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PE3HOME

Cungpom MELAS (anrn. mitochondrial encephalomyopathy, lactic acidosis and stroke-like episodes — MuToxoHapuanbHas
3HUeanommonatus, nakTataymao3 U MHCYNbTONOA06HbIE AMM30AbI) OTHOCUTCA K rpynne MUTOXOHAPMAbHbIX 3a60/1eBaHNIA.
bonbwuHcTBO cny4aes cuHapoma MELAS cesa3aHbl ¢ myTaumein A3243G B reHe MTTLT. HacTbIM KNUHUYECKUM NPOSBNEHNEM
CUMHApPOMA ABNAKTCA anunenTuyeckme npuctynbl (3M), KOTOPbIe OTANYAKOTCA PEHOTUNNYECKUM NOAUMOPHU3MOM 1 YCTOIA
YMBOCTbIO K MPOTUBOINUNENTUYECKON Tepanuu. [JuarHoctmka n tepanus anunencun y nauueHTos ¢ cuigpomom MELAS
HepeaKo Bbli3blBaeT TPYAHOCTW. B cTaTbe npeAcTaBneH KAWHUYECKWIA CyYaii B3pOCoro naymeHta ¢ cuHgpomom MELAS
C ycTaHOBNeHHOW myTauueit A3243G v anunencueir. Habnwoaanoch NporpeccupyroLLee Te4eHne 3ab6onesaHns ¢ pa3BUTNEM
BbIPAXXKEHHbIX KOTHUTUBHbLIX HApyLeHui. MNepBble drokanbHblie AT BO3HUKIIN HA (DOHE MHCYNbTONOA06HOr0 anu3oaa. anee
MPUCTYNbl OTMEYANNCh CNOHTAHHO, C BbICOKOI 4acTOTOW, HepeakKo B Buae cepuit. @okanbHble AT 4acTo UMeNn cTepTbie No-
NUMopdHbIe NPOsBNEHUs. Bbi6Op MeaNKaMeHTO3HOI Tepanuu y4uTbiBan no6o4yHble 3 eKTbl NPOTUBOANUIENTUYECKNX
npenapatos (M3I1), BKNOYaa NOTEHLMAIbHO HEraTMBHOE BO3AENCTBIE HA MUTOXOHAPUN. B anarHoctuke 31 npu cuHgpome
MELAS cnegayeT y4uTbIBaTb, 4TO NPUCTYMbI HEPELKO BOZHUKAKOT BO BPEMS UHCY/bTONOLOOHbIX ANMM3040B, MOTYT UMETb CTep-
Tble NONUMOP@HbIE KIMHUYECKIE NPoABeHNs. Hannyne KOrHUTUBHbIX HApYLUEHWIi y NaLUeHTOB OC/IOXHSAET BbisBJieHue Al
[Mpenapatamu nepBoN NUHUN LOSKHbI ObITb 31 ¢ HU3KOW MUTOXOHAPWUANLHOW TOKCUYHOCTbHO.
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MuToxoHapnanbHble 3a6onesanus, cuHapom MELAS, anunentuyeckne npucTynbl, anuaencus, aNekTpoaHuedanorpadus,
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SUMMARY

MELAS syndrome (mitochondrial encephalomyopathy, lactic acidosis and stroke-like episodes) belongs to the group of
mitochondrial diseases. Most MELAS syndrome cases are associated with the A3243G mutation in the MTTL7 gene. A common
clinical manifestation of the syndrome is presented by epileptic seizures (ES) characterized by phenotypic polymorphism
and resistance to antiepileptic therapy. Diagnosis and treatment of epilepsy in patients with MELAS syndrome often poses
difficulties. We present a clinical case of adult patient with MELAS syndrome with identified A3243G mutation and epilepsy.
The disease course developed to severe cognitive impairment. The first focal ES occurred during stroke-like episode. Further
seizures were observed spontaneously, with high frequency, often manifested as a series. Focal ES often had blurred
polymorphic manifestations. The choice of drug therapy took into account the side effects of antiepileptic drugs (AEDs)
including potentially mitochondria-related negative effects. While diagnosing EP in MELAS syndrome, it should be considered
that seizures often occur during stroke-like episodes and may have blurred polymorphic clinical manifestations. Cognitive
impairment in patients complicates ES detection. First-line drugs should be presented by AEDs with low mitochondrial toxicity.
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BBEJEHHE / INTRODUCTION

MuToxoHapuanbHble 3a6onieBanns (M3) — aTo rpynna re-
HeTUYeCKNX 6011e3HEN, XapaKTepn3yoLLascsa HapyLLEHNEM
OKWCANTENBHOTro hocopMIMpoBaHmns, KOTOPOe BOSHMKAeT
B pe3ynbTaTe MyTaLuii B reHax aaepHoii OHK n mutoxoHapu-
ansHon AHK (mTOHK) [1].

Mpu M3 B cBSA3U C CUCTEMHBIM 16(HEKTOM SHEPrETUYECKO-
ro MeTabonu3ma nopa)karTcsa Hanbosee 3HePro3aBUCUMbIe
TKAHW 1 OPraHbl-MULWEHN (FTONOBHOM MO3T, CKENIeTHbIE MblLL-
Libl, MUOKApA, OpraH 3peHns, Ne4eHb, NOYKM, IHAOKPUHHAA
CUCTEMA) B PA3NINYHbIX KOMOMHALMAX, 4TO NPUBOAMUT K NOSN-
CUCTEMHbIM HapyWweHUsm [2]. XapakTep U TSXXeCTb KINHN-
Yyeckux npossneHnini M3 B 0CHOBHOM ONpefenstoTca Takumm
hakTopamu, Kak TsxecTb MmyTauum MTAHK, npoueHTHOE CO-
AepXxaHue MyTaHTHON MTOHK B KOHKpPETHbIX OpraHax v Tka-
HAAX, 9HEPreTMyeckas NoTPeObHOCTb U (DYHKLMOHAbHBIA pe-
3epB OpraHoB U TKaHew, cogepxatux MToHK [2].

OnHo 13 Hanbonee 3BeCTHbIX hopm M3 asnsertcs
cunapom MELAS (anrn. mitochondrial encephalomyopathy,
lactic acidosis, and stroke-like episodes — muToxoHapuUasnb-
Has aHuedasomMnonaTus, nakraraungos u MHCynbTonoA06-
Hble 3Nn304bl). Kak 0TAeNnbHAs HO3010rM4YecKas eauHMLa OH
6bin BbigeneH S.G. Pavlakis et al. B 1984 r. [3].

Cunpgpom MELAS m0XeT BO3HMKATb B pe3ynbTarte pas-
nnyHbix myTauuin MTOHK [4]. BONbWMHCTBO Cliy4aes (Npu-
6n1m3utenbHo 80%) cBA3aHbl ¢ MmyTaumen A3243G B reHe
MTTL1, xogupytowiem TpaHcnoptHyto PHK [4-7]. de6toT 3a-

60/1eBaHMA Yalle NPUXOAUTCS HA AETCKMIA 1 MOJTIOAOI BO3-
pact [8]. KnuHu4yeckoe Te4yeHme BapuabenbHoe, Npenmy-
LWEeCTBEHHO HEYKJIOHHO Nporpeccupytowee, npuBoasilee
K TAXKenoi nueanuansauun [8]. B HacToswee Bpems ans
yCTaHOBNIeHUs AuarHo3a cuHapoma MELAS ncnonb3aytoTes
onpejeneHHble anarHoctuyeckne kputepum [9, 10].

Mpu cuHgpome MELAS B nepByto o4epenb nopaxarT-
CS HepBHaa cuctema u Mbiwybl [8]. OCHOBHbIE KIMHNYE-
CKMe NPOABJIEHNS BKJIOYAOT UHCYSIbTONOA06HbIE 3NN30/bl
(M), ronosHyo 60J1b, KOTHUTUBHbIE HAPYLLEHUS, MblLLIEY-
HYI0 €N1aboCTb, HENEPEHOCUMOCTb (OU3NYECKNUX HArpy30K
[9-11]. Tak>xe moryT HabnAaTbCA HApYLLEHNE CNyxa, 3pe-
HUA, CaxapHbln AnabeT, nopaxkeHne cepaua, noYeK v gpyrue
pacctporictea [10]. OIna nauyuenToB ¢ cuHagpomom MELAS
xapakTtepHa Huskopocsnoctsb [10].

OfHUM 13 Hanbonee 4acTo BCTPEYAKOLLNXCSH HEBPOSIOTU-
4yecKux pacctpoinctB cuHapoma MELAS sasnstTcs anunen-
Tudeckume npuctynsl (M), pacnpoCTPaHEHHOCTb KOTOPbIX
COCTaBNSAET, N0 OAaHHbIM Pa3HbIX UCCNef0BaHNiA, 0T 71%
[0 96% [11, 12]. Mpuctynbl MOTYT ObITb KaK CNOHTAHHbIMMU,
Tak 1 CMPOBOLMPOBAHHbIMM, CBA3AHHbIMU C pa3suTiem M3
U APYrumMin MeTabonm4eckuMm HapyLeHusamm [13, 14].

Hepeako cungpom MELAS manudectupyert ¢ 9l1. Mpo-
CMEeKTUBHOE KOropTHOe uccnenosaHue S. Yatsuga et al.
(2012 r.) [10], npoBeeHHOE B AnoHMK 1 BKNtO4MBLLEE 96 na-
umeHToB ¢ cuHapomom MELAS, noareepanno, 4to 3M sB-
NATCA OAHUM M3 HaUbBOMee 4acTO BCTPEYAKOLMXCA Ha-
YasibHbIX CUMNTOMOB HapaAy C rofoBHOW 60nbto 1 UM3.
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MpucTynsl Habnganuch y 36 n3 58 605bHbIX (62,1%) B HOBE-
HUIBHOW noarpynne (Bo3pact gebrota cuHgpoma MELAS —
no 18 net) n'y 18 n3 38 nauueHtos (47,4%) BO B3pOCnON
nogrpynne [10]. B uccnegosanum J. Li et al. (2021 r.) [15]
13 34 607bHbIX y 58,82% 3I1 6bIIM NepBbIMI NPOABIIEHNSA-
mu M3. Ewie 60nee BbICOKME NOKa3aTenu nonyyexsl X. Yang
et al. (2023 r.) [16] — 3 BO3HMKaNM B JeblOTE CUHAPOMA
MELAS y 69,1% nauuneHToB.

AnunenTtnyeckue npuctynel npu cuHgpome MELAS xa-
PaKTepU3yTCA LNPOKON (DEHOTUNNYECKOI TeTEPOreHHO-
CTbt0, YTO HEOAHOKPATHO NOAYEPKNBANOCH B NnTepatype [12,
17]. OnucaHbl Kak d)okasnbHble, TaK U reHepann30BaHHbIe
AM, KoTopble MOTYT BO3HWUKATb U30IMPOBAHHO MK COYe-
Tatbcs [18]. Hepeko aBTOpPbI YKa3bIBAOT, 4TO Y NALMNEHTOB
¢ cuHagpomom MELAS 4valle oTmedatoTcs hoKanbHble npu-
ctynbl. Tak, H.N. Lee et al. (2016 r.) [12], uccnenys negua-
TpUYecKyto rpynny (22 pe6eHka n NoApoCTKa) ¢ CUHLPOMOM
MELAS c¢ yctaHoBneHHoi myTtaumnein mTOHK A3243G, Bbi-
ABUNIN (DOKasIbHble NpucTynbl y 21 naumeHTa (95,5%), rexe-
panusoBaHHbie — Yy 7 (31,8%). Moxoxune pe3ynbTaTbl NoONy-
4eHbl B paboTe Apyrux aBTopoB C y4acTnem 60nbHbIX 6osiee
LUIMPOKOro BO3PACTHOro AnanasoHa (o1 6 mec fo 57 ner). 3l
¢ (hoKanbHbIM Ha4anoM Habnaanuck y 58,82% nauueHTos,
C reHepann3oBaHHbIM —y 32,35%. B 3 cnyyasx (8,82%) 3l
MMenu Heu3BecTHoe Havyano [15]. OgHaKo B pPeTPOCNEeKTMB-
HOM uccneposanun X. Yang et al. (2023 r.) n3 97 nauneHTos
(cpeaHuin Bo3pacT Havyana 3abonesanus 21 roa) 3l ¢ re-
Hepasn30BaHHbIM Ha4asioM 3apPerucTpupoBaHbl 60Jiee Yem
B noniosuHe cny4aes (51,5%) [16].

30Ha Hayana gookanbHbix A1, N0 AaHHLIM NUTEpPaTypsbl,
yauie onpefenseTcs B 3aHUX OTAeNax rojloBHOro mMo3-
ra (3aTblI0YHbIX, TEMEHHbIX, BUCOYHbIX), YTO COrNacyeTcs
CO CKJIOHHOCTbIO K BO3HMKHOBEHWIO UM3 B 3Tux 06nactsx
[17, 19, 20]. MpucTynbl, UCXOAALLME M3 3ATbITIOYHO 061a-
CTV rOJIOBHOTO MO3ra, B 0OCHOBHOM NPOSABAAOTCA 3pUTESb-
HbIMW W FNA30[BUraTeNIbHbIMU CUMNTOMAMU, TAKXKe MOXeT
0TMeYaTbCs UKTaNbHas rosioBHas 60Mb, TowHoTa [21]. Mpu
pacnpocTpaHeHun anunenTuOPMHO aKTUBHOCTHI Ha 3KC-
TpaoKuunutanbHble 0651aCTK, H4TO LOCTATOYHO YaCTO Obl-
BAeT MPU 3aTbIIOYHOW 3NUIENCcUn, HabtAATCA CUMNTO-
Mbl, XapaKTepHble AN BOBNEYEHUS BUCOYHOI, TEMEHHON
nm no6Ho gonu. Mpu paHHem pe6rote cuHapoma MELAS,
Korga nepebIMu NposiBNieHUAMN ABnATCA 3l1, MOXeT BO3-
HUKHYTb HEOOXOAUMOCTb NPOBeAeHUs AndepeHLnanbHo-
ro AnarHo3sa ¢ MauonaTu4yeckom 3aTbiNOYHON AnNuencuen.
E. Cesaroni et al. (2009 r.) npeacrasunu onucanue 19-net-
Hero nauneHTa ¢ 9-neTHUM aHaMHe30M 3NUEeNcum n Npu-
CTynamu, NCXOAALWMMMN N3 3aTbIOYHON JONIN 1 XapaKTepu-
3YIOLWMMKUCA OTBELEHNEM [1a3 U TOHUYECKUM MOBOPOTOM
rofioBbl [22]. MayumeHT NepBOHa4YanbHO HabaaNcs ¢ gua-
FTHO30M MAMONATUYECKOW JETCKOW 3aTblIOYHON 3nunen-
cun Tuna facto. B ganbHeliwem 6b11 YyCTAHOBJIEH CUHAPOM
MELAS, sbisBneHa myTaumsa mTAHK A3243G. JaHHbIn Knu-
HWUYECKWIi CNyYail NOKa3bIBAET, 4TO 3aTbINI04HbIE NTPUCTYNbI
MOTYT OblTb €AUHCTBEHHBIM ANIMTENIbHBIM KITUHNYECKUM
npossneHnem cuiapoma MELAS. B cnyyasix, korga 3l npo-
ABNAKTCA rONI0BHBIMI 60N1SAMU, 3PUTENIbHBIMW HAPYLIEHNSA-
MW, OHW MOTYT BbITb OLUIMGOYHO pacLieHeHbl Kak Ledanrus,
xapakTepHasa ana cuigpoma MELAS. 3T1o TpebyeTt 6oee
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[eTanbHoro o6¢cneaoBaHns naLmMeHToB, B NepBYHO 04epesb —
NpoBeAeHNs NPOAOIKEHHOMO BUAE03NEKTPOIHLedanorpa-
onyeckoro (Buaeo-33) MOHUTOPWHIA A5 YTOYHEHUS re-
He3a NapoKCcU3mMOB.

B nutepatype umetoTcsa CO0OLEHNA O CKOHHOCTM Na-
uneHToB ¢ cuHapomom MELAS K BOSHWKHOBEHUIO Cepuii-
Hbix 3l 1 pa3sBuTuio anunentudeckoro crartyca (3C) [17].
B HacTofiLLee BpemMs OMMCaHbl KIMHUYECKNe HA6AeHUA
6051bHbIX ¢ 3C C MOTOPHbIMU MPOSBNEHUAMU (KOHBYbCUB-
HbIA, (DOKanNbHbIA) K 6eccynopoxubim 3C [14, 19, 23-27].
Hepenko ykasbiBaeTcs, 4T0 pa3BuTue 3C MOXET ObITb CBS-
3aHo ¢ N3 [14, 17, 26]. BospacT, B KoTopom 3C BO3HMKA-
eT B fe6tote cuHgpoma MELAS, 3Ha4MTeNnbHO Bapbupyer.
R. Ribacoba et al. (2006 r.) onucanu 4 nayneHToB B BO3-
pacte oT 27 o 41 ropaa, y Kotopbix cuHapom MELAS 6bin
AMArHOCTMPOBAH BO BPEMS BMEPBble B XKN3HN BO3HUKLLETO
9C [26]. D. Corda et al. (2006 r.) [25] npeacTaBuam 38-net-
HIO NauneHTky ¢ cuHgpomom MELAS, y koTopoii B ae6to-
Te BO Bpems nepsoro UMQ3 Habnoganca 3C cnoxHbIx nap-
UnanbHbIX NpucTynoB. Ha anekTpoaHuedanorpamme (33
ObIN 3aperncTpupoBaHbl MyNibTU(OKANIbHbIE U NepuoanYe-
CKuWe naTepann3oBaHHble anunentTudopmHbie paspagbl. Ha
KOMMbKOTEPHON TOMOrpaMMe roJIOBHOM0 MO3ra BbISIBASAINCH
NU3MeHeHus, cooTBeTcTBYHOLWME WIMI, B npaBoii BUCOYHO-
TEMEHHO-3aTbISIOYHON 061acTW. TakXXe ONMCaHbl KIUHUYE-
CKne cnyyam, Korga aumarHo3 cuHgpoma MELAS 6bin ycTa-
HOBJIEH Y MALMEHTOB Ha LUECTOM AeCATUIeTUN 1 B AebtoTe
y Hux Bo3Hukan 3C [28, 29]. Takum 06pa3om, 3C y 60/1bHbIX
¢ cunapomom MELAS MOXeT umeTb NONUMOPMHbIE NPOSB-
NeHns, BapmabenbHbli BO3PAcT BOSHUKHOBEHUS, ObITb Nnep-
BbIM nposiBneHnem M3.

B HacTofiLlee BpeMsi He YCTaHOBJIEHO Kakux-nun6o cne-
LM NYECKNX 3NMeKTposHUedanorpapuiecknx n3MeHe-
HWIA, NATOrTHOMOHMYHbIX Ans cuHgpoma MELAS [14, 17]. Ha
93l MOXET BbISBNATLCA 3aMefJIeHNe OCHOBHOW aKTUBHO-
CTV UM 3NUNENTUOPMHANA aKTUBHOCTb, NPeACTaBNEHHas
PernoHanbHbIMU, MyNbTUPErNOHANBHBIMU TN TeHepanu-
30BaHHbIMK padpagamu [14]. AnunentTudopmHble pasps-
[lbl Halle BCero noKannaytTcsa B 3aTbl/IOYHON, TEMEHHOMN,
3aHen Buco4Hon obnactax [14]. Mo gaHHbim X. Yang et al.
(2023 r.) [16], nameHeHus Ha 33l y nauueHToB ¢ MELAS
Oblnn NpeAcTaBsieHbl B BUAE NATONIOMNYECKUX MEANEHHO-
BOJIHOBbIX Kone6aHuit B 90,9% cny4yaes, anunentugopm-
HbIX pa3psaoB — B 68,2%.

YacTo anunencus y 60nbHbIX ¢ cuHapomom MELAS nme-
eT HebaronpmaTHOE Te4eHMe N YCTONYMBOCTb K MPOTUBO-
3NUNenTUYeCKO Tepanumn. Heckonbko nccneaoBaHuii 6bino
MOCBALLEHO BbIBNEHNIO (DAKTOPOB, BANSAIOLLMX HA NPOTHO3.
B oToenbHbIX paboTax NoKasaHo, 4TO MOXET MPOCIEeXN-
BaTbCS B3aMMOCBSA3b MEXAY TeHeHWEeM 3nuIencun u Bo3-
pacTom Aeb6toTa, a TakXKe TAXKECTb0 NPOABNEHNIA CUHApPOMA.
H.N. Lee et al. (2016 r.) [12], uccneposasLune negnaTpuye-
cKyto rpynny ¢ cuiapomom MELAS, nony4unu cnegytouime
pe3ynbTaTbl. B noarpynne ¢ 6onee paHHUM fe60TOM 3nu-
nencum (Ao 8 neT) 3HAYNTENbHO Yalle 0TMeYanach yCToii-
YMBOCTb K NPOTMBO3NUNENTUYECKOI Tepanuun, 4em B rpynne
C NO3JHWM Ha4yanom, XOTS CYLeCTBEHHbIX PA3/IMYKi B Ha-
YanbHbIX NPOSBNEHMAX He ObIN0. Habnoaanack koppenayus
MeX Iy TSHKECTbIO TeHeHMS 3NUNENCUN N BbIPAXXEHHOCTbIO
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nposiBneHunii cuHgpoma MELAS. X. Yang et al. [16] ycTaHo-
BUMK, 4TO MEANKAMEHTO3HO-PE3NCTEHTHOE TEYEHME INKUIIEN-
cun npn MELAS cBsidaHo ¢ 6011ee paHHUM BO3PaCcTOM Hadana
npuctynos (p=0,013), 60nee BbICOKMMIN NOKa3aTensamu no
wkane PankuHa (p<0,001) 1 6o5ee BbICOKMM YPOBHEM Nak-
TaTa B CbIBOPOTKE KpOBYW B nokoe (p=0,009).

[lanee npeAcTaBfieHO KNWHUYECKOE HABNOAEHNEe nauu-
eHTa ¢ cuHapomom MELAS un anunencuei.

KJIMHHUYECKUU CJIYYAM / CASE REPORT

My>x4uHa, 31 rog, npaswa, poct 162 cm, macca Tena
38 kr.

druueckue acnekrs! / Ethical aspects

BefeHne naumeHTa oCyLLeCTBAANIOCH CO0OPA3HO NPUHLIN-
nam XenbCUHKCKOM aeknapauun BceMmpHon MeanLmMHCKOR
accounaunn (doptanesa, bpasunus, 2013 r.). OT poanTeneii
nauueHTa nony4yeHo NHMOPMUPOBAHHOE COracue s npo-
BeAEHMS KJIMHNYECKOro 06Cie0BaHMs U NPOAOIIKEHHOM0
BUAE0-33-MOHMTOPUHTA.

Anamue3 / History of disease

MaumeHT poXKaeH 0T 23-neTHEN MaTepu, 0T NepBoii Gepe-
MEHHOCTW, NPOTeKaBLIen ¢ ocnoxHeHmamu. C 5-ro mecsua
6epeMeHHOCTN HAabMtoaannucb NPOTENHYPUS, NOBbILEHNE
apTepuanbHOro gaeneHus. Ha no3aHux cpokax BbisiBUIIACh
runotpodus nnoga. Poabl npoxoaunu co CTUMynsLnen Ha
8-M mecsiLe 6epemeHHocTW. Macca Tena npu poxaeHumn 1 kr
650, pocT 42 cm. PaHHee pa3BuTue NPOTEKAN0 HOPMAnbHO.
YepenHO-MO3roBbIX TPABM He 0TMeYanoch. CEMENHbIi aHa-
MHE3 N0 3Nuencum He oTaroweH. Martb KNMHUYeCKM 340pO0-
Ba. [eHeTn4eckoe 06CneJoBaHNe MaTepu He MPOBOANIIOCS.

C noapoCcTKOBOro BO3pacTa nauneHTa 6ecrnokounm nepuo-
JNYECKNEe TONOBHbIe 60NN AaBaLlero Andy3HOro xapak-
Tepa, njoxas nepeHocuMocTb PU3NYECKUX HArpy3okK, nNpo-
rpeccupytollee HapyLeHue 3peHns. K 20 rogam, B nepuog
06y4eHNs B YHUBEPCUTETE, MHTEHCUBHOCTb FOSI0BHON 6011
3HA4YMTENbHO NOBbICUNACh. MaUMeHT CTal 0TMEYaTb CHUXKE-
HWE KOHLEHTpauun BHUMAHUS, CIIOXXHOCTU NPKU 3anoMnHa-
HUW, NOBbILIEHHYH YTOMASAEMOCTb.

B 23 roga BO3HUKNO COCTOSAHME, CONMPOBOXK/AaBLLUEeCs
rOJIOBHO 60J1bI0 BbIP@XKEHHOW WHTEHCUBHOCTU AaBALLErO
1 NyNbCUPYIOLLEro XapakTepa, KoTopas foKann3oBanach
NPEUMYyLLECTBEHHO B NEBOI NOGHOI 0611aCTK, a TAKXE 3pU-
TeNbHbIMM NPOSIBNEHNAMI (FTOBOPUII, YTO BUAMT Nepej rna-
3aMun «Beryuiyro CTpoky»). Ha cnegytowmin aeHb npucoe-
OUHUIIOCH TONTOBOKPYXXEHWE, NOSABUNNCH PACnibiBY4aTOCTb
3peHuns, CHXeHne cnyxa. MNayneHT 6bin rocnuTann3mpo-
BaH B CTalMoHap.

MPT, 33T, HEBPOIOTHIECKHUH CTATYC HA MOMEHT
passuTHa nepsoro UIID / MRI, EEG, neurological
status at the time of the first stroke-like episode
Mpu NpoBeAeHNI MarHUTHO-PE30HAHCHOI TOMOrpadun
(MPT) rosioBHOro mo3ra B f1€BOIi 3aTblJIOYHO-BUCOYHON 06-
nactu onpefensnacb 06lIMpHas 30Ha rMNePUHTEHCUBHOIO
MP-curHana B pexxumax T2, T2 FLAIR. 3meHeHuns 6binn
pacLeHeHbl Kak KapTMHA OCTPOro ULLIEMUYECKOTO UHCYNbTA

B J1eBOI1 remmcdpepe ronoBHOro mo3ara. Hepes 1 Heg nocne
BO3HWKHOBEHMSA NEPBbIX CUMNTOMOB COCTOSIHME NauMeHTa
YXYALWWUIOCh, HAPOCNa HEBPONIOTNYECKAA CUMNTOMATMKA,
BO3HUKIIN CEHCOPHas adpa3nsi, NPaBOCTOPOHHUIA MOHOMNApe3
B PYKe, 3aperncTpupoBaHbl )oKanbHbie NPUCTYMbI C HAPY-
LUEHNEM CO3HAHMS.

Mpu nosTopHoM nposeaeHun MPT rofioBHOro Mo3ra Ha-
671100aN0Ch pacLIMpeHne 30HbI MoBbIWeHHOro MP-curuana
B pexxume T2 FLAIR 3a c4eT BOBNIEYEHNS BUCOYHBIX, YIN0-
BOW, HaIKpaeBOR, MOCTLUEHTPANIbHON U3BUINH, BEPXHEN Te-
MeHHOW fonbku. B pexxume DWI — orpannyeHne guddysum
(puc. 1). IHhapkTONOAO6HbIA 04ar B NeBOM MoJyLwapum
60MbWOro Mo3ra He COOTBETCTBOBAN 30HAM KPOBOCHA6-
XKEHUSA 0TAeNbHbIX apTepuii (BOBJeYeHbl 6aCCeNHbl 3aHe
I CpeAHEeNn MO3rOBbIX apTepwuii).

Ha nutepukTanbHoi 33 He 3aperncTpupoBaHO dnuen-
TUHOPMHON aKTUBHOCTN.

Ha doHe NpoBOAUMON Tepanuu COCTOSAHWE NauKeHTa
yny4ywnnocb. B HEBPONOrM4eckom ctatyce COXpaHsnch
NPaBOCTOPOHHAA reMWAHONCUA, CEHCOpHas adpasusd, ner-
Kas NpaBOCTOPOHHAA NMpaMMAHas HeJ0CTaTo4HOCTb. Co
BpeMEHEM HeBpPOJSIOrnyeckas CMMNTOMaTUKa NOCTENEHHO
perpeccuposana.

I'eHeTHYECKOE HCCIECAOBAHHE, AHATTU3 KPOBHU
HAa OIIpeJe/IeHUE YPOBHA IaKkTaTa / Genetic study,
blood test for lactate level

[poBeaeHO reHeTnyeckoe nccnegosaHue. Metogom
MYNbTUNJIEKCHON NUra303aBMCUMON amnanduKkauum (aHrim.
multiplex ligation-dependent probe amplificafion, MLPA) Ha
IHK, BbigeNeHHOI N3 K/TIeTOK KPOBW M MOYEBOr0 0CajKa na-
LIMeHTa, NPOBEAEH aHANM3 Ha YacTblie myTauun MTOHK. Bbi-
sBneHa mytauna A3243G B kfieTKax KpOBM B reTeponnasmm-
4eCKOM COCTOsHUK (npumepHo 90% no myTauum). Pesynbrar
NnoATBEPXJEH METOAOM aBTOMATU4YECKOr0 CEKBEHUPOBAHMS.
TakXe faHHas MyTauus 06Hapy>XeHa B rOMOMNIa3M1m4ecKom
cocTosHuM Ha OHK, BbIgeNeHHON N3 MOYEBOro ocajka na-
LMeHTa.

B aHanm3e KpoBU BbISIBNIEHO NOBbILIEHNE NlaKTaTa Ao
5,2 MMOnb/N.

YcTaHoBneH anartos: cuigpom MELAS.

IMosTopHsIi UIID / Repeated stroke-like episode

Yepes nonroaa nocne nepsoro VM3 BO3HUK MOBTOPHbIN
C BOBJIEYEHMEM NPABOro NoJsywapus ronoBHOro mosra. Bo
BpeMs pa3BuTusa nosTopHoro WM Habnwoganucs cnepyto-
WKe KNMHUYECKNe NPOSABIIEHMSA: FTONOBHASA 60Jb BbIPAXKEH-
HOW MHTEHCMBHOCTM, 1e30PUEHTaLMs, BO3OYXAEeHME, NeBO-
CTOPOHHWI remunapes 4o 4 6annos.

MMpwn BbinonHeHnn MPT ronoBHOro Mo3ra B OCTPbIA Nepu-
04 B NPaBOM BUCOYHO 0611aCTH, NPEUMYLLECTBEHHO B KOPKO-
BbIX 0TAeNax, onpefensnach 30Ha runepuHTeHcneHoro MP-
curHana B pexxume T2 FLAIR 6e3 4eTKux KOHTYpOB. B neBoii
TEMEHHO0-3aTbINI04HO 0611aCTM BbIABNIANCS Y4ACTOK, COOTBET-
CTBYHOLLNIA KNCTO3HO-TNINO3HLIM U3MEHEHUAM C PACLUMPEHN-
€M pOroB JIeBOro 60KOBOr0 XeNyfoyka. Mpu guHamMn4eckom
o6cnenoBaHun Yepes 1 Hel KOMMbOTePHAs ToMorpadgoms ro-
NOBHOMO MO3ra nokasasa oTpuuaTeNibHy AUHAMUKY B BUAE
YBEJINYEHNS 30HbI MOPAXKEHNS C BOBJIEYEHMEM NPABOIi BU-
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PucyHoKk 1. laHHbBIE MATHUTHO-PE30HAHCHON TOMOI'PA(PUHU I'OJIOBHOTI'O MO3I'd. Pa3BHUTHE HHCYJIBTONOOGHOTO 3MNU30/]d — OCTPLIN
nepuoy 3a6onesanns. MH(QapKTonogo6HbIi ouar B JIEBOM HONYyHIAPUN OOJIBIIOIO MO3I'd, KOTOPBIM HE COOTBETCTBYET 30HAM
KPOBOCHAOKEHUS (BOBJICUCHBI OACCEHHBI 33/THEN U CPEHEN MO3TOBBIX APTEPUH):

a — pexuM T2 FLAIR, B JIeBOM HOJTyIIapyy GOJIBIIIOIO MO3Td, B CEPOM U IIPUJIEKATIEM O€JIOM BEIIECTBE BUCOUHOM U 3aTHIIIOYHON
JIOJIEH BBISABIISIETCS 30HA MOBBIIEHHOM MHTEHCUBHOCTU CUTHANA; b — pesxum DWI, ormevaeTcs orpannuenue audysnuu B ogare

Figure 1. Brain magnetic resonance imaging data. The development of a stroke-like episode in the acute period of the disease.
An infarct-like focus in the left cerebral hemisphere not matching to the areas of blood supply (the basins of the posterior and middle

cerebral arteries are involved):

a — T2 FLAIR mode, in the left cerebral hemisphere, in the gray and adjacent white matter of the temporal and occipital lobes,
an area of increased signal intensity is detected; b — DWI mode, diffusion limitation in the lesion is noted

COYHO-TEMEHHO-3aTbINI0YHOI N 4AaCTUHHO NOGHON 06naCTeN.
BoccTaHoBIEHNE MPOXOANIIO0 B TEYEHUE HECKOSIbKUX MECALEB.

Mpu nposegexnnn MPT rofioBHOro Mo3ra 4epes 8 mec no-
cne nepsoro VM3 BbigBneHa atTpous BUCOUHbIX N 3aTbIN0Y-
HbIX 0NEi, BbIp2XKEHHOE pacLUMpeHne 3aHX poros 60Ko-
BbIX XKE/1y04KOB (pHC. 2).

MaumeHTy 6blNa Ha3HaYeHa MeTabonmnyeckas u cocyam-
CTas Tepanus; LMTPYNNH, NeBOKAPHUTMHA ManaT, nae6eHOoH,
TUOKTOBAsA KMCNI0TA, KOMNJIEKC NOSIMBUTAMUHOB 1 MUHEpPa-
N0B, UNTNKONMH. OTMeYeHa cTabunnaauns coCcToAHUS, He-
CKONbKO YMEHbLUNNACh NHTEHCUBHOCTbL FONOBHONW 6011, NO-
BTOPHbIX KJIMHUYECKUX NposiBneHunii NM3 He Habnoganoce.

Yepes nonroga nocne sroporo WM3 passunca 6unate-
panbHbIl TOHMKO-KNOHUYecKnii npuctyn (BTKIT) ¢ Hapywe-
HMWEM CO3HaHMA, KOTOPOMY NpeJLLIecTBOBasA rosoBHas 60nb
BbIPA>XEHHOW MHTEHCUBHOCTW. bblfl Ha3HAa4YeH fieBeTupaLe-
Tam B fo3e 1000 mr/cyT.

C 26 net nauyuneHTa cTanu 6ecnOKOMTb C/yXOBble rajs-
filounHaUMm (My3blka, ronoca), aTu nposBieHns Obinn pac-
LIeHEHbI KaK MCMXMYECKNe HapyLLEeHNs, N K CXeMe JIeYeHus
[06aBNeH HeponenTUK KBETUOMNMNH, KOTOPbIA BNOCHeA-
CTBUW 3aMeHeH Ha onaH3anuH. OTMeYeH YacTUYHbIN MOJ0-
YKUTESbHbIN 3 EKT.

B cBS131 C pa3BMBLUMMCS OCTPbLIM anneHANLNTOM, OCII0X-
HEHHbIM MEPUTOHMTOM, 60NIbHOMY 6bISI0 NPOBEEHO IKC-

anunencus n NapokcnamMasibHble COCTOSAHUS

TPEHHOE Xupypruyeckoe nedexnume. MNpu npuMeHeHNn Mmo-
penakcaHToB BO3HWKO HapyLleHNe CaMOCTOATENbHbIX [bl-
XaTenbHbIX ABVXEHWA BCEACTBMNE MbILLEYHO cnabocTy,
B CBA3M C 4eM B TeyeHue 11 cyT naumeHT HaxXoAUNCs Ha nc-
KYCCTBEHHOW BEHTUNIALMM Nerkux. C aToro BpeMeHn cocTos-
HWE 3HAYMTESIbHO YXYALINA0ChH, HAapocna cnabocTb, CTanu
MPOrpeccrpoBaTh KOFHUTUBHbIE HAPYLLEHNS, PACCTPOICTBA
cnyxa u 3peHus. Hepes 1 rog 6bif1 YCTAHOBJIEH AMArHO3 —
caxapHblin juaber.

Oco0eHHOCTH TeueHH A Anuaencuu / Features
of epilepsy course

G 27 net BO306HOBUANCH NPUCTYMbl C HAPYLUEHUEM CO-
3HAHWA, TOHUKO-KNOHUYecKUMu cygoporamu. Al npenmyLe-
CTBEHHO Pa3BMBANIMCb BO CHe. [10CTENEHHO YacToTa uxX cTana
nocTuratb 2-4 pa3 B mecall, Hepeako BTKIT Bo3HuKanu cepus-
Mun, 3—4 3a HOYb. TakXXe NoABUANCL POKANbHbIE NPUCTYIbI,
KNIMHWUYECKM NPOSBAAIOLLMECS B BUE N3MEHEHMS CO3HAHMSA,
NPeKpaLieHmns LeneHanpaBieHHON LeATESIbHOCTH, MOrn
HabnoaaTbCa NOAepruBaHma B NpaBoii pyke, aBTOMaTU3MbI
crneBa, Npy 3TOM NauMeHT He pearMpoBa Ha 06paLLEeHHYHo
peyb, B KOHLLE NAPOKCM3Ma MOT HeaIeKBaTHO CMEATbLCH.

Co BpemeHeM hokanbHble Al cTann NposenaTLes 60nee
noiMmMopdHO, HepeaKo NpoTekann mano3ameTtHo. Mpoaon-
XutenbHocTb A cocTasnAana 0kono 1 MuH, 4acToTa TOYHO

https://epilepsia.su
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PHCYHOK 2. MarHUTHO-PE30HAHCHBIE TOMOI'PAMMBI 'OJIOBHOT'O MO3I'd 4Y€PE3 8 MEC MOCJIE EPBOI'O MHCYIBTONO06HOIO AIU30/1a
(MIID) muepes 2 mec nocjie BToporo MIIO. BeissiaeHs! aTpodust BHCOYHBIX U 3aTBIIIOYHBIX JOJIEH, BBIPAKEHHOE PACIIUPEHUE
33JHUX POIOB OOKOBBIX JKEJTY/JOYKOB:
a — pexuM T2 FLAIR, B 060MX MONYMIAPUAX OOJIBIIOIO MO3I'a B CEPOM M IIPUJIEKAIIEM OEIIOM BEIIECTBE BBIABIISIOTCS 30HBI
HOBBIIICHHON HHTEHCUBHOCTH CUTHAJIA HA (DOHE BBIPAKEHHOM aTPOhUH BElecTBa MO3ra; b — pexxnym DWI, nprusHakoB
orpanuyueHus JUdPysun He ONPEAENAETCA

Figure 2. Brain magnetic resonance imaging 8 months after the first stroke-like episode (IPE) and 2 months after the second IPE.
Atrophy in the temporal and occipital lobes and prominent expansion of the posterior horns of the lateral ventricles were revealed:
a — T2 FLAIR mode, in both cerebral hemispheres, zones of increased signal intensity are detected in the grey and adjacent white
matter along with prominent atrophy of the brain substance; b — DWI mode, signs of diffusion limitation are not determined

He U3BECTHA, NPUMEPHO 2—6 3NM30A0B B HEJEI0, HepeaKo
B BUAE CEpuit — 0KoNno 5 3a feHb. Gam 60MbHON HA MPUCTY-
Mbl HE X)Ka/10BasiCA B CBA3K C KOTHUTUBHLIMU HAPYLIEHUSMM.
Henb3a UCKNYNTL, 4TO MMeNN MecTo pokanbHbie 3l 663
HapyLweHuns co3HaHus. CNOXKHOCTW CBA3aHbI C TEM, YTO He-
peaKo 66110 HEBO3MOXKHO ONPeAeNuTb, UMetT N mecTo 3l
U1 NOBEAEHYECKME HAPYLLEHMS.

Tepamnus / Therapy

MpoBoaunach KOppekuns NpoTMBO3NUNIENTUYECKON Te-
panuu: yBenunyeHa 4o3a neseTupalerama, 3aTem K Tepanum
no6aesieH 3o0HMcamma. CywecTBEHHOMO MOJIOXUTENbHOTO
adppekTa He Habnoganoch. Mpogoskany NporpeccupoBaThb
KOrHUTUBHbIE HAPYLIEHWS, NALWEHT HE MO CaMOCTOATENb-
HO BbINOJSTHATb NPUBbIYHbIE AeiCTBUSA (04€BaTbCA, 6PUTHCA),
nepectan pas3nuyatb NPaByH W NIEBYI CTOPOHbI, HA BOMNPO-
Cbl 0TBEYAJT OAHOCIIOXKHO, HEPEKO HEBMONAA, HapyLWUIuch
CNOCOBHOCTU K CYETY, YTeHMt0. BONbHOI NpakTU4eCcKn ne-
pecTan nNposiBAATb WHULMATUBY, BpEMEHAMU CTAHOBMUIICA
arpeccuBHbIM.

Mpu npoBeAeHnn NOBTOPHbIX MPT ronoBHoro moasra ot-
MEYEHO HapacTaHue aTpogU4YeCKNX NPOLECCOB B CEPOM
11 6€N0M BeLECTBE BUCOYHbIX U 3aTbITIOYHbIX LOSEN.

Bnepsbie nauneHT 6b11 NPOKOHCYIbTUPOBAH HEBPOJIOTOM-
anunentonorom netom 2022 r., NpoBOAMUSIACH KOPPeEKLNS

npoTueoanunentuyeckoii Tepanum. C ceHTa6ps 2022 r. B Te-
panuto 106aBNeH NaMOTPUIKIH, a 30HUCAMU] OTMEHEH. Ha
¢hoHe npnema namoTpuaXKHa B f03e 75 mr ytpom n 125 mr
BEYepoM, neseTupauerama B o3e 750 mr ytpom n 1000 mr
Bedepom BTKI 6b11M NONHOCTHIO KYNMPOBaHbI, 4acToTa (Ho-
KaJIbHbIX MPUCTYMNOB C HAPYLWIEHNEM CO3HAHNA CHU3NNACh [0
1-2 pa3 B mMecsil, OHW NPOTeKanu B 60nee Nerkoii hopme.
MaumeHT cTan akTuBHee. MnaHupyeTca yBenny4eHne go3bl
NamoTpULKMHA.

Bugeo-d3I-monutopuHr / Video-EEG monitoring

Mpn nposeaeHnmn Bnaeo-33M-MOHUTOPUHTA MCNONb30-
Banu anekTpoaHuedanorpad mogenu Xltek Quantum 256
(Natus, CLLA).

3anuck 33l NpoBOAUNIN CKANbNOBLIMI 3NEKTPOAAMM MO
mMexayHapogHon cucteme «10-20%» n anekTpokapamno-
rpacpuyeckum (3KI) kananom. Mpu BbINONHEHUU NPOLONI-
XKEHHOro BMAe0-33-MOHMTOPKUHIa B 60IPCTBOBAHUN 1 BO
CHe 3aperncTpmpoBaHa pernoHanbHas anunenTugopmHas
aKTUBHOCTb B BUJE OAMHOYHBIX N CrPYNMNMPOBAHHbIX KOM-
MEKCOB «Cnaiik — MeJJIeHHas BONHA» B NEBbIX TEMEHHO-3a/-
HEBMCOYHbIX OTAeN1ax C BOBJIEYEHIEM 3aTbIIOYHON 061aCTH
(puc. 3). Mepnoanyecku HabnAaNo0CL pacnpocTpaHeHne
aNUNenTUOPMHON aKTUBHOCTM HA NMPABY TEMEHHO-3a-
TbII04HYI0 06nacTh (puc. 4). B 604pCTBOBAHNUM 1 BO CHE OT-



KnuHuyeckue cny4daum / Case reports

AT e ] -
,n_ywmwvwwww
-vusmwmwww PSR S PPN

FPAFY iy prmsr e,

B o B ! MWWWTHNWWWWW

.c,_an~WM\{\\/\/\VJMWW~~ T I AT T e PP PR

.,WMWWWWWMMWWWWWM

.rchWWWWWWWWWM

\CW‘WMWWWWWMWMMTWWWWFWW

B R i e S g ~
~HCW~MwMMV\WWWWWW—WW
SCAPANNSANAANA PN AN A AN A MUY/ I A N s e e T e e A e e Y e s R A A R ARSI A NASANASNN A AN N A
B L N U i A e I B Y i VA A e

.rw»nmwwvwwwwwwm
,unMwwmwmww_rw«\_.—wd\/ WW

AT TE At S e s A A\ it e Il A A e e AN e b e AP NINA, o A et BN o [N TN o WA AN AL [N ]

Ww}WNWMWWW'JMWFAWW

12:30:20 123021 123022 123023] 123024 12:3028

PucyHOK 3. /lannble 351eKTposHIIe(anorpaduu, GUNOIAPHLIN MOHTAXK. B 60pCTBOBAHNN 3aPETUCTPUPOBAHA PETMOHAIbHAS
ANMIENTU(DOPMHASA AKTUBHOCTD B BU/IE CI'PYIITMPOBAHHBIX KOMIUIEKCOB «CIIAMK — ME/IIEHHAA BOJIHA> B JIEBBIX TEMEHHO-
33 JHEBMCOYHO-3aTbUIOUHBIX OT7ie1aX (P3 — Pz — T5 - Ol)

Figure 3. Electroencephalography data, bipolar montage. During wakefulness, regional epileptiform activity was recorded as
grouped spike-slow wave complexes in the left parietal-posterior-temporal-occipital regions (P3 — Pz — T5 — Ol)
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PucyHox 4. Jlannble 351eKTposHIiedanorpadun, GUOIIPHLIN MOHTAXK. B 60/1pCTBOBAHNN 3aPErUCTPUPOBAHA PETMOHAIbHAS
SMUIENTU(DOPMHAS AKTUBHOCTD B BU/JIE CI'PYIIIMPOBAHHBIX KOMIUIEKCOB «CIANK — ME/JIEHHAsI BOJIHA» B JIEBBIX TEMEHHO-
33/THEBUCOYHO-32TBIIOUHBIX OT/IeNaX (P3 — Pz — T5 — O1) ¢ mocsieiyiomumM BOBICUEHUEM IIPABOI TEMEHHO-3aTBUIOUHOHN 061aCTH
(P4 -02)

Figure 4. Electroencephalography data, bipolar montage. During wakefulness, regional epileptiform activity was recorded as
grouped spike-slow wave complexes in the left parieto-posterior-temporal-occipital regions (P3 — Pz — T5 — O1) subsequently
involving the right parieto-occipital region (P4 — O2)

anunencus n NapokcnamMasibHble COCTOSAHUS https://epilepsia.su
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Me4YeHo npexoadliee 6unarepanbHoe pUTMUYHOE fefibTa-
3aMefsieHne B BEPTEKCHO-NOBHO-LEHTPasIbHbIX 0TAenax
nonywapui. B psae cny4aes ykazaHHoe 3amefneHune npmoo-
petano auddy3Hbiin xapakTep. Bo cHe Takxxe pernctpupo-
Ban0OCb NpexoAsiiee pernoHanbHoe 3ameneHme B npason
BMCOYHOM 06nacTu. B xone uccneaoBaHnsa KNmHN4eCKMX
CO6bITUIA, ANUNENTUYECKNX NPUCTYNOB 1 nx 33-naTTepHoOB
He BbISIBIIEHO.

OBCYKJIEHUE / DISCUSSION

B npeAcTaBneHHOM KNMHUYECKOM Clly4ae Oe6T CUH-
apoma MELAS npuwencs Ha monogoi Bo3pacT. OgHum un3
nepebix NposiBneHnin 6oin UM3I, Ha hoHe KOTOPOro passu-
nucb okanbHble 3M. B nutepatype UMeEOTCA MHOMOYUC-
NEeHHble YKa3aHus Ha TO, 4TO BO3HUKHOBeHMe UIMI ¢ pa3su-
Tem 3l — [OCTATOYHO TUNWNYHAS KapTUHA ANS CMHAPOMA
MELAS [10, 14, 17].

B nanbHeiwem 3y naumneHTa cTany BO3HNKATb CMOHTAH-
HO, uMenu hokanbHoe Ha4ano. OCOBEHHOCTBIO TeHEHMS 3NU-
Nencun ABSNach BbICOKAA 4acToTa NPUCTYNOB, CKNOHHOCTb
UX K CEpUIAHOMY TedeHmto. MposBneHns oKanbHbIX MPUCTY-
MoB 6b1IM NOAUMOPMHBI, HEPEAKO Masio3aMeTHbI. oxoxue
HabnaeHns npeacTaBedbl B 4pyrx paboTax, NOCBALLEH-
HbIX naumeHTam ¢ cuHapomom MELAS. S.T. Demarest et al.
(2014 r.) [17] oueHunn ocobeHHocTn Al 1 TeveHUs anunen-
cum y 7 naumeHToB ¢ myTauueit A3243G, acCOLMMPOBAHHON
¢ MELAS. ABTOpbI NPULIAK K 3aKJTKOYEHMIO, 4TO PEHOTUMbI
anunencun pasHble, 04HAKO UMELOTCS 06LLMe YepTbl: Npea-
pPacnonoXeHHOCTb K BOSHUKHOBEHNIO NPOLOJIKEHHbIX, Ce-
PWIAHBIX NPUCTYNOB, YHUIATepanbHbIX MOTOPHbLIX 3 N160
MPUCTYNbI MOTYT ObITb MaN03aMeTHbIMU, CYOKITNHUYECKUMMN.

OCO6EHHOCTU TeYEHNUA ANUIENCUIU 1 NPOSBNEHUS NPU-
CTYNOB PSijJ aBTOPOB 06BLACHAET CJIOXHbIM NATOreHe30M,
CBSI3aHHbIM C NPOLECCaMu, NPOUCXOAALLMMI NMPU MUTOXOH-
ApnanbHbix 3a6onesaHnax [14]. MokasaHo, 470 CyLlecTByeT
CBSI3b MEX/Y 3nunencuen n MetabonnyecKuMmn HapyLeHns -
MW B r0f10BHOM Mo3re [30]. OfHOM 13 NPUYUH BOSHMKHO-
BeHWUs npuctynoB npn M3 ABNAETCS «UCTOLEHME» AfIEHO-
3uHTpUudocdara B pesynbrate AedeKTOB OKUCUTENIBHOIO
docdopunuposanns [14]. HapyLieHHbI MATOXOHAPWANb-
HbIA MeTaboNM3M BRe4eT 3a CO60N 4pe3MepHOe BO3OYX-
LeHIe KJIETOK N0CPeACTBOM Pa3/NyHbIX MEXaHU3MOB [14]:

— cHmxeHne TAMK -onocpe0BaHHOrO TOPMOXXEHNS B pe-
3ynbTaTte rmb6enm TOPMO3HbIX MHTEPHEPOHOB (0CO6EHHO
B 3aTbIJIOYHOI KOpE);

— NoJaBneHne akTUBHOCTI NPOMEXYTOYHbIX TOPMO3HbIX
HeWpOHOB rUnNMoKamna;

— YBENIMYeHne BbICBOBOXEHNS rnyTamaTa acTpouutamu
B CUHANTU4ECKOM NMPOCTPAHCTBE.

[MpoBOAMMbIE B NOCNEAHNE FOfbl FEHETUYECKMe UCCNeao-
BaHWS YBEJINYMBAIOT YMCII0 FEHOB, OTBETCTBEHHbIX 3a pas-
sutune anunencumn npu M3 [14]. Kpome TOro, y naumeHToB
¢ cuHapomom MELAS 4acTo HabntoaTca CTPYKTYPHbIe
3NNNENTOreHHbIE NOPAXXEHNS TOJIOBHOMO MO3ra, 4TO MMeeT
LOMNONHUTENbHOE 3HAYEHWE ON1F Pa3BUTUS 3NUENCUN.

B kpynHom MHoroueHTpoBoM uccnegosanuu G. Ticci et al.
(2020 r.) [30], npoBesneHHOM B VTanuu, npu cpaBHeHuu na-
umeHTtoB ¢ M3 ¢ 3M 1 nauneHToB 6€3 3NUNENcun y nepabix

BbIiBNIEHbI 60/16€ BbICOKME NoKasaTenu aHomanuin Ha MPT,
MOBbILLEHHOE COMlePXKaHNe MOSIOYHON KNCIOTbI B CbIBOPOT-
Ke KPOBM, a TaKXKe COnyTCTBYOLIME 3a60neBaHns. 3T0 NOA-
TBEPXAET KOMMNJIEKCHOE BANSHNE Pa3nunyHbIX (DaKkTOpOB Ha
passutue 3l npu M3.

Ewie oHON 0CO6EHHOCTbLIO Yy ONMCAHHOIO HAMU MaLUEH-
Ta ABNANACh CNOXHOCTb B BbiBNeHun 3. Bo-nepsbiX, 370
6b110 CBA3AHO C TEM, 4TO (DOKasIbHbIE MPUCTYMbI NPENMy-
LEeCTBEHHO HE MMENIN BbIPAXXEHHbIX KIIMHWYECKMX NPOsiBe-
HWii, HEPeKO NPOTeKann Maso3amMeTHO 1 UX NPUXOAMNIIOCH
AnddepeHuUnpoBaTb ¢ NOBELEHYECKUMU 0COBEHHOCTAMMN.
B0-BTOpbIX, Ha/IM4Me KOFHUTUBHbLIX HAPYLEHWI He N03BO-
nsno 601bHOMY CaMOCTOATESIbHO OLEHUTb M ONKUcaThb na-
pokcuambl. VIHdhopmaums o npucTynax n3BecTHa co CIoB
POLACTBEHHUKOB.

TeyeHue anunencun y naynentos ¢ MELAS 4acto Ho-
CUT (hapMaKOpPEe3UCTEHTHbIA XapakTep, 4To Habnaanoch
I B Hawem cry4ae. B uenom ctparerms tepanun npu CuH-
apome MELAS cooTBETCTBYET 06LLENPUHATLIM NPUHLMNAM.
0fiHaKo, MOCKONbKY HEKOTOPbLIE NMPOTUBO3NUIENTUYECKMNE
npenapartsl (M3M) 06nafatoT HeraTUBHLIM BANSHUEM HA MU-
TOXOHAPUW, HEO6XOAUMO 3TO Y4UTbIBATH B CBA3U C TEM, YTO
UX NPUMEHEHME MOXET YXYALWNTb COCTOSHNE 60JIbHOT0 NN
Ja)ke NPMBECTM K NieTanbHOMY ncxoay [31].

M3 moryT okasbiBaTb BO3[ECTBME HA MUTOXOHAPUK
nyTeM BMeLIaTeNbCTBA B PA3J/IN4HbIEe MUTOXOHAPUASIbHbIE
npoueccsl [32]. OHM cNOCOOHbI BNIMATL HA PEPMEHTATUBHbIE
Kackapbl, TAKNe Kak AblxaTesibHas Lemnb U OKUCIUTENbHOe
dhochopunnpoBaHme, UK Ha NyTU, HE CBSI3AHHbIE C JbIXa-
TeNbHOM Lenbto, Takue Kak LUK TPMKapboHOBbIX KUCNOT
unu 6eTta-okucneHue. MM moryT BO3eACTBOBATb HA KaHa-
Nbl, 66NKN-TPAHCMOPTEPbI, MEMOPAHHbIE PELENTOPbI, MEM-
OpaHHbIii NOTEHLNAN, BINATb HA MEXaHW3Mbl aHTUOKCUAAHT-
HOW 3aLWNTbI UK HApyLWaTb 61MOreHe3 MUTOXOHAPWIA [32].

Han6onee n3sectHbiM M3 ¢ BbIPAXKEHHON MUTOXOHAPW-
aJIbHOV TOKCUYHOCTbIO ABMIAETCA BasibNpoeBas KUcnoTta.
Ewe B 1990-x rT. B HECKONbKUX UCCNEA0BAHNAX ObiNia pac-
CMOTpEHa NepPeHOCMMOCTb BaibNpoaToB Y NALUEHTOB C CUH-
npomom MELAS 1 ycTaHOBNEHO, 4TO OHM MOTYT 0Ka3bIBaThb
HeraTuBHoe BNnsiHWe Ha MuTOXoHApuK [33]. Mocneaytowine
paboTbl NoATBEPANUMN 3T0 [32, 34]. Tak)Ke NOKa3aHo, 4TO
BanbNpoeBas K1cnoTa cnocobHa arrpasuposatb Iy nayu-
eHToB ¢ cuHapomMom MELAS [35]. Mo faHHbIM uccnenosa-
HWUI, MUTOXOHAPUANbHOW TOKCUYHOCTLIO B PA3HOIA CTENEHU
BbIP2XXEHHOCTU MOryT 061aaathb Takue M3, kak deHobap-
6utan, kap6amasenuH, PEHNTONH, OKCKap6a3enuH, 3TOCYK-
CUMWA, 30HMCAMNA, ToNMpamar, rabaneHTuH 1 BurabatpuH
[32, 34]. OgHako B HACTOALLEE BPEMS UMEETCS HeLoCTaTou-
HOE KOJIM4eCTBO 1CCNeL0BaHNIA, MOCBALLEHHbIX Npenaparam
NoC/IeAHNX NOKONEHWIA, B CBA3M C YEM OLLEHUTb X BNINSHNE
Ha OYHKLMN MUTOXOHAPWIA He NPeCTaBNAAETCA BOSMOXHbIM.

B Haluem KnuHM4eckom cnyyvae nydwas apeKkTuBHOCTb
Habnaanack Npy npueme namoTpuaXuHa. Kpome Toro, na-
MOTPUIKMH HEe OKa3blBasl OTPMLATENIbHOTO BAUAHUSA HA KOT-
HUTUBHYIO N IMOLMOHANbHYO Cdepbl, 4TO NO3BOIUIIO CTa-
6UNN3MPOBATL NCUXO3MOLMOHANIbBHOE COCTOSIHME NaLUeHTa.
Takum 06pa3om, afiekBaTHOe, 6e30nacHoe, aPeKTUBHOE
nevexme anunencum npu cugpome MELAS moxeT ynyu-
WNTb Ka4eCTBO XU3HM 60bHbIX [12].
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