBupyio-
Was pBoOTa, KULWeEeYHasd nceBaoobeTpykumsa [51]. Mpu
MELAS-cuHapome (Mitochondrial Encephalomyopathy,
Lactic Acidosis and Stroke-like episodes, MutoxoHapH-
anbHag 3HuedanommonaTns ¢ nakTaT-aLuuao30omM 1 UH-
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CyNbTONOA0OHBIMU 3MU304aMM) Yalle BCTpeyaeTcs Ma-
TEPUHCKM yHacneaoBaHHbIM caxapHbi anabet (CA)
n rnyxota [22]. Y auy, ¢ mytaumamun B MTAHK, Kak npa-
BWNO, UMEIOT MECTO CTPYKTYPHbIE U PYHKLIMOHANbHbIE
M3MeHeHUs cepaua. 310 6bI10 BbISBAEHO Y 60/bHbIX
C HacneacTBEHHOW ONTUYECKOW Henponatuen Jlebepa
[47, 50] n HocuTenen mytauun m.3243A-G [1, 41, 48,
64]. 3T U3MEeHEHUa MOryT 6bITb MPUYUHOM CEPAEUHON
HeOoCTaTO4HOCTU. YuuTbiBag TO, 4TO 3a nocnegHee
BPEMS KOJIMYECTBO BHE3AMHbIX CMEPTEN Y NIULL C MUTO-
XOHAPWanbHOM natofnorven ysennuunocs [49], a nauu-
€HTbl ¢ cnHapomoM KepHca — Calpe 0COBEHHO YyA3BMU-
Mbl B OTHOLIEHMK BnoKaabl cepaua [28], cneayeT npo-
BOAUTb MOHWUTOPUHI cepaedyHOn YHKUMKM Yy OaHHOWM
rpynnbl 60/bHbIX, 0653aTeNIbHO BR/IIOYAIOWMIA 3NEK-
TpoKapanorpaduio n axokapamorpaduio.

[Mpn Takon MUTOXOHAPUANbHOW UUTONATUM, KaK
MELAS-cMHAPOM MopamatoTc TKaHU C BbICOKMM MO-
TpebIEHNEM 3HEPTUU U HU3KOM MUTOTUYECKON aKTUB-
HOCTbIO — MblleYHas TKaHb U TKaHb LIHC [18]. MaTtono-
FMIO MbILLIEYHOW TKaHW CneayeT BbiiBASTb C MOMOLLbIO
oéuoricnn. [MCToNOrM4ecKoe U MrMCTOXMMUYECKOE Uccne-
JoBaHue 06bl4HO MpedycMaTpuBaeT onpeaeneHue
YPOBHS CyKUMHataerngporeHasbl (SDH), HUKOTMHamMu-
JafeHUHONHYKNIE0TUA-TETPA30-pelyKTasbl U ABOWUHOM
uutoxpoM C-okcupasbl (COX)-SDH. MoauduumposaH-
HbIM TPMXPOMOBBIN Kpacutesnb [oMopy NO3BONSET Bbis-
BUTb CKOMNEHUE NPONnUdEPUPYIOLLIMX CTPYKTYPHO U3Me-
HEHHbIX MWTOXOHAPWM, OKPalLUMBAIOLMXCS KPacCHbIM
LLBETOM («pBaHble KpacHble» BOSIOKHA) [56].

Mpn MELAS-cMHAPOME CTEHKM KPOBEHOCHbIX COCY-
[10B 06bI4YHO Ype3MepHO SDH-peaKTUBHbI, YTO yKa3bl-
BaeT Ha yBeNYEHUE KoNM4ecTBa MUTOXOHAPUN [24].

OcobeHHocTaMKM nopaxeHus LUHC npu MUTOXOHA-
puasnbHbIX 3a60n1eBaHUAX ABASIOTCA BaCKY/10-HEKPOTH-
YECKME U3MEHEHUS, XapaKTepHble /19 CepOro BeLwecT-
Ba, 1 AereHepauus 6e10ro BelLeCTBa B BUae ageMuene-
HU3aUMK U TM03a, KOTOPbIM MOXHO OGHapYXKUTb, KaK
npaBwWo, NPaKTUYECKN y BCeX 60MbHbLIX C JaHHOW NaTo-
norven [2, 4, 58, 61]. MoxeT Habntogatbea andoys-
Has aTpodus. CoCyanCTO-HEKPOTUYECKMNE MOPaXKEHUS,
KaK MpaBuIio, XxapaKTepuayoTca GoKanbHOW aHLeda-
nomansumen. CyuiectsyeT psg 3aKOHOMEPHOCTEN Mo-
paxenus ctpyktyp UHC (tabn. 1), a Takke 6enoro
W Ceporo BELLECTBa B 3aBUCMMOCTU OT HO30J10T UK.

MuToxoHapnaabHble 6071€3HN B 3aBUCUMOCTHU OT
rpeob6iafaroLlero nopaxkeHusi ceporo namM 6ea0ro
BelllecTBa rosioBHoro mo3sra [18]

lpeob6nagarollee nopaxKeHne ceporo BelecTsa
- MERRF

« MELAS

= CuHgpom Anbnepca

= Cungpom Jles

lpeob6nagaroulee nopaxeHne 6es10ro BelecTsa

= CuHapom KepHca — Celipa

MELAS-CMHOPOM — reHEeTUYECKN AETEPMMHMUPO-
BaHHOe 3aboneBaHWe C BapuabenbHbIM KIWMHKYE-
CKMM PEHOTMMOM, OTHOCSILLEECH K IPynne MUTOXOHA-
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TaéaAanmya 1

AOKOAAU3ALMS NOBPEXAEHNS NOPAXKEHHBIX CTPYKTYP U TSHKECTb NOPAXKEHUS BOBAEUYEHHbIX CTPYKTYP
B 30BUCUMOCTM OT BUAO MUTOXOHAPUAABHOW NATOAOTMMU (28)

CuHapom Kopa ronosHoro CyGKOpTUKanbHoe Benoe MynbTUCUCTEMHASA
Mo3ra cepoe BellecTBO  BeleCcTBO  jJereHepauus

MERRF - ++ - +++

MELAS +++ + - ++

Anbnepca +++ ++ - ++

Jlest (nopocTpas HeEKPOTU3MpYtoLan aHuedbanoMmonaTus) + +++ ++ +

KepHca— Ceipa - - +++ ++

MERRF — MUOK/IOHYC-3nnaencus ¢ «pBaHbIMWU KpaCcHbIMU BOJIOKHaMu» (myoclonic epilepsy associated with ragged-red fibers).
+ — He3HayuTesIbHOe BOBJIeYEHUE CTPYKTYPbI B MAaTOOMMYECKMIA npoLecc;

++ — ropaKeHne CTPYKTYPbl CPEAHEN CTENEHN BbIPaXKEHHOCTH;

+++ — 3Ha4YnTesIbHOE BOBJIEYEHME CTPYKTYPbI B MATO/I0MMYE€CKUI NpoLiece.

puanbHbIX UMTONaTMi. 3TO 4Yalle BCEro MaTepPUHCKM
yHacnegoBaHHOE MMWTOXOHAPWaNbHOE PacCTPOMCTBO
COMPOBOXAAETCHA TAKUMM NMPOSBAEHNSIMU CO CTOPOHbI
HEPBHOM CUCTEMDbI, KaK CyI0pOru, reMmnapes, remma-
HOMCKSA, KOPTUKaNbHas cnenoTa, a TakKe anu3oanye-
CKas pBoTa [45, 54].

[aHHbIK cMHApPOM BrnepBble 6bi1 onucaH S. G. Pav-
lakis 1 coaBT. 1 BbleNIEH KaK HO30/10rMyecKas eau-
HUua B 1984 r. [54]. Yepes 10 net S.G. Pavlakis
n M. Hirano ony6aukoBanu 063o0p 110 cnyvyaeB 3a60o-
neBaHus [26]. B 1990 r. ycTaHOBIEHA MOSIEKYNSpHas
ocHoBa MELAS-cMHapoMa — 3aMeHe afeHWHa Ha ry-
aHuH B nonoxeHun 3243 mtHK (m.3243A-G) reHa
MTTL1, koaupyemoro TPHK [23, 30]. 3ta e myTauus
SIBNSETCSA NYCKOBbIM MEXaHU3MOM AJ1 FEHETUYECKMX
aHomanui npu C, 4T0, BO3MOXHO, OOBACHSAET Ya-
CTOe OAHOBPEMEHHOE Hann4mMe 3TUX AByx 3aboneBa-
HUK y nauuneHTa [63]. MELAS-cMHAPOM MOXET ObITb
Bbi3BaH MyTauMen B HECKONbKWUX reHax, BKJo4vas
MTTL1 (590050), MTTQ (590030), MTTH (590040),
MTTK (590060), MTTC (590020), MTTS1 (590080),
MTND1 (516000), MTND5 (516005), MTND6
(516006) n MTTS2 (590085), Ho Hamnbonee pacnpo-
CTpaHeHHOW MmyTauwuen, Bbi3biBatowen MELAS, aBng-
etca m.3243A-G B reHe MTTL1 (590050,0001).

CornacHo pesynsrtatam 3nuaeMMoNorMyeckoro mc-
cnefoBaHus, NPOBEAEHHOIO B ceBepHOM PUHNAHANN,
pacnpocTpaHeHHOCTb MyTaumm m.3243A-G (80 % cny-
YyaeB 3aboneBaHus), coctaBnsana 6onee 10,2 cnydas Ha
100 Tbic. Hacenenua. Ecnn npeanonoXuTb, 4TO BCe
POACTBEHHUKM NEPBOM IMHWUMN NOATBEPHKAEHHOIO MyTa-
LIMOHHOIO EHCKOro HOCUTENS TaKKe ABASIOTCH HOCU-
TenemM myTtauuu, TO pacnpoCTPaHEHHOCTb MPEBbILLAET
16,3 cnyyas Ha 100 Tbic. Hacenenus [43, 62]. B Ceep-
HOW AHIIMK PacnpPOCTPaHEHHOCTb ATOM MyTaL MK cpeaum
B3pOC0ro Hacenexus coctasnsget 1,41 cnydan Ha 100
TbiC., @ B AnoHnn — 0,2 cnyyas Ha 100 Toic. [66].

JaHHbix 06 anugemunonorum MELAS B cTpaHax Ce-
BEPHOM AMEpPUKU HET, HO YCTaHOBJ/IEHa cnegylowas
3aKOHOMEpPHOCTbL: 3aboneBaHue pexe BCTpevaeTcs
Y 1L, HErPOMAHOW pachkl U C OAMHAKOBOW YacTOTOM —
CPEAN MYXKUMH U KEHLMH. Yalle BCero AaHHbIN CUH-

apoM nposBnaeTcs B Bo3pacTe oT 4 go 15 nert, pexe
Hayano 3aboneBaHMa MOXET BO3HWKaTb B MnageHye-
cTBe (M3BECTHO O cnyyae 3aboneBaHns MELAS y 4-me-
csi4YHoro pebeHka). MaHudectauus y 65—76 % 60nb-
HbIX MponcxoauT B Bo3pacTe a0 20 net,y 5—8 % — Ao
2 net,y 1—6 % — nocne 40 net [26, 60, 66]. [puHaTo
cuuTaTh, YHTO MUTOXOHAPUA/bHbIE 3a60NeBaHNs nepe-
JatoTcs No MatepuHcKom nuHmnn. B 1991 r. De Quicke-
tal onncan MELAS-cuHapom y 2 cectep, y Matepu Ko-
TOPbIX [AOMOSIHUTE/NbHbIE METOAbl WCCNeaoBaHuUS,
BK/IIOYAs MblLLEYHYIO BGMOMNCHIO, YKa3blBaan Ha OTCYT-
CTBME KaKon-nMb0o naTtosiorMu, HO y UX OTLa Ha aNekK-
TpoMMorpamme Habnganacb xapakrepHas MMonaTu-
yeckKasl KapTuHa 1 6bln ycTaHoBAEH GEHOMEH «pBaHbIX
KpacHbIX BOMOKOH» MO pe3yfnbrataM WcceaoBaHus
6uonTata mbiwl,. CoBnageHne 3To UKW UCTUHHaS ne-
peaaya OT 0TLa, He yAanoch BbIACHWUTL [9].

Manudectnpyet MELAS-cnHapoMm, Kak npaBuno,
60nee YeM OHMM KIIMHUYECKUM NPOSIBNEHMEM (Tab. 2).

[anoHenwee pasBuUTUE CUMMNTOMATUKU pPa3HOO-
6pa3Ho (Tabn. 3). MHCynbTONOA06HbIE 3MU30AbI, Ha-
6nopgaowmecs y 84—99% naumeHToB, SBASIIOTCS
O[IHOW U3 rnaBHbIx ocobeHHocTen MELAS-cuHapoma
[26, 66]. 3T1 3N1M30abl HacTo CONpPoBOXKAaTCs 0bpa-
TMMOM adasnen, KOpTUKaNIbHOM CNEeNOTOM, YTHETEHU-
€M aKTMBHbIX ABWUMKEHWUN U3-3a CNaboCTH, rONOBHOM
60nbt0. TakKe MOXHO HabnoaaTb UBMEHEHUE MCUXU-
YEeCKOro craTtyca M CydOopOXHbIn cuHapoM. lMporpec-
CUPYIOLUI HEBPOSIOTUYECKUIA AePULUT MOXKET HaKa-
nnuBatbcd. [pu aTOM HEMpPOBM3yanuM3alums He COoOoT-
BETCTBYET K/TACCUYECKOM «KapTUHE» MHCYNbTA, TaK Kak
OT/IMYaETCH COCYANCTOE pacnpeaeseHne nopameHus.
OHO 3aTparMBaeT NpPeuMMyLLECTBEHHO BUCOYHbIE, Te-
MEHHbIE U 3aTbINOYHbIE 40N, aCCUMETPUYHO, MOXET
ObITb OrpaHMYEHO KOPKOBbLIMKW 061aCTIMM UK 3aTpa-
rMBaTb NOAKOPKOBOE 6enoe BellecTso [25, 60].

Elwe oaHo pacnpocTpaHEHHOE HEBPONOrMYecKoe
nposisneHne MELAS-cuHapoma — anunentuyeckue
npuctynbl (71—96 %) [26, 66], KoTopble MOryT 6biTb
KaK ¢OoKanbHOMW, 04aroBOM NpUpoabl (BCNeacTBue UH-
CyNbTONOA0BGHOroO 3Nn3o04a), Tak U NepBUYHO-reHepa-
JIM30BaHHLIMW NPU HEM3MEHEHHOW CTPYKTYpPE ro/ioB-

YKPAIHCbKWUA HEBPOJIOTIYHUM XYPHAN -

2019, N2 1



JIIKAPIO-NPAKTURY

YKPAIHCbKHUM HEBPOJIOTIYHUM XXYPHAN -

Tabanuya 2
YacToTa NepBOHAYAABHBIX MPOSBAEHUN
MELAS-cuHapoma (12, 26, 66)

Ta6Aanmuya 3
YacTota nposiBA€HUs CUMNTOMOB
MELAS-cuHapoma (26, 60, 66)

Yactota MposiBneHue Yactota MposiBneHue
Mpuctyn anunencuu MHcynsTonogo6HbIM NpucTyn
MoBTOpSIOLMECS FONIOBHbIE 60N OemeHuus
NHcynsTOonofo6HbIE NPUCTYNbI o Anunencus
o, >90%
>25% KopTukanbHasa cnenota NakTaT-aunao3s
MblweyHas cnaboctb Hannuune «pBaHbIX KPACHbIX» BOTOKOH
Peuunansumpytotollas peoTta MaTonoruyeckas yToMmnsemMmocTb
HeBbicokui poct
[emynapes
HapylueHue cosHaHus KopTuKkanbHasa cnenota
10—24 % HapyuweHue cnyxa 75—89 % MoBTOpSIOWMECA FOIOBHbIE 60K
MuTOXOHAPHUaNbHbIN caxapHbl AgnabeT HapyweHus cnyxa
MblweyHas cnabocTb
o 3agepKKa pasBuUTUs
<10% N
Jlnxopagka MNepudepnyeckasn HenponaTus
Hecnoco6HOCTb K 06y4YeHUI0
50—74 % HapyweHnuns namaTtm
PeunanBupyowas peoTa
HeBbICOKUM pocT
HOro mMo3sra. TaknMm 06pa3oM, NPUCTYNbI MOTYT OblTb
Kanbundukauuns 6a3anbHblX raHrves
nposiBieHnemM 3anu3oa, MOryT MHAyLMpoBaTb €ero, MMOKIOHYC
a MOTYT U He 3aBUCETb OT Hero [19]. MNoBTopstoLWwMecs ATaKeHs
ronoBHble 6011 BO3HUKAOT Y 54—91 % 60/bHbIX [26, 3AnW304bl NOTEPH CO3HAHUS
60, 66]. OHM NPOoABASAIOTCH B BUAE CUMbHbIX, MyNbCUpy- 25—49 % HapyleHuns noxoaxu
IOLWKUX 6oMen ¢ YacTo peunauBUpyIoLLEA PBOTOM U MO- Henpeccus
YT GbITb NPEABECTHUKOM MHCY/LTONOAOGHOMO NPUCTY- TpesoxHocTb §
o MNcuxnyeckne paccTponcTea
na [52]. HapylweHune cnyxa BcTpedaetca y 71—77% [naber
vy, ¢ MELAS-cuHgpomom [26, 60]. JlaktaT-aumaos,
HECMOTPSA Ha To, 4TO BCTpeyaeTcs B 94 % cryyaes, He ATPOGUA 3pUTENLHOTO HepBa
ABASETCA cneundUyYecKMM NPU3HaKoOM, TaK KaK Mo- lurmenTHas peruonarms
4 P ’ Mporpeccupytolas obtansmonnerus
eT HabnoaaTbCa Mpu APYrMX MUTOXOHAPUANbHbIX, o5 9 3a4epKa MOTOPHOTO PasBHTUS
MEeTab0/IMYECKUX U CUCTEMHbIX 3aboneBaHusax. Y He- Kapanomuonatus
60sbLWOro Konn4yectaa mL ¢ MELAS-cMHAPOMOM ypo- HapyleHue cepae4Hoi NpoBoAUMOCTH
BEHb JlaKTaTa MOXET ObiTb B npeaenax HopMbl [26]. geq’pO”aT”“
UTUANTO

Kapamomunonatuns ectpedaetcs y 18—30% nauueH-
TOB [66], MOXET ObITb KaK AWNaTaLUMOHHON, TaK U Tm-
neptpoduyeckon. ¥ 13—27 % nuu, HapyliaeTtcs cep-
[evyHas NpoBoAMMOCTb (cuHApOoM Bonbda — MapKuH-
coHa—YanTa [26, 53, 59]. MNopaxatoTca Kenyao4Ho-
KULIEYHbIM TPaKT, 3HOOKPUHHAsA cucTeMa (CaxapHbii
avabet 1 mnn 2 TMna, HeJoCTaTOYHOCTb FOPMOHa Po-
CTa, rMNoTUPEOn3 M runonapatrpeos). MoyeyHbie npo-
ABNEHMA BKIOYAIOT TyGynonaTtuio U GOKanbHbIN cer-
MEHTapHbIA TNIOMEPYIOCKIEPO3, a AepmaTtonormye-
CKWe — BUTUAUTO 1 anddy3Hyto aputemy [35, 44].
MNatoreHe3s MELAS-cvHapomMa npuBeaeH Ha puc. 1.
JleyeHne MELAS-cMHApPOMa — CNOXHbIM NpoLecc,
K KOTOPOMY A5 ycuneHus ero apedeKTMBHOCTU cneayeT
npuBfeYb HEBPOJSIOra, KapAauosora, 3HAOKPUHOMOra,
odTanbMonora 1 Apyrux cneumnannctos. M3-3a namen-
YMBOCTU MNPOSABNEHMI 3ab0neBaHUs CXema fle4yeHus
MHaMBMAyanbHa. Bonpoc Tepanuu cuHapoma Tpebyet
0C060ro BHUMaHMS, MOCKOJbKY Ha CEroHsHWIA AeHb
He CYLLEeCTBYET €AMHO MpPaBW/IbHOM CXEMbl IEYEHUS.
OaHaKO MOMHO BblAENTb OCHOBHbIE MPUHLMMbI MEK-
KaMEHTO3HOro JleYeHMs: Hal3HayeHne KohaKTopoB
3HeproobmMeHa, npenapaToB, CMOCOOGCTBYIOLWIMX Nepe-
HOCY 3/IEKTPOHOB B AblXaTeNbHOW LIENKW, NPUMEHEHWE
Mo NOKa3aHWsaM CPEeACTB, YMEHbLUIAIOLIMX CTENEHb NlaK-

2019, N2 1

TaT-aunaosa, a TakKe aHTUOKCHMAaHTHada Tepanus. Hau-
6onee WHUPOKO NMPUMEHAEMbIM MpenapaToM ABJSeTCA
L-apruHuH. Y. Koga u coaBT. u3ydanu 3dpodeKTbl
L-aprurmHa B ocTpon dase uHcynbta npu MELAS-
CUHAPOME U OTMETU/IN 3HAYUTESIbHYIO NOSIOKUTENBHYIO
JMHaMKUKY Npu ero npuveme. 310 CBSA3aHO C TEM, YTO
L-aprurvH noBbilLaeT ypoBeHb okcraa a3ota (NO), co-
JepxaHue Kotoporo npyu MELAS-cuHapoMe CHWMMKEHO
B CBSI3U C MOBbILEHHbIM YPOBHEM LIMTOXPOMOKCHAA3bI
B permvoHe SSV (strongly succinatedehydrogenase-pos-
itive vessels, 4pesBbl4aHO CyKUMHATAerMaporeHasa-
NO3UTUBHbIE COCYAbI, MPU 3TOM UMEET MECTO nponude-
pauuMs MWUTOXOHAPUK). TakMMm 06pa3oM, NPUMEHNANA
L-aprurmH, MoxHo crnoco6cTBoBaTb CTUMYNALIMKM Ba30-
anMnataumn M NpPeaoTBpaTUTb MHCYLTONOAOGHbIE 3MK-
304bl [31, 32]. YcTaHOBNEHO, YTO UUTPYINH 6onee ad-
GEKTUBHO YBEMYMBAET CKOPOCTb cMHTE3a NO U TakuMm
06pa3oM MPOABAAET NydlUMMA TepaneBTUYECKUM ad-
deKT, 4em apruHuH [16]. Ewe ogHMM CBOWCTBOM 3TUX
npenapatoB SABAFETCA CHUXKEHWE YPOBHA anaHuHa
W NaKTaTta B Nia3mMe KPoBM, YTO YMEHbLUAET PUCK Mpo-
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ADMA — acUMMETPUYHbINA AUMETUAaPTUHNUH

Puc. 1. [NaroreHes MELAS-cuHapoma (15)

fIBNeHMN nakTtaT-aumpgosa [16, 17]. Koansmum Q10
(CoQ10) obneryaeT nepeHOC 3EKTPOHOB OT hepMeEH-
THbIX KomnnekcoB | 1 Il K komnnekey Il u ctabunuanpy-
€T 3/IEKTPOH-TPAHCMOPTHYIO LieMb, NPOABAASA 3aLUUTHbIE
aHTMOKCMAAHTHbIE 3PdEKTbI, @ TaKKe YCTPaHAET Mbl-
LeYHylo cnabocTb U HOpManMn3yeT YPOBEHb NaKTaTa
y 1y, ¢ MELAS-cuHapomom [5, 21]. CoQ10 He npoxoauT
yepes reMaToaHuedanmyeckn 6apbep, NO3ITOMy UMe-
€T orpaHuyeHHoe Bo3aencteue Ha LIHC, Ho ero aHanor
nMae6eHoH, KOTOPbIM MOMET NPeoAoeTb reMaTo3HLe-
dannyecKkni 6apbep, B HEKOTOPbIX Clydasax NpeaoTspa-
LwaeT ocnoxkHeHns MELAS-cuHapoma [37, 46].

B cxemy neveHuns gonxKHa BXOAUTb COMYTCTBYOLLLAN
M cuMnTOMaTMyeckan Tepanus (NpM HeobxoauMo-
CTM — NPOTMBOCYAOPOXHbIE U aHTUAMabeTMYeCKMEe
npenapatbl, ICKYCCTBEHHAA BEHTUNALMS NErKuX, ne-
pUTOHeasNbHbIW ananus, remoTtpaHcoysuun). Cneayet
nsberatb NPUMEHEHUS CReayioLLMX NpenapaToB:

- BaNbMPOEBOW KMUCNOTbI, TAK KaK OHa MOXET yCy-
ryéuTb CyJOPOXKHOE COCTOSIHUE UM KOMMPOMETUPO-
BaTb CYAOPOrM Y HEKoTopbix nuu ¢ MELAS-cuHapo-
Mom [36, 40];

- ApYrux npoTMBO3NUAENTUYECKUX MpenapaTos,
KOTOPbIE MOTYT BAUSATb HA METAB0IN3M MUTOXOHAPUI
(deHobapbuTan, kKapbamasenuH, GEHUTOUH, OKCKap-
6a3enuH, 3TOCYKCMMKUA, 30HUCaMui, TonuMpamar, ra-
6aneHTuH 1 BuradatpuH) [20];

- MeTPOopMMHa M3-3a €ro CKNOHHOCTU K MHAYLM-
pOBaHUIO NaKTaT-auuao3a [60];

- auxnopauertaTta, TakK Kak ero JenMcTBMe MOMET
accoLMMpOBaTbCs C TOKCUMYHOCTbIO 4119 nepudepnye-
CKOM HEPBHOM cucTembl [29].

Heo6xo4MMbl MOWCK U pa3paboTKa JIeKapCTBEH-
HbIX MpenapaToB U UX KOMOUHALIMM, KOTOpble MOK
6bl KOMMEHCUPOBATb MWTOXOHAPUANbHYIO HeaocTa-
TOYHOCTb, YNYYLUTb KIMHUHECKOE COCTOSIHME U 06€eC-
NeYnTb MEAMKO-COLMAbHYIO afanTaLmio naLueHToB.

KnuHuyeckum cnyyam

26.03.2018r. B 'Y «MHCTUTYT NneanaTpuu, akyLiep-
cTBa U ruHekonorn HAMH YKpauHbl» obpatunuch
poauTenu manbymMka 11 neT ¢ Kanobamu Ha NoJsiHoe
OTCYTCTBME TMPOAYKTUBHOIO KOHTaKTa C PebGEeHKOM,
€NnabocTb U OrpaHUYeHne OBUKEHUN B KOHEYHOCTSX,
npeo6nagatoulee cripaBa, HENPOU3BOJIbHbIE ABUXKE-
HUSA B KOHEYHOCTSIX, MOoNepxXmMBaHUe BO Bpems npuemMa
MULLA U NMUTBbS, 3NN304bl HENPOU3BOJILHOIO MNoAEepPru-
BaHUS BEK, BblparKeHHOe 6eCNOKOMCTBO, HapyLLIEeHUS
HOYHOrO CHa, COMpoBOXJatoLWwmnecs cyaoporamm B Ko-
HEYHOCTSX, 3NM304bl «3aMUPaHUS».

AHaMHe3 3a60/1eBaHUs

CornacHo JaHHbIM aHaMHe3a, 14.11.2017 r. pe-
6EHOK Hayan npeabaBAATb Kafobbl Ha rONOBHYHO
60nb, COMPOBOXAatoLLyOCs pBOTOW. Bevepom Toro
e OHS pas3BWICHA reHepasvM3oBaHHbIM anunenTuye-
CKMWM NPUCTYN, B CBA3U C YeM pebeHOoK 6bial rocnuTa-
IM3MPOBaH B OTAENIEHUE peaHnuMaLuMn U UHTEHCUB-
HOM Tepanum o6NnacTHOM AETCKOM KIIMHUYECKOM 60J1b-
HUUbl . KpOnNMBHWULKWK. M3BECTHO, YTO C OCEHU
2017 r. poanMTenuM oTMedvanu U3MEHEHUE MNOYEpKa,
a 3a Hejento Ao obpalleHns 3a MeAULMHCKON NMOMOo-
b UMENN MECTO 3PUTENbHbIE ra/toOLUMHALMN B BE-
yepHee Bpewms. locne anuMNenTMY4eCcKoro npuctyna

YKPAIHCbKWUA HEBPOJIOTIYHUM XYPHAN -
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YKPAIHCbKHUM HEBPOJIOTIYHUM XXYPHAN -

pebeHOK Haxoamncsa B peaHMMaLMOHHOM OTAENEHUM
B TeyeHune 3 cyToK. Habnioganocb OTCyTCTBME peuUM
M cnabocTb B KOHe4YyHocTax. Ha ¢oHe npoBoaMmon
Tepanum OoTMeYeHa MONOXMUTENbHaa AMHAMWKa 06-
LLLEero COCTOSAHUSA: BOCCTAHOBUINCb PEYb U aKTUBHbIE
aBuxeHuns. ManbyuK 6bl1 nepeseaeH B MHPEKLMOH-
HOe oTAeNeHue ¢ NoJ03PEHNEM Ha MEHMHIUT. Ha 6-e
CYTKM 601€e3HM 3aPUKCMPOBAHO yXyAlleHne obLwero
COCTOSIHUA. B TeyeHne 28 aHen peGeHOK Haxoauacs
B MHODEKLMOHHOM OTAENEHUN C AMArHO30M «OCTPbIN
BUPYCHO-6aKTepMasbHbIM MEHUHIO3HLUEebanu1T ¢ npe-
obrnafaiollen nokannsaumen B npaBom nonylapuu.
OTeK ronoBHOro moara. JIeBOCTOPOHHWM reMunapes.
CydOpOXKHbIA CUHAPOM», MOTOM B TE€YEHUEe 2 Mec —
B OTAENIEHWN HEBPOJIOTMM C ANArHO30M «OCTPbIN rep-
NETUYECKUA HEKPOTUYECKMI IHUedanuT. Cnactnye-
CKMM TeTpanape3 ¢ npeobnajalowmnm nopaxeHnem
npaBon CTOPOHbl. CMMMATOMaTUYecKas anuaencus
C BTOPUYHO-TeHepann3oBaHHbIMK NpUcTynamu. Pop-
MWPOBaHWE OPraHMYecKon aeMeHuum». B ctaumoHa-
pe nofyyan aHTMOGaKTepuanbHYlO M MPOTUBOBMPY-
CHyl0 Tepanuio. BbinucaH ¢ BbiparKeHHbIM HEBPOJIO-
TMYECKMM AePULNTOM B BUIE OTCYTCTBUS PEYMN U pe-
aKuMM Ha obpalleHHYI0 K HEMY peYdb, HalUYUEM TU-
NEPKUHE30B, AUCTOHUU, TMNEePTOHYCa KOHEYHOCTEN,
605iee BbIpaXXEeHHOro crnpaea, runepcannBaLunen.
MoBTOPHO Mpollen Kypc nevyeHma ¢ 16 o 26 mapta
2018 r. ¢ AMArHO30M «repneTU4YeCKUn HeKpoTu4e-
CKMI 3HUedannT. CnacTUYeCKU TeTpanapes, CTom-
Kne aABWraTenbHble M HenpoTpodUYecKMe Hapylle-
HUS. MNEPKUHETUYECKUI cHAPOM. PopMUpPOBaAHUE
OpraHn4yecKon geMeHLnn»,

/JlaHHbIe HEBPOJIOrMYECKOro oCcMoTpa

MauymeHT B CO3HaHWKU. MPOAYKTUBHLIM KOHTaKT
3aTpyAHEH BCNEeACTBMWE HapyLEHUSA peyun (ToTanbHas
adasung). Ha ocmMoTp 1 06palleHHY0 pedyb OTMeYaeT-
Cq ABMUratenbHas U aMouMoHanbHas peakuus. Mmas-
Hble Wwenn D =S, 3paykn oKpyrnon ¢opmbl. Peakums
3payKoB Ha CBEeT NpsiMas U CoapyXKeCTBEHHas coxpa-

HEeHa; ABWMXEHWUS rNasHblX 960K B NOIHOM 06beEME.
JInuo cMMMeTpuYHoe. [MOTOYHbIM pedneKc XUBOW.
A3blK B POTOBOM MOSIOCTU PACMONOXKEH NO CpeaHEN
JINHUU. AKTUBHbIE U NACCUBHbIE ABUKEHUA BO3MOXK-
Hbl B NOSHOM o6beMe. MbllweyHbl ToOHyc D > S, no-
BbILWEH MO 3KCTpanupamugHoMmy Tuny, drekcopHas
yCTaHOBKa npaBoK pyKu. MblleyHasa cuna — 5 6an-
NnoB, AMdEPY3HO CHUXKEHA 3a cyeT obuien cnabocTw.
CyxounbHble pedieKChbl C BEPXHMUX M HUMKHUX KOHEY-
HOCTEN OXMBNEHbl, D> S ¢ paclwmnpeHHbIMK pedneK-
COr€HHbIMKM 30HaMW. BbI3bIBalOTCA KIOHYCbl CTOM.
Mpn ocMOTpe OTMeYaeTcd YMEPEHHLIM TpeMop, aTte-
TOMAHbIE ABUMKEHNS B KUCTSX.

Pesynbratbl MAarHUTHO-PE30HaHCHOHM ToMorpagumn

Mo AaHHBIM MarHUTHO-PEe30HaHCHOW ToMorpadum
(MPT), no mepe pa3BuTus 3aboneBaHWa BO3HUKaIU
cnefytouwne U3MeHeHUs: B MPOEKLIMK KOpbl U CYyOKOp-
TUKanbHOro 6en0ro BeLWEecTBa NpPaBoro nosylapus
60MblIOro Mo3ra, 60sblie Ha ypoBHE NI06HOM 40MM,
pacnpocTpaHsAaCb Ha OCTPOBKOBYIO, 6€3 YETKMUX KOHTY-
poB HenpaBwW/bHOM GOPMbl 04aru MOBLILWEHHOMO Ha
T2-B3BelWEHHbIX M306pareHusax n B pexume FLAIR
(p1c. 2A) M NOHUKEHHOIO Ha T1-B3BELEHHbIX M306pa-
XeHuax MP-curHana, KOTopble MecTamu CAMBasvCb
MeXay cO60M U He HaKanIMBanu KOHTPacT. AHanormy-
Hble HeBbIpaXKEHHblE U3MEHEHUA Habnoganu B npo-
eKLMn Kopbl To6HON gonun cnea. OTMeYyeHa HeraTmBe-
Has TEHAEHUMS K YBENMYEHUIO 04YaroB sHuedanoma-
nauMM B npaBon no6Hon pone (puc. 26), He3Ha-
YUTENIbHOMY PaCLUMPEHUIO NPAaBOro GOKOBOMO Keny-
[JOYKa, YMepeHHOMY MePUBEHTPUKYNAPHOMY NenKoa-
peo3y U MNOSABAEHWUI0 GONbLIOr0 KOAMYecTBa 0O4aroB
nepuBacKynapHoOro acrtporivosa. Ha panbHenwee
nporpeccupoBaHue aTpoPUYECKUX U3MEHEHUN YKa-
3bIBano pactumnpenue lll, 6okoBoro xenygoyka (D > S),
a TaKXKe yBeNiMyeHne Konmn4ecTsa o4aroB nepuBacKy-
NIAPHOrO acTpornmMosa (puc. 2B). HeueTKko ovyepyeHHble
y4aCTKM NnoBblleHnss MP-curHana B napeHxMme 060mx
nonywapuin. Ha rpaHuue ceporo u 6enoro BeLecTBa

Puc. 2. MPT roAOBHOro Mo3ra, QKCUanbHbIi cpes: A — 27.11.2017 ., b — 11.12.2017 r.; B— 19.04.2018 .
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npaBoW OGHOM A0NK, Ha YPOBHE nepeaHero pora 6o-
KOBOTO esyfo4Ka — y4acTOK HEOAHOPOAHOW CTPYKTY-
pbl pasmepomM 0KoMo 15x 14 x 16 mm.

PesynbTathl 1a60paTOPHbLIX METO10B
ucene0BaHus

CopeprkaHMe nakTata B BEHO3HOM KpOBU
(24.03.2018) B 1,37 pa3a npeBblllano BEPXHIOK rpa-
HUUY HOpMBbI (2,2 MMONb/N), NupyBaTta — B 27,5 pasa
(0,120 Mmonb/n), BENMYMHA COOTHOLIEHUS NaKTaT/nu-
pyBaT — B 2,75 pa3a A0MNyCTUMYIO HOPMY.

B nukBope otmeyeH umMTo3 — Ao 10 HenTpodmnos
(19.11.2017).

AHTnTena Kk NMDA-peuLenTopaM He BbIIB/EHbI
(25.03.2018).

KoHcynbTaummn CMexHbIX cneunanncToB:

OkynucT: cybaTpodus 3putenbHbIX HEPBOB 060MX
rna3 (08.05.2018).

Jloronep: TotanbHasa adasug (28.03.2018).

Xupypr: BTOpUYHblE GYHKLMOHaNbHbLIE 3anopbl,
rMNOMOTOpPHaa AUCKUHE3UA O06040YHOW KUILLKHK
(25.03.2018).

Y4yutbiBasi faHHble KIWHWKKW, aHamHe3a, MP-xa-
PaKTEPUCTUKN BbIIBIEHHBIX UBMEHEHWI B NoJywapu-
fX 6O0NbLWOro MO3ra, pe3ynbTaTbl AOMOHUTENbHbIX
METOA0B UCCnefoBaHUa U AMHAMKUKY NpoLuecca 3ano-
[O3pPEH KNMHUYeCKnn anarHo3 — MELAS-cuHapom.

AnarHo3 MELAS-cnHapomMa MOMKET 6biTb NOATBEP-
OEH MPU HaMUYUKU TPEX KPUTEPUEB U3 Crelytolmx
(1992) [571:

1) MHCynbTONOAOGHbIE MPUCTYNbLI, MaHW$EeCTUPo-
BaBwwue o 40 ner;

2) sHuedanonat1s, CONPOBOXKAAOLASACS CyA0PO-
ramv u/wau JeMeHunen;

3) MUTOXOHApMaNbHas MMOMATUA C «pPBaHbIMMU
KpacHbIMUK BOJIOKHaMW» U/WNK NakTaT-aumMao3

IGO0 NpU HanM4Mmn OBYX U3 MPUBEAEHHbLIX HUMKE
KpUTepues:

1) HopMmasibHOE paHee NCUXOMOTOPHOE Pa3BUTHE;

2) NOBTOPSIOLIMECH FONIOBHbIE 60MK;

3) peuuanBuUpyloLLME SNNU30Abl PBOTHI.

CornacHo AgMarHoCTUYECKUM KPUTEPUAM KOMUTETA
uccnegoBartenbckon Komuceumn MELAS B AnoHuw,

KoHpnnKTa MHTEpPECOB HET.

npuBedeHHbiM B cTtaTbe Shuichi Yatsuga u coaBT.
(2012), onucbiBatoLlen KOropTHOE UCCcnefoBaHue na-
LMEHTOB C AaHHbIM 3aboneBaHWeM, OKOHYaTeNbHbIM
avarHo3 MELAS-cMHapOoMa MOXHO YCTaHOBMTb Mpu
HanMyMKM [OBYX KpUTEpWeB KaTeropun A (ronoBHas
60/b, CONPOBOXKAAOLLAACA PBOTON; CyA0POru; reMun-
Nlerus; KopTuKanbHasa cnenorta SIMbo reMraHorcus;
BbISIB/IEHWE 04aroBbIX MOpPaXKeHWN Npu HEMPOBU3Ya-
NM3aLmmn) 1 ABYX KpUTEpMeB KaTeropuun B (MoBbIlLEH-
Hoe cofepyaHue NnaktaTa B niasme nbo NMKBOpE,
BbiBNieHMe RRF npu MblleYyHOM GUOMCHUU, NONOXKMU-
TeNbHbIN FreHETUYECKNI TECT), @ 3aNoJ03pUTbL 3abone-
BaHWe — MpW HalMyYuK OQHOIr0 KPUTEPUS KaTeropum
A u oByXx — KaTeropuu B. He Bcerga nonoxurenbHbli
reHETUYECKUI TECT ABNISETCA HEOCMOPUMbIM [JIOKa3a-
TENbCTBOM Hanunyuns 3abonesaHns U Hao60poT [66].
OnddepeHumanbHyto avarHoctuky MELAS-cuHa-
poMa cnegyet MpoBOAUTb C TaKUMU HO30JIOMUAMM,
Kak TpoM603 6a3nnapHon aptepuu, uepebpanbHbii
BEHO3HbIM TPOM6O3, MUIPEHb, HAacNeACTBEHHbIE Ha-
pylweHns obMeHa BelwecTs, METUIMaIOHOBas auumie-
MWs, NPONMOHOBas aunaemMus, MetabosIn4ecKne Mu-
onatunm, 605e3Hb MosIMOS, pacCesiHHbIM CKIEepo3,
WMHCYNLT B 6accerHe 3agHen MO3roBOM apTepun.

3akntoyeHue

Takum o6pa3om, MELAS-cuHapom — yallle Bcero
MaTEPUHCKW YyHacnefoBaHHOE MWTOXOHApPUasbHOE
pPacCcTPoOnCTBO ¢ BapuabenbHbIM KIMHUYECKUM DEHO-
TMNOM, M3-3a 4ero auarHoctMka MELAS-cuHapoma
NPENMYLLECTBEHHO ABNSIETCA NO3aHEN NM60 60/1e3Hb
OCTaeTcsl HeaAMarHoCcTMpPoBaHHOW. puynHon 3abone-
BaHua y 80% nuy asnsetca mytauma m.3243A-G
B reHe MTTL1. Heo6xoanmo paspaboTaTb neKapcT-
BEHHblEe nNpenapaTbl U UX KOMOUHALWI, KOTOPbIE MOITH
6bl KOMMEHCMPOBATb MUTOXOHAPWASIbHYIO HEOCTATOM-
HOCTb, YNy4WWTb KIIMHWMYECKOE COCTOSHME U obecrie-
YUTb MeOMKO-CouMalbHylo afantauuio nauneHToB.
Mpn goctato4yHOM MHOOPMUPOBAHHOCTU HEBPOSIOrOB,
B3aMMOJENCTBMM CO CneLmanucTamm apyrux otpacnem
MEAWLMHbI, CBOEBPEMEHHOM AWArHOCTUKE M KOPPEK-
THO noao6paHHOM Tepanuu MPOrHo3 MauMeHTa
¢ MELAS-CMHAPOMOM MOXKET ObITb 61aronpuUsTHbIM.

YyacTtne aBTOPOB: KOHUEMNUNS U AU3akiH nccaeoBaHusl pegaktnpoaHme — A. K.;
c60op M 06paboTKa MaTepuasa, ornMcaHue KIMHMYECKOro cay4as, HanncaHue tekcta — E. I1.
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K.I. TIEPBEEBA, O. 1. KAAbEYC

A3 «AHINPONEeTPOBCHKA MeaAMdHa akaaemis MO3 YkpdiHm», AHINPO

MiToxoHAPIOABHO eHuedPAAOMIONATIS 3 AOKTAT-AUUAO3OM
TA iIHCYABTOMOAIGHVMM €ni30AAMU: CYHYACHUU MOTASA HO NPOo6AeMy

PO3IASIHYTO OCHOBHI ACMEKTUN €TIOAOTiT MITOXOHAPIOABHMX PO3ACAIB. [TPOBIAHY POAb B iX MATOreHesi BiairpaoTs
MYTALT MITOXOHAPRIOABHOT Ta siaAepHOi AHK. HaBeAeHO HaMnoLWMpEHiLLi BOPIAHT MyTALH, SIKi CAPUHYMHSIKOTb PO3BUTOK LIET
rPYNM 30XBOPIKOBAHb, O TAKOX eriAeMIOACTYHI AQHI. ONMMCAHO OCHOBHI KAIHIYHI BUSIBY MITOXOHAPRIAABHUX PO3ACAIB.
BUCBITA@HO OCHOBHI AIQTHOCTUYHI KpUTEPIT TA MATOAOTIYHI 3HOXIAKM, SIKi TOAMNASIKOTLCS MPU MITOXOHAPRIAABHUX PO3ACACX.
OnNMCAHO OCOBAMBOCTI YPOPKEHHST LIEHTPAABHOI HEPBOBOI CUCTEMMU. HaBEAEHO iHOOPMALLjO MPO AOKAAIZALLIKO MOLLKO-
AXKEHHST | CTYMiHb 3AAYYEHHST CTRYKTYP LEHTPOABHOT HEPBOBOI CUCTEMM B MATOACTIHHNA MPOLLEC 3AAEXHO BiA BUAY MITO-
XOHARIOABHOI NATOAOTI. MMPEeACTABAEHO AQHI WOAO eTioaorii MELAS-CUHAPOMY (MITOXOHARIOABHO eHLepaAOMIonaTis
3 AQKTOT-ALMAO3OM TA IHCYABTOMOAIOHNMW EMIBOACMM) 3AAEXKHO BiA BiKY, CTATI TO PACOBOI MPUHAAEXKHOCT. ONMCAHO
POAb MOAEKYASIPHOI OCHOBW LIbOrO FEHETUYHO AETEPMIHOBAHOIO 3AXBOPKOBAHHS. HAMMOWMPEHILWOK MyTALJEO, SIKA
cnpuunHge MELAS, € m.3243A-G y reHi MTTL1. HoBepaeHO OCHOBHI MaHidecTauinHi cuMmntoMm. OnNMCAHO NOAOABLLIMIA
KAIHIYHWY PO3BUTOK MELAS-CUHADPOMY i3 33HAYEHHSIM YOCTOTU BUSIBIB, $IKO BUHUKAKOTL. PO3IASIHYTO AQHI LLLOAO NATOreHe-
TUHYNX MEXQAHI3MIB 3Q3HAYEHOTO CUHAPOMY. NPOBEAEHO QHOAI3 KAIHIYHOTO BUMNAAKY, SIKUM AEMOHCTRYE MepPLUi KAKOYOBI
CUMMITOMM 30XBOPKOBAHHS | MOTO MOAQABLUNN KAIHIYHWUIA PO3BUTOK. HOBEAEHO PE3YABTATU AQBOPATOPHUX TA IHCTPOYMEH-
TOABHVX METOAIB AOCAIAKEHHS, MPOAHOAIBOBOHO MArHITHO-PE30OHAHCHI BUSIBU YDOMKEHHST TOAOBHOTO MO3KY B AVHOMILL.
BraineHo kputepii aAiarHoctnkin MELAS-CHUHAPOMYTA HOBEAEHO 3AXBOPIOBAHHSI, 3 SIKMMU CAIA MPOBOAUTU AUdEPEHLIVHY
AIQrHOCTUKY. BUCBITAEHO OCHOBHI MPUHLMM MEANKAMEHTO3HOTO AiKYBOHHSI.

KAto4oBi cAoBa: MELAS-CUHAPOM, MITOXOHARIOABHA EHLIEDAAOMIONATISI, AQKTAT-OLMAOS.

K.I. PERVEIEVA, O.I. KALBUS
Sl «Dnipropetrovsk Medical Academy of the Ministry of Health of Ukraine», Dnipro

Mitochondrial encephalomyopathy with lactic acidosis
and stroke-like episodes: modern views on the problem

The article discusses the main aspects of the etiology of mitochondrial disorders, where the key factor is mutations in
mitochondrial and nuclear DNA. The most common variants of mutations that cause the development of this group of
diseases are listed. The epidemiological data are presented, and the main clinical manifestations of mitochondrial disorders
are described. The main diagnostic criteria and pathological findings associated with mitochondrial disorders are identified.
The features of the central nervous system lesion are described, information is given on the localization of domage and the
significance of involvement of the CNS structures in the pathological process, depending on the type of mitochondrial
pathology. The etiological data of the MELAS syndrome is highlighted, the role of the molecular basis of this genetically
determined disease is revealed, and it is highlighted that the most common mutation causing MELAS is m.3243A-G in the
MTTL1 gene. The epidemiological data of the described mitochondrial cytopathy are presented, depending on age,
gender, and race. The main manifestational symptoms are presented, and further clinical development of the MELAS
syndrome, with an indication of the frequency of occurrences, is described. The data on the pathogenetic mechanisms of
the described syndrome are considered. A detailed analysis and analysis of a clinical case was carried out, by the example
of which the first key symptoms of the disease and its further clinical development were demonstrated. The results of
laboratory and instrumental methods of research are presented (MRI of the manifestation of brain domage in dynamics
was analyzed). The criteria for the diagnosis of MELAS syndrome are highlighted, diseases with which it is worthwhile to carry
out differential diagnostics are listed. Basic principles of drug treatment and their essence are summarized.

Key words: MELAS syndrome, mitochondrial encephalomyopathy, lactate-acidosis.
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