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CHUHIPOM AJIBITEPCA-XYTTEHJIOXEPA

barsiesa 1.1., Tpennney B.M., Axagosa J1.4., [onocHas I.C.

I'bY3 [13M «Hayyno-lpakTnyecknii LleHTp AETCKOIH NCMXOHEBPOIOrnn», MockBa

Peswome

CuHapom Anbnepca-XyTTeH/10xepa — Pegkoe MUTOXOHAPUATIbHOE 3a00/16BaAHNE, CBA3AHHOE C MyTaluiaMu B MUTOXOH-
ApuansHou [JHK ramma nonumepass! (POLG). CHUXeHNe akTUBHOCTU MUTOXOHAPUATIbHbIX (hePMEHTOB CBS3aHO CO CHU-
XEHUEM yPOBHSA pennvKkauni MutoxoHapuansHoi [JHK. 3abonesanne nposBisieTcs, Korjaa ypoBeHb PenimKaumni cTaHo-
BUTCA Kputnyeckum. OTMeyaeTcs BapnabesbHOCTb [e6oTa U NporpeccupoBaHmns 3ab60/1€BaHNS [aXE Y NaLNEeHTOB C
0AMHAKOBBLIM reHOTUIOM, HOPMaJibHOE Pa3BUTNE PEOEHKAa O MOMEHTA [e0rTa KIIMHNYECKUX NPosBAeHNN. [k JaHHO-
ro 3a60/16BaHNs XapakTepHa Tpuaga cCuMnTOMOB: SMUIENTUHECKNE NPUCTYbI, AUCTPOUS NEYEHU Y PETPECC PA3BUTUS.
Anunentnyeckne NpucTynbl 00bIYHO PE3UCTEHTHbI K IEYEHUIO U YACTO UMEIOT CTaTyCHOE TeYEHNE. [NCYHKLNS Ne4eHN
— 0fHO U3 NPOSABIIEHNI 3a00J1€BaHNS, HEU3OEXHOE B TEPMUHAJIbHBIX CTaANsX. 3a00/1€BaHNE SBJIAETCA HEYKIIOHHO MPO-
rPecCcUpyroLNM 1 NPUBOANT K rMOesIN NayneHTa B TEYeHNE HECKOIbKMX JIeT. BasibnpoeBasi KucioTa BbI3biBAET TOKCHYE-
CKW QhatasibHbIV renaTuT, Pa3BUBAKOLYNIICS B TEH4EHNE HECKOJIbKUX MECSLIEB U IPUBOAALLYNI K ObICTPOV rnbesin rnaymneH-
7a. CBOGBPEMEHHAsA ANarHOCTUKA 3a00/1€BaHNS C HA3HAYEHUEM MO[[EPXKUBAIOLLEN Tepanuu n NUCKITI0YeHne npenaparos
BasIbPOEBON KNCIIOTbI U3 TePanuu 3nuienTu4ecknx rpucTynoB MOryT JOCTOBEPHO YBEJINYUTb MPOLOIIKUTESIbHOCTb
XU3HWN 60JIbHOrO.

KnroueBbie cnoBa
MutoxoHgpnanbHoe 3aboseBanne, CUHAPOM ATbriepca-XyTTeH10Xepa, sruiencus, Basabipoarsl.

Cratbs noctynuna: 10.01.2015 r.; B popa6otanHom suae: 17.02.2015 r.; npunsTa kK nevartu: 03.03.2015 .

KoH(hnuKT nHTepecos
ABTOpbI 3aBNAOT 06 OTCYTCTBUN HEOOXOAUMOCTY PACKPbLITUA PUHAHCOBOW NOAAEPXKN NN KOH(INKTA UHTEPECOB B OTHO-
LWEeHNN JAaHHOW Ny6nuKaunu.

Bce aBTOpbI cAenNanu 3KBMBaNeHTHbI BKNaa B MOArOTOBKY Ny6nnKaLuu.

Ans uutupoBanus: batbiwesa T.T., Tpenuney B.M., Axagosa J1.4., fonocHas I.C. Cunapom Anbnepca-XyTTeHnoxepa. dnunen-
cusa 1 napokcuamalsbHble cocTosHua. 2015; 1: 46-55.

ALPERS-HUTTENLOCHER SYNDROME
Batysheva T.T., Trepilets V.M., Akhadova L.Ya., Golosnaya G.S.
Scientific and Practical Center of Pediatric psychoneurology Moscow Health Department

Summary

Alpers-Huttenlocher syndrome is a rare mitochondrial disease connected with mutations in the mitochondrial DNA
replicase, polymerase gamma (POLG). The reduction of the activity within mitochondrial enzymes is connected with the
reduction of replications level within the mitochondrial DNA. The disease manifests itself once the replications level
reaches a critical point. We can also observe the debut variability and disease progression even among patients with
identical genotypes and normal children onset up to the moment of clinical presentations debut. Seizures, liver
degeneration and progressive development regression are the classical clinical triad of the disease. Seizures are usually
resistant to treatment and have a status flow.Liver disfunction is one of the manifestations of the disease inevitable in
the terminal stages. The disease in steadily progressive and leads to the patient s death within several years. Valproic
acid causes toxic fatal hepatitis developing within several months and leading to the loss of the patent. Timely diagnosis
of the disease, prescription of maintenance therapy and elimination of medications containing valproic acid from the
seizures therapy can certainly increase patient s lifetime.

JaHHasa nHTepHeT-Bepcus ctatbu 6bina ckauaHa ¢ cauta http://www.epilepsia.su. He npegHazHa4YeHO AN UCNONMbL30BAHUA B KOMMEpPUYeCKUX Lensx.
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nHLoM Anbnepca-XyTTeHnoxepa — nporpeccupy-
owas aHuedanonatua ¢ LereHepaTuBHbIMU U3-
MEHEHUSIMI CEPOro BeLLecTBa FOSIOBHOMO MO3ra B
COYETaHUN C LMPPO3OM MeYeHN — PEKOE MUTOXOHLPU-
anbHoe 3aboneBaHune, CBA3aHHOE C MyTauUsamMu B MUTO-
xoHapuansHoi OHK ramma-nonumepase (POLG), koTo-
pas Kogupyetcs AAepHbIMU reHaMu U SBNSAETCA efUH-
CTBEHHON 3ykapuoTuyeckon [OHK-nonumepasoi, y4va-
CTBYIOLLE/ B HENPEPbIBHOW penankKauum MUTOXOHAPW-
anbHon [HK. CHuXeHne aKTUBHOCTW MUTOXOHApPUAsb-
HbIX (0epMEHTOB CBA3AHO CO CHVXXEHNEM YPOBHSA PEnn-
Kauuii mutoxoHapuansHoin OHK. 3a6onesaHue nposis-
nAeTcs, KOraa ypoBeHb pennuKauuii JOCTUraeT KpUTu-
4eckoro.

bepHapa Anbnepc B 1931 r. BnepBble onucan UcTo-
puio 60M1€3HN YeTbIpeXMeCA4YHON [eBOYKWU C HOpPMalb-
HbIM pPa3BUTWUEM, Y KOTOPOI BHE3AMHO BO3HUKIIN Pe3un-
CTEHTHbIe K Tepanuu anuienTu4eckne NpucTynsl, Npu-
BeJLwwme K 6bicTpon rnbenn peberka [3]. Anbnepc nep-
BbIM OMNpeAenns OCHOBHble MPU3HAKK 3a60JeBaHUS:
BO3pacT gebtota 0T 3 MeC. [0 7 NeT, Pe3UCTEHTHbIE 3Nun-
NenTUYecKme NpPUCTynbl, Perpecc passuTus 1 amMaBpos.
B 1976 r. lMeTepom XyTTeHNI0XepoM 6blfT NOATBEPXAEH
ayTOCOMHO-PeLeCCUBHbIA TUM HacnefoBaHus 3abose-
BaHUA 1N ONUCAHbI U3MEHEHUA MEeYEHN NPU 3TOM CUHLPO-
me [17]. BcneacTBme CHUXEHUS aKTUBHOCTU LIUTOXPOM
C-okcupaasbl MUTOXOHAPWUIA MNeYeHW MNpu  CUHAPOME
Anbnepca-XyTTeHI0Xepa XapakTepHa NpOrpeccupyto-
lasa renatomeranus, xxuposas guctpodus n pubépos
neveHun. B 1992 r. B cTaTbe brkHeca ¢ CoaBT. 6b1710 ONK-
CaHO KaTtacTpou4yeckoe BO3[eNCTBME BasbNpoeBON
KMCNOTbl HA NeYeHb y AeTen ¢ cuHApPOMOM Anbnepca-
XyTTeHnoxepa. Banbnpoesas KucnoTa Bbi3biBaeT anon-
TO3 KJIETOK MEY€eHK, 4TO NPUBOLUT K cpatasibHOMy TOKCU-
4eCcKoMy renatuty u 6bICTPON cMmepTu pebeHka [5]. B
1995 . XapAuHr npoaHanuanposan UCTOPUM 6ONE3HM
32 NauneHTOoB C NeYeHOYHOW HeJ0CTATOMHOCTbLIO U NATO-
norvei roflOBHOro Mo3ra, NOATBEPAMST HOpMaJsibHOe
NcuUxo-MOTOPHOE pa3suTre pebeHka Ao gebrora 3abosne-
BaHUA C NOCMEAYOWMUM Perpeccom pas3BuTus B coyerta-
HUW C MeTabosInyecKUMu Kpu3amu, CONpPOBOXLAOLLM-

anunencus n NapokKcmamMalsibHble COCTOAHUSA

MUCA NPUCTYNaMMW PBOTbI U BbIPAXKEHHON MbILLEYHON M-
MOTOHWE, YTOYHWA, 4TO 3NUIENTUYECKUE MNPUCTYMbI
MOTYT MO0 COYEeTaTbCA C YKa3aHHbIMMW BbILLE CUMMTO-
mamu, nm6o 3ab6osieBaHe MOXeT Le6t0TUpoBaTh C INu-
NenTU4YecKnX NPUCTYNOB, PE3NCTEHTHBIX K Tepanuu, Ya-
CTO CO CTaTyCHbIM TeveHuem [13].

N3yyenne JHK ramma-nonmmepasbl N0O3BOSINIIO Bbl-
LennTb B COBPEMEHHOW Kilaccumkaumm MUTOXOHAPKU-
anbHbIX 3a60neBaHNI LENblA pasfen KINHUYeCKNUX co-
CTOSIHWIA, BbI3BaHHbIX MyTauusamu B reHe POLG [5]. B
2004 r. 66111 BbIABJIEHbI OMOXMMUYECKNE U (DEPMEHT-
Hble U3MeHeHunaAnNpu cuHapome Anibnepca-XyTTeHsoxepa,
OTBETCTBEHHbIE 33 K/IMHWUYECKUE MPOABNEHUA 6ONE3HU
[21]. Mony4eHHble fJaHHbIe YTOYHUIN NAaTOdU3N0JIOrNI0
KNTMHUYECKOro doeHoTuUna, NOATBEPAUSIA TeHETUYECKYI0
3TUONOTNI0 W TNABHYK NMPUYUHY BO3HUKHOBEHUS 3a60-
neBaHUss — HapyweHue cuHTe3a [OHK ramma-
nonumepassl, CBA3AHHOE C PA3SINYHbIMU AOMUHAHTBIMU
1 peueccuHbiMu MyTaunamu reda POLG [36].

KnuHnyeckue ocob6eHHOCTM cuHApoMa Anbnepca-
XyTTeHnoxepa

B HacTofsee Bpems n3BecTHO 0Kono 180 MUTOXOH-
ApunanbHbIX 3a60J1eBaHN, CBA3AHHLIX C MyTauusMu B
reHe POLG (Haubonee 4actble myTtaumm — p.W748S, p.
A467T, p.L304R, p.T914P, p.G848S, p.P587L [28]), koTO-
pble pasnu4yarTca Mo BO3pacTy Havana 3aboJieBaHUN,
TUNY HACNeL0BaHNA N KJIMHNYECKMM NposiBieHnsam [8,7].
CnHpgpom Anbnepca-XyTTeHI0Xxepa OTHOCMTCHA K Ha-
CNeCTBEHHbIM 3a60n€eBaHNAM c ayTOCOMHO-
peLecCMBHbIM MeXaHW3MoM nepegaqu (nokyc 15925) un
npeo6nagaet cpeamn 3aboneBaHuUin, CBA3aHHbIX C Hapy-
weHvem cuHTesa OHK ramma-nonumepassl [26,16].

CpeaHuini Bo3pacT Hadvana 3abonesaHus — 0T 2 A0
4 net, ¢ BO3MOXHbIM JManasoHom 0T 3 mec. 10 8 et
[13,16,10]. Bo3pacT pebtoTa umeet 6UMoLaNbHOe pac-
npeaesieHne co BTOPbIM NMKOM OT 17 0 24 neT, ¢ auana-
30HoM oT 10 no 27 net [13,31,33].

[nsa peten xapakTepHO HOpMasnbHOe pas3BuTME [0
MOMeHTa aebtota 3abonesanus. Y 50% naumneHToB CUH-
APOM e6HTMPYeT C INUIEeNTUYECKMUX MPUCTYNOB, NOCNe
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om 7 Neoi

SAMNAENCUA

M NAPOKCU3MAJIbHbIE
COCTOSAAHMA

BO3HWKHOBEHWUS KOTOPbIX 3a60fieBaHWe ObICTPO Npo-
rpeccupyet. Moryt BcTpeyatbC POKasibHble MOTOP-
Hble, MUOKJIOHNYECKNE U TeHepasIM30BaHHbIE TOHMKO-
KNOHWYECKWNE NPUCTYMbI, MHOTAA OTMeYaeTca pebpusib-
Has nposokauunsa napokcuamos [1,2]. B pegkux cnydaax
BbIAABJIAETCA Nerkas 3agepXxka passutus, WATKOCTb NO-
XOOKW, MOTOPHAs HEeNOBKOCTb, AWCKOOPAMHALUA [BU-
XeHui [14,28,33].

Mpn 3a60neBaHMM NOBPEXAAKOTCA Hanbonee aHepre-
TUYECKN 3aBUCUMbIE TKAHW — LLIEeHTpanbHas u nepudepu-
Yyeckasi HepBHasa cuctema, nevyeHb n XKKT. PaHHum npu-
3HAKOM 3a6051eBaHUA ABNSETCA aTakCusi, CBA3aHHas C
MOBPEXAEHNEM MO3XKe4yka, MPOBOAHUKOB TNy6OKO
YYBCTBUTESIbHOCTU, MPOXOAALMX B 3agHUX cTON6Gax
CMWHHOI0 MO3ra, 160 C NOBPEXJEHNEM CEHCOPHbIX BO-
JIOKOH B nepudepuyeckux Hepsax [32,35]. bonbHbie Ya-
CTO XKaNytTCa Ha NpexosLlee HapyLeHne 3peHuns, Ko-
TOPOEe CTAHOBUTCA NOCTOSAHHLIM B MPOLLECCe NPorpeccu-
pOBaHMs 3a60J1eBaHNSA U CBA3AHO C MOBPEXAEHNEM Hell-
POHOB B LLUNOPHOM 60p03A4e 1 cTpuapHoii kope [10]. Mu-
rPEHO3HbIE TON0BHbIE 60NN, B TY. CBA3AHHbIE C rano-
UMHaLMAMKN, OTMEYAKTCSA B pamkKax aypbl anuientunye-
CKUX MPUCTYMOB NpK NokKanu3auuy 04aros anunentu-
(POPMHOIN aKTUBHOCTM B 3aTbIJIOYHbIX 06/1aCTAX M0O3ra
[33]. HapyweHune 4yBCTBUTENIBHOCTW U NapecTe3un B
pamMmkKax CeHCOPHOM MOoJIMHeponaTun, CBA3aHHbIe C Mo-
pa)keHneM HelipOHOB A0PCabHbIX FAHrNNeB, ABNAOTCA
O0JHUM 13 NpU3HaKoB 3ab6oneBaHuns [35].

Mo paHHbIM nuTepatypbl, AeTW NornbawT B TeYeHue
yeTbipex ieT nocne ge6tota 3a6onesanus [4,10,20]. Uc-
Nonb30BaHMe BasibNPOEBOW KMCNOTbl AN KynupoBaHus
3NUNEenTMYeCKMX NPUCTYNOB KaTacTPoUYeCKN ycunmaa-
eT nporpeccmpoBaHne 3a60s1ieBaHNA, BbI3bIBAET ObICTPOE
pa3BuTue (patanbHOro TOKCMYECKOro rematuta, ¢ rube-
JIbl0 MaumeHTa B TedeHune 2-4 mec. [22]. MNpwu atunuyHon
anNuenTUYeckon aHuedanonatun y pebeHka Heobxoaum-
MO MCKJTYNUTL CUHAPOM Anbrniepca-XyTTeHs10xepa, n3be-
XKaTb Ha3Ha4YeHWs BabNPOEBON KUCNOTbI A0 YTOYHEHUS
JMarHo3a ¢ 06a3atesibHbIM NPOBEAEeHNEM FeHETUYEeCKOro
o6cnenoBanus reHa POLG [25].

Mo mepe nporpeccupoBaHns 601e3HN NPUCOEONHAT-
¢ hoKasbHbIE KITOHUYECKME NMPUCTYNbI N0 TUNY AXKEKCO-
HOBCKOr0 Maplua n (OKasibHble MUOKIOHUYECKIE Mpu-
CTyMNbl, PE3UCTEHTHbIE K Tepanuu, 4acTo CO CTATYCHbIM
Te4yeHneM. Pe3nUCTEHTHbIe K JIeYeHUD MPUCTYNbl MOTYT
BbI3blBaTb CK/IEpP0O3 runnokamna. Bo mHorux cnydasx
CMepTb pebeHKa 06yCIOBeHa anuMNenTU4ecKUM NpucTy-
noM, Ha (poHe NPosABEHNIA LEKOPTUKALWOHHOIO CUHAPO-
ma [9]. PesynbTtatbl 33 BapbupyOT OT XapakTtepa npu-
CTYMNOB W MOTYT MEHATLCA MO Mepe MPOrpeccMpoBaHus
3abonieBaHus. B Havane 3abonesanns npeobnanaert 3a-
MeJJ1eHe OCHOBHOW aKTUBHOCTU W 3NUIENTU(OPMHbIE
HapyLeHns, NPEeNMYLLECTBEHHO B 3aTbISIOYHbIX 0651aCTAX
r0fIOBHOr0 MO3ra. dnuientuyeckas akTUBHOCTb Mpep-
CTaBJsieHa GUMONIAPHO WMAKM rOMOJaTepasibHO paspsgamm
CNanKoB ¥ NOJINCNANKOB B 3afHWUX oThenax mosra. Ons
pa3BEpPHYTON KapTWHbl 3a60NneBaHWA XapakKTepHa Aud-
dy3Has MeJneHHas akTMBHOCTb C npeo6riafjaHmem B 3a-

TbINIOYHbIX 06M1aCTAX, OTCYTCTBME anbda-puTma, peruno-
HallbHblE aKLEeHTbl 3NUIeNnTU(OPMHON aKTUBHOCTU B
BMCOYHO-TEMEHHO-3aTbII04HbIX 0611acTAX MO3ra (npu Ta-
KOW nokanusauuy anunentuyeckne NpUcTynbl 4acTo co-
NPOBOXAAKTCA raantounHaumamm, TOLWHOTON, PBOTOM,
BEreTaTMBHON ANCYHKLUMEN n ronosHom 6onbto) [12,30].

OncdyHKUMSA nevyeHn ABNSAETCA OOHUM U3 BaXKHbIX
CUMNTOMOB [OaHHOro 3abonesaHus. CTeneHb nopaxe-
HUA NeYeHN, Kak N NMOBPEXXEHNE APYTUX OPraHOB, Bapbu-
pyeTcsl y pa3HbiX NaLUWeHTOB, 0AHAKO BbIPAXEHHOE TOK-
CnYyeckme BO3JeNCTBME BaNbNMpOeBON KUCNOTbI C pa3Bu-
TWEM TOKCMYECKOro patanbHOro retatuta 06bI4HO B Te-
YyeHune 2-4 Mec., He 3aBUCUT OT NaLueHTa, Tuna mytaymm
unu ctagun 3abonesanus [26]. B aHanuse Kposu onpe-
nenseTca runornukeMus, rUNOKeTOHEMUS, CHUXEHUe
CUHTE3a (PaKTOPOB CBEPTbIBAHMUSA, NMOBbILUEHNE YPOBHSA
TpaHCamMunHa3, 4TO CBUAETENbCTBYET O Ha4aslbHOW CTa-
[N NMEeYeHOYHOW HeJ0CTAaTO4HOCTI. BHYTpMBEHHOE BBE-
[leHNe NIeBOKApHUTMHA MOXXET OCTaHOBWTb Basibnpoar-
NHOYLMPOBAHHYO NEYEeHOYHY0 ancdyHkuuio [6]. B pea-
KNX Ccnydasax sBMeHMs Me4eHOYHOW HefoCTaTOYHOCTMW,
BbI3BAHHbIE BaNIbNPOEBOV KMCNOTON, MOTYT ObITb KYMu-
poBaHbl MyTeM OTMeHbl npenapata. B TepmuHanbHbIX
cTaamsax 3aboneBaHust AUCHYHKLUSA NeYeHN HEN36eXHa.
[MNoKNMKemmusi, CB3aHHAA CO CHMXKEHMEM AKTUBHOCTU
MUTOXOHAPUANBHON 3NEKTPONUTHO-TPAHCMOPTHON CU-
cTembl BcnegcTeme mytauum agepHon AHK, moxeT 6bITb
OJHWUM 13 PAaHHUX CUMNTOMOB 3a60J1eBaHNSA, 0COBEHHO B
nepsble ABa roga *u3Hu [20]. Mpn 3TOM MOryT BbifiB-
NATbCSA HAPYLUEHUS CUCTeMbl remMocTasa, AeduumnT BU-
TamuH K-3aBUCUMbIX paKTOPOB CBePTbIBAHMA KpoBK I,
VII, IX n X. B peaHnMaunoOHHOM OTAENEHUN Y 60NbHbIX C
cuHgpomom Anbnepca-XyTTeHJIOXepa Hepeako OTMeYa-
eTcqd TPoM603 rny6oKMX BEH (MPenumyLLecTBEHHO Moj-
KJTIIOYNYHON UK 6ePEHHOI), 4TO CBA3AHO C HefocTa-
TOYHOCTbIO CMHTE3a aHTUKOArYNAHTHbLIX NPpOTenHoB C, S
nnu aHTu-TpoméuHa lll. Mo mepe nporpeccMpoBaHus 3a-
6o0neBaHus y AeTel pasBmBaeTca gucdarua u Hapylle-
HUe MepucTanbTUKM KULLIEYHUKA BNOThL A0 Heobxoam-
MOCTN BBEAEHUS MOCTOSAHHOrO XXeNlyJ04YHOro 30HAA W
nepesoaa pebeHka Ha napeHTepanbHOe MUTaHMUE, YTO
BO3MOXXHO, 06YC/IOBNEHO HapyLLEHNEM PYHKLUMUW MbILLUL,
cteHok KT [18]. MiHorpa y naumeHTOB pasBuBaeTCs
naHkpeartut [4]. Kapgnomuonatus n cepheyHas Hepo-
CTaTO4YHOCTb BO3HUKaT Yy 10% [eTen ¢ CUHAPOMOM, B
TEPMUHANbHbIX CTagusX nevyeHoYHasa Heg0CTaTOYHOCTb
MOXET YCyrybnsatbCsa B pe3ynbTate MPaBOCTOPOHHEN
CepeyvyHOon HeJOCTaTO4HOCTMW.

[narHocTuka cuigpoma Anbnepca-XyTTeHnoxepa

KfiMHM4ecKme cMMNTOMbI BapbMpyOT N0 CPOKam Ma-
HugecTauum, NHTEHCUBHOCTU U TSXKECTU NPOSBIIEHUIA.
Ba)kHO He NponycTuUTb NepBble NPU3HAKK 3a60MeBaHNA,
ObICTPO COPMEHTUPOBATHLCA B MPOBESEHUN OUATHOCTM-
YeCKUX MeponpuaTuin.

[ns 3aboneBaHns xapakTepHbl YacTble 3NUIIENTHYe-
CKVEe NPUCTYMbI C pa3BMTUEM 3NUIENTUYECKOro craryca
n anunencun KoxeBHMKOBA B COYETaHWW C Perpeccom

JaHHasa nHTepHeT-Bepcus ctatbu 6bina ckauaHa ¢ cauta http://www.epilepsia.su. He npegHazHa4YeHO AN UCNONMbL30BAHUA B KOMMEpPUYeCKUX Lensx.
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KnunHuyeckue cnyyau

NCUXOMOTOPHOrO pPa3BuTUa U M3MeHeHUamu Ha 33l B
BUAE MYNbTU(OKANBHON PErnoHanbHOW 3NuUNenTun-
(DOPMHON aKTUBHOCTU C BbICOKOAMMIUTYLHbIMU Mef-
NeHHbIMK BONTHaMu Yactoton 0,75-3,0 'y n amnnutynon
200-1000 mKB B co4eTaHuy ¢ aCUMMETPUYHBIMU HU3KO-
amMnANTYAHbIMUK MONMCNankamm Yactoton 12-25 My n am-
nnutynon 10-100 MkB, nokanuaoBaHHbIMK MpenMyLLe-
CTBEHHO B 3aTbINI04HbIX 06nacTax moara [33,30]. Cneyu-
uyeckme aNnnenTM@OPMHbIE UBMEHEHUS 1 CEMUOTMKA
npucTynoB 06s3biBaeT Bpada obcneposatb reH POLG
nepef Ha3Ha4yeHMeMm BanbnpoeBo Kucnotol [25]. B Ha-
e cTpaHe 0043aTeNbHO ONpefesieHne KOHLUeHTpaumm
nakTaTa v nupyBaTa, Npy NOBbILWEHUN YPOBHS KOTOPbIX
HEe0OX04MMO WCK/IOYNTb Ha3Ha4yeHWe BasbNpoeBon
KWUCOTbI 40 YTOYHEHUA LuarHosa.

OnddepeHunanbHblid AnarHo3 nNpoBOAMTCA C 3aTbl-
NOYHOW anunencuein, 605e3Hblo Jladopa, CUHAPOMOM
Lenuakuu/anunencun ¢ uepebpanbHbiMy Kanbunguka-
Tamu, MUTOXOHAPWANbHOW 3HUedanomMmmonaTmen ¢ nak-
Tataumpgo3om, MELAS, MERRF-cuHgpomamun, wmarnb-
dopmaumen 06nactu ronoBku XeocTaroro aapa [28].

Ha paHHux ctaguax mameHeHusa Ha MPT moryT oT-
cyTcTBOBaTh. [1o Mepe nporpeccmpoBaHusi 3abonesa-
Hus Ha MPT BbISIBNAOTCS OCTPbIE U XPOHUYECKUE 04a-
rv B BUAE 30H YMEPEHHOr0 r’MNEPUHTEHCUBHOTO CUTHA-
na Ha T2/FLAIR B 3aTbII0YHbIX JONSX, YTO XapaKTepPHO
INS MUTOXOHAPMaNbHbIX 3a60neBaHnin. HacTo npu pe-
3UCTEHTHbIX NPUCTyNax ONpeaenstoTcs 30Hbl YMEPEH-
HOr0 FMNEPUHTEHCUBHOIO CMrHana B TajlaMmyce u npo-
JONroBatoM mo3re, 06Hapy>X1MBaeTca NpoOrpeccupyto-
was arpodus B o6nactu 6asanbHbIX raHrimeB n CTBO-
na moa3ra, pexxe — B 0611acTi M03)Ke4ka, B TEpMUHANb-
HOW CTagumn C NCTOHYEHMEM KaK Ceporo, Tak u 6esoro
BelLLeCTBA MO3ra 1 pa3BuTemM BTOPUYHON ruapoueda-
num [21,25].

AHanu3 3neKTpoHHO-TpaHcnopTHon uenu (MLUP-
MNOP®-ananu3) He wWCNONb3yeTcsd [ANA LWATHOCTUKM
CUHAPOMA, TakK KaK OTPULATENbHbIA pe3ynbTat He roBOo-
puT 06 OTCYTCTBMMU 3a60NEBAHNSA, @ MOXET MONY4aThCA
BcnencTeue reteponnasmum [9]. TecT Ha KONIMYECTBEH-
Hoe namepeHue mutoxoHgpuanoHoin OHK (MTOHK) He-
cneum@uyeH npu gaHHom 3abonesaHuu. XoTsa 4MCo KO-
nuin MTOHK npu cunppome A-X cHxeHo oT 3 1o 40% ot
HOPMbI, 4TO NPOABNAETCA NPEMMYLLECTBEHHO B KNETKax
MeYyeHn W He BCerga 0TMe4yaeTcs B KPOBU, KOJINYECTBO
MTOHK MOXeT 6blTb HOPMasibHbIM Ha PaHHUX CTaAuUaX
3a60JieBaHuUs, a cuHapom muctoweHns MtAHK xapakTte-
peH Ang MHOrMX 3a60MeBaHUn ¢ NOBPEXAEHNEM MbILLL,
1 neveHn [11].

Bcem geTsim ¢ nogo3peHueM Ha cuHapom Anbnepca-
XyTTeHnoxepa JO/KEH OblTb NPOBEJEH MOMHbIA aHANU3
reHa POLG meToAoM NpsMOro aBTOMaTU4eckoro CekBe-
HUpoBaHuA. TecT Ha 4acTble MyTauun B T€HE MUTOXOH-
ApuanbHoin nonumepassbl rammbl (POLG) sBnsieTca ckpu-
HWHIOM ANs Hanbonee pacnpoCTPaHeHHbIX Cy4aeB, HO
cyulecTtyet 6onee 60 mytauuii B JHK nonumepase ram-
Me. bonbLioe Konn4ecTBo MyTaunuin U 0TCYTCTBUE CreLm-
PUHeCcKnX 6MOXMMUYECKMX MApPKEPOB ANS NOAMMepasbl

anunencus n NapokKcmamMalsibHble COCTOAHUSA

ramma Jienaet CeKBeHMpOBaHNE reHOB CaMbIM MHApOPMa-
TUBHBIM METOA0M, NOATBEPXAAKLWMUM AnarHos [37].

Jleyenne

JledyeHune cumntomatmyeckoe. MONOXUTESIbHLIA aHa-
6onuyeckuii apekT HabnaaeTca nNpu NPUMeHeHUN
neBoKapHUTKMHA. pu NonbITKe KOHTPONWPOBATb 3MNU-
JIeNTUYECKNE MPUCTYMNbl COBPEMEHHbIE MPOTUBOCYAO-
POXHble npenapaTbl (NamMOTPUIKMH, Tonupamart, OK-
cKapbasenuH unu nesetupawlertam), Kak npasuno, Head-
(heKTUBHbI, B 3TUX ClydadaxX NPUXOAUTCA UCMONb30BaTb
fieKapcTBa cTapLlero nokonexHus (knoHasenam, goeHo-
6apbutan, audenuH) [24]. Tepanus MeTab0oSIN4ECKUX
KPU30B NMPOBOANTCA B YCNOBUAX OTAENEHUS MHTEHCUB-
HOW Tepanuu ¢ NPUMEHEHNEM MeTabonmM4ecKnx npena-
patoB (pubodnaBuH, L-KapHUTWH). B TepMuHanbHbIX
cTaanax 3aboneBaHns NOMOLLb 0Ka3bIBAETCA B YCIOBU-
X OTAENeHNA NanaMaTUBHON NOMOLLN.

Knununyeckuii cnyyvai

Hesoyka b., 4 rona 5 mec. Pogunacb ot TpeTbeii 6e-
pemMeHHOCTW. MepBasi 6epPeMEHHOCTb — Mabyuk, ymep B
Bo3pacTe 2 neT 9 mec. Y pebeHKa C Havana camocTosi-
Te/IbHON X0Ab6bl OTMe4anacb LWATKOCTb MOXOAKMW, C
[ABYX NET BHE3anHO MOSABMAMCL 3NWUENTUYECKME Npu-
CTyNbl B BUJE aTUNMNYHbIX aBCAHCOB, C 2 NeT 5 Mec. npu
BBEAEHUW npenapara BanbMpOeBON KUCIOTbl OTMeYa-
J10Cb HapacTaHue c/labocTu, yToMasaeMocTu, B 2 roga 9
MeC. 0TMeYanoCh Pe3koe HapacTaHue NPU3HAKOB TOKCHU-
4eCKOro nopakeHus ne4veHu, KOTOpPOe MPUBENO K Je-
TanbHOMY ucxony. Bropas 6epemeHHOCTb — AeBoYKa 11
neT, 3gopoBa. TpeTbs 6epeMeHHOCTb NpoTekana Ha go-
He yrposbl NpepbiBaHWa B MepBOM TPUMECTPE, C 22-1
Held. — AeKcaMeTasoH A0 KOHUA 6epeMeHHOCTU. Pogbl
CPOYHbIE, CamMOCTOATeSIbHbIe, Macca MNpu POXAeHWUU
3600 r, gnuHa Tena 48 cwm, no wkane Anrap 8\9 6annos.
CocTosHMe Npy POXXAEHUU YOOBNETBOPUTESIbHOE, PaH-
HUWA afanTaunoHHbIA Nepuog nNpoTekan 6e3 OCMOoXHe-
HUIA, XXENTYXWN He 6bIN0, BbINUCAHbI 4OMOI B CPOK. Dop-
Myria pa3BuTUA N0 BO3PACTy: roJioBY AepXUT ¢ 2 Mec.,
nepeBopaymBaeTcs ¢ 4 MecC., CaMOCTOATENIbHO MNoLa
¢ 1 roga 1 mec. PeyeBoe passutue: ¢ 1 roga rosopuna
OTheNbHbIE CNI0Ba, )pa3oBas peyb — ¢ 2 neT 9 mec.

AHamHe3 3a60MeBaHNA: C POXAEHMSA pebeHOK N0Xo
Habupan Bsec, cnabo cocan. B 1 mec. gnarHoctuposaHa
NlaKTa3Has HefoCTaTOMHOCTb C MONMOXUTENbHbIM 3(-
(heKkToM Ha dooHe Tepanuu. C Havyana camocToATeSIbHON
X0Ab6bl 0TMeYanach LWAaTKOCTb MOXOAKW, KOCONAMNOCTb.
C 4 net 5 mec. BHe3anHo Ae6IOT aNUNeNTUYECKUX Npu-
CTYMOB B BUJE aTUNWNYHbIX a6CaHCOB. Y pe6eHKa oTMeYa-
ncb  PeHoTUnMyeckne 0Co6eHHOCTU (TMnepTpuxos,
LBY3y6eL, ANNHHbIE PECHULbI, BbICOKUA CBOA TBEPLOIO
He6a). B HEBPOIOrNYeCKOM CTaTyCe CO CTOPOHbI Yepen-
HbIX HEPBOB IMa3Hble e CUMMETPUYHbI, 06bEM ABU-
XKEHWUI TNasHbIX A6/10K He OrpaHuyeH. 3padvku cumme-
Tpu4Hbl. CriaXxeHHOCTb HOCOTryO6HOW CKNajku crpasa.
HucTarm ropu3oHTanbHbId MeNKoaMnanMTYAHbIA B Kpan-
HUX OoTBefdeHuax. [moTaHue, (OHALMSA He HapyLUeHbl.

www.epilepsia.su
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Tom 7 Neoi

L i

SAMNAENCUA

M NAPOKCU3MAJIbHbIE
COCTOSAAHMA

S13blK HECKOMbKO AeBunpyeT Bnpaso. [ucnanus. Moxoa-
Ka artakTuko-napanapeTtmyeckas, ¢ nosMHesponatuye-
CKUM KOMMOHEHTOM. MblweyHas runotounsa D>S. Cyxo-
XUNbHble pedrekcbl ¢ pyK 0XKnueneHsl S>D, ¢ Hor Top-
nuaHble S>D. Mblwe4yHas cuia CHKeHa B HOrax crieBa
no 3 6annos, cnpaBa — A0 4 6annoB. COMHUTENbHbINA
pednekc babuHckoro ¢ AByx CTOPOH. [OBEPXHOCTHas
YYBCTBUTENIbHOCTb CHM)KEHA B AUCTAsbHbIX OTAENAaX KO-
HeyHocTen, 6onblie B cTonax. B no3e Pombepra — ceH-
CUTMBHAA atakcua. KoopanHaTtopHble NPoObl BbINOJIHAET
6e3 rpy6bon UHTEHUMKN, AUCMETPpUN. Bbicline KOPKOBbIE
(QYHKL MU — OPUEHTMPOBOYHO MO BO3PACTY.

AnekTpoaHuedanorpamma: anbda-akTUBHOCTb He
BbIpaXeHa, 0TMe4aeTcs NPOLOSHKEHHOE, BbICOKOAMMIIN-
TynHOe, 6MoKUMNUTaNbHOe 3amepsieHne TeTa-Aenbra
[ANanasoHoB, PErMCTPUPYETCS PermoHanbHasa anunenTu-
(hOopMHas aKTUBHOCTb HE3ABUCKMO B NMPABOW LeHTpab-
HOM 0651aCTN (C HEMNOCTOSAHHLIM PACMPOCTPAHEHNEM Ha
NpaBylo BUCOYHYO 0651aCTb) U NPABON 3aTbINIOYHON 06-
nacTu (B TH. C peLKUM bunarepanbHbIM pacnpocTpaHe-
HVEM Ha TOMOJNOTUYHbIE OTAEeSbl NPOTUBOMOJIOXKHOIO
nonywapus) (cm. puc. 1) n reHepannm3oBaHHas anunen-
TNOPMHASA aKTUBHOCTb C 6UAPOHTANbHLIM aMNNTYA-
HbIM aKLEHTOM B BU/€ KOPOTKUX Pa3psafoB OCTPbIX BOJH
N KOMMNJIEKCOB OCTpasf-mMeAleHHas BOJIHA 4acTOTOM [0
2,5-3,0 Ty n amnnutygoin go 150-300 mMkB, HapacTato-
WMX Npu runepeeHTunsumm (cm. puc. 2). lfeHepanuso-
BaHHble pa3psifbl anuNenTUOPMHON aKTUBHOCTU CO-
NMPOBOXAANNChL 3NUNENTUYECKUMU NPUCTYNamn B BUAe
KPaTKOBPEMEHHOI0 3aMuUpaHusi C MPUOTKPbIBAHWEM
rnas3 (peako C 3aBefieHNeM rna3 BBEpPX, PETPONynbCcuen,
MOJSTHUEHOCHbBIMU KJTOHUSIMW BEK, MUOKOHUAMM B pyKax
1 nne4yesoM nosce).

3akJilo4eHne reHeTWKa: Ha OCHOBAHMM CO4YeTaHuA
cumntomoB natonorun LHC anwunencun, MbleYHON
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€NnaboCTun C MOBbILEHHON (PU3NYECKON YTOMIIAEMOCTH,
atakcum n perpecca NcMxm4yecknx PyHKUNA Henb3s nuc-
KNOYNTb Hanu4une y pebeHka HacneaCcTBEHHOI0 AereHe-
paTUBHOrO 3a60MeBaHMS HEPBHOW CUCTEMbI U3 TPYNMbl
MUTOXOHAPUANbHbIX 3a60J1EBAHNNA.

06wWwwuin aHann3 KpoBu: 663 NaTONOrnN.

bunoxumus KpoBu: nosblLeH nakrtart 4,67 ef./n, NoBbl-
lWeHa LWesoYHon doocdoTasbl 152 epd./n, MOBbILEHbI
XKen4Hble Kucnotbl 11,8 mkmonb/n.

Y311 6proLHOI NONOCTW: ANCKUHE3NSA XKXEN4eBbIBOAS-
LMX NYTeil, Ne4YeHb HE YBeJINYeHa.

MPT B Ha4yasne 3a6oneBaHnsa — 6€3 NaTosoruu.

06cnegoBaHne B nabopaTtopumn HacneaCcTBEHHbIX 60-
nesHei o6meHa BewlecTB metogom MLPA — nauneHTy
NpoBeJeH TECT Ha YacTble MyTaLUKN B TeHe MUTOXOHPM-
anbHo nonumepassl ramma (POLG), o6Hapy>keHa MyTa-
umsa W748S d 13 9k30He reHa B reTepo3nroTHOM COCTO-
AHUK (YHacnefoBaHa oT maTepu). [1ns noucka BTOporo
MYTAHTHOrO annens Heob6X04MMO MPOBECTU MOJIHbINA
aHanua reHa POLG.

MeToLoM NpAMOro aBTOMaTU4eCKOro CEKBEHMPOBA-
HUS NauueHTy NpoBeAeH MOMHbI aHanu3 reHa POLG.
O6HapyxeHbl myTaumm ¢.2542G>A  (p.G848S) wn
€.2243G>C (p.W748S) B reTepo3UroTHOM COCTOSAHUN.

Mpun nccnepoBaHuy KpoBKM 0TLA 0BHApy>XKeHa MyTa-
una ¢.2542G>A (p.848S) B reTepo3nroTHOM COCTOSHUN.

OkoHYaTenbHbIN AnarHo3: [lereHepatuBHoe 3aboneBa-
HVe HepBHOM cuctembl. MuUToXoHLpUanbHas aHuedano-
natusa. Guaapom Anbnepca-XyTTeHnoxepa noATBePXKAeH
MOJIEKYNSAPHO-TEHETMYECKUM MeToAOoM. CumnTomMaTtuye-
cKas anunencus ¢ nNpuctynamm atunuyHbiX abCcaHCOB.
J1eBOCTOPOHHMI remunapes. ATakTU4eCcKuii CUHAPOM.

Ha cboHe NpoTNBOCYAOPOXHON Tepanun neseTmpaye-
TamMOM 1 3TOCYKCUMUAOM, KYpCOB MeTabonmM4ecKoii Te-
panuu (fIeBOKapPHUTUH, YOUAEKAPWHOH, pubodnasuH,
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PucyHOK 1. BHOKIINIIUTAIBHOE 3aMEITIEHUE (POHOBOM dKTUBHOCTH. PETMOHAIBHBIE OCTPBIE BOJTHBI B IIPABOI 3aTBIJIOYHON OOIACTH.
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KnunHuyeckue cnyyau

TwnepeenTHIAWMR (02:01,7)
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PucyHOK 2. KOpOTKHE pa3psAbl OCTPHIX BOJH U KOMITJIEKCOB OCTPAS-ME/ITIEHHAS BOIHA C GU(POHTAIBHBIM dKLIEHTOM.

MHO3MH, 6akyoeH) O0TMe4anocb He3Ha4YnTesnbHoe
YMEeHbLUEHNe 4acTOTbl U BbIPAXXEHHOCTW 3NWJIenTnYe-
CKUX MPUCTYNOB, MO Mepe NPOrpeccMpoBaHuns 3abone-
BaHUA NPUCOEANHWUIICA 3NUIENTUYECKUA MUOKIIOHYC B
NeBON pyKe, OTMeYasncb NOBTOPHble MeTabonunyeckme
Kpu3bl (nepsbii Ha goHe OPBU) ¢ BbIpaXXeHHbIM perpec-
COM pas3BUTUSA, MOTOPHOW achasuneii, rpybbiM cnactuye-

[PH]

SE MEDICA, ..

CKUM TeTpanapesom u gucdarviein. Pe6eHok Haxoguscs
B OTAESIeHUW peaHumalumn, NpoTUBOCYLOPOXHAA Tepa-
nnua 3aMeHeHa Ha narnodepan u KiioHasenam.

MPT nocne nepsoro metabonu4yeckoro kpusa (cm.
puc. 3) — NOABMIINCH 04aroBble N3MEHEHUS B 3aAHUX OT-
Jenax npasoro Tanamyca B BULE HEOLHOPOLHOW 30HbI
YMEPEHHOr0 TMNEPUHTEHCUBHOTO curHana B T2BU un

GE MEDIC

PricyHOK 3. O4aroBbie I3MEHEHUS B 3aJHUX OT/IE/IAX IIPABOT'0 TAAMYCA. YIACTOK M3MEHEHHIT C XaPAKTEPUCTHKAMHE JTNKBOPHOLT
KHCTBI B TIPOEKIIUH IIPABOTO JTATEPATLHOTO KAHATHKA MTPOIOATOBATOIO MO3I'4.

anunencus n NapokKcmamMalsibHble COCTOAHUSA
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SAMNAENCUA

7 Nei M NAPOKCU3MAnbHblE

R 2 COCTOSAHMA

19:42:27 Konma As Recorded, 30 mwc, 150 mxBlcm, 35,0 My, 0,500 My, 50 My

PucyHOK 4. PernonaspHOE 3aMe/JIEHUE B JIEBOH 32 THEBUCOYHO-TEMEHHO-3aTHIOYHOHN O6IACTH C BKIIOYECHUEM OT/ICTBHBIX,
3a0CTPEHHBIX IIOTEHIIUATIOB.
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19:25:11 Konwa As Recorded, 30 /e, 200 sBicw, 35,0 My, 0,500 My, 50 My

PuCYHOK 5. Pa3psazbl anu1enTu(OpMHON AKTUBHOCTH € OU(PPOHTATIBHBIM dKLIEHTOM IIPU I'MIIEPBEHTHIIALIUH.
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PucyHOK 6. BrutaTepabHbIe BCIIBIITKY BBICOKOAMILUTUTY/IHBIX BOJH JICJIBTA-IUAIA30HA B IOGHO-TIEHTPATBHBIX OGTACTSX.

FLAIR, ymepeHHO noBbieHHoro B DWI, HenpaBuibHOM
(hOpMbI (Hanm4yme ABYX CINBAIOLLNXCS 04aroB), 06LWUMY
pasmepamu o 1x1,2x1,3 cm, 663 NpU3HAKOB 06bEMHOI0
apbpekTa. B npogonrosatoM moare B npoekLmmn npaBo-
ro flatepanbHOro KaHatuka onpegensercs y4acTok n3-
MEHEHUN C XapakTepucTukamu JINKBOPHOW KUCThI
(T2BU-runepuHTeHcuBHbIn, FLAIR-runonHTEHCUBHBIN,
DWI-yMepeHHO CHWXEHHbIR), pasmepom Lo 4,5x3x12
MM. CXOXWIA y4aCTOK OTMeYaeTcs KOHTpanatepasibHO
cneBa, 6e3 NpU3HaKoB (YOPMUPOBAHNSA NIMKBOPHON KW-
CTbl, pa3MepoM 10 3%2,8x2 MM. 3aK/04YeHNE: BbISIBIEH-
Hble N3MEHeHNa B 3aJHNX OTAeNIax Npasoro Tanamyca u
NneBbIX 60KOBbIX OTAEeSIaX NPOA0SAroBaTOro Mo3ra MmoryT
COOTBETCTBOBATb y4yacTKaM MWesionaTuu, B npaebiX OT-
Jleniax nNpoaosiroBatoro mMo3ra ¢ fIMKBOPHO-KWCTO3HOWA
TpaHcdopmauuen.

99l nocne nepBoro meTaboi4ecKoro Kpnusa: oTme-
4aeTCs HapacTaHUE BbIPAXXEHHOCTM Anddy3Hon 6eTa-
aKTUBHOCTYM (CNeAcTBME Tepanum KnoHasenaMmoMm u na-
rnodgepanom), permcTpupyeTca nepuonyeckoe peru-
OHaJibHOe 3amefieHne TeTa-fesibTa A1Mana3oHoB B Jie-
BO/ 3a[HEBUCOYHO-TEMEHHO-3aTbISIOYHOW 065acTu
(cm. puc. 4), Ha hoHe Nepnoan4eckoro GUOKLMNUTANb-
HOr0 3aMefsleHUs COXPaHAeTCHA peruoHanbHas 3nu-
nenTuOpMHasa aKTUBHOCTb, HE3AaBUCMMO B NPaBOM U
NeBOM 3aTbINIOYHbIX OTBEAEHUSAX U reHepann3oBaHHas
anunenTuopmMHas akTUBHOCTb, HapacTalwas npu
runepBeHTUnAUMM (cM. puc. 5). B npouecce 3anucu
PerncTpupytoTcs eNHNYHbIE, MOJTHUEHOCHbIE anuen-
TUYeCKUe NPUCTYMbl B BUAE 3aMUPAHMIA C NPUOTKPbIBA-
HUeM rnas.

anunencus n NapokKcmamMalsibHble COCTOAHUSA

3Ha4YMMOro BOCCTAHOBJIEHUSA YTPAYEHHbIX PYHKLUIA
nocJsie NoCnefHero Kpu3a He npousoLwwso. Ha goHe npu-
COELIHEHUS K Tepanumn LeKkcaMeTa3oHa OTMEYeHO yme-
pPEeHHOE YMEeHbLUEHME HYaCTOTbl ANUIIENTUYECKUX NPUCTY-
noB. Pe6eHOK nepeBedeH B OTAENEHMe NannuaTuBHON
noOMOLLN.

o pesynbTaTam 06c¢fiefoBaHUA, nocyie BTOPOro me-
Tab0/IM4ECKOro Kpn3a co CTOPOHbI NeYeHn 0TMeHasnunuch
SB/IEHMA renaTo3a, 04aroBbie YN0THEHNUS B NApeHXnme
neYeHu, Ha4anbHble NPU3HAKN X0NecTasa.

39l nocne BTOporo metabonnyeckoro Kpuaa: Ha go-
He apTedaKTOB ABVXKEHUSA U MbILUEYHOr0 HaNpsXeHus,
npeobnagatownx B NIO6HbIX OTBEAEHUAX, LOMUHUPYET
AndpysHas, OTHOCUTENbHO HU3KOAMNAUTYLHAsA, Mej-
JIEHHAs  aKTWBHOCTb  MPEWMYLLECTBEHHO  fefbTa-
AnanasoHa, NepmoanYeckn 0TMe4arTca KopoTkue, 6u-
natepasibHbie  BCMbIWKKW BbICOKOAMNAUTYAHBIX BOJH
JenbTa-gmanas3oHa B NOOHO-LEHTPasbHbIX O0TBEAEHUAX
(FIRDA) ¢ HenocTOAHHbIM aKLEeHTOM B J1eBbIX JIOOHO-
BMCOYHbIX OTBEAEHUAX (CM. puc. 6), perncTpupyercs va-
e OunarepanbHas, 3INUNENTUOPMHASA aAKTUBHOCTb
B BUAE NUKOB, NONUMNKOB, OCTPbIX BOMTH U KOMMEKCOB
NUK-MeLJIeHHas BOJSIHA U MONUNUK-MEeLJIeHHAas BOJIHA
C 6UAPOHTASIbHBIM AKLLEHTOM W HEMOCTOSHHbIM NPeo6-
najaHvem cnpasa. Ha BCem NpOTSHXKEHWW 3annucu peru-
CTPUPYIOTCA MNOCTOSAHHbIE, AN DY3HbIE MUOKIOHUK
c npeo6nafaHvem B JIeBON PyKe (C Nepuoanyecknm pac-
MPOCTPAHEHNEM Ha JIEBYIO MOMOBUHY Tena) U npasoin
MONOBMHE NNLA C BbIPAXXEHHbIMU MUOKJIOHUAMU BEK,
He KOppenupyroLine ¢ anunenTuopMHbIMY NaTTepHa-
mun Ha 39l

www.epilepsia.su
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SAMNAENCUA

M NAPOKCU3MAJIbHbIE
COCTOSAAHMA

TOSHIBA

TOSHIBA

PucyHOK 7. 30Ha UIIIEMUH B OO/IACTH I1PABOI IOOHOI 1011, CTapas 30HA MaTONIOrn4eckoro MP-curnana B ieBou

TEMEHHO-3aThUIOYHOH OOIACTH.

MPT nocne BToporo metabonn4eckoro Kpusa: nsme-
HEHUSA B pamKax MynbTUOKaNbHON NPOrpeccupytoLLei
neikonatum (Ccm. puc. 7): oTpuuaTenbHas AUHAMUKA
B BUAe OO6LIMPHOWA 30HbI MWeMuMM B 0651aCTU NpaBon
NO6GHON A0NK C pacnpoCTPaHEHNEM Ha 061aCTb OCTPOB-
Ka ¥ NOJOCHbIE OTAenbl MpaBOi BUCOYHOW [ONM U
B 06/1aCTV NPaBOW 3aTblJIOYHO A0NK. B NeBoi TeMeHHO-
3aTblNI04HOM 06/1acTK — 06LLIMPHAsA cTapas 30Ha Nartosio-
rnyeckoro MP-curHana.

3akiaroueHue
CuHapom Anbnepca-XyTTeHnoxepa — peakoe reHeTu-
4yeckKoe 3a6051eBaHME C TSXKENbIM MPOrHO30M U FMOENbI0
naumeHTa B TeYeHNe HeCKONbKUX NeT ¢ MOMEHTa MosiB-
NEHNS KNMUHNYECKUX CUMNTOMOB 60N1E3HN.
Cneundounyeckme nameHennsa 33l B coveTaHnm ¢ 0Co-
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