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IIpeacrapiieH KIMHUYECKHUIl crydaii 0osie3nn Jlahopsl — peKoro reHeTHYECKH AeTePMUHMPOBAHHOTO 3a001eBaHus (MyTalluu B re-
Hax EPM2A4 wvim EPM?2B) w3 rpynmnsi nporpeccupyomux GopM MHOKIOHYC-IMIIENCHI ¢ AyTOCOMHO-PeNeCCHBHBIM THIIOM HACJIe-
nosanusi. Cumnromsbl 6ose3nu Jladopsl B Hayase 3a00/1eBaHUsA MOTYT HANIOMUHATDH KJIMHUKY MIMONATHYECKUX IeHEPATN30BAHHBIX
snuaencuii. Orcyrerue 3¢dekra oT JeueHns: NPOTUBOINMUIENTHIECKUMHU CPEICTBAMM, NOSIBJIEHHE HOBbIX BUIOB NIPUCTYNOB, NMPO-
rpeccHpoBaHKMe KOTHUTHBHBIX HAPYIIEHHI MO3BOJIMIM UCKJIIOUYUTD AUATHO3 WANONATHYECKON reHepaJu30BAHHON SMUIENICHH C 30~
JIMPOBAHHBIMM CYJAOPOXKHBIMU NPUCTYNIAMH M IOHOIIECKOl MHOK/JIOHMYECKOH 3nuiencur. OnucaHHblii ciiyyail CBHAETENbCTBYET
0 He00X0AMMOCTH MH(OPMUPOBAHHOCTH HEBPOJIOTA O PEAKHMX FeHeTHYeCKHX CHHAPOMAX M HACTOPOIKEHHOCTH B OTHOIIEHHH MPO-
IPECCHUPYIOIINX MUOKJIOHYC-INUJIETICHIA.

Karoueewte caosa: 6orezns Jlagopol, uduonamuueckue eeneparu3o8antvle snutencull, Ouphpepenyuanshas ouasHocmuka MUOKAOHU -
YeCKUX INUACNCULL, KOZHUMUBHbLE HAPYUEHUS.
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We described a clinical case of Lafora disease, a rare genetically determined disease (mutations in the EPM2A4 or EPM2B genes)
from the group of progressive myoclonus-epilepsy forms with an autosomal recessive type of inheritance. The symptoms of the begin-
ning of Laphora disease are similar to the symptoms of idiopathic generalized epilepsy. The absence of the effect of treatment with an-
tiepileptic drugs, the manifestation of new types of seizures, the progression of cognitive impairments allowed us to exclude idiopathic
generalized epilepsy with isolated convulsive seizures and juvenile myoclonic epilepsy. The case described in the article indicates the
need for the neurologist to be aware of rare genetic syndromes and alertness to progressing myoclonus-epilepsies.
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BonesHb Jladopel — ayTOCOMHO-pelleCCUBHOE Ha-
CJIeICTBEHHOE 3abojieBaHWe W3 TPYMIbI MPOTrpec-
cHUpYIOIKX (HOPM SIHUIETICUU ¢ MUOKJIOHYCOM, XapakK-
Tepusylolieecsl TeHepaTu30BaHHBIMA M (HOKAJTbHBIMU
SMMIENTUYECKUMHU ITPUCTYTIaMU (C OOIUTaTHBIM HATUIH -
€M MUOKJIOHYCA), 9KCTparupaMUIHBIMUA HAPYIIEHUSIMU,
pPacCTPOMCTBOM BBICIIMX TMCUXUIECKUX (DYHKIIUN C Ha-
CTYITJICHUEM JeMEHIIMU, OBICTPBIM MPOTPecCUpOBaHEM
n JeTaabHBIM ucxogoM [1]. TlpeobnagaHrie MUOKIOHMIA
C TIPOTPECCUPYIONIINM TeUeHHEM OOBEIMHSIET He MeHee
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15 Ho3070TMYECKNX (HDOPM, OTHOCUMBIX K MUOKIIOHYC-
SMWJIETICUU. XOTsI, O JTaHHBIM MapceabCKOM TPYITIThI
cornacoBanus (1990), abcostoTHOE OOJBIIMHCTBO CO-
cTaBySItOT 5 3a00eBaHuii: 00Jie3Hb YHbeppuxTta—JIyH-
oopra, 6osne3Hb Jladopbsl, HelIpOHAILHLIN LIEPOVIHLIN
JUTMOMYCIMHO3, MUTOXOHIpUATbHBIE OOJIE3HU W CHAJTH-
103 [2]. bonesns Jladopbl BbI3BaHa MyTallUsIMM B T€HaX
EPM2A (nokyc 6q24) wnmu EPM2B (NHLRCI1) (;okyc
6p22.3), KOAMPYIOIINX COOTBETCTBYIOIINME TMATOJOTHYE-
ckue o6enku JagopuH u manuH |3, 4]. I1pu nmaromopdo-
JIOTUYECKOM MCCIeTOBAHUHU B TOJIOBHOM MO3T€ U JIPYTUX
opraHax 00JIbHbIX 0OHAPYKMBAIOTCsI XapaKTepHble 0a30-
(GUIbHBIE IUTOTUTA3MATUYECKHE aMWIOWIHBIE BKITIOYE-
HUsT — TeJblia Jlahopsl, COCTOSIINE U3 KUCTBIX MyKOITO-
Jmcaxapuaos [5].

bonesns Jlagopsl BcTpevyaeTcs B 1100011 OIS,
HaubGonee wacto 3abojieBaHME pPETUCTPUPYETCS B Cpe-
nu3eMHoMopckux crpaHax (Mcmanusa, Uramusa, ®@paH-
nus), crpaHax CeBepHoit Adpuku, bimxHero Boctoka
1 HeKOTOphIX perrnoHax OxHoit MHouu, rae cyimecTByeT
BBICOKAsI CTEeTNEHb KPOBHOPOICTBEHHBIX OpakoB [6, 7].
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ITo maHHBIM JUTEpaTyphl, OOIIAs YacTOTa Pa3IMYHBIX
(bopM TIporpecCUpyoIIMX MUOKIOHYC-3MUIETICUIA CO-
crapiisgeT okoJio 1% ot Bcex opm anuierncun u go 10%
OT BceX (hOpM MUOKJIOHUYECKUX dIuierncuit [§8].

Bospact Hauana 6onesnu Jlagopsr 6—20 JeT, B cpe-
HeM 14 net [9]. IlepBBle CUMIITOMBI — TeHEpaJTN30BaH-
Hble TOHUKO-KJIOHUYECKHE MPUCTYIIBI, Yallle BOZHUKAIO-
IIe B TIepBbIe Yachl Mocjie MpoOykaeHus. B TeueHue
8 Mec — 1,5 JeT mpucoenMHSIETCS KOPKOBBIN SIMJICTITA-
YeCKUII MMOKJIOHYC, KOTOPBII XapaKTepu3yeTcsT MacCUB-
HBIMM XaOTUYHBIMU TIOAEPTMBAHUSIMU B pyKaX, HOTax
1 TIO33Ke — B aKCUATbHOM MYCKYJIaType, OObIYHO C BOBJIE-
YyeHueM Mbll-pasrudareneii [1]. B pazBepHyTOit cTragun
3a00/IeBaHUsI Y TMAIlMEHTOB MOSIBISIOTCS aTOHUYECKUE
U aTOHMYECKU-acTaTUYeCKUe TIPUCTYITBI, JIUIIAIONINE
GOJILHOTO BO3MOXHOCTH CaMOCTOSITETbHO —TIepeIBU-
ratbcsl. ATOHWYECKHUE TIPUCTYITBI 3aMETHBI TIPU 00Ce-
JIOBAaHWU TIAIIMEHTOB B TOJOXEHUU CTOSI C BBITSTHYTHIMU
Briepen, pykamu. [Ipm 3TOM HaAOMIOTAIOTCS XaOTUYHBIE
JIBIDKEHUST KUCTEeM BHU3 («XJIOMAIOIIMIA TPEMOp»), OITy-
CKaHWe pyK, 4alle OJHOCTOPOHHEE WJIM aCUMMETPUY-
HOE ¢ BOBMOXHBIM BbITIafieHueM TipeameToB [1]. Xapak-
TEPHBI CUHIPOM — (hOKaTbHBbIE TIPUCTYIBI 06€3 YTpaThl
CO3HAHUS CO 3PUTEIbHBIMU HapyIIeHUSIMH (TIPOCTHIE
U CJIOXHBIE TaJUTIOIWHAIIMNA, CKOTOMBI, TTPEXOMSIast
KOpPKOBas CJIeT0Ta), KOTOPbIe MOTYT MPOSIBISIThCS B Ha-
yase 6osiesnu [10]. B pasBepHyTOi1 cTaguu 3a0oieBaHUs
oTMeYaeTcsi ObICTpOIporpeccupyloiiasi I1eMeHIus, pe-
(bpakTepHBI SNTUIECITUIECKHUI CTATYC, TICUX03, MO3XKEU-
KOBasl aTakCHsl, AM3apTpUsi, MyTHU3M M pPeCIMpaTopHast
HEJI0CTATOYHOCTh, KOTOPbIe MPUBOAAT K cMmepTu. Ilpo-
JIOJDKUTEIBHOCTh XU3HM cocTaBisier He Oonee 10 jer
OT Hayvasia 3a0oJieBaHus [6, 7].

IMpu HeBposIOrMUEeCKOM 0O0OCIETOBAHUN OIpeIeseT-
Cs MBIIIEYHAsT TUCTOHUSI, MHTEHIIMOHHBII TPEMOp, MU-
MoTToIagaHue, HUCTArM, aTakKCHsl, HapyIIeHUsT MTUChMa,
nu3aptpusi. C Havasa 3a0oJieBaHUSI TOSIBJISIIOTCS KO-
THUTUBHBIE HApyIIeHWsI B BUIE YXYAIICHUS IaMsITH,
npobsieM B 00y4eHUM, CHXKeHue HactpoeHus. [1o Mepe
MPOrpeccupoBaHUs MPoIlecca HaCTyMaeT IeMEHIIMSI.

B nauvane 3abojeBaHuMs TIpU dDJIEKTpodHIEdaTorpa-
bun (B0I') ocHOBHas aKTUBHOCTh (DOHA MOXKET ObITh
HOPMaJIbHOM, C TMOCIEAYIONIMM 3aMelJIeHUeM M0 Mepe
nporpeccupoBanus 3adoyeBanus [11]. OcHoBHOM DDTI'-
MaTTepH — KOPOTKWE pas3psiibl TeHepaTu30BaHHOM
MMUK-TTOJIMTTK-BOJIHOBOM aKTUBHOCTU B (OHE M TIpU
purmudeckoit oroctumynsituu [1]. Baxkuas 93 -oco-
O6eHHOCTh Oojie3Hn Jlapopsl — HanmmuMe permoHaabHON
SMMIENTU(HOPMHOM aKTUBHOCTHU B BUIE M30JUPOBAHHBIX
OCTPBIX BOJH WU TUK-TIOJUMUK-BOJTH B 3aTBUTOYHBIX
OTBEJIEHUSIX, BO3HUKAIOIINX MpHU (POHOBOM MCCIIeI0BA-
HUU U TIPU PUTMUYECKOU hoTocTUMysitmu [9].

IMpu mpoBeeHNN HelipOBU3yaIM3allMy B HavaJe 3a-
GoJieBaHMS Pe3yabTaThl MATHUTHO-PE30HAHCHOW TOMO-
rpaduu (MPT) moryT ObiTh HOpManbHbIMU. Ha sTame
pPa3BEpPHYTOM CTaaIUKM MOXET OBITH BBISIBICHA MO3XKEU-
KoBast uJin KopkoBast atrpodus. [To nanHHsiIM MP-criexk-

CJ1YHAU U3 NTPAKTUKN

TPOCKOTIUM OTMEYAIOTCS MeTaboInYecKue U3MEHEHUsI
MO3XeuKa, 6a3aIbHbIX TAHTJIMEB U JIOOHOM KOPHI TOJIOB-
Horo mo3ra [12].

Juddepennmanbhbiii uarno3. Ha HauanbHbIX 3Tanax
3a00JIeBaHMsI KJIMHWYECKNe KapTWHBI Ooje3Hn Jlago-
pbl M WAMOIMATUYECKON TeHEepaTu30BaHHOM SITUICTICUN
(Takoif Kak IOBEHWJIbHAsh MUOKJIOHMYECKAasl STMUJIETICHS)
uaeHTUYHBL. [loaToMy B paHHMe CTaauM 3a00JIeBaHUS
WIOTIATUYECKUX TeHepaTn30BaHHbIX STWICTICHIA JieKap-
CTBEHHasl YCTOMYMBOCTh M 3aMeJIeHe OCHOBHOM aKTUB-
HOCTHU JIOJIKHBI TIPUBECTU K TIOI0O3PEHMIO Ha Oosie3Hb Jla-
¢opsl. OgHaKO OCHOBHON nuddepeHIMalIbHBIN 11arHo3
KacaeTcst IpYrux (opM MpOrpecCUpyronmx MUOKIOHYC-
anuiencuii: 6one3Hu YHbeppuxta—JlyHadopra, Helpo-
HaJIbHOTO JTIUTTO(MYCIIMHO3a, MUOKIIOHUUECKOW SIMIETICUN
¢ pBaHbIMU KpacHbIMU BoslokHaMu (M ERRF) u cuannno-
3a [12]. bone3us Jladops! otamuaercs ot 6one3Hn YHbpep-
puxta—JlyHn6opra 0osiee O3AHUM JI€0IOTOM, HATUIUEM
(OKaTBHBIX TIPUCTYITOB CO 3PUTETLHBIMU HAPYIICHUSMMU.
Kpome Toro, oOTIMINTETLHBIMU OCOOEHHOCTSIMU OO0JIE3HU
Jladopbl SIBISIOTCS: OTCYTCTBHE ITOIKOPKOBOIO HEIIH-
JIETITUYECKOTO MMOKJIOHYCAa, BO3HUKHOBEHUE AaTOHWYE-
CKUX TPUCTYTIOB, BBIpaXKeHHbIE 3KCTparMpaMHUIHbIe Ha-
pYILIEHMsI, pa3BUTHE IEMEHIINM, 3aMejieHhe OCHOBHOM
aKTUBHOCTA (DOHA, HAJIMYME PETMOHATbHOI SIUIETITH-
¢dopmHOIt akTUBHOCTU Ha DAI" 1 ObICTpOE MpOrpeccupo-
BaHMe 3a00JIeBaHUS C JIETAIbHBIM McxoaoM [1].

KnuHnueckuii cnyyaii 6one3vu Jlagopbl
y nauvenTta U. 17 net

W3 anamMHe3a XXM3HU U3BECTHO, YTO peOEHOK OT Tep-
BOIl OepeMeHHOCTHM, TpOTeKaBllell ©0e3 TaTOoJIOTHH.
Ponsl B cpok, ¢pusmnonornveckue. Lo Havana 3abose-
BaHUS pa3BUBajicsd 0e3 oTkJIoHeHUW. HacnencTBeHHBIN
aHaMHe3 He OTITOILIEH, POIUTENIN 3M0POBBI M B POJICTBE
HE COCTOST, peOEHOK B CeMbe ¢IMHCTBEHHBIN.

Brnepsoie B 13 ner y manbpurMka Ha (OHE TUIEepTep-
mun 10 39°C nosiBuiach cuiibHasi 00J1b B 00J1aCTH XKUBO-
Ta C MOCJENYIONIEN YyTpaToil CO3HAHUSI U KIOHUYECKUMU
MOAEPTUBAHUSAMU KOHEUHOCTEM, TPOJOIKUTETHHOCTHIO
no 1 muH. [TanmeHT Haxoauicst 6e3 co3HaHust okosio 20
MHMH. B CBSI3M C OTCYTCTBMEM KaKMX-JIMOO M3MEHEHWIA
MO pe3yJbTaTaM MapakKJIMHUYECKOTO 00CIeI0BaHMs Jieue-
HUe Ha3HaYeHo He OblTo0. B 16 JeT Bo BpeMst 601pcTBOBA-
HUST OTMEUaJiCsl TeHepalM30BaHHBIN CYTOPOXKHBIN TTPHU-
CTYT, JJIATETbHOCTBIO OKOJIO | MUH C TIOCTIPUCTYITHBIM
cHOM. B TeueHume THS TIOC/Ie AMUIENTUYECKOTO TIPUIaaKa
MalyeHTa GecrioKOWIa JTUTeIbHAsI TOJOBHAsl OOJIb BBI-
paxxeHHOI nHTeHcuBHOCTU. [locne nmposeneHHoro B JII'b
Ne 8 obGcnemoBaHus, BKiItovasi BUneo-O3[-MOHUTOPUHT,
ObIT TIOCTaBJIEH AMATHO3. MAMOTATUYecKash TeHepaaInu30-
BaHHAs SMWIETICUS C M30JUPOBAHHBIMM CYIOPOXKHBIMU
npucrynamu. 1o pesyasratam Bumeo-23 [ -MoHUTOpUHTA
¢ BKITIOYEHWEM CHa OBLIO 3apeTMCTPUPOBAHO YMEPEHHOE
3aMe/IJIeHMe OCHOBHOW aKTWBHOCTU. [Ipu GompcTBOBa-
HUU, 0OCOOEHHO MPU TIPOBEACHUH TTPOO Ha PUTMUUYECKYIO
(GOTOCTUMYISILIMIO Y TUTIEPBEHTUIIALINIO, OTMEUYeHa T~
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senTrdOpMHasi aKTUBHOCTb BBICOKOTO MHEKCA: TeHe-
pajM30BaHHbBIE pa3psiibl U3 HEIOCTATOYHO PETYJISIPHBIX
KOMILJIEKCOB MUK-, TIOJUMUK-MEeUIEHHasl BOJIHA aMIUIM-
tynoi 10 150—300 MxB ¢ aMmiuTyiHbIM MpeodsiaiaHueM
B JIOOHBIX OOJIACTSIX aJBTEPHUPYIOILEH JaTepanu3aiun
IUTMTETBHOCTBIO 10 1—2 ¢ ¢ TeHOeHuel K yactote 3—4 [i1
(puc. 1, 2). DruyienTuyeckue TpUIaaKu BO BpeMsl Ucciie-
noBaHus He 3achukcupoBaHbl. [laneHTy Oblla Ha3HaAUYeHa
BaJIbITpOEBast KUCJI0Ta B 103¢€ 23 MI/KL

B nanbHeiinem Ha ¢poHe peryyisipHOro JieYeHUS Ballb-
MPOEBOI KUCJIOTOI TIPUCTYIOB He ObLIO B TeUeHUE 8§ Mec,
OJIHaKO HaOMIOAAINCh MOOOYHBIe 3(PPEeKThl B BUIE TO-
BBIIIEHUSI YPOBHSI aMMHOTpaHcdepas3, TPOMOOIUTOIE-
Huu. [losiBUBIIMIICS TpeMOp pyK TakXke ObUI pacleHeH
Kak mobOouHblil 3¢ dekT Tepanuu. CHycTsi HECKOJIBKO
MecSI1IeB MPUCOEAMHUINCH TTAPOKCU3MbI BHE3aITHBIX TMa-
NIeHW, KacKagHble TIPUCENaHNs C ONIYIIEHUEM «yaapa»
MMOJ, KOJIEHU, a BMOCJEICTBUU — 3aMUpPaHMsI, B3iparmBa-
HUSI C BBIMAIEHWEM MPEeIMETOB 13 PYK, YCUIWICS TPEMOP
B pykax. [TosiBunuch Xano0bl Ha CHUXKEHHE MaccChl Tesa
MpY HOPMaJIbHOM cOaTaHCUPOBAHHOM TTUTAHUM.

Ilocne mpoBeneHHOro BUACO-DDI-MOHUTOPUHTA
C YYETOM TMPUCOEAMHMBIINXCS MUWOKIJIOHUI, 3aMHpa-
HUIl ObLT YCTAHOBJIEH JMArHo3: IOHOIIEeCKass MUOKJIO-
Huveckas anuencus. K jieyeHuto ObUT MOAKIIOYEH Jie-
BetupaueraM. Ha ¢oHe CHUXeHMST 103bl BaJbIIPOCBOM
KUCJTIOTHI 10 14 MT/KT M TIOBBIIIECHUS 03Bl JIEBUTHpPA-
1erama o 25 MTI/Kr mpoU301UI0 yyallleHUe MPUCTYMOB.
Janee BcaenacTBue orcyTcTBUs 3 deKTa JIieBUTHpaleTam

3aMeHeH Ha TonupamaT. Ha ¢doHe peryasipHoii Tepa-
MUU BaIbMPOEBON KUCI0TOI (14 Mr/Kr), TomupamaTom
(2 Mr/KT) IPUCTYIIBI COXPAHSIIUCH, OTMEYAIUCH XKaJT0ObI
Ha CHIXXEHME alMeTuTa, 3aTOPMOXKEHHOCTh, YXYIILIEHNUE
MamsiTi, TPEMOP B PyKax, B aHaJIU3aX KPOBU MO-MPEXK-
HEMY perucTpupoBaiach TPOMOOLMTOINEHUSI U TOBbI-
LIeHWe YPOBHSI aMUHTpaHcdepa3. 3aMeHa Tomupamara
Ha JaMOTPUXKUH TAKXe HE CIOCOOCTBOBaIa KOHTPOJIIO
npunankoB. B TeueHue cienyloiero roja MmocTerneHHo
MaHu(ecTUpoBaau NpodJieMbl ¢ MEPeABUKEHUEM U3-3a
MOCTOSIHHBIX ~ aTOHUYECKU-ACTATUYECKUX TMPUCTYNOB
C MaJeHUsIMU, YCWIWICS TpeMop B pykax. OTmeuanoch
CHUXEHUE MNaMsITU, YXyAlIeHWEe pedyu, MOoTepsi MaccChl
Tesa, o0ias ci1abocTb, MOMABIEHHOE HACTpOEHUE, 3a-
TOPMOXXEHHOCTb.

TTpu ocmoTpe B 17 neT nMpeabsiBASLIMCH XKaJlOObI Ha 3a-
MMpPaHUsI 10 HECKOJbKMX pa3 B J€Hb, MHOTOKPATHBIE
B3/IparuBaHusl B pyKax, BO BCEM TeJjie B TEUeHUsI JHsI, 00-
1yl c1abocTh, cHUXeHue Macchl Tena. [TomumMo atoro
OTMEYAJIMCh YACTble COCTOSIHUS B BUJE «yAapa» MoJ KO-
JIEHU, C TIpUCEeaHueM, MajJeHueM, TeHepaTu30BaHHbIE
CyJOPOXHbBIE MPUMNAAKA BO BPEMSI HOUYHOTO CHA C 4acTO-
TOM 10 HECKOJIBKMX pa3 B HeJeto. B KorHuTuBHOM cde-
pe: yxyauieHue naMsTi, peuu, 3aTOPMOXKEHHOCTb.

OOBEKTUBHO: BBICOKWI, TMOHWXEHHOTO TUTaHUs,
B COMAaTMYECKOM CTaTyCce€ W3MEHEHMI HE HaWIeHO.
B HeBposiormueckoM craTyce: YepernHO-MO3rOBbIE HEp-
Bbl 0e3 marosiornu. B nBuratenbHoi cdepe: MbllliedHast
cujla He CHUXKEHa, TTape30B HEeT, TOHYC MbILIIL 11U hY3HO

\ aiy Py - . . - i v
LI ‘.i“'*a-'.’,_,\____lf ——— e AT gy Py e g i o At . et
i N I g A
s " il . i .,‘:*h-‘_c a 1-" _‘-.\_\:Jv_rr" ] o Lol - g g s
i3t i - Al A R PR S T "_’-.--'\/—\\ P T oY N | ¥
W, A A T T Py Ty . -' " : L
N T PR W L F b W, W e, WA e R
Aoy M e A o - M W P, o
W L W, e J AR .
. " ) Aa " - nd Y Y
W W1 |._' S B vV o ._|..|I' vy
e LA W A W e -. \
Y " i o vy V : vy
vy i - A MR e e A f Prami g i B i~ Y y .y A i A !
i ! ) ‘
o "F" 'J'H,-" r"-ﬁv.. .'-.. Sk ¢ i, i ad 4 A “ T N . L P -"1"'...'1\-.. » A o T :_ -
! e, W AT el WLTY » Wy W TR NN, ¥ e y uf
Ve bl BT : . A A : M
i ‘1""\.#_.*._,.:'.,__, e Jh ...-\..r--., Pt b , | .LV_, i e ™ .-"'\---,‘%.r LATL TR T N I__,-._‘rn,\_
L - A i A " ! Y. < A f o 1
:‘. -.'\"-I-'.'_- [l Y -f- e 0 'a."_ e W .-.l i ATAY) "‘”"'f A e A Y i L A nsma W P
Ml n L | Ll * ey
i o 4 LY. L - ¥
' "I'l-ww“_‘._ H '_.*W"LV'L“' st D L"*L‘/ Mims f"'k"'*' A \ R o Wy Sl o b i ...ﬁ,"""w' "“ Wb
P
VoA A, o M ey ey "'-w i .-m ""'*'f""‘“""w-,,' )y udw M A A A VL
8% emarfrod N _-_ A, i '|..
1-,\-““- '-h"-'""ﬂ-ur o, nf Mt “M"""\"' Ll il "_h" P e -x-_-"\_\__.- b, '1/"‘" e |
Sl e e h"' X ' -, ool
e o ™ .\.a'n. = e, i P Ia—— i i el Y
s = " ot o AT, -_
il '\,.,1:.; o bl | h iy ".' ”“J\, L ) L Wi o T T e,
A VLS ¢ A » A e L e} " O & f i,
™ TV AR e A " ’ - o " N o
X A el M AR s 3 ) A g
5 Poi® VLA e g i ! ’ - f e Pt ., 4 W
e R e L o e e B O e e o o o ]
— J . | W . = = i N L . A -,
I [ T 1 I | [

Puc. 1. Buneo-D3I'-monutopunr 6onpcreoBanus (¢pparmentsn). [Tanument U., 16 ner.
a — /1e30praHn3anys U yMmepeHHoe 3ame/ieHne oHOBOI aKTHBHOCTH; O — J1€30PraHu3alusi OCHOBHOTO PUTMA M IeHepaIu30BaHHAS

snuienTu)oOpMHAasi AKTUBHOCTD

Fig. 1. Video-EEG-monitoring of wakefulness (fragments). Patient 1., 16 years old.
a — disorganization and moderate slowdown of background activity; b — disorganization of the main rhythm and generalized epilep-

tiform activity
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YYAU U3 NPAKTUKUN

CHUXEH, CYXOXWIbHble pe(IeKChl BBICOKHME, pPaBHBIC.
OpHako JBUTaTedbHAs AKTMBHOCTH OrpaHMYeHa M3-3a
YacThIX MUOKJIOHUI. B uyBcTBUTENBbHON chepe Hapylie-
Hui He BbIsiBJIeHO. HeycToituus B mo3e PomGepra. Koop-
JNIMHATOPHBIE TTPOOBI BHITIOJHSIET HETOUHO, C YMEPEHHOM
MHTeHIMel, moxoaka aTtaktudeckas. Jusaprpuss. CHU-
SK€HME KOTHUTUBHBIX (DYHKITUIA.

ITpu ocmoTpe odranbMosora MaToJaoru He 0OHapy-
>KEHO.

Heiiporicuxosor BbIsSIBUJ TpyOble HapyIIEHUSI KOTHU-
TUBHBIX (YHKLMA: MoJadbHO-HecTienuduyeckue Ha-
pYLIEHHST TTaMSITA, CHVKEHUE BHUMAHUSI U 3PUTETHbHO-
MPOCTPAHCTBEHHOTO THO3MCA, PETYISITOPHOU (hyHKIINMU.

Ilpu 3anucu cyrouyHoro Buaeo-OD[-MoHUTOpUHTA
KOpKOBasi pUTMUKA B COCTOSIHUM OOIPCTBOBAHUSI yMe-

peHHO 3aMelUieHa W Je30pTaHW30BaHa. B cocTossHMMT
6OIPCTBOBAHNM C BEICOKMM WHIEKCOM U CO CHUKEHUEM
WHJIEKCa BO CHE 3aperMCTpUpOBaHa MYJIbTUPErnoHaTbHAsT
W TeHepau30BaHHas SMUIENTU(MOPMHAsT aKTUBHOCTD.
B cocrostHum 60ApcTBOBAHUSI M BO CHE 3apervMCTpUPO-
BaHO MHOXKECTBO Te€HEepaJM30BaHHBIX SMUIETTUICCKUX
MMOKJIOHUYECKHUX TPUCTYIIOB Pa3HOM CTEMeHW BbIpa-
JKEHHOCTH JO TOTaJbHOTO MHOKJIOHYCAa B Pa3IWIHBIX
rpynmax MbIII. B3mparuBaHust cOMpoOBOXIANINCH TTOSB-
sieHreM Ha DI reHepalM30BaHHBIX Pa3psiIOB CIPYIIN-
POBaHHBIX TTMKOB 1 KOMITJIEKCOB IMUK-BOJTHA.

ITpu npoenenrn MPT ronoBHoro mosra GE Signa 3 T
Ha cepuu T2 FSE, T1 IR, FLAIR, T1-, T2-B3BeleHHbIX
TOMOTPaMM TOJIOBHOTO MO3Ta 04aroBhIX M 00 LEMHBIX 00pa-
30BaHMIA TOJIOBHOTO MO3Ta He 00HAPYKEHO.
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Puc. 2. Bugeo-DIDI'-MmonuTopuHr cHa (¢parMenT): reHepain3oBaHHas dnuientudopMHas akTuBHOCTH BO 11 ctaguio cHa.
Fig. 2. Video-EEG-monitoring during sleep (fragment): generalized epileptiform activity in II stage of sleep. Patient 1., 16 years old.
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Tamuposa P.I., lllaimapoarosa P.M. Bonesnb Jladhopsl — TpyaHBIi MALIMEHT B paboTe HEBPOJIOra

YuuTeiBasi mporpeccupoBaHKre 3a00JIeBaHUSI, COBO-
KYITHOCTh KJIMHUYECKUX W MapaKIMHUYECKUX TaHHBIX,
(apMaKOpe3UCTEeHTHOCTh, TPOTPEIUEHTHOE  YXYIIIe-
HUE KOTHUTUBHBIX (DYHKIIMH, MALIMEHTY OBUIO PEIeHO
MPOBECTU MOJIEKYJISIPHO-TEHETUUECKOe HCCIIeTOBaHME.
ITo pesynvraram JIHK-cexkBeHupoBanusi metroqom NGS
(next-generation sequencing) ¢ UCIOJIb30BaHUEM TTAHEIU
«HacneacTBeHHBIE SMTUIIETICH» BBISIBJIEH paHee He OIMU-
CaHHBI BapUaHT HYKJIEOTUIHOW ITOCIEeI0BATETbHOCTH
B 1-M sk30He reHa EPM2A B TOMO3UTOTHOM COCTOSTHUM,
MPUBOISIININ K TIOSBICHUIO caiiTa TPeXIeBPeMEeHHOM
TepMUHAIMU B 86-M KomoHe. Myrtanuu reHa EPM2A
B TOMO3UTOTHOM COCTOSIHUM OINMWCAHBl y TAllMEeHTOB
C ayTOCOMHO-PELIECCUBHOM MTPOTPECCUPYIOIIE MUOKITO-
Huveckoit anuierncueit Jladopel. BoissBiaeHHBIN BapuaHT
MyTallMU y TauueHTa V. HapyliaeT CHMHTE3 IOJTHOpa3-
MepHoro 6eka. MyTalys omnpeaeieHa Kak ImaToreHHast,
MMeroIIas OTHOILIEHNE K (PeHOTHUITY TTallMeHTa.

TakuM o6pa3oM, 10 pe3yabTaTaM KOMITJIEKCHOTO 00-
cJIeMOBAaHMS, BKJTIOYAsl TEHETUYECKUI TECT, YCTaHOBJIEH
JIMarHO3: TIPOTPEeCCUpylomasl MUOKIOHYC-IIMUIETICHS
(6ose3Hb Jladhopsr).

B HacTosiee BpeMsl TallMEHT TPUHUMAET BaJIbITPOE-
By10 Kucioty B no3e 2000 mr/cyT (28 Mr/Kr), KJIoHa3ernam
B no3e 3 wmr/cyt. Ilocne Havanma mpuema KiioHa3zerama
OTMEUEHO yMEHBIIIEHWEe TpeMopa, B3JIparuBaHUi B py-
Kax. OIHAKO COXPaHSIOTCS 3aMUpPaHUs, TeHepaIu30BaH-
HbIE CYIOPOXHbBIE TPUMAIKU, IIPUCTYIIBI C TIPUCEAaHEM
U TTaficHUEM.

00cyxaeHue

Apkue knmHuueckue u DDI- ocobeHHOCTH 00JIe3HU
Jladopsl, Ka3aioch, JOJDKHBI OBUTM CITOCOOCTBOBATH paH-
Hell nnarHocTrke. OTHAKO YYUTBIBasl PEIKOCTh 3a00Jie-
BaHUS, HEOOXOAMMO KOHCTaTUPOBATh HEIOCTATOYHOCTh
OmnbITa W 3HAHUW TPAKTUKYIOIINX Bpaveii-HeBPOJIOTOB
B OTHOIIIGHWM TIPOTPECCUPYIONIEN MHOKIOHYC-3ITHJIETI-
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