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IIpedcmaesnennas aemopamu neKyus ¢ ONUCAHUEM KAUHUYECKUX CAYYAe8 0mpasicaem coO8pemMeHHble Ce0eHUs 0 MUMOXOHOPUAAbHOM 3a00-
Ae6aHuU U3 epynnvl HaciredcmeenHwix 6oae3neli oomerna — cunopome MELAS (ko0 6 6aze dannuvix OMIM: 540000). OchosHbimu nposiéne-
HUAMU OGHHO20 Npoepeccupyrouleeo 3a001e8aHUs bICMYNAIOM UHCYAbIMONO000OHbIe INU300bl U cheyuduyeckasn opma sHyegaronamul,
BKAIOHAIOWAs INUAENMUMECKUE NPUCMYNbL, HAAU4Ue QHeHOMEHA «PBAHBIX KPACHbIX G0A0KOH» U PaHHION0 Oemenyuro. Kiunuueckue cayuau,
npugoouMvle 8 OAHHOI NeKYUU, NONOAHAIOM KONUAKY 2eHeMU4ecKU 8epu@UUUPOEaAHHbIX MUMOXOHOPUANbHBIX 3a001€6aHUL, NPUBOOAUUX
K pazeumuio NOAUMOPQHbIX HeBPON0UMECKUX HAPYWeHUT U XaPAKMePHOU Helipo8u3yaru3auuoHHOU KapmuHbl, @ UMEHHO NOS6ACHUI0 NO-
AUMOPDHBIX UUEMUHECKUX 04208 8 BUCOYHOU, MEeMEHHOU UAU 3aMbLA0YHOU 00AACMAX 20106H020 M032a, HE COOMBEMCMEYIOUUX 30HAM
MA2UCmpanbHo2o cocyOucmozo Kpo8ocHabiceHus (MaKk KaK 6 0CHoge opMUpo8aHus maKux o4azo8 Aeicum heHomern MUmoxoHopualbHol
aHeuonamuu, a He mpom6o3a). Ilomumo npueedeHHvIX OAHHBIX KAUHUHECKO20 MeHeHUs 3a001e8aHUs pACCMOMPEHbI Pe3yAbmambl 2eHemu-
yeckoll unmepnpemayuu cunopoma MELAS, a makace cospemenHbie Memoodsbl OUAZHOCMUKU U Mepanuu.

Karoueevie caosa: mumoxonopuanwvroe 3a6oaeeanue, cundpom MELAS, peanvie Kpactvie 6010KHA, UHCYAbIMONOO0OHbBLE NU300bL, NOOKOP-
K08blil MUOKAOHYC, SNUACNMUYECKUE NPUCTYNbL, MUMOXOHOPUANbHAS AHUONAMUSL
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This lecture with a description of clinical cases presents information on such a mitochondrial disease from the group of hereditary metabolic
diseases, like MELAS syndrome (OMIM: 540000). The main manifestations of this progressive disease are stroke-like episodes and a spe-
cific form of encephalopathy, including epileptic seizures with the presence of a phenomenon of "ragged red fibers" and early dementia.
Clinical cases, given in this lecture, supplement the piggy bank of genetically verified mitochondrial diseases leading to the development of
polymorphic neurological disorders and characteristic neuroimaging picture, namely the appearance of polymorphic ischemic changes in the
temporal, parietal or occipital regions of the brain, that do not correspond to the zones of the main vascular blood supply, as the basis for the
formation of such focus is the phenomenon of mitochondrial angiopathy, and not thrombosis. The description of clinical cases reflects our own
observations and the main steps in the diagnosis of this severe hereditary disease, taking into account of the latest neurogenetic representations.
In addition to the data given in the clinical course of the disease, the results of the genetic interpretation of the MELAS syndrome are given;
modern methods of diagnosis and therapy are considered.

Key words: mitochondrial disease, MELAS syndrome, ragged red fibers, stroke-like episodes, subcortical myoclonus, epileptic seizures,
mitochondrial angiopathy
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ITo coBpeMeHHBIM HaHHBIM, OKOJIO 44% mepBbIX
KJIMHMYECKUX MPOSIBICHUI HACIEICTBEHHBIX 00JIe3HEM
COCTaBIISIIOT Pa3jIMYHble HEBPOJIOTMYECKHIE CUMIITOMBI
[2]. Bonbiiast yacTh Takux 3a00JIeBaHU MAaHU(ECTUPYET
B IETCKOM Bospacrte [3, 4, 6]. B cBa3u ¢ 31MM OogHUM U3
IIPUOPUTETHBIX HaMpaBIeHU MPoheCCMOHAILHOIO POCTa

JIETCKUX HEBPOJIOTOB SIBJISIETCS COBEPIIICHCTBOBAHME 3HA-
HUI 0 HACJIeACTBEHHBIX 3a00JIEBAaHUSIX, IIPEUMYIIIECTBEH-
HO TTOpakamlInX HEpBHYIO cuctemy [4, 7].

BHuMaHue MHOTrHMX wucciaenoBaTeaeid, 0COOEH-
HO B IIOCJIeAHHUE 2 OeCSITUIETHS, IPUKOBAHO K 0CO00it
rpyirme HelipomeTaboaM4YecKux OoJie3Hell — IOoABUIY
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MHUTOXOHAPHAIBHBIX 3a00ieBaHMil. OCHOBHBIC «IIOCTaB-
IIAKW» KIMHATYECKUX IIPOSIBIICHUI 9THX HACJICICTBEHHBIX
0oJie3Heil ooOMeHa — MyTallMM KJIETOYHOM MUTOXOHAPU-
anpHoi JIHK 1 maTonmorust okuciutenbHOro hochopuiamn-
poBaHus [6, 7]. JIyist 9TO# rpyIIIiel TeHETUYECKUX 3a00I1€e-
BaHUI XapaKTePHBI CJICAYIOIIEe OCHOBHBIE OCOOCHHOCTH:

* MHOXXECTBO HO30JIOTMIeCKX (hopM (M3BECTHO OoJiee
150 Takux 3abo0yieBaHUI1; YaCTh U3 HUX OOHapykeHa
METOIOM CEKBEHMPOBAHMS T€HOMAa HOBOTO IOKOJIE-
HUS);

* BBICOKAsI CYMMapHas 9acTOTa BCTPEYaeMOCTH (OKOJIO
1:5000—1:10 000 poguBIIMXCS KUBBIMU);

* KIIMHUYECKUE TIPOSIBIICHUSI 1 OCOOCHHOCTH HACJIeI0-
BaHUSI CBSI3aHEBI C 1e(EKTOM OpPraHMU3allUM JbIXaTe Ib-
HOM LIeX MUTOXOHIPUIA.

JlaHHbIe 3a00J1eBaHMS 110 MEXaHU3MY Hacaed0BaHUS
SIBJISTFOTCST «MaTepUHCKUMU» , I MUTOXOHIPUATbHBIMHU,
T. €. TIEPEIAIOTCS OT MaTePH K IETSIM JIFOOOTO 1oJIa, a Te-
penauu 3aboyieBaHUS OT OOJBHOIO OTLIA K IIOTOMCTBY He
IIPOUCXOIUT.

B rpymnne 3Tux 3a0ojieBaHUI Yallle BCTPEYaroTCsl He-
KoTopble (OpMbI, OOpaTUBIINE Ha cebs MaKCHUMaJbHOe
BHUMaHMe uccienoBaresieii, Harpumep cuaapomM MELAS
(mitochondrial encephalomyopathy, lactic acidosis, and
stroke-like episodes) [3, 9].

Cungpom MELAS — 3T0 miporpeccupyioiiee 3a60-
JieBaHME U3 TPYIINbl HACJIeICTBEHHbIX 00Jie3Hell 0OMeHa,
IMOATPYIIITEI MUTOXOHIPHUAJIBHBIX, OCHOBHBIMHU IIPOSIBIIC-
HHUSIMH KOTOPOTO SIBJISTIOTCSI MHCYJIBTOIIOMOOHBIE SIT30/IbI
U crierduyeckas popma sH1eaTIONaThM, BKIIOYAIOIast
SIWICHTUICCKUE TIPUCTYIIBI, (PeHOMEH «PBaHbBIX KPACHBIX
BOJIOKOH» Ml paHHEE Pa3BUTHUE IEMEHILIMU. DTOT CHHIPOM
3aHSIT MPOYHOE MecTo B 06ase JanHbix OMIM mon Home-
poM 540000.

Crenyet mogpo0OHeil 0CTAHOBUTHLCS HA OOIIMX XapaK-
TepUCTHKAX CUHIPOMA:

1) Bo3pact nebrora — 1o 40 jieT (B cpeaIHeM MepBhIe, TaK
Ha3bIBaAEMbl€ UHCYJBTONOIO0OHBIE, CUMIITOMBI 3200-
JIEBaHUSI IIPOSIBIISIIOTCS € BO3pacTa S JIET U CTapIiie, 10
35 ner);

2)BBIpaxk€HHAsI 04aroBasi HEBPOJOTMYECKasl CUMIITO-
MaTHKa C TCHACHIMEH K OBICTPOMY M ITOYTH ITOJTHOMY
BOCCTAaHOBJICHUIO (ITOTOOHBIE CUTYallMd TPEOYIOT
mpoBeaeHUs TrudhepeHIINATBHON TMarHOCTUKY, B TOM
YHCJIe M C MUTPEHBIO, KOTOPAst 9aCTO MOXKET COUETaTh-
¢ ¢ cunapomoM MELAS nim BXogUTh B €T0 KITMHU-
YeCKYI0 KapTUHY — TaKUM 00pa30oM, OTHO HE MCKITIO-
yaet apyroro) [5, 8];

3) sipKast HeiipOBU3YyaIM3allMOHHAs KapTUHA — JIOKAJIH-
3a11sI ITOTMMOPGHBIX UIIIEMUYECKIX OYaroB B BUCOY-
HOI, TEeMEHHOI WJIY 3aThLJIOYHOM 001aCTSIX FOJIOBHOIO
Mo3ra (MHTEPECHO 3aMETUTh, YTO HIIEMHYECKHUE
0YaroBble M3MEHEHUS TOJIOBHOTO MO3Ta COYETAIOTCS
C BBIpaXXEHHOM acTpOLUTAPHOM Mposrdepalneii u He
COOTBETCTBYIOT 30HAM MaruCTPaJIbHOTO COCYIUCTOTO

KPOBOCHAOXKEHUSI, ITOCKOJIBKY B OCHOBE (hOpMUPOBa-
HHS TaKUX 0YaroB JIEXKUT (PeHOMEH MUTOXOHIPHUATb-
HOI aHTMOTIaTUH, a HE TpoM003a).

OuaroBast HEBpOJIOTHYECKAsI CUMIITOMAaTUKA MOXET
BKJIFOYaTh MOTOPHBIC ITATOJIOTMYeCKNe (PEHOMEHBI: Te-
MHIIape3, TEMUAHOIICUIO (B TOM YHMCJIE COYETAIONIYIOCS
C SIBJICHUSIMM KOPKOBOI arHO3MM); CEHCOPHBIE PacCTPOii-
CTBa B BUIE TEMUTHUITIECTE3UN (HEPEIKO MOSIBIISIOMIEICS 10
dopMupoBaHus reMumnapesa). Takke MOTYT HaOIIOOaThCS
pa3zHOPOIHBIC (DOKATIBHBIC SMICTITUICCKUE TIPUCTYITHI U
MPUCTYIIBI C TEHIEHLIME! K BTOpUYHOM TreHepanu3anuu [1,
3, 5, 8]. IlonkopkoBasi cMUMITTOMaTHKa, O0YCIOBJIEHHAS
BBIKJTIOUCHHEM KOHTPOJIBHBIX KOPKOBBIX 30H 1 UIIIEMUYIe-
CKVM TIOBPEKIEHNEM ITOAKOPKOBBIX CTPYKTYP, BEIpasKaeT-
CsI MBIIIIEYHOM TUCTOHUEH, TOIKOPKOBBIM MUOKJIOHYCOM
WU APYTMMU TUTIEPKUHETUYECKUMU HapYILIEHUSIMMU.

ITpu MmopdonornyeckoM UccaeToBaHUM HAOTI0JaeTCs
(hbeHOMEH «pBaHBIX KPACHBIX BOJIOKOH», TIPEACTABJISTIOIIMI
coboii ciemduueckoe n3MeHeHe MUO(DUOPUILIT BCIIe I -
CTBHME MUTOXOHIPUAILHOM TTposdepani 1 GopMUpoBa-
HHUS MUTOXOHIPHATBLHBIX KOHIJIOMEPATOB 110 Ieprdepun
MBIIIIEYHOTO BOJIOKHA.

PazButue sipkoit KJIMHUYECKOI KapTUHBI 3a00JieBa-
HUS WLUIIOCTPUPYET CIACAYIOLINN KIIMHUYECKUNA CITydai.

Knuxuveckui cnyyaii 1

Ilayuenmra M., 19 srem, Haxodurace Ha neveHUU 8 He-
eponoeuyeckoil kaunuke I'BY3 MO «Mockoeéckuii obaacm-
HOU HaY4HO-UCCAe008aMeNbCKULL KAUHUMECKUL UHCIMUMYM
um. M. D. Bradumupckoeo» (MOHUKH) ¢ ouaerozom: «Mu-
MOXOHOpUANbHAs SHUEPANONAMUsL C AAKMAM-ayUd030M U UH-
cynvbmonodobuvim meyeruem (MELAS). Cumnmomamuueckas
oK anbHas INUAEnCUs ¢ YacmbLMU RPOCHIbIMU MOWOPHBIMIL U 8O-
PUUHO-2eHEePaNU308AHHBIMU CYOOPOICHBIMU NPUCIYNAMU.
Junamuueckas, apgepeHmno-momopHas, aKycmuKo-eHo-
cmuteckas, aKycmukKo-mMHecmu1eckas, ceManmuyeckas aga-
3us. Tunompogus 111 cmenenu». Pazseprymas kaunuueckas
Kapmuna 3a601e6anus, Kak caedyem u3 0uazHo3a, 8KAN4ANA
peuudugupylowjue umiemudecKue Aamaky maicen020 meueHusl,
conpogoicoarowuecs agasueil, npagocmMoporHel nupamuo-
HOIl HedoCmamo4HOCMblo, NepUOOUYeCKU — 2eMUKAOHUSMU
6 npaeoll pyke. Habarwodanuce 3nauumenvHolili KOCHUMUBGHbLI
Oechuyum, omkasz om npuema nUUU, IMOUYUOHANbHAS 1A0UNb-
Hocmb ¢ npucmynamu naaya. Heeponoeuveckas kapmuna 3a-
001€8aHUS, @ MAKICe 00UULL MANCENbLI COMAMUYECKUL POH
co30anu HeobXo0UMOCMb 8 20CHUMAAU3AYUY NAUUECHMKU 8
peanumayuonHoe omoenerue, 20e npoeooUNACH KOMNAEKCHAS
Helipomemaboauteckas, aHmubaKmepuanbHas, ce0amueHas,
HYmMpUmMuGHas U nPpoMuUo3NUAenmu1ecKds mepanus, Ha ghore
KOMOpOil 3HaUUMeNbHO pespeccuposadn Heapoao2uueckuil de-
@uyum — yMeHbUUAAC, 04A208As1 HeBPOA0UMECKasi CUMIIO-
Mamuka, yoanocs 000UMbCs CHUIICEHUs. CMeneHlU 2Unompoguu
U acmomol ceMUKAOHUYecKUX npucmynos. Maenummo-pe3o-
HarcHas momoepagpus (MPT) om 10 cenmsops 2013 2. 6bisis-
A51a COOMEemcmeyoujie uwemueckue usmenenus (puc. 1).
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Puc. 1. [Tayuenmia M., 16 nem, macHumno-pe30HaHCHAs. MOMOSDADUSL 20108HO20 MO32a: KAPMUHA 0OUUPHO20 UUIEMUMECK020 NOPANCEHUs 1€6020 NOAYULA-

pust 60161020 MO32A, NPEUMYU4ECINBEHHO 8 3A0HUX 0MOeAax

Fig. 1. Patient M., 16 years old. Magnetic resonance image of the brain: extensive ischemic lesions in the left hemisphere, primarily in the posterior portions

HUumepecro ommemumsp, umo Ha b6ojsee paHHUX CHUMKAX
(npedcmaeneHHbIX MOABKO Ha NAeHKe be3 ONUCAHUS) OmMeya-
A0Cb 2pyboe nopasicenue 3a0HUX 0mMoenoe npaesoil 2emucgepbl,
He coomeemcmeyrouee 6acceiHam KposoCHAOICeHUS, — Xa-
pakmepHbiil npusnak cunopoma MELAS (puc. 2).

Puc. 2. lTayuenmka M., 10 arem, macHumHO-pe30HAHCHASE MOMOPagus 20-
N0BHO20 MO32a: KAPMUHA 00UUPHO20 CReUUPUHECK020 NOPANCeHUs NPABOIl
BUCOYHO-MEMEHHO-3AMbIAOYHOL 00Aacmu

Fig. 2. Patient M., 10 years old. Magnetic resonance image of the brain:
extensive specific lesions in the temporoparietooccipital area

Ilpu ananu3ze paHHUuX CHUMKO08 HAPAOY ¢ OCMPbIMU Ullie-
MuUHecKUMU COObIMUAMU YOar0Ch 0OHAPYHCUMb KOPKOBO-NO0-
KOPKOBYI ampoguio, NPUsHaKu ampoguu 4epes Mo3dceuKa,
2UNOMPOPUU MO30AUCNO20 MeAd, YMEPEHHO BbiPANCEHHYIO
HapyxcHyto eudpouyeghanuio.

Caedyem 3amemums, 4mo ampoguueckue usmMeHeHus
seulecmea 20108H020 M03ea HAPAO0y ¢ NOBMOPHbIMU MAC-
CUBHBIMU UMEMUYECKUMU AMAKAMU C030A84aU No4ey 041
pazeumus hapmaxKopezucmeHmHbIX CUMIMOMAMUHECKUX
SNUACNMUYECKUX NPUCIYNO8, U KAMAMHecmu1ecKoe Ha-
oar00eHue 3a nayueHmioil 6 meuerue 1 200a nocae ebinucku
U3 KAUHUKU NOOMEepoun0 OnaceHuss — NPoU3ouLLa mpaHc-
@opMayUs NPUCMYNOE 8 CAONCHBIE NAPYUAAbHBIE CUMNMO-
Mamuueckue ¢ 6MOPU4HOL eeHepaiuzayueil, 8 OaibHeluem
Y nayueHmku paseuacs snuienmuxeckui cmamyec. Ilono-
ACUMENBHOU OUHAMUKU 8 Mepanuil YOKanbHbIX MOMOPHBIX
NPUCMYNO08 80 8PeMs 20CHUMAAU3AYUY YOAA0Ch OOCMUYD
¢ NPUMEHEeHUEeM NapeHmepanbHoll (popMbl 1eeMUPAyemama
(1000 me enympueenno 2 paza 6 cymku), a Helipomemabo-
AUMecKas nodoepiucKa, ROMUMO Opyeux nPenapamos, KA1 -
yana aeeoxapuumun. CyujecmeeHHol OUHAMUKU @ CHUNCe-
HUU YPOBHSA aghamuueckux HapyueHuil y0aioc 00CmueHyms
3a cuem KOMNAEKCHOU n020nedu4eckoli pabomsl, 00HAKO
NOAHOU KOMHEHCAUUU HApYUeHHbIX QYHKYUi He 0bL10
docmueHymo.

B nipesncraBieHHOM KIIMHUYECKOM ClTydae OCHOBHOM
TepareBTUYEeCKUI aKIIEHT ObLI clejlaH Ha MPOTUBOSIIH -
JIENTUYECKYIO U aHTUOAKTepUATIbHYIO Teparuio, HyTpu-
TUBHYIO TTOAIEPXKKY. PeabuiuraliuoHHasi Tepanusi, BKJI0-
Yaro1as MeToIbl JIeueOHOM (PU3KYIBTYPHI, TBUTATETLHOM
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peadIMTAallM U JIOTOIIeINICCKOM KOPPEKIINU, TaKKe
oKasajach 3(pOeKTUBHOIA.

IMaTorenernueckoii reparmu cuHapomMa MELAS B Ha-
crosiee BpeMs He pa3padotaHo. CUMTaeTCsI, YTO OCHOB-
HOE BHUMAaHUE CJICAYeT YACJISITh MACCUBHO (HO TIPY 3TOM
palMOHAIbHOI) CUMIITOMAaTUYECKOM Teparmuu. MHorue
aBTOPHI TAKXKE YKA3BIBAIOT HA HEOOXOIMMOCTD ITIpUMEHE-
HUSI B KOMIUIEKCHOM TepaIllMy 3TOM MUTOXOHIPUATBHON
marojoruu L-apruxuna [9].

Juarnoctuka cungpoma MELAS mo-npexHemy
MpeacTaBisieT TpyaHOCTU. M3BecTHO, 4TO HauboJjee ya-
CTO MyTallMsI IPOUCXOIUT B pe3ysIbTaTe TOUYSCUHON 3aMEHBI
A3243G B rene tpancnoptHoii PHK neitnimna (UUR).
CymiecTBeHHO pexe BcTpedaroTcss myrauuu A3252G
n G13513A B mutoxouapuanbHoii JJHK Toro xe rena,
a takke TouyeyHas 3ameHa T3271C (7,5% wnabmomaeMbIx
ciaydaeB). TouyeyHble MyTallMi MOTYT OTMEUAaThCsl B TeHE
COX I1I [10]. MurpeHennomoOHbBIE 3MMM30IbI, OIIMCHIBaC-
MBI€ B JINTEpAType, BCTPEUYAIUCh M Y HaIlIeH MallueHTKH,
YacTOTy Pa3BUTHUSI MUIPEHO3HBIX ITAPOKCU3MOB BIIO-
CIIEACTBUU OTCIICIUTHh 0KA3aJIOCh HEBO3MOXHBIM H3-3a
adaTMIeCKUX HAPYIICHU M KOTHUTUBHOTO AcUIIMTA.
AHaMHeCTHYeCKHe JaHHbIE YKa3bIBAIOT Ha IePBBIi UITIC-
MHYEeCKHUI 311301 B Bo3pacte 10 JIeT ¢ IOJIHBIM BOCCTa-
HOBJICHHEM JIEBOCTOPOHHEU MUPAMUIHOM HEOOCTATOY-
HOCTH. MUTpEeHO3HBIE IIPUCTYITBI BOSHUKIIM CITYCTS 2 MeC
ITOCJIe AMMU30/1a UIIEMHH, TIPOIOJIKASICh ¢ HapacTalolei
4acTOTO 10 2—3 pa3 B CYTKHU O MOSBICHUS IIOBTOPHOTO
HUIIEMHUYECKOTO 3MU30aa CITyCTs 9 Mec Iocje IepBoTo.
VY oTIIa MallMeHTKN HEeT yKa3aHWil Ha pa3BUTHE MUTPEHH,
OIHAKO Y MaTepy HAOIIOAAIOTCS SIMM30ANIECKIE IIPUCTY-
ITBl MUTPEHH C aypOi, XOTsI CIIydaeB MHCY/IbTA WX MHpap-
KTa y Hee 1 OKaUIINX pOACTBEHHUKOB HE OTMEYaJIOCh.

VY mpencTaBlIeHHOM MAllMEHTKM OTUArHOCTHMPOBaHA
Hambonee yactasg Mytanust — A3243G, a TakxKe ITOBBI-
IIeHue ypoBHe# nupysara (mo 0,84 MMoIb/J1) U JJaKTaTa
(mo 13,4 MMOJIb/JT) B KPOBH B COCTOSTHUH TTOKOS.

HecMmoTpst Ha G1aronpUsTHBIM MCXOM JeYeHUs ma-
LIMEHTKN B ONMCHIBAEMBIN IIEPHOI, TaHHBIC TOJTOCPOI-
HOrO KaTaMHECTUYECKOIo HabJIIOICHUST OKa3aIuCh Oosiee
IMeCCUMUCTUYHBIMU — TalMeHTKa moru6ia B 2018 . or
PE3UCTCHTHOTO AMMJICIITUYECKOTO CTaTyca B YCIOBUSIX
peannManyoHHoro otaeneHus MOHUKMN.

BTopoii KIIMHUYECKUI claydail MILUIIOCTPUPYET He-
00XOIMMOCTh paHHero BKioueHus cuHapoma MELAS
B muddepeHINnaITbHO-IMarHOCTUYECKHI TTOMCK.

KnunuyecKui cnyyai 2

Ilayuenm B., 14 nrem, nocmynua 6 0emcKkyi He@po-
A02UYECKYI0 KAUHUKY C HCAN00aMU HA INU300 CUAbHeHU U
00HOCMOPOHHel 20108HOU 60U 8 BUCOYHOIU 0baacmu chpa-
6a, ¢ uppaduayueil 8 npagwlii ena3, ¢ HapyuleHuem 3peHusl
6 NPagoM 2na3y no muny <neieHob». Yiasaunole cumnmo-
Mbl B03HUKAU NO30HO 8e4epoM U OAUAUCH BCHO HOUb, 8 CEs-
3U ¢ yem pooumeny MAaab4uKa 8ul36aiu Opueady ckopoi

MeOUYUHCKOLI NOMOUWU, U peOeHOK Obla 20CRUMANUZUPOBAH
6 CMayUuoHap no Mecmy JdCUmeabCmea ¢ nodo3peHuem Ha
npucmyn muepenu. Hecneyuguueckas obezbonuearowas
mepanusi, NpUMeHeHUe CNA3MOAUMUK08 CYUECMBEHH020 00~
Ae2ueHuss COCMOsIHUSA He npUHecaU, 00HAKo 8CcKope nocie no-
cmynaeHus (Chycms HeCKOAbKO 4ac08) NPUCMYN 20108HO
004U U HApYUWeHUsl 3peHUsI NOAHOCIbI0 KYRUPOBAAUCH CAMO-
cmosamenwvHo. ugpgepenyuarvras duaenocmuxa nposoou-
AACb C MUSPEHOZHBIM UHCYAbIMOM, GUCOYHbIM APMEPUUIOM
u ocmpoii uwemueil cemuamxu. Ilayuenmy 6vinoaneno
HellposusyanuzayuonHoe ucciedosanue — MPT eonoerozo
Mo3ea Ha annapame ¢ maeHumuou unoykyueii 0,3 T, ko-
mopoe 8bls8UN0 04A208ble U3MEHEHUS N0OHOU U MeMeHHOl
dozeil npasoii eemucgepsi, cAabOUHMEHCUBHOE HAKONAEHUE
KOHMPACMHO20 8eUjecmea, MUHUMANbHOEe paciiupenue Ha-
DYIAUCHBIX AUKBOPHBIX hpocmparcme. CrabouHmeHcusHoe
HakonaeHue KOHMPACMHO20 8euecmaea N0360AUN0 AeHAUUM
8pauam nayuenma 8vicKkazams npednonodiceHue 0 pa3eumuu
demuenuHuzupyrouleeo npoyecca 8 YeHmpaibHoi HepeHoll
cucmeme — nposedennas 6 danrvreiuem MPT weiinoeo u
2pyoHoe0 omoenog noseonounuxa ¢ MP-muenroepagueii u
KoHmpacmuposanuem He oOHapyxcusa namonoeuu. Ila-
yueHm OblA HANPABAEH 8 KAUHUKY 0emcKOoi Heapono2uu
MOHHKH na 5-e cymku npebbvieanus 6 cmayuoxape no me-
cmy wcumenvcmea. B MOHUKHU pebenky nposedena MPT
20/106H020 M032a HA annapame ¢ MAeHUMHOU UHOYKYUell
1,5 T, komopas nokasanra nopasjceHue cepozo Geuecmeda
npaeoeo noayuiapus 604bU020 M032a C NPUSHAKAMU HA-
PYUleHUs Yes0CMHOCMU 2eMamodHyedaluyeckozo 6aps-
epa — cundpom MELAS? (puc. 3). JlocmogepHo oyeHumo
OUHAMUKY U3MEHEHULL N0 CPABHEHUI0 ¢ NpedblOyUUM uccae-
dogaHuem He npedcmasasinoch 603MONCHbIM 88UJY HU3K020
paspeuieHus CKAHUpo8anus npedvloyujeco ucciedo8aHusl.
Ilayuenm KoHcyabmuposan eceHemukom, NPOGedeHO
2eHemuueckoe uccaedoganue ¢ NpuUMeHeHuem mMemoouxu
npuyeavbHoeo noucka mymayui mumoxounopuanvroii JJHK
memodom MLPA — pezyasmam oKazancs noA0ICUMENbHbIM:
ebisenena munuunas mymayus A3243G. Ilocae noayuenus
pe3yabmamos Uccaedo8anus Hayama aKkmueHas memabo-
AudecKas mepanus, npogedeHo Uccaedo8anue yposHs AaK-
mama 6 nepughepuueckoii kpogu (ommeueHo nosgwluienue 0o
14,1 mmons/n). IlpumeuamenvHo, umo yposeHv nupysama
coomeemcmeosan 1ab0pamopHoil Hopme 05 paccMampuea-
emM020 803pacma, a y1empaseyKoeoe CKaHupogaHue 3Kcmpa-
KPAHUAAbHbIX cOCYO08 noKazano degopmayuio xoda obeux
no360HO4YHbIX apmepuil (boabule vlpadceHHYHO caesa) Oe3
NPU3HAKOB8 HAPYUWIeHUsl Napamempos N10KAaAbHOU 2eMOOUHA-
muku. UmmyHopepmenmublii aHaau3 He NoKa3an Hapacma-
HUSL YPOBHS UMMYHO02A00YAUHO8, NPU UCCAe008AHUU KPOBU
JTHK memodom noaumepasHoil yenHoil peaxkuyuy namozeHos
He 00Hapycero. C noaoxcumenvHoli OUHAMUKOL — NOAHbIM
pezpeccom Hegpoa0_UHecKol CUMRMOMAMUKU, npedicoe 8ce2o
20/108HOU 004U U HAPYUIeHUs 3peHUsl HA Npaesblil 2na3 — pe-
OeHoK Obl1 binucan u3 cmayuonapa. B nacmosuwee epems
npoeooumcs Kamamuecmuueckoe HabaooeHue.
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Puc. 3. [layuenm B., 14 1em, macHumno-pe3oHancHas momoepagus 2010681020 mo3ea, pexcum T2-FLAIR: eusyaruzupyromes meakue oaeu 6 KOpmuKaib-

HOUl NAGCMUHKe meMeHHOIl U 8UCOUHOU Joaeil

Fig. 3. Patient B., 14 years old. T2- FLAIR magnetic resonance image of the brain: small lesions in the cortical plate of the parietal and temporal lobes

B 3aknioueHue cienyer nob6aBUTh, YTO CUHAPOM
MELAS c¢ coBepuieHCTBOBaHMEM TUArHOCTUKU U T10-
BBIIIICHUEM MH(GOPMHPOBAHHOCTU Bpadeil ITOCTETIEHHO
nepectaeT ObITh opdaHHOI maroyorueii [2—7]. B xpyr
nuddepeHIaIbHON IMaTHOCTUKY UITEMUYSCKUX DITH -
30[10B Y MOJIO/IbIX MALIMEHTOB, TOMUMO OOBEMHOTO O0pa-
30BaHMSI, TTATOJIOTUIECKOM N3BUTOCTH MperiepedpaIbHbIX

1 aHOMAJIMM pa3zBUTUSI MHTpPallepeOpaJbHbIX COCYA0B,
a TaKKe CIen(pUIeCKIX BaCKYJIUTOB, 0053aTEILHO ClIe-
IyeT TO0aBIISITh U M1e0I0T MUTOXOHIPHUAILHBIX dHIIeDa-
nornatuii. O4eBUIHBIM CTAaHOBUTCS, HapsAy C paHHel
JNIMarHOCTUKOM, KaK MOXHO 00Jiee paHHEE Havyajlo SHEep-
TOKOPPUTUPYIOLIEH Tepaliuu, UMEIOILIEH ITaTOreHeTUYe-
CKO€ TIPUIOXKEHHUE.
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