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CHAPOM  NpOrpeccupyowmx MUOKNOHYC-3NN-
nencuin - reTeporeHHasa rpynna reHeTuyecknx
3aboneBaHuiA, 4N KOTOPbIX XapaKTePHbl MUOKJSIO-
HyC, mporpeccrpyiowme ABUratesibHble 1 KOrHU-
TUBHbIE HapyLUeHWA, CEHCOPHbIE N MO3XKEUYKOBble
CMMMNTOMbI, aHOMasIbHOE 3amejJsieHne OCHOBHOM
6NO3IEKTPNYECKON aKTUBHOCTM Ha dNEKTPO3HLe-
danorpamme, HOpMasnbHble KOTHUTUBHblE QYHK-
LN 1 HOpManbHoOe pa3BuTUE NaLmMeHTa fo Havana
3aboneBaHuA. Kak obnuraTHbIi CUMNTOM TakxKe
OMUCbIBAKOTCA reHepann3oBaHHble Cnank-BONHO-
Bble pa3pAdbl Ha 3neKkTposHuedanorpamme.
BbonesHb YHdpeppuxta - JlyHgbopra Bbigensercs
13 3TON rpynnbl No Bo3pacTy Aebiota 3abonesa-
HuA (0T 7 fo 13 neT), MegneHHOMY KOTHUTUBHOMY
1 ABUraTesbHOMY perpeccy co ctabunusauuen Bo
B3pocsiom Bo3pacTe. [inarHo3 B 90% Bcex cnyya-
eB NoATBep)AaeTcsAs ObHapyXeHMeM 3dKCmaHCum
HYK1I€OTUAHbIX MOBTOPOB B reHe CSTB. ApeKBaTHO
nopgobpaHHaa NMPOTNBOCYAOPOXKHAA Tepanua Mo-
XKeT CTabuM3npoBaThb 1 ynyUlnTb COCTOAHNE Ma-
LMeHTa. B npoTnBoCcyaopoXHOM neyeHnn cnepyet

BO3JEPXKMBATbCA OT Ha3HauYeHuA 610KaTOPOB Ha-
TpueBbIx NpenapaTtoB. ba3oBbiM NpenapaTom cuu-
TaeTcsA BanbnpoaT HaTpus, KOTOPbIV OObIYHO KOM-
6UHMpPYeTCA C NeBeTpaLeTaMmoM/30HNcaMnom/
Tonvpamartom/6eH3ouasenmHamu. B nocnepHvie
rofibl B KOMOUHVMPOBAHHOWN Tepanuu UCMNoNb3yeT-
CSl M nepammnaHen.

KnioueBble cnoBa: nporpeccrpyowie MMoKo-
HyC-3nusencuy, AnarHocTmyeckne Kputepuu, 6o-
nesub YHdeppuxrta - JlyHg6opra, npoT1Bocygo-
pOXKHas Tepanus

Ana umtupoBaHuAa: benoycosa E[l. bonesnb
YHbeppuxTa — JlyHnbopra kak YacTb CUHAPOMa Mpo-
rPeCccUpyioWmMx  MUOKNOHYC-3mmnaencuit.  AnbMaHax
KIVHMYeckon meauumHbl. 2022;50(5):329-334. doi:
10.18786/2072-0505-2022-50-041.

Moctynuna 25.07.2022; popabotaHa 01.11.2022; npu-
HATa K ny6nvkauvmn 10.11.2022; ony6nvKoBaHa OH-
navH 21.11.2022

eKIMs TOCBsAIIEHA PelKo OOCyX/aaeMo-

My B OTeYeCTBEHHOI NUTEpaType CUH-

IPOMY MPOTPecCUPYIOINX MUOKIOHYC-

anmnencuit  (IIM3). [laHHBIT CHHIPOM
006beIMHACT TeTEPOTEHHYIO T'PYIIY TeHeTMYeCKUX
3a00JIeBaHMIL, /LT KOTOPBIX XapaKTEPHBI MIOKIIO-
HYC, TpOrpeccUpyIolue IBUTaTeNbHble M KOTHMU-
TUBHblE HAPyLICHNs, CEHCOPHBIE U MO3XKEIKOBBIE
CHMIITOMBI, AHOMAaJbHOE 3aMeJJIeHNe OCHOBHOII
OMO3IEKTPUYECKOll AKTUBHOCTU Ha 3I€KTPOIHIe-
danorpamme (93I), HOpMmanbHblE KOTHUTUBHbIE
GYHKIUYM 1 HOpMabHOE Pa3BUTIE MAIlMeHTa 1O Ha-
vaja 3aboneBanu [1]. [Iporpeccupyromne MIOKIO-
HYC-SIMICIICUY M3BECTHBI CBOUM «U3HYPSIOLIIM»
U TSDKEJIBIM TedeHmeM, (papMaKope3UCTEHTHOCTBIO
SMMIENICUY U IUIOXMM NpOrHosoM [2]. B mekumn
IIPUBOAATCA cOBpeMeHHble (2022 I.) KpuTepun aua-
rHo3a cuHpapoma [IMO, kntoueBble XapaKTePUCTUKA
OT/Ie/IbHBIX 3a00/IeBaHNUII U IOfPOOHOE OINCaHMe
6onesnn Yudeppuxra — Jlyngbopra. OnuceiBaercs
U TAKTMKA TOAO60pa MPOTUBOCYLOPOXKHON Tepannn
IIpY 9TOJL 6OTIEe3HN.

B 2022 r. MexpayHapofiHasd TPOTUBOSNMUIENTH-
geckas nura (International League Against Epilepsy,
ILAE) 0Hy6}II/IKOBaHa HOBbIE KPUTEPUM IVATHO-
32 OCHOBHBIX 3MIWIECNTUYECKNX CHHJPOMOB ¥ UX
rpyui, B ToM ducite IIM3 u 6onesun YHpeppuxra —
JIynpb6opra [1]. B moxyMmeHTe, IOCBSIIEHHOM 3TOI
TpyIlle SIVJIENICUIL, YKa3bIBaeTCs, 9TO TAXKECTb Te-
yeHusa IIMO 3aBucut oT atmuonorun. Beposren ce-
MEITHBINT XapakTep 3aboneBaHMit (B OOIBUINHCTBE
ClIy4aeB C ayTOCOMHO-PeleCCHBHBIM TUIIOM Haclle-
moBaHus1), Ho [IMO MOryT 6BITD U CLIOPANYECKIMIL.
Tum HaclemoBaHMSA MOXKeT OBITh He TOTBKO ayTOCO-
MHO-PeIleCCYBHBIM, HO ¥ @y TOCOMHO-JJOMIHAaHTHBIM
M MUTOXOHApManbHbIM [3]. PacrpocTpaHeHHOCTb
BapblpyeT — OHA BBILIE B M30IMPOBAHHBIX PEruo-
HAaX WINX B KY/IBTYpax, [fie HOMYCTUMBI OIUSKOPOJ-
cTBeHHble Opaku. Cunmtaercs, uro IIMO B menom
COCTaBIAIT OKOMo 1% Bcex SMMIIENICUII JeTCTBa
[2]. Teorpadmueckuit 1 STHUYECKMIT aHaMHe3 Ia-
IIMEHTOB Ba)kKeH [Id MoMcKa sTuonorum IIMO
[1]. 3abonmeBaHus, mpoTekamwlye B paMKax CUH-
ppoma IIMD, mo cyTu SABIAIOTCS TeHETUYECKUMMU
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Tabnuua 1. OcHOBHblE AMArHOCTYECKIME KPUTEPKM MPOrPECCHPYIOLLNX MUOKIOHYC-3MUAENCHI

(MexayHapogHana NpoTvBoaNuaenTuyeckas nura, 2022 [1])

MNoka3atennb Kputepun
oba3aTenbHble BbI3blBalOLLi€ COMHeHMA
(HacTopaxuBaiowe)” unm
NCKMoYaloLwme anarHo3
MpucTynbi MwuoknoHnyeckme
OnekTpoaHuedano-  leHepanusoBaHHble cnak/nonncnank- MckntoyatoLwmin: MoCToAHHbIE
rpamMma BOJIHOBbIE pa3psAbl ¢dokanbHble anunenTupop-

Bo3pact Hauana 2-50 net

Pa3zsutune HopmanbHoe B Hauyane 3abonesaHus

HeBponorunyeckni HopmanbHbiil B Hauane 3a6oneBaHns
cTaTyc

Komop6buaHoctu Mporpeccnpytowmin HeMPOKOTHNTUBHbBIN

perpecc

MarHuTHO-pe3oHaHc-
Han ToMorpamma

Hopmaanaﬂ B Havasne 3aboneBaHus

TeueHve 6onesHn MporpeccupytoLee yxygLieHme mu-
OKJIOHY(Ca, BO3HVIKHOBEHWE MO-
KNOHMYECKNX 1 reHepanm3oBaHHbIX
TOHUKO-KNOHNYECKNX CYA0POT, KOTHM-
TUBHbIV perpecc, nporpeccupyioLlye
MO3XKeUKOBble CMMTOMbI HapacTaHue
VN3MeHeHUI Ha aneKTpo3HUedano-
rpamMme C 3amesiIeHEM OCHOBHOM
6103NEKTPUYECKOW aKTUBHOCTU U/UNi
HapacTaHVem anunenTUGOPMHbIX
aHoManumn

MHble pa3pAgbl (3a UCKnio-
YeHVieMm 3aTblIOYHbIX)

HacTtopaxusatowuin: nocne

20 net

' HaCTOpa)KI/IBaIOI.LU/IIZ CAMMNTOM OTCYTCTBYET Y 60MbLUNHCTBA NnauneHTOoB, HO n3peaKa MOXeT Ha6J1I0ﬂaTbCﬂ.

Ero Hanuuune AOMKHO NPVBOANTD K 6onee TiaTenbHOMY AnddepeHLmanbHOMy ArarHosy

sHIedANTONATUAMY PA3BUTKS U SMNUIEHTHYECKIMU
(1], B To e BpeMsA OHM MIMEIOT BCe IIPU3HAKM Heil-
popereHepaTUBHBIX 3abonmeBaHmit. OmnucaHo 6onee
20 reHoOB, IIaTOT€HHbIE MYTALUM B KOTOPBIX MOIYT
BbI3bIBaTh cuHppoMm IIMO [4]. K 3aboneBanusam us
rpymnsl [IMS oTHOcsTCs 60e3Hp YHpeppuxTa —
JIynpb6opra, 6onesup Jlagpopa, HellpOHAIbHBIN 1ie-
POUAHBII TUIOPYCUNHO3, MUTOXOH/pUaIbHbIe 60-
nesuu (MERRF, POLGI1, MELAS) u cnanupnos. Pexe
C KJIMHMYECKON KapTuHOM cuHpgpoma I[IMO moryt
IIPOTEeKaTh JEeHTaTOPyOpO-Ia/UIMI0MIONCOBA aTpPO-
¢dus, oHOIEeCKass 60/mesHb [eHTMHITOHA, CUHAPOM
MMOKJIOHYCA JIEMICTBUS — IIOYEYHONM HENOCTATOYHO-
CTM, IOHOLIEeCKas HeNpOaKCOHaAbHAs AUCTPOUS;
fZedUIVUT NaHTOTEHATKMHA3bI, ACCOLMMPOBAHHBIN
C HellpofiereHepaliyeit; 601e3Hb ¢ BKIIOYEHMEM Te-
JIel] HepoCepINHa, JeIKOdHI[e(aIonaTns ¢ 1cde-
3a101 MM OeJIbIM BelleCTBOM, 60/Me3Hb AbLreiiMepa
C PaHHUM HavajoM, MUOKJIOHMYECKas SMMIENCUA
npu  cuHppome  Jlaynma, GM2-raHrnmosupos,

330

AnbMaHax KnuHuyeckom meanunnbl. 2022; 50 (5): 329-334. doi: 10.18786/2072-0505-2022-50-041

HeMH(AHTUIbHBIM HEMPOHOIATUYECKUII BapUaHT
6onesun Tomre, nenmaxus; 6GonesHs Humanua -
IInka, Tun C.

OCHOBHOe KIMHMYECKOe IIPOsBJIeHNE CHHJPO-
Ma - MMOKJIOHYC, TO €CTb BHe3aIlHO€ HEeIpOu3-
BOJIbHOE MBIIIeYHOe cokpamenye [5]. CymecTByer
KIaccupuKanms MMOKIOHYca KaK (peHOMeHa C aHa-
TOMUYECKON U OPYTUX TO4eK 3peHu: [6]. B manHOM
KOHTEKCTe Ba)KHO, 4TO npu cunpapome IIMS ox HO-
CUT CMEIIAHHBI KOPTUKAIbHO-CYOKOPTUKATIBHBII
XapaKTep, II03TOMY MOXKET COIPOBOXK/IAThCA UM He
COIIPOBOXK/IATHCSI KOPOTKMM — B MUJUIMCEKYH[bI —
paspagom Ha III. Ilpu sanunenTmyeckoM MUOKIIO-
Hyce Mbl B MOMEHT MBIIIIEYHOTO COKpallleHN s BUANM
reHepa/M30BaHHbIN CHaliK-BOTHOBBIM WM IIOMNC-
nalik-BonHoBbI paspsaz. [Tpu [IMO muoknonyc mo-
JKeT CITYy>KUTb HPUYNHON Cepbe3HbIX IBUTATETbHBIX
HapylIeHMi1 BIUIOTHb [I0 MaJeHMil ¥ IOTepU CaMo-
crositennbHOM X07b0bI [3]. Kpome anmnentudeckoro
MMOK/IOHYCa (CMH.: MMOK/IOHMYECKME IIPUCTYIIbI)
MOTYT OTMEYAThCsA U APyTUe TUIIBI MPUCTYIIOB — Te-
HepaI30BaHHbIe TOHUKO-KIOHMYECKMe, abCcaHChI
u (oKajbHBIe HPUCTYIBL. B Tabn. 1 cymmmposa-
Hbl OCHOBHBIE KPUTEPUM, Ha OCHOBAaHUM KOTOPBIX
MexnyHapoiHas IpPOTMBOINMIENTHYECKAs JINTA
Boigenser IIMD B ocobyio rpynmy 3abomeBaHMIL.
B cunmy cxoxecTu KIMHMYECKOV KapTUHBI OTHENb-
HBIX 3a0ojeBaHuil u3 rpymnmsl [IMO knuHM4YecKas
u mabopatopHas pruddepeHimanbHas FUATHOCTUKA
ObIBaeT 3aTPyRHMUTEIbHA. /IMEHHO IO3TOMY MBI IIpU-
BOZIMM 3JeCh Tab/I. 2 C ONMMCAHUEM OCHOBHBIX CUM-
IITOMOB HambojIee YacThIX 3a60/IeBaHNMIL.

Hmxe HaMm mpeacTaBnsercs —Liemecoobpas-
HBIM IIPUBECTV COBPEMEHHbIE [AaHHbIE 1O (OIe3HN
Yudeppuxra - JIyHa60pra, Tak Kak B CUITY PeIKOCTU
9TOro 3a60JIeBaHMsI JAHHBII BOIIPOC MAJIO OCBEIleH
B OT€YECTBEHHOII IUTEpaType.

Bonesup Yudeppuxra — Jlyngbopra (cuH.: mpo-
rpeccupyolas MUOKJIOHYC-3IMIENcHusa 1-To Tuma,
6anTuiickad MUOKJIOHMYecKas amuwtencusa, OMIM
#254800) [7] cumTaeTcs TAXKEIBIM M MHBATUAUSUPY-
I0IIMM 3a007IeBaHMeM, HO 3a MOC/IeIHUe TOfbI Kade-
CTBO JKM3HU IAI[MEeHTOB CyIeCTBEHHO Y/ITy4YLINIOCh
3a cyeT afjeKBaTHOI Tepanunu [8]. Bepsrie aTy Muo-
KJIOHYC-3TIMJIETICUIO ONMCAIN KaK XapaKTepHYIO /A
Ounnsaapnn H. Unverricht 81891 r. u H.B. Lundborg
B 1903 .

Pacnpocmpanennocms.  Undper mo  pacmpo-
CTpaHeHHOCTN GO/Ie3sHM B Pa3HBIX CTPAaHAX Bapbl-
PYIOT, UTO CBSI3aHO KakK C 0ojiee BBICOKOII 4aCTOTOI
B peruoHax C TeHJeHUMell K 6IM3KOPOCTBEHHBIM
OpakaM, TaK ¥ C Pa3IM4HON JOCTYHHOCTBIO HMa-
THOCTMYECKUX METO/IOB, B TOM 4YNCJI€ MOJIEKYJIAp-
HO-TeHeTN4eckoro [8]. MOXXHO IIpefIION0oXKNUTD, YTO

Jlekuma
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Tabnuua 2. Kniouesble xapakTepUCTUKM OTAENbHbIX 3a00M1€BaHNI 113 TPYNMbl MPOrPeCCUPYIOLVX MAOKIOHYC-3nmnencuii (MexayHapoHas npoTMBO3NMenTMyeckan

nura, 2022 [11)
Tvn NMM3 Bospact MporpeccuposaHne [wnarHocTtnka
Havana, rofbl
BonesHb YHdeppurxTa - 7-13 MepneHHbI KOTHUTUBHbBIV 1 ABUTaTeNbHbIN BapuaHTbl 9KCMaHCKMM HYKNEOTUAHBIX MOBTOPOB LMCTaTVHa B (reH
JlyHp6opra perpecc co ctabunmsaymein Bo B3poC/iom EMPT) B 90% Bcex cnyyaeB

BO3pacTe

BonesHb Jladopa 6-19 PaHHWIA 11 GbICTPbIVE KOTHUTUBHBIV, 3PUTENbHbII MaToreHHble MyTauum B nadpopuHe (reH EMP2A) B 70% Bcex
M ABUraTesIbHbIN perpecc, neTanbHoCTb cnyyaes, B ManuHe (reH EMP2B) — B 27%, B 3% npuunHa He
B TeYeHMe AeCATUNEeTUA Noce Havyana, ycTaHoB/IeHa
doKanbHble NPUCTYMbl CO 3PUTENBHBIMUN Tenbua Jlagopa B KNneTKax NMoToBbIX Kesies 1 APYrux TKaHaX
CUMMNTOMaMM Kak paHHee nposBneHne

HelpoHanbHbI LlepouaHbIn 2-4 HauanbHas 3apgeprkka peyeBoro passutua MatoreHHble MyTaunu B reHax CLN2/TPP1, CH/xeHHaa

nnnodycumHo3 2-ro Tmna

HenpoHanbHbIV LLeponaHbIv 4-10
nunodycunHo3 3-ro Tuna

B3pocnas popma 11-50
HeNpOHaNbHOro LleponaHOro

1 NPUCTYMbl, NOCeAyoWNiA perpecc
KOTHWUTVBHbIX 1 ABUraTeNbHbIX HABbIKOB, NOTepsA
3peHuAa B Bo3pacTe 4-6 net

BbICTpO NporpeccupytoLiee CHUXeHNE
OCTPOTbI 3peHUA C AereHepaLeii Makysbl,
ONTUYECKNI HEBPUT  MUTMEHTHbIN PETVHWT,
NPOAOIIKNTENBHOCTb XM3HK Ao 30 neT

MepneHHoe pa3BuTne geEMEHUMNN N aTakCun,
OCTpOTa 3peHNA He CHUXKaeTcA

nunodycurHosa

AKTUBHOCTb TPP1, Ha aneKkTpo3HLUedanorpamme MoxeT
ob6Hapyxm1BaTbcA GOTONAPOKCU3MaNbHbI OTBET Ha HU3KME
yactoTbl (1-3 Iy) poToCTUMYNALMY, KPUBONVHENHbIE TeNbLa
C HakonneHnem NnodycLUrHa B TKaHAX (Koxe) 1 numoounTax

MatoreHHble myTauun B reHe CLN3, TenibLja No TUMy OTNeYaTKos
nanbLeB C HakomnneHnem nnodycLrHa B TKaHAX (KOXe) niu
numoounTax, IMMGOoLUTbLI C BaKyonaMm

MatoreHHble myTauuu B reHe CLNG, a Takxe B Apyrux — CTSD,
PPT1, CLN3, CLN5, CTSF, GRN; BKntoueHWs pasfnyHOro
xapakTepa (KpMBOJVHeliHble, MO TUMY oTnevaTka nanbla,
NPAMOVHENHbIE B TKaHAX (Koxe) nnn numdoumTax)

MM3 - nporpeccrpytoLLas MUOKNOHYC-3Munencus

B HEKOTOPBIX CTPaHaX OHa IJIOXO NMAarHOCTUPYETCA.
BonpmnHCcTBO Cny4yaes ommchiBaeTcs B CKaHAMHA-
BCKOM 1 Oa/JTUIICKOM PErroHaX, a TaKXe B CTpa-
Hax BOKpyr CpepmsemHoro mops. Mramusa, Tynuc
U AJDKMP CYMTAIOTCSA SHAEMUYHBIMU IIO 3TOIl 6O-
JIe3HU, TaK >K€ KaK OTJe/lbHble PaliOHbl I0>KHON
@Opannun. PacnpocTpaneHHOocTs B Duunangun
Hauboyee BbICOKa U cocrasiager 1,91:100000 [9].
PacnpoctpanennocTs B Poccuiickoit depepanun He-
U3BECTHA.

Tenemuueckue danrvie. TUI HACTIEIOBAHNA Ay TO-
COMHO-peleccuBHbIN. bonesnp B 90% Bcex cmydaes
BBI3BIBAETCS TOMO3SUTOTHO 9KCIIAaHCHEN HYK/IEOTU -
HbIX 0BTOpOB (C4GC4GCG) 13-3a MyTanuu B reHe
nucratuda B (EMPI unu CSTB), mOKanu30BaHHOTO
Ha xpomocome 21q22. Ilo JaHHBIM HeJaBHETO WC-
cnefopanusA B OUHIAHUM YPOBEHb KOMIIayHJ-Te-
TeposurotT coctasuil 8% [9]. HopmanbHbI YpOBeHbD
HYKJIEOTU/IHBIX IIOBTOPOB paBeH 2-3, IOrPaHMYHbII
cocrapisier 12-17 TOBTOPOB, BBI3bIBAOLINIT 60-
ne3Hb — 30-80. TeM He MeHee TsAXecTb OONE3HU He
3aBMCUT OT 4¥C/Ia TOBTOpOB [10].

Knunuueckue nposenenus. Iluk pebiora 3a-
OoneBaHMsI HPUXOAUTCA Ha Bo3pacT 12-13 rer,
B OMHISAHIUY OTMeYEH 60jIee paHHUII UK He6Ta —
oxono 10 met [9]. IlpuunHoit obpaijeHnst K Bpady
4acTO CTAaHOBATCA IeHepaNnM30BaHHbIE TOHMKO-KJIO-
HUYeCKMe NPUCTYIDL, KaK IPaBUIO, BO BpeMsA CHa

unu npu npobyxaenyn. Ha aTom sTame mpucTynst
MaJIO OT/IMYAIOTCS OT TAKOBBIX IPM IOHOIIECKOI MU-
OKJIOHMYECKON anumyiencuy. MUOKIOHYC HOABIAET-
cs1 HECKOJIBKO II03)Ke — B cpefjHeM depe3 2 ropa [10].
B 0CTaTOYHO KOPOTKMIL IIepIof (OT MeCsILEB [0 He-
CKOJIBKUX JIET) MIOK/IOHYC, HECMOTPsI Ha a[IeKBaTHY 10
Tepanunio, HaunHaeT Hapactarb. OH NPOBOLMPYETCs
IBIDKEHNEM ¥ CTPECCOM, Y HEKOTOPBIX HAal[MeHTOB
OTMeYaeTCsl TAKTU/IbHAS, CBETOBAS 1 3BYKOBAsI IIPO-
Bokanus. OmnucaHa cepbesHast arrpaBalus MIOKIIO-
Hyca I1py npuMeHeHyy GpennronHa [10]. Mmnoktonyc
MeHee BBIPQXKEH WU IIOMTHOCTBIO OTCYTCTBYeT BO
CHe ¥ BO BpeMsI OT/bIXa, IMeeT MY/IbTI(OKATbBHBII
xapakTep (M B JMCTaIbHBIX, M B IPOKCUMAJIbHBIX
YacTsAX KOHEYHOCTell), Gomee BBIpa>KeH B Hadaje
ABVDKEHMST; GOJIBIIMHCTBO MBILIEYHBIX COKpPAIeHMIT
UMeeT TO3UTUBHBIN XapaKTep, HO OHU IlepeMeKa-
IOTCSI HETaTVBHBIM MIOKJIOHYCOM, KOTOPBI IIPeo6-
nagaeT B Horax [4]. Kpome MUOKIOHNIT B KOHEYHO-
CTAX BO3MOXXHBI MUOK/IOHIU BE€K M II€PUOPATIBHBII
MIOK/IOHYC. B Hawane 607mesHy MynbTH(OKaTbHBIN
MIOK/IOHYC MOXXeT MMeTh (UIIOKTyUpYyIOljee Tede-
HIe Ha IPOTsKEHUM KaK OFHOTro NHs:A (6omee BbIpa-
JKEH IOC/Ie TIPOOYKAEHMSI U K Bedepy, [P yCTano-
CTM TTALIMEHTA), TAK ¥ HECKOMbKIX HelT (MOTYT ObITH
«CBET/IbIe» IPOMEXYTKIU C UHTEPBAIOM B HECKOIBKO
nueir). ITo Mepe TedeHus 60mesHy aTu GIIOKTYaLNN
CITIAKMBAOTCSL. MUOK/IOHYC, BOSHMKHYB, HapacTaeT

benoycosa E J]. bonesHb YHdeppuxTta — NlyHAbOpra Kak YacTb CUHAPOMA MPOrPeCcCrpyOLLNX MOKIOHYC-3NMAencHii 33 1
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II0 YacTOTe [0 B3POCTIOTO BO3pacTa, B OT/INYNME OT
reHepaTM30BaHHBIX TOHMKO-KJIOHMYECKUX IpH-
CTYHOB, YaCTOTa KOTOPBIX C BO3PACTOM CIOHTAHHO
YMEHbIIIAeTCsA. Y CaMbIX TsDKE/bIX IAIlMeHTOB MMO-
KJIOHYC TIPUBOAMUT K MHBAIUAM3ALNM C HEBO3MOXK-
HOCTBIO CaMOCTOATEIbHO IepefiBUTATbCA, CTOATD,
a TaKXXe K HapyLIeHUAM efpl U OCOOCHHO INUTBA.
Y manuenTos ¢ 6onesHsio Yueppuxra — JIyagbopra
MOTYT OTMeYaTbCs U JpyTue TUIIBI IPUCTYIIOB — ab-
CaHCHI 1 QOKaTbHbIE IPUCTYIIEL [11].

ITanmeHTsI ¢ TAXKEIBIM MUOKIOHYCOM aTaKCU4-
HBI, HO aTaKCU A YXO[UT, €C/IY MUOK/IOHYC ITOTHOCTBIO
KoHTpoupyercs. Ha ajieko samrefumx cragusix 60-
JIe3HM TPYAHO PA3INYUTb MHTEHIMOHHBIN TpeMop
" MMOKJIOHYC. KOTHUTMBHBIE HapyIIeHNs MOTYT KaK
OTCYTCTBOBATb, TaK ¥ IPUCYTCTBOBATD, He IOCTUTA
TsDKENONM cTeneHu. Herskenble MSMEHEHUA MMaMATH
U BHMMaHUs OTMevaloTcs 6onee 4eM y 90% marjueH-
toB [10]. Heitponcuxonornaeckuit feuunuT MOKeT
MeJIJIEHHO IIPOTPeCcCHPOBATD C BO3PACTOM, B TeUEHNE
10 neT mauyeHT crrocobeH moTepATh 4o 10 TyHKTOB
1Q [10].

Inexmposnyepanozpamma. OCHOBHasT 6103/TeK-
TpU4ecKasg aKTUBHOCTD B Hayajie 00Ie3HU HOpMaJIb-
Ha, TIOCTeIIeHHO OHa 3aMefiAeTcsa. PoToCTUuMynAL A
mpoBoLypyet paspsaasl Ha D3I B OOIbLINHCTBE CIY-
yaeB. XapaKTepPHbl MeXIIPUCTYIIHble T'eHepannso-
BaHHBIE CIIAMK- ¥ IOJUCIANK-BOTHOBbIE pa3pAMIbI,
a TaK>Ke IONIMCIIAK-Me/l/IeHHAs BOTTHA TPV MMOKJIO-
HUYECKMX NPUCTYTAaX. BOMbIIMHCTBO MUOKIOHNII He
IpMBs3aHO K paspsany [10], To ecTh MUOKJIOHYC HO-
CUT CMEIIAHHbII KOPTMKAIbHO-CYOKOPTUKATbHBII
xapakTep. VIMEHHO B 3TOM €ro OT/IM4Me OT MUOKJIO-
HYyca IIpY IOHOIIECKO MUOK/IOHUYECKON STIM/IeIICHA.

MaruutHo-pe3oHaHcHass Tomorpamma (MPT)
TOJIOBHOTO MoO3ra 1160 HOpMajbHas, Mubo JieMOH-
CTpUpYET JIeTKYI0 aTpodUI0 KOpbl (Y HEMHOTMX IIa-
LIIEHTOB).

Huazno3 u ougpepenyuanvhoiii ouaznos. B xnu-
HUYECKOM IIpaKTMKe JIOCTATOYHO TPYFHO OTIU-
YUTb HavajbHble 3Talbl OonesHu YHpeppuxra -
JIynpbopra oT Tak HasbIBaeMbIX MAMOIATUYECKUX
reHepaM30BaHHBIX SMMJIENCUIl (IOHOIIECKON MMUO-
KJIOHMYECKO ¥ SIINJIETICUY C U30/IMPOBAHHBIMMI TO-
HUKO-KJIOHMYecKumu npucrynamu). [logospenne Ha
pannyto IIMO Bo3HUMKaeT, KaK IMpaBUIO, IPY MOAB-
JIEHMM He3NMMINITUIEeCKOT0 MUOK/IOHYca (He COIpo-
BOXJjaeTcsl paspsitoM Ha JII), pasBUTUM aTakcuu
U/UNU 3aMeJIeHNsI OCHOBHOII OMOSTeKTpUYecKOi
aKTMBHOCTHU Ha I3JI, a TakXKe B TeX CIyJasAx, KOIr#a
HaIlMeHT OKasbIBaeTCsA (hapMaKOPEe3MCTEHTHBIM IO
OTHOILEHNIO K IPOTUBOCYJOPOKHOI TepaInu.

IToMrmMo OO6WENPUHATBIX IIpM T060i 3Mu-
nercuyt MPT romosroro mosra u 931, He06XOmMMO
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HPOBOJUTDb MOJIEKY/IAPHO-TEHETHYECKOE WCCTIeNi0-
BaHue. HecMoTpa Ha oTcyTCcTBUE crierudunIecKoin
Tepanmmuu TeHeTHYeCKM IOATBeP)KJAEeHHbI JUarHo3
6onesun Yupeppuxrta - JIyHmbopra MO3BOIsIET
OIIpefie/INTh IIPABUIBHYI0 TAaKTUKY IIPOTUBOCYHO-
PO>KHOI TepaINN.

Jlewerue. ApexkBaTHO IOfOOpaHHas IPOTUBO-
CY[JOPOXKHAsl TepalMsi MOXeET CTabUIN3UPOBAThH
M YAYYLIUTb COCTOsHMe manueHTa. CumuTaercs,
4TO OBIBaeT jlerde CIPaBUTbCA C TeHEPaIM30BaH-
HBIMJ TOHUKO-KJIOHMYECKMMI MPUCTYIAMM, dYeM
C MPOTPeCCUPYIONIM MUOKIOHYCOM. Y HMallMeHTOB
C MOATBEPXK[EHHBIM AMATHO30M CJIefyeT u3berarb
arrpaBMPYIOMIMX TedeHMe OSIMIENICUM IIperapa-
TOB — 6/I0KaTOPOB HATPUEBBIX KAHAIOB ((peHUTONHA,
KapbaMasennHa, oKcKapbasenmHa) — M HEKOTOPBIX
TAMKeprudeckux mpemaparoB (rmarabuHa, BuUra-
6arpuHa, rabanentnHa u nperabaauua) [12]. Kpome
yCUTIEHM I MUOK/IOHYCa HEKOTOpbIE 13 9THX IIperapa-
TOB B OT/HE/IBHBIX C/Iy4asiX MOTYT YCUIMBATh I aTak-
cuio y manyeHToB [13]. MHOr1e aBTOpBI TaK)Xe COBe-
TYIOT BO3JI€PXKAThCsI OT Ha3HAYEH NS IAMOTPUKIHA.
IToxa HeT KaHHBIX Kak 06 adexkTnBHOCTH, TaK 1 06
arrpaBupylomeM s dexTe TaKocaMmpa.

basoBbIM IIpenapaToM CYMTAETCs BalbIPOAT Ha-
TpUs, OH MOXKET KyIJMPOBATh OO/BIINHCTBO reHepa-
NM30BaHHBIX TOHUKO-KIIOHNYECKUX HPUCTYTIOB, (o-
TOCEHCUTUBHOCTD M, OTYACTH, MUOK/IOHYC. OIHAKO
y GONBIIMHCTBA MALMEHTOB HEBO3MOXXHO OTPaHN-
YUTHCSI MOHOTEpAIMell JAHHBIM IpeIapaToM, I103-
TOMY K HeMY [00aB/Is0T JIeBeTUpalieTaM, TOIMpa-
MaT MM 30HMCaMMUA (BCe 9TU CPeACTBa 0O/MafjaloT
aAaHTUMMOK/IOHNYecKNM 9¢ddekrom). A. Lasek-Bal
u coaBT. [10] peKOMeHAYIOT KOMOMHAIINIO BaIbIIPO-
aTa HaTpuUA C KJIOHa3enaMoM (UCIOIb3yeTcs M KO-
6azaM, HO 3¢ exT 6eH301a3eNMMHOB YacTO ObIBaET
HeCTOMKMM). Y HEeKOTOPBIX HMAL[MeHTOB OeH30/uase-
HVHBI MOT'YT IIPUMEHATbCA TPAH3UTOPHO B TIEPUOJBI
YXYAIIEHNA MUOKIOHYCA C IOCIeAYIOIell OTMEHOM
HOCTIE JOCTUTHYTOTO YIy4IIeHNs. Y B3pOCBIX IIa-
IIVIEHTOB MHOT/Ia MCIIOIb3YIOT heHOoOapOuUTa 1t IpH-
MIJIOH, OfHAKO B BBICOKMX [J03aX OHU BBI3BIBAIOT
HeraTMBHbIe TT0O0YHbIE 9P PEKTHI, YTO YXY/IIAET Te-
YyeHue OONe3HI.

B mocnemHme ropbl MOABMINCH IYONMMKAIMM
06 sddexTUBHOCTYU NepaMIlaHena B KauyecTBE [0O-
MOJTHUTE/IbHOTO IpemnapaTta B nedeHuu IIMI. Kak
U3BECTHO, OH 3G (}eKTUBEH NPU TeHeTUYECKUX re-
Hepasn30BaHHbBIX SMMJIENCUAX, YTO HMpeNIoaaraeT
MEXaHN3M UHTUOMPOBAHUSA KOPTUKAIBHO-CY6-
KOpTMKa/IbHOI cuHXpoHu3auuy [14]. CymecTByIoT
HpeKINHIYeCKIe ¥ KIMHNYeCKNe TaHHBIE O TOM,
YTO IepaMIlaHeJl IIOMOTaeT He TONbKO OOpOTh-
csa ¢ npucrynamu npu IIMO, HO M yMeHbHIATh

Jlekuma
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KOPTMKA/IbHBI/I MMOKIOHYC KaK OCHOBHYIO INpH-
YYHY MHBaJMAM3aLuN HanueHtos [15]. B momosn-
HUTEIbHOI TePamyy SIUIEICUN MOXeT 0Ka3aTbCs
3¢ dexTUBHBIM 1 OpuBapaneTaM B CPELHUX CYTOU-
HbIX 103ax oT 100 mo 150-200 mr; mo 40% manmeH-
TOB JUIUTENBHO (710 8 /1eT) MpOo/jo/KAIOT IPUHNMATD
3TOT mpenapar [16].

Yro KacaeTcs mmpanerama, paboTsl O MUCCIeno-
BaHUIO0 3G(DEKTUBHOCTY €ro MPUMEHEHNsI OTHOCST-
CA B OCHOBHOM K KOHIy IIPOLUJIOrO BeKa. B 1998 r.
M. Koskiniemi u coaBT. cOOO1MIN O CyILIeCTBEHHOM
COKpAllleHNM MMUOK/IOHMIT M YIYYIIeHUM IHOXOLKU
B [BOVTHOM CJIEIIOM MCCaefoBanuu y 20 IanueHTos,
0CcOOEHHO Ha BBICOKMX fo3ax (24 r/cyt) [17]. B mx
MCCIIEOBAHNY OTMeYasach JMMHEHAS 3aBUCUMOCTD
a¢dexTUBHOCTM OT HO3bI Ipemapara. P. Genton
u coaBT. (1999) mucanu o TOM, YTO BBICOKME TO3BI
nupaneTama (1o 45 r/cyT) mo3BONMNUIN KFOOUTHCA CTa-
6unbHOTO 1 Honroro addexra y 12 maunmentos [18].
M. Fedi u coast. (2001) Ha nose 20 r/cyT oTMeYan
HO3UTUBHBI AHTUMMOKIOHWYeCKMit 3¢ddext [19].
CylecTBeHHBIM HEJJOCTATKOM B IIPMMEHEHUN IIMpa-
[eTaMa CYMTaeTCs He0OXOAMMOCTD IpyemMa 60bIIo-
ro 4ucia Tab/IeTOK 1 CBSI3AHHOE C 9TUM OTCYTCTBUE
KOMIIJITA€HTHOCTI.

MoskeT NPUMEHATbCA CTUMYIALNA ONy>KIaio-
I[ero HepBa, HO, KaK IIPAaBUJIO, OHA HE MIMeeT 3Haul-
TenpHOrO 3¢ dekrta [8]. YV enMHMYHBIX MALMEHTOB
OIMICAHO HEKOTOpOe YIIyYIleHMe NP IPOBeHeHNUN
r1y60KOIt MO3roBoit crumysanuu [20].

Ilpoztos. bonesHbp mporpeccupyer B IOAPOCT-
KOBOM BO3pacTe B TeueHue 5-10 jeT, ypoBeHb MH-
BaJIMM3alMM PasHBIl — OT NAILMEHTOB, BefyLINX

JononHutenbHaa nHopmauua

(Dvmaucuposaume

Pa6ota npoBeaeHa 6e3 NpuBReYEHUA [OMNONHUTENBHOTO $UHAHCMPOBa-
HWA CO CTOPOHbI TPETLUX NINLL.
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The Unverricht-Lundborg disease as a part
of the progressive myoclonic epilepsies syndrome

E.D. Belousova'

The progressive myoclonic epilepsies syndrome
(PME) is a heterogeneous group of genetic dis-
orders characterized by myoclonus, progressive
motor and cognitive abnormalities, sensory and
cerebellar symptoms, abnormal slowing of the
basic bioelectrical activity at electroencephalog-
raphy, and normal cognitive functions and normal
development of the patient before manifestation
of the disease. Generalized spike-wave complexes
at electroencephalography have been also de-
scribed as an obligatory symptom. The Unverricht-
Lundborg disease is a distinct entity within the
group with specific age at manifestation (7 to
13 years), as well as slow cognitive and motor de-
cline with stabilization in the adult age. In 90% of
the cases, the diagnosis is confirmed by identifica-
tion of the expanded nucleotide duplicates in the
CSTB gene. An adequately tailored anticonvulsant
treatment can stabilize and improve the patient's

condition. The anticonvulsant therapy should not
include sodium channel blockers. Valproate sodi-
um is considered to be the main agent; it is usu-
ally combined with levetiracetam/zonisamide/
topiramate/benzodiazepins. In the recent years,
perampanel has been also used as a part of the
combination treatment.
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