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IIpunoxkenue C1 (Ha9a/10). DNUIENTUYECCKUE CHHPOMBI C HA4aJIOM B PA43HOM BO3PACTE

1. CHHAPOMbBI reHepanM30BaHHON 3NMNENCUN NONMTeHHOI 3Tuonorum (anrn. generalized epilepsy syndromes with polygenic etiology)

1.1. UpnonaTuyeckue reHepanu3oBaHHble anunencuu (aHrn. idiopathic generalized epilepsies, IGE)

1.1.1. OBeHunbHasa abcaHcHas anunencus (aurn. juvenile absence epilepsy, JAE) - cm. Mpunoxeuuns D1-3

1.1.2. OBeHuNbHasA MUOKNOHUYECKAa anunencus (aurn. juvenile myoclonic epilepsy, JME) - ¢cm. Mpunoxexusa D1-3

1.1.3. Inunencus ¢ M30NMPOBAHHBIMY FEHEPANIM30BAHHBIMM TOHUKO-KNOHUYECkuMu npuctynamu (aHrn. epilepsy with generalized tonic-clonic seizures alone, GTCA) - cm. lMpunoxenus D1-3

2. CuHApOMbI camMoKynupylowenca hokanbHoii anuiencum ¢ NnpeanonaraemMbiM coXHbIM HacnefnoBanuem (aurn. self-limited focal epilepsy syndromes with presumed complex inheritance)

2.1. [leTckan 3aTbinoYHas 3putenbHas anunencus (aurn. childhood occipital visual epilepsy, COVE) - cm. lMpunoxenuns B1-3

2.2. doToceHCUTMBHASA 3aTbiNoYHan anunencus (anrn. photosensitive occipital lobe epilepsy, POLE) - cm. Mpunoxeuus B1-3

3. CuHApoMmbI hoKaNbHOI 3NUNENCUN FTEHETUYECKON, CTPYKTYPHOI MM TEHETUKO-CTPYKTYpHOW aTuonorum (aHrn. focal epilepsy syndromes with genetic, structural, or genetic-structural etiologies)

3.1. CBA3aHHas CO CHOM runepmoTopHas (runepkuHeTuyeckas) anunencus (aurn. sleep related hypermotor (hyperkinetic) epilepsy, SHE)

anungemuonoruns

PeaKknit CMHAPOM C pacyeTHON PacnpOCTPAHEHHOCTbI0 HECEMENHOR hopMbl cpean B3pocnoro HaceneHnsa 1,8—1,9 Ha 100 Tbic. HaceneHus

KnuHnyeckas kaptuHa

Bospact fe6toTa npucTynos B OCHOBHOM MPUX0AMTCA Ha NepBble ABa AeCATUIETUA XKU3HU, KaK NpaBnno, Ha NnoApocTKoBbI Bo3pacT (11-14 neT), Ho Kone6netcs oT 2 Mec A0 64 neT. He6onbLluoe
npeo6nagaHue My>ckoro nona. HeBponornyecknit cTatyc B Hopme. lNepuHaTanbHbIi aHAMHE3, 3Tanbl Pa3BUTUA U KOTHUTUBHbIE (PYHKLMUN 06bI4HO B HOpMe. Co06LLanocb 06 yMCTBEHHOI OTCTanocTn
1 HENPONCUXNATPUHECKUX MW NOBESEHYECKNX PACCTPONCTBAX

TeveHne 3abonesaHms

TeyeHune SHE npenmyLLeCTBEHHO CBSA3AHO C OCHOBHOW 3TMONOrMel. BONbLWINHCTBO NALNEHTOB MMEIOT HOPMasibHbIA UHTENNEKT, OTCYTCTBIE OTKIIOHEHMIA OT HOPMbI Ha HEiPOBU3yann3aLny n pearnpyioT Ha
A3 nepBO NMHUN. BONbHbIE C YMCTBEHHOIA O0TCTAN0OCTbIO, HEBPOJIOTMYECKUMI PACCTPOMNCTBAMM, CTPYKTYPHOW NATONOMME Ha HEMPOBM3yannu3aunm Unn cyLoporamn B COCTOSHUM 60APCTBOBAHNS PEXe
JOCTUraKOT YCTOMYNBON PEMUCCUN. XMPYPrUYECKOE JIEYEHME 3NUENCUM NPU HEKOTOPBLIX 3TUONOMUAX MOXET 6bITb 3 (EKTUBHBIM. Hauny4Lumii pe3ynbTaT onepaTUBHOro BMeLLaTeNbCTBA HabnogaeTcs,
Korga aTnonorua npeacTaBnseT co60i YeTKO ONPefeneHHY0 CTPYKTYPHYI0 natonoruto, oco6eHHo @K tuna llb

Tunbl NpUCTYNoB

Hab6nioaalTcs oKanbHble MOTOPHbBIE MPUCTYMbI C CUSTbHBIMU TUMEPKUHETUYECKUMY MU aCUMMETPUYHBIMU TOHUYECKUMIU/ANCTOHUYECKUMI CY0pOramMu, 06bI4HO C BEreTaTMBHLIMU CUMITOMAMM
(Taxukapaus, TaXMNHO3, HEPEryNAPHbIA AbIXaTeNbHbIA PUTM), BOKANU3ALNE U HEraTUBHLIMI 3MOLMOHAMbHLIMU NPOSIBNEHUSMI, TAKUMU KaK cTpax. MoXeT 6bITb OTK/IOHEHWE roMI0BbI U rnas.

B runepkuHesbl BOBNEKAOTCS NPOKCUMaSbHbIE 4aCTM KOHEYHOCTEN U aKCUalibHbIe MbILLbI, NPON3BOAS HEPEryNApHbIe ABMKEHNS 60MbLLION aMNUTYbl, TaKUE KaK NejanupoBaHne, ABUKEHUS Ta30M,
NPbDKKK, TONYKU UK packayuBaHmne. ®oKanbHbIe MOTOPHbIE MPUCTYMNbI MOTYT 6bITb Man03aMeTHbIMI KIIMHUYECKY (PaHEee Ha3blBANNCh «MapoKCM3ManbHble BO3OYXAEHUS») U MOTYT NMeTb 6onee
LSIUTENbHY0 NPOAOIKUTENLHOCTL 1 6OMEE CIOXKHY (hOpMYy (HanpuMep, «3NunenTuyeckne 61y aaHus»). MayneHTbl MOTYT ONUCaTb (DOKANbHbLIA CEHCOPHbIN U KOTHUTUBHbIA NPUCTYN [10 TOFO, Kak
nosiBATCS [BUraTeNibHble NPosBieHns. MoryT BO3HUKATb hOKabHble UMK 1BYCTOPOHHME TOHNKO-KIIOHMYECKIE CYA0POru. XOTs ANis 3TOro CUHAPOMA XapaKTePHO NOsiBNIeHME NPUCTYNOB BO CHE, Y 27—-45%
60/bHbIX B KAKOW-TO MOMEHT UX )KM3HU BO3HMKAIOT NPUCTYMbl B COCTOSAHMM 60APCTBOBAHMS

doHoBas akTMBHOCTb Ha A3 06bI4HO 6€3 NnaTonornyeckmx npoasneHnin. 33 60apcTBOBaHNA y 60nblMHCTBA (50-90%) NaunMeHTOB He UMeeT 3NUNenTUOPMHON aKTUBHOCTU. Bo Bpems cHa
WHTEpPUKTanbHasa anunenTugopmHas akTMBHOCTb Ha6N0AaeTCs BO OPOHTANbHbIX 0TAeNax NpuMepHO y 50% nauueHToB. VikTanbHas 33T MOXXET He 0Tpa)kaTb YETKUX MKTaNbHbIX NAaTTEPHOB, COLEPXaTb
[BUraTenbHble apTedakTbl NI AEMOHCTPUPOBATL Pa3BUBALOLLMECS Pa3psAbl B BUAE OCTPbIX NOTEHLNAN0B NN CNARK-BOMH, PUTMUYHYIO MEANEHHYI0 aKTUBHOCTb Unu anddy3Hoe ynnolleHne (OHOBON

[anubie 330 pUTMUKK BO (DPOHTaNbHbIX 0TAENax. MoxeT Hab6nofaTbCa NOCTUKTaNbHOE hoKanbHOE 3aMeaneHue. Jydwnm anarHocTMYecKM TeCTOM AIBNAETCH NPOAOIHKUTENbHbIA BUAE0-I3-MOHUTOPUHT AN
BbISIBNEHMA COOLITUIA CO CTEPEOTUNHOW CUMNTOMATUKON BO BPEMS CHA ANA NOATBEPXAEHMUS ANarHo3a, 0C06eHHO B cry4asax 663 4eTKOW KOPPENsALNM KNUHUYECKNX COBLITUI C KAPTUHOI HA MKTanbHon J3T.
MHTpakpaHuanbHoe 33-uccnenosadune (Hanpumep, ctepeo-33) NOKasano, YTo NKTasbHbIE PA3PAAbI MOTYT HAYNHATLCS B PA3INYHbBIX IKCTPAPOHTANbHbIX 061aCTAX (MHCYI00NEPKYNAPHONA, BUCOYHON
N TEMEHHOW KOpe)

PesynbTathl Mpu BBINOSTHEHUN HeipOBM3yanu3auny 06bI4HO OTCYTCTBYIOT NaTONOrNyeckue NposBaeHns. iHorga o6Hapy>X1MBaeTcs CTPYKTypHas aHOManms rofoBHOro Mo3ara, valie scero ®K/[l, Ho pexke MOXeT UMeTb

HenpoBuU3yanusauum | MecTo 1 npnobpeTeHHas CTPYKTYpHas naTonorus

[laHHbIe reHeTUYeCKNX
nccneaoBaHuia

3tnonorust SHE MoXeT 6bITb FeHETUYECKO, CTPYKTYPHO-FeHeTUYECKON Ui npuo6peTeHHoN. CeMeiHblii aHaMmHe3 cneayeT TwaTeNlbHO co6paTh, HO ero He CNeayeT 0XXnUAaaTh NPK CNopaanyeckon nnu
npuo6peteHHon SHE. CemeiiHas SHE 06b14HO HacneyeTca N0 ayTOCOMHO-AOMUHAHTHOMY TUNY (aQyTOCOMHO-f0MUHaHTHasa SHE, ADSHE) ¢ neHeTpaHTHOCTbIO NpuMepHO 70%. MaToreHHble BaApUaHTbl
reHoB 06HapyxwnBawTcsa npumepHo B 19% cnyvaes ADSHE n B 7% cny4aes cnopaguveckoit SHE. leHeTudeckue npuynHbl ADSHE BKknto4atoT naToreHHble BapuaHThl B reHax komnnekca GATOR1 (DEPDCS5,
pexe NPRL2 nnn NPRL3), B reHax cy6benHIL, aLeTUIIXONMHOBLIX peuentopoB (CHRNA4, pexxe CHRNB2 nnu CHRNAZ2) v B reHe KCNT1 akTUBMPYEMOro HaTpUEM KanmeBoro kaHana. Jluua c BapuaHtamu
naToreHHbix reHos komnnekca GATOR moryT umete ®KJl, 410 MOXXeT 06najaTb 3Ha4eHnem ANs BbI6OPa TAKTUKN XMPYPrU4eCKOro NeveHns anunencuu. Jinua c natoreHHbiMu BapnaHtamu resa KCNT1
umetoT 6onee Taxenyto dopmy SHE ¢ yMCTBEHHOW OTCTaNoCTbIO, MCMXO30M, @ NHOTAA U PErpeccoM n 605ee BbICOKOW MEHETPAHTHOCTLIO B CeMbAX. OnncaHbl peAKne CeMbM C a3yTOCOMHO-PELIeCCUBHbBIM
SHE, B 01HO CEMbeE BbIsIBNIEHbI NaTOreHHble BapuaHTbl reHa PRIMAT
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IIpunoxenue C1 (MPOJOIAKEHHUE). DNWIECITUIECKIE CHHIPOMBI C HA4aJIOM B PA3HOM BO3PaCTE

IudhdepenumnansHblin
Anarios

—MapacomHnu ¢ He6bicTpbIM ABMXeHMeM rnas (N-REM): naunentam ¢ SHE MoXeT 6bITb OLINGOYHO NOCTABMIEH ANATHO3 NapacoOMHNK, 4acTO 32 HEKOTOPOE Bpems 40 TOro, Kak 6yeT pacno3HaHa anuiencus.
Mpuctynsl npu SHE, kak npaBuno, KOPOTKME (<2 MUH), C BHE3AMHbIM HA4aN0M UK OKOHYAHUEM, UMEIOT CTEPEOTUNHbIE ABUraTeNbHbIE 0COOEHHOCTM OT NPUCTYNA K NPUCTYNY U MOTYT BO3HUKATb KaXAYH0 HOYb

C KnacTepamu B Te4eHNe Ho4K (0T Hayana cHa 10 paHHero yTpa). Bo Bpems npucTyna 4acto coxpaHaeTcs co3HaHue. [lapacomHum 6onee NpofomKnTeNbHbl (>10 MUH), UMeIOT BapnabenbHble 4epThbl OT 3NU30Aa

K 3N1304Y N MEHEE 4acTbl, 4aCTO eANHNYHBI HOYbIO M BbIPAXKEHbI Yepe3 1-2 4 nocne 3acbinaHns; nauneHT cOMT ¢ TONKY BO BPEMS 3NM30Aa W BNOCNEACTBUN €r0 He MOMHUT

—MH3C: naymneHTam ¢ SHE moxeT 6bITb 0WKME604HO NOCTaBAeH fuar4o3 NMHIC, NOCKONbKY OHM MOTYT COXPaHATb CO3HAHME NPX HaNU4YUK 6unaTepanbHbiX ABUXKEHWIA BO BPEMS NPUCTYNOB, @ ukTanbHas 331 MmoxeT
He COAepXXaTb YeTKNX NKTanbHbiX NaTTepHoB. SHE MoXHO oTnn4nTs 0T MMTHIC N0 CTEPEOTUNHBIM TMMNEPKUHETUYECKUM ABUKEHNAM, KPaTKOCTM U FPYNNNPOBKE NPUCTYNOB B TE4EHWE HO4M HA (DOHE CHA, TOTAA Kak
c06bITMA THIC MeHee CTepeOTUNHbI M BO3HMKAOT BO BpEMS 60APCTBOBAHMSA

— PaccTpoiicTBo noBejeHus B pasde 6bICTPOro cHa: 370 NapacoMHuA B hase 6bICTPOro CHA, KOTOPasA 06bIYHO HAYNHAETCA B 6ofee No3HeM Bo3pacTe (>50 neT). [MnepKMHeTUYeCcKne ABUXKEHNA HEe CTEePEOTUMHbI

N COOTBETCTBYHT APDKOMY CHOBUAEHUIO.

—FFEVF (cm. HUXXe): B TO BpeMs Kak cygoporu, coemectumble ¢ SHE, moryT Bo3HukaTb y nauneHTa u3 cembh ¢ FFEVF, cemeitnas SHE otnndaetcs ot FFEVF Tem, 4T0 y BCeX 60/1bHbIX B CEMbe eCTb CYA0POrH,
coBmecTuMble ¢ SHE

— [pyrve pokanbHble NPUCTYNbI, BO3HUKAKOLLME NPEUMYLLECTBEHHO BO CHE: OHW HE MMEIOT XapaKTepHbIX T’MNEPKUHETUYECKUX UM ACUMMETPUYHbIX TOHUYECKNX/[UCTOHNYECKUX CY[0pOr, HaboAaemblx npn SHE

3.2. CemeiiHas me3nanbH

an BucovHas anunencus (anrn. familial mesial temporal lobe epilepsy, FMTLE)

anuaemuonorus

Ha FMTLE npuxoantca no4Tn 1/5 BHOBb ANArHOCTMPOBAHHbBIX CNy4aeB Me31nanbHO BUCOYHON anuiencun 6e3 CTpyKTYpHOi natonoruu. 13-3a cBoNX MArkux n mano3ameTtHbix npuaHakos FMTLE yacTo He
pacnoaHaeTcs 6e3 NpsAMOro onpoca poACTBEHHNKOB

Knnumyeckas kaptuxa

BospacT Havana npuctyna kone6netcs ot 3 o 63 neT, cUMNTOMbI 06bIYHO HA4MHAIOTCS B MOAPOCTKOBOM MW 3penom BodpacTe. CoobLianoch 0 npeobnagaHny cpeamn xeHckoro nona. Mayuentsbl ¢ FMTLE, kak
npaBuno, UMEKT HOPMaNibHOE UHTENNEKTYanbHOe PAa3BUTIE U HE UMEIOT CONYTCTBYIOLLMX HEBPONOTMYECKUX OTKITOHEHNIA. De6pUnbHbIE CyA0POry B aHaMHE3e pefiko BCTPEYatoTCa y 60NbHbIX C TUMNYHBIMU
NPOSBAEHUAMU, HO MOTYT NPUCYTCTBOBATb Y NALMEHTOB C 60Mee TAXKENbIM 1 4aCcTO hapMaKope3MCTEHTHbIM (DEeHOTUNOM

TeyeHune 3a60neBaHNs

Y nayneHToB CO CBOEBPEMEHHO AMArHOCTUPOBAHHBIM HA OCHOBAHWM NEPBbIX NPUCTYNOB 1 NPW aKTUBHOM 06CNe0BaHINM Y4N1EHOB CeMbi CUHAPOMOM, FMTLE 06bI4HO nMeeT 6naronpuaTHbIA NporHo3. MHorue
60NbHbIE CYMTAKOT CBOW NMEPEXMBAHMA 1eXXaBo (DU3NONOTNYECKUMU SBAEHUAMY N TO3TOMY He 06paLLaloTCs 3a MEANLIMHCKO NOMOLLbIO. B Taknx cny4asx npucTynbl NPaKTUYECKM He BNIMAIOT HA MOBCELHEBHYIO
XKN3Hb. [INarH03 4acTo CTaBUTCS NPY NOSABNEHNI (hOKANbHbIX MU ABYCTOPOHHUX TOHUKO-KOHWYECKUX NPUCTYNOB, paccnefOBaHUN NPeAblAYLIMX HEPACNO3HAHHbIX MPUCTYNOB M YCTAHOBNEHUM NOTEHLNANBHO
60/1bHbIX POACTBEHHUKOB. JlLa C NErkuMn NPosiBNEHUAMU MOTYT He HY)XaTbCA B MeMKAMeHTO3HOW Tepanun. Koraa nokasaHo nevyeHue, y 601bWNHCTBA NALMEHTOB NPUCTYNbI MCHE3ALOT NOCIIE NEPBOHAYANbHO
Ha3Ha4YeHHoro um A3M, HeMHOrMM TpebyeTCs NOANTEPANMS, U NTNLLb B UCKIKYMTENbHBIX Cy4asx HE06X0ANMO XUPYPri4ecKoe BMeLIaTeNbCTBO. B koropTax, HabpaHHbIX B X0fe Yrny6ieHHoro 06CneA0BaHNns npu
(hapMakope3nCTeHTHOCTI MU OONEPALNOHHOr0 06CNeA0BaAHNSA, TeYEHNE 3NUITENCUN MeHee 61aronpusaTHOe, C 601ee 4acTbIMU NPUCTYNaMU M NOTPEGHOCTLIO B XMPYPruieckom neveHun anunencun. Acxons
326051€BAHNA Y NNLL, HY)XJAOLNXCA B XMPYPTrUYECKOM NIEYEHUM ANUNENCUn, No-BUANMOMY, HE OTAINYAKOTCA OT TAKOBbLIX Y NaLNeHTOB co cnopaguyeckon MTLE

Tunbl npucTynos

Y nauneHToB 06b14HO HabNOAAIOTCA (DOKANbHBIE MPUCTYMbI C COXPAHHLIM CO3HAHWEM, B OCHOBHOM COCTOSLLME U3 UHTEHCUBHOTO 4EXKaBto, 0 KOTOPOM coobuatoT 60nee 70% 60nbHbIX. MposBneHns, 06bI4HO
CBSI3aHHbIE C [1€XXaBI0, BK/IOYAKT CHOBUAEHNSA, CTPAX UM NAHUKY, 3aMeANeHne ABMXKEHNIA, BU3yanbHbIe UK CIYXOBble UAMIO3NN U BEreTaTUBHbIE NPOABNEHNS (MOBbILIEHNE BUCLLEPATbHOI MK 3NMracTpanbHON
4yBCTBUTENbHOCTH, TOLIHOTA, TAXUKAPAUS, NOTNMBOCTb, NPUANBLI MW 61€JHOCTL). ATU NPUCTYNbI MOFYT NPOTPECCUPOBATL A0 HAPYLUEHUS CO3HAHUS UAN PEAKO A0 61naTepanbHblX TOHUKO-KIOHNYECKUX CYA0pOr.
Y 60NbWMHCTBA NALMEHTOB C TNM4HON popmoii FMTLE cygoporu nerkne 1 BO3HMKAIOT HEYACTO

MpumepHo y 60% 60nbHbIX A3 B HOPME UK UMEET JIErkoe BpeMeHHOe 3amenieHne (DOHOBON PUTMUKN. B 0CTanbHbIX CyyYasnx Ha nHTepukTanbHon 330 BbiABNAETCA aNUNenTUOPMHANA akTUBHOCTb B BUCOYHOI

[aHHble 39T

061acTy, Yalie OAHOCTOPOHHASA. Y HEKOTOPbIX NALMEHTOB POKaNbHas aNMNENTMGOPMHAS aKTUBHOCTb MOXET YCUANBATLCSA BO CHE
PesynbTathbl Y nauuneHToB C TUMNYHOW KAPTUHOI ABHO CTPYKTYPHOW naTonornn Ha MPT He HabntoaaeTca. Hanuyne atpodum runnokamna uan noBbILWEHHOro curHana T2 06bI4HO CBA3AHO C MEHbLUEN peakunen Ha
HenpoBM3yanu3aumm MeMKaMEHTO3HOE JiIe4eHne

[laHHble reHeTn4ecKmnx
ncenenoBaHuii

[l0Ka3aTenbCTBOM FeHETUHECKON 3TUONOT MK CYXNT HAbN04eHNe BbICOKON KOHKOPAAHTHOCTM Y MOHO3WUTOTHbIX 61M3HEL0B N0 CPABHEHUIO C AN3UTOTHBIMYU 611N3HEeLaMI. Y POACTBEHHUKOB NPO6AHLO0B AaHHbII
CUHAPOM BCTpeyaeTcs ¢ 60s1ee HU3KOI YacTOTOIA, 4eM NpeAckasbiBaeT JOMUHAHTHAS MEHAENeBCKAsA MOAESb, U TONbKO B MEHbLUMHCTBE CEMeil YacToTa COBMECTMA C PELLeCCUBHbBIM HacneaoBaHueM. Ha ocHoBaHun
aTux pe3ynbratoB FMTLE koHUenTyanusupyetcs B 0OCHOBHOM KaK FreHeTUYeCKUA CUHAPOM CO CIOXHBIM (IM60 MONNUTeHHbIM, TG0 MHOTOhaKTOPHbIM) HacneaoBaHneM. Coo6Lanock 0 pefKux CeMbsx,
LNEMOHCTPUPYIOLLMX MEHENIeBCKOE HACNELOBaHIE C NaTOreHHbIMIU BapuaHTamu reda DEPDCS

LOndbepeHunanbHblii
[MarHos

— FFEVF: B T0 Bpems Kak cygoporu, coeMecTumble ¢ MTLE, MoryT Bo3HWKaTb y Henoseka u3 cembu ¢ FFEVF, ans guardHoctnku MTLE y Bcex 60/ibHbIX B CEMbE J0/KHbI 6bITb CYA0POri, COBMeCTUMbIE ¢ MTLE

— MTLE co cTpyKTypHOIi aHOManueil rofIoBHOro mMo3ra: nauneHTbl ¢ FMTLE numetoT B cemeiiHOM aHamHe3e iy, ¢ npuctynamu, coemecTumbiMu ¢ MTLE, y KOTOPbIX HET CTPYKTYPHbIX aHOManA rONOBHOI0 MO3ra Ha
MPT, 3a ucknto4eHnem peKux cny4aes ¢ aTpouein/cknepo3om runnokamna

— ®N3Nonornyeckoe Aexas 0TNNYAETCA OT ANUNENTUHECKOr0 TEM, 4TO OHO 06bIYHO CNAB0 BbIPAXKEHO, MUMOSIETHO, PEAKO (Pa3 B FOA UN PeXe), He BOZHMKAET KnacTepamu, He CBS3aHO C APYrUMU NPOSBIEHNAMN
(BKJIIO4Af MpOrpeccMpoBaHne B Apyrue TUnbl NPUCTYNOB) U 4AaCTO NPOBOLMPYETCA KOHKPETHbIMW 06CTOATENLCTBAMM (HANPUMEP, NOCELLEHNEM HOBOIO MeCTa, BbIMOMHEHNEM ONpefeNieHHbIX AeCTBNIA)

3.3. CemeitHan thokanbHas anunencus ¢ BapuabenbHbimu o4aramu (aHrn. familial focal epilepsy with variable foci, FFEVF)

anupemuonorus

ANUAEMUONOrNYECKUX UCCNEL0BAHMI PACMIPOCTPAHEHHOCTM 3TOMO SMUIENTUYECKOr0 CUHAPOMA HE NPOBOAUIOCE. CUHAPOM CHUTABTCA PEAKUM

KnnHnyeckas kapTuHa

BoapacT Ha4ana npucTynos 06bI4HO NPUXOAMTCA HA NepBOE—BTOPOE AecATUneTne (Nuk 12-13,5 roga), HO MMeeT LUMPOKMIA Anana3oH Aaxxe B OLHON U TOW Xe cembe, 0T 1 Mec 4o 52 nert. [peo6naganue nona He
3aperncTpupoBaHo. BHyTpnyTpo6HOE pa3BuTNe, MHTPAHATANbHbIA N HEOHATANbHbIA aHaMHe3 06b14HO 63 naTonoruu. HeBpoNoOrMYecKmnii CTaTyc B HOpMe. 3Tanbl PaHHEr0 Pa3BUTUSA, UHTENNEKT N KOTHUTUBHbIE
yHKLMM, KaK TPaBI0, B HOPME, XOTS CO06LLAN0Ch O JIErKoi YMCTBEHHOI OTCTANIOCTW 1 MCUXOHEBPONIOrNYECKNX 0CO6EHHOCTAX, BKNKOYas pacCTPOIACTBA ayTUCTNYECKOr0 CNEKTPA 1 MOBEAEHYECKNE pacCTPOiicTBa

TeyeHune 3a60neBaHNs

B 6onbluMHCTBE CNy4YaeB NpucTynbl pearupytoT Ha A3M, 0aHaKo ypoBeHb (DapMaKkope3nCTEHTHOCTM MOXeET focTuratb 30%. Xupypruieckoe BMeLLATeNbCTBO B OTAENIbHbIX Cy4asnix MOXeT 6biTb 30 DeKTUBHbIM
Y NPUBECTU K MOJTHOW PEMUCCUN NPUCTYNOB

Tunbl npucTynos

Bo3HMKaOT (hoKanbHble NPUCTYMNbI C CEMUOOTMEN, 3aBUCALLE OT BOBJIEYEHHO (DOKANbHON ceTu. KaXKablit 6011bHON B CeMbe 06bI4HO UMEET OANH TUN (POKaNbHbIX NPUNaLKOB. ONCaHbl 04aroBble KOFHUTUBHbIE,
CEHCOPHbIE, BEreTaTUBHbIE NN MOTOPHbIE NPUCTYNbl. OHU MOTYT BO3HWUKATL BO BPEMS CHA, 60APCTBOBAHUSA UAN TOTO 1 Apyroro. MoryT nosBnsaTbcsa hoKanbHble Unu 6unatepanbHbie TOHUKO-KNOHUYECKNE

cyfoporu

EMHEOL1D0D
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IIpunoxenue C1 (IPOAOIKEHHE). DIUICITUYCCKAE CUHIPOMBI C HAYAJIOM B PA3HOM BO3PACTE

®oHoBas puTmuka Ha 33l B Hopme. Ha uHTepukTanbHoit 33 06bIYHO BbISBNAETCSA 04aroBas anunenTudopMHas akTMBHOCTb (BO (ppOHTaNbHBIX, BACOYHbBIX, LLEHTPANIbHO-TEMEHHbIX OTAeNax YaLle, 4em

[aHHble 39T B 3aTbINOYHbIX). Y KaXKA0r0 60M1bHOr0 Y4eHa CeMbM AAHHbIA (DOKYC 0CTAETCH HEW3MEHHbIM C Te4eHMEeM BpeMeHN. INuNenTudopMHas akTUBHOCTb YCUIIMBAETCA NPU AenpuBaLmMn CHA 1 BO CHe. VikTanbHas 330
LEMOHCTPUPYET (POKaNbHbIE NKTAMNbHbIE NATTEPHbI, CBA3AHHbIE C BOBNEYEHHON (POKANIbHON CETHIO

PRI HeiipoBuayanusaums MoXeT O6bITb HOPMaNbHO UK MOXeT nokasatb @K/ (0Ha MOXKET 6bITb Man03aMeTHOMN)

HelipoBM3yanu3aummn P Y P

[aHHble reHeTnyeckux | dtnonorns FFEVF MoxeT 6bITb FeHETUYECKOI NN CTPYKTYPHO-reHeTuyeckoii ¢ conytctytowmm @K (0661410 @K [l Tuna). HacnegosaHne ayTocOMHO-A0MUHAHTHOE C HEMOHOM NEHETPAHTHOCTbI0. bbinn

nccnefoBaHmnin VEHTU(NLMPOBAHbI NATOTEHHbIE BapNaHTbl reHoB DEPDCS, NPRL2 n NPRL3. Kputepusam 3TOro CMHAPOMA COOTBETCTBYIOT HEKOTOPbIE CEMbM C NATOTEHHbIMY BapuaHTamu reos 7SCT unu 7SC2

[OundbdepeHuymnanbHbii
AnarHo3

— CemeiiHas SHE: B T0 BpeMs Kak HO4Hble NPUCTYNbI, COBMecTUMble ¢ SHE, pacnpocTpaHeHbl y nauneHTos B cembsax ¢ FFEVF, nns atoro cuHapoma Bce 60bHbIE B CEMbE A0SKHbI UMETb NPUCTYMbl, COBMECTUMbIE
¢ SHE. Npeo6nagaxne npucTynoB BO BpeMs 60APCTBOBAHUSA TaKXKe ABNAETCSA NONe3HbIM Ana andpdepeHuymnansHoro anardosa mexay FFEVF n SHE

— FMTLE: ans aT0oro cuHAapomay Bcex 60JibHbIX B CEMbe A0/KHbI 6bITb CYA0POrK, coBmecTUMble ¢ MTLE

— CemeiiHas EAF (CM. HUXXe): AN 3TOr0 CUHAPOMA Y BCEX 60MbHbLIX B CEMbE JOMKHbI 6bITb CYA0POr, COBMeCTUMbIe C EAF

3.4. Inunencus co cnyxo

BbIMK npucTynamu (aurn. epilepsy with auditory features, EAF)

anuaemunonorus

PacnpocTpaHeHHOCTb 9TOr0 CUHAPOMA HEM3BECTHA

Knnuuyeckas kapTuHa

BospacT ge6tota npuctynos 06bl4HO coctanseT 10-30 net (ananason 0,5-54 roga). O reHgepHom npeobnagaHnm He coobLaeTcs. BHyTpuyTpo6HOE pa3BuTue, MHTPaHaTaNnbHbIA 1 HEOHATANbHbIA AHAMHE3
06bI4HO 6€3 NaToNoruu. HeBponornyecknit cTatyc B Hopme. ATanbl PAHHEr0 Pa3BUTUSA, UHTENEKT U KOTHUTWUBHbIE (DYHKLMW, KAK MPaBUIIO, B HOPME

TeyeHune 3a6oneBaHns

icxoAbl NpUCTYNOB MOTYT BapbUPOBATh OT IEFKMX MPUCTYNOB CO CMOHTAHHOW PEMUCCUElt A0 NPUCTYNOB C BbIPAXXEHHOI (hapMaKope3NCTEHTHOCTbI0. MaLneHTam co CTPYKTYPHOIA NaToNOrneit MoXHO NpoBOANTb
XUPYPruyeckoe neveHne. KymynatusHas 4actota peMucCum NpuCTynoB y Tex, KTo HabJl04ancs B Te4eHNe no KpanHein Mepe 5 net noapsg, coctasnsna npumepHo 50% k 30 roaam nocre noCTaHOBKW AnarHosa
anunencun. NpeankTopamn He61aronpUATHONO AONTOCPOYHOr0 MPOrHO3a ABMAIOTCA PAHHUIA BO3pAcT Havana (<10 net), hokanbHasa anunenTMOpPMHaAA aKTUBHOCTb HA MHTEPUKTanbHOI 331 1 pokanbHble
KOTHWTUBHbIE NPUCTYNbl 6€3 HapyLLIEHW CO3HAHWNA CO COXKHBIMU CAYXO0BbIMMU FanaoLnHaLnaMmn

Tunbl npucTynos

®OoKasNbHbIE CEHCOPHbIE (CYX0BbIE) U/MNN KOTHUTUBHBIE (PeLenTUBHAs ada3uns) NPUCTYNbI ABNSIOTCS 0693aTebHLIMYU ANS 3TOT0 CUHAPOMA. CyX0Bble CEHCOPHbIE CUMNTOMbI 06bIYHO COCTOAT U3 MPOCThIX
HEOOPMEHHBIX 3BYKOB (HANPUMEP, TYAEHNE, XKYXKAHNE NN 3BOH) UMK, PEXE, CIIYXOBbIX UCKAXKEHNI (TAKUX KaK U3MEHEHNE FPOMKOCTM) TMG0 COXKHBIX 3BYKOB (Hanpumep, onpefeNeHHbIe NeCHN NI roNoca).
NKkTanbHas peuenTuBHas agasns COCTONT U3 HECMOCOGHOCTI MOHNMATL PA3TrOBOPHYIO PeYb NPK OTCYTCTBMM HAPYLLEHNS CO3HAHNS. MOryT BO3HUKATb JOMOIHNATENbHbIE CUMNTOMbI (DOKaNnbHOTO NPUCTYNA,
BK/IH04Ast UI3MEHEHUE 3PeHNS (MCKaXKeHMe NNL/06bLEKTOB) U FONOBOKPYXeHUe. MoryT BO3HUKATb HAPYLWeHUs CO3HAHUSA U TOHUKO-KNIOHUYECKNE MPUCTYMNbI OT 04aroBbIX A0 6UnaTepanbHbIX (4aCTo BO CHE).
DOoKaNbHbIE NPUCTYMbI 683 HAPYLLIEHUA CO3HAHIUA MOTYT He PACLIEHMBATLCS KaK dNUENTUYECKME, M0Ka He HAYHYT MMETb MECTO IpYrue TUMbI NPUCTYNOB, NOITOMY BaXKHO TLIATENIbHO COOPATh aHaMHE3, YTO6bI
BbIBUTb NPEALECTBYIOLIME TUMbI NTPUCTYNOB. Y HEKOTOPbIX NALNEHTOB BO3HUKAOT Pedh/IeKTOPHbIE MPUCTYNbI, NPOBOLMPYEMbIE 3BYKOM (Hanpumep, TeNedOHHbIM 3BOHKOM)

NHTepukTansHas 331 B HOpMe y 60MIbLUNHCTBA NALMEHTOB. ECNN BbIABNAETCA NATONOrNYeCKasn aKTUBHOCTb, TO OHA XapaKTepu3yeTcs 04aroBbiMu (06bIYHO BUCOYHBIMI) OCTPbIMI BOIHAMM UAW CNANKaMU; OHM

HHbI r 9 N

e g TakXe MOTYT 6bITb LUMPOKO PacNpoCTPaHeHbl. INMNenTMopmMHas aKTUBHOCTb MOXET MPOBOLMPOBATLCS FMNEPBEHTUNALMEI, AeNpUBaLNeil CHA U CHOM. VIKTanbHble 3an1cu perncTpupytoTcs pefko
PeaynbTatsl . o

Heﬁzoamayanmsaumm HeiipoBnayanusaumsa 06b14HO 663 0CO6EHHOCTEN, HO M3PeAKA MOXHO 06HAPYXUTb CTPYKTYPHYIO NATONOrMI0, KOTOPAsA MOXET NexaTb B OCHOBE 3TUONOTMW LaHHOTO CUHAPOMA

[laHHble TeHeTUYECKNX
ncenesoBaHni

EAF B 0CHOBHOM BO3HMKaET CNOpaAn4ecku, xoTs cemeriHas EAF Takxxe BCTpe4aeTcs 1 UMeeT ayTOCOMHO-AOMUHAHTHOe HacnefoBanne (ADEAF) ¢ HenonHOM NeHeTPaHTHOCTbIO. MaTorenHble BapnaHTbl (Mnu
MuKpoaeneunn) redos LGIT (anutemnun) unn RELN coctasnsatoT npumepHo 1/2 cnyvaes ADEAF. BapuaHTbl natoreHHbIx reHos MICALT sasnsaoTcs 60nee pefkoii npudnHoi. Takxxe Co06LLanoch 0 NaTOreHHbIX
BapnaHTax reHos DEPDCS, CNTNAP2 n SCN1A

NudhdepenumansHbli
Anario3

— FFEVF: B To Bpems kak cygoporu, coeMectumble ¢ EAF, MOryT BO3HWKaTb Y YesioBeka B cemMbe ¢ FFEVF, ans guardoctuku cemeitHon EAF y Bcex 60M1bHbIX B CEMbE J0MKHbI 6bITb CYA0POru, coBMecTUMble ¢ EAF
— Mcuxuyeckne paccTpoiictsa. CnyxoBble rannounHaLnm Nerko oTAn4uTs ot EAF no 601ee XpOHNYECKOMY XapakTepy U CIIOXHOCTYU NCUXMYECKNX CNYXOBbIX ranioLnHauni

— 3BOH B yLIAX: 3TO PacCTPOIACTBO PaCcCNPOCTPAHEHO W, TaKNM 06pa30M, MOXKET Cly4aiiHO MPMCYTCTBOBATL B CEMbe nauueHTa. OT (poKaNbHbIX CEHCOPHbIX CAYXOBbIX MPUCTYNOB OH OTIM4AETCA 06bIYHO 60NbLUEI
NPOLO/MKNTENbHOCTHIO LWYMa B yLiax npu 3a60neBaHnax nepngeprnyeckoro 0TAena CyxoBoi CUCTEMbI U HANNYUEM APYTUX CUMNTOMOB BO BPEMS NPUCTYNa, CONPOBOXAAKLLMX MKTANbHbIE CTYX0BbIE OLLYLLEHNS

4. 3THONOrM4ECKM cneyy

thuyHble anunenTuyeckne cuHapombl (aHrn. etiology-specific epilepsy syndromes)

4.1. Me3nanbHasi BACOYHas 3NUJIENCUA C rUNNOKamnanbHbIM cknepo3om (aHrn. mesial temporal lobe epilepsy with hippocampal sclerosis, MTLE-HS)

anuaemuonoruns

MonynsLuNOHHbIX 3NUAEMUONOTMYECKMX ccnefoBaHnin MTLE HeMHOr0. BONbLUMHCTBO NPOBOANTCS B MEAULMHCKNX LLeHTPaX TPETUYHOTO YPOBHSA (HANPUMEP, XUPYPriuv NUNENCUm), CNeLManu3npyoLuxcs Ha
nauuneHTax ¢ hapmMakope3nCTeHTHOCTbI0. B 0fHOM 13 NONYNALMOHHBIX MCCNEA0BAHMIA PACNPOCTPAHEHHOCTb BUCOYHOM anunencun 6bina paccymtaHa kak 1,7 cny4as Ha 1 Tbic. 4enosek. Mo oueHkam,
pacnpocTpaHeHHOCTb papmakope3ncTeHTHon MTLE-HS HamHoro Hke — 0,51-0,66 cnyyas Ha 1 Tbic. YeN0OBeK, C pacyeTHOM 3a6oneBaeMocTbio 3,1-3,4 cnyyas Ha 100 Thic. 4e1OBEK B rof

KnnHnyeckas kapTuHa

BospacT Hayana npncTynoBs 06bI4YHO OTHOCKTCS K MOAPOCTKOBOMY 1 MOJIOA0MY B3pOCIIOMY nepuojam, XoTs coobLiaetca o 60nee No3fHeM Unv paHHeM Havane. leHaepHoro npeo6naganns Het. BHyTpuyTpo6Hoe
pa3BuUTMe, MHTpaHaTasbHblA U HEOHATANbHbIA aHaMHe3 06bI4HO 6€3 NaTonorun. HeBpoNOrM4YecKnii CTaTyc B HOPMe, X0TA Ha KOHTpanaTepasnbHON CTOPOHE MOXXHO OTMETUTL CHUXKEHWNE ABUXKEHNIA NNLeBoi
MyCKynatypbl. B aHamHese MoryT 6biTb (pebpunbHbIe Cy[0pOri B paHHEM AeTCTBE (AAnTeNbHble (De6pUbHbIE CyA0POrn B AETCTKOM BO3PACTe MOTYT BbI3BaTb rMNNOKaMNanbHbIA CKNepo3). ITanbl paHHEro
pasBnTms B npefenax HopMbl. PacnosHaetcs KOMOPOUAHOCTb KOTHUTUBHBIX (DYHKLNIA: AepuunT Bep6anbHoil namatu, cea3anHblii ¢ MTLE-HS, nopaxatowem LOMUHAHTHYIO (06bI4HO NEBYI0) Me3NanbHY0
BUCOYHYIO JOMO, U LeUUUT 3pUTENbHON NamaTu, cBa3aHHbIin ¢ MTLE-HS, nopaxkaroLiem HeJOMUHAHTHY0 BUCOYHYIO JOMH0

TeyeHune 3a60neBaHns

MTLE-HS 4yacTo xapaktepuayeTcs (papmMakopesncTeHTHOCTbI0. XUPYPruyeckoe NeveHne anunencui HeKoTopbIX 3TMONOMMI MOXKET TPaHC(OPMUPOBATL UCXOS OT HEKOHTPOSTMPYEMbIX (DapMaKOPE3NCTEHTHbIX
NPUCTYNOB K MOJIHOI pemMuccin anunencum. Hannyyiiuii pesynetaT XMpypriieckoro BMeLIaTenbcTBa Hab 0 4aeTcs, KOra CTPYKTYpHAs NaToaorus XopoLuo onpeAensiercs Ha N306paxKeHnsx
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IIpunoxenue C1 (MPOJOIAKEHHUE). DNWIECITUIECKIE CHHIPOMBI C HA4aJIOM B PA3HOM BO3PaCTE

Tunbl npucTynos

®oKanbHble NPUCTYMbI C COXPAHEHMEM WUITN HAPYLUEHNEM CO3HAHWA NPOMCXOAAT C CEMUONOTMYECKMMI NPU3HAKAMU, OTHOCALLMMNCS K Me1anbHbIM CETAM BUCOYHbIX A0NEA. PDOKabHble NPUCTYMbI C COXPAHEHHBIM
CO3HaHNEM MOryT 6bITb BEreTaTUBHbIMY (HANPUMEP, CUNTbHbIE OLLYLLIEHNS B ANUTracTpum, AMCKOMOPT B XWUBOTE, TOLLHOTA, NO3bIBbI HA PBOTY, 6NEAHOCTb, NPUANBbLI KPOBU K NNLY, TAXMKAPAMUS), KOTHUTUBHbIMU
(Hanpumep, LeXXaBsto, XKaMeBH), 3MOLNOHANbHLIMI (HANPUMep, CTPax) UAU CEHCOPHbIMU (HanpumMep, 060HATENbHbIE, BKYCOBbIE). DOKasbHbIE NPUCTYNbl C COXPAHEHHbIM CO3HAHMEM MOTYT 6bITb €JUHCTBEHHbLIM
HayanbHbIM TUMOM NPUCTYNOB, MOTYT HE PACNO3HABATbLCA KK NPUCTYMbl M BO3HUKATb B TE4EHNE HEKOTOPOro BPEMEHM [0 TOr0, Kak 6yaeT nocTaBneH AuarHo3 anunencum. Mpn okanbHbIX NPUCTYNax ¢ HapyLLIeHnem
CO3HaHNA 06bI4HO HABNIOAAETCA 3aePXKKA MOBELEHNS M 4ACTO — aBTOMATU3Mbl, KOTOPbIE MOTYT 6bITb OPaNbHbIMU ()KEBAHUE, NPUYMOKMBAHME Fy6amMu, FNOTaHIe), FON0COBbIMU (peyb, NPU HeAOMUHAHTHOM MTLE-HS)
WA KECTUKYNALUOHHBIMW. ABTOMATU3MbI BEPXHUX KOHEYHOCTEN MOTYT 6bITb OAHOCTOPOHHUMU U MOTYT NaTepanu3npoBaTb NPUNAL0K B uncunatepansHoe nonywapue. MoxeT pa3BuTbCH KOHTpanaTepanbHas
LONCTOHMSA BEPXHUX KOHEYHOCTEN. BO3MOXHbBI MOBOPOT rO0BbI M F1a3 B KOHTPanaTepanbHy CTOPOHY, XOTA Y HEKOTOPbIX NALNEHTOB MOXXET 6biTb MEPBOHAYaNIbHO NOBOPOT B MNCUAATEPAbHYIO CTOPOHY, a flanee —

B KOHTpanatepanbHyto. Peyb MOXeT 6bITb COXpaHeHa npu NpucTynax HeaoMuHaHTHoro MTLE-HS, n Hao60poT, adha3us 4acTo BCTpeyaeTcs npu JoMuHaHTHOM MTLE-HS. MpucTtynbl pa3suBatoTca NocTeneHHo

W ANATCA 06bI4HO 1-5 MUH, XOTS POKaNbHble NPUCTYNbI C COXPAHHLIM CO3HAHMEM MOTYT 6bITb KOpoYe. [Tocne PoKanbHbIX NPUCTYNOB C HAPYLUEHUEM CO3HAHMA Y NALNEHTOB MOXET HabMtoAaTbCA CNYTaHHOCTb
CO3HaHNA, NPOAOMKAKLLANACA HECKONTbKO MUHYT. [TpMCTYNbI MOTYT NPOrpeccMpoBath 0T POKaNbHbIX [0 6unatepanbHbiX TOHNKO-KNOHMYECKUX CYA0POT, @ TAKXXe MOTYT ObITb KOHTpanaTepanbHble (TMLO BOBEYEHO

B 60MbLUEi CTENEHN, YEM PyKa M HOTA) KNOHNYeCKNe NOAEPrMBaHMs u NOBOPOTbI FONOBbLI Nepej Nepexo4oM 0T hoKanbHoOi K 6unatepanbHoil TOHMKO-KNOHWYeCKoi dhase.

0Oy4aroBble BEreTaTuBHbIE, KOTHUTUBHbIE, 3MOLMOHASIbHbIE U CEHCOPHbIE NPUCTYNbI TAKXE MOTYT BO3HUKATb B IPYruX CETAX MO3ra, OAHAKO HayasibHble CUMNTOMbI M MPU3HAKKM BO BPEMS NPOrpeccMpoBaHusg npuctyna
¥ B NOCTUKTANbHOM nepuoje pasnuyatrTcs. Cneaytowme HaqyanbHble CUMNTOMbI M TPU3HAKN YKA3bIBAKOT HA HA4aNI0 NPUCTYNA B MO3rOBbIX CETAX, OTNIMYHbIX OT TEX, 4TO BOSHNKAKOT B ME3NaNbHO BUCOYHON 061acTu:
ANcKoMopT B ropie, KNOHWYeCKIe U AMCTOHUYECKIE NPOSBNEHNS, COMAaTUYECKINEe CEHCOPHbIE CUMNTOMbI, TUNEPKUHETUYECKas aKTUBHOCTb, 3pUTENbHbIE CUMITOMbI, CITYXOBblE CUMNTOMbI 1 CMEX

[aHHble 33T

®oHoBas akTUBHOCTb A 63 NAaTONOrMYECKNX NPOSBAEHNIA, UMM MOXET NPOABAATLCSA (DOKANbHOE 3aMeANIeHne B BUCOYHOI 06nacTu (06nactax). DokanbHoe 3ameaneHne MoXeT 6biTb YCUIEHO
FI/II'IepBeHTI/IJ'IﬂLU/IeVI. XapaKTepHa 3I'II/IJ'IeI'ITVIdJ0pMHaﬂ AKTUBHOCTb BO deOHTaJ'IbeIX M CpeaHeBUCOYHbIX OTAENAaX, KOTOpPAaa 4acTo yCU/IMBAETCA BO BpeMA CHa. Takxxe MOXeT npucyTcTBOBATH BPEMEHHASA
puUTMnYecKas [enbTa-akTUBHOCTb. INUNENTU(OPMHARA aKTUBHOCTb MOXKET MHOTAA NPOBOLMPOBATLCA rnepBeHTMAALMER. OHa MOXeET 6bITb BYCTOPOHHEN N HE3ABUCUMOWN AN GunaTepanbHO-CUHXPOHHOM.
NkTanbHas 33T 06bI4HO HAYMHABTCSA C (DOKANLHOTO 3NEKTPOAEKPEMEHTA U HU3KOAMNNUTYAHOK 6bICTPOI aKTUBHOCTM, 3aMEHSI0LLeid HOPManbHYHO (DOHOBYIO akTUBHOCTb Ha I3l OHa fanee pa3BuBaeTCs

B PUTMUYECKYIO aan)a- UNn TeTa-akKTUBHOCTbL BO CprHTaJ'IbHO—BVICO"IHbIX oTAaenax, ¢ HaJl10XKeHHbIMU crnakamu Unu cnaik-osiHaMm Unm 6e3 HUX. I'Iep5b|e KNUHNYEeCKNEe CUMNTOMbI U NMPU3HAKN MOTYT
NpeALWecTBOBATb NOABNEHNIO NOBEPXHOCTHOIO MKTANbHOro putMa Ha 33l 06b14HO HA6NI0[AETCA MOCTUKTANBHOE UNCUIATepanbHOE 3aMeaNIeHne

PesynbTatsl
HenpoBM3yannaaunm

CkNiepo3 runnokamna xapakTepusyeTcs yMeHbLUEHHbIM 06beMOM runnokamna (ny'iie Bcero BUAHbIM Ha KOPOHAMbHbIX NOArOTOBAEHHbIX HAMArHUYMBAHNEM BbICTPbIX FPaANEHTHBIX 3X0-, UK T1-B3BELUEHHbIX
nocneoBaTeNbHOCTAX N0 NPSAMbIM YTIOM K LANHHOW OCU FTUNNOKaMNa) C NOBbILIEHHONW MHTEHCUBHOCTbIO CUrHANa runnokKamna (nyyile BCero BUAHO Ha T2-nocnefoBaTeNbHOCTAX U MOCNEA0BATENbHOCTAX NpK
BOCCTAHOBJIEHWI MHBEPCUN C OCNIa6IEHNEM CUTHANA 0T CBOGOAHO XuAKocTyn — anrn. fluid-attenuated inversion recovery, FLAIR). 1o 15% nauneHToB MOryT MMeTb FMNNOKamMnanbHbIA CKNepo3, COCYLLECTBYIOLLMUNA
C APYroi CTPYKTYPHOIA natonoruei, Takon kak @K unn npno6peTeHHbie naTonorum («4BoiiHas natonorus»). loatomy cneayeT TwaTenbHO U3y4aTb Takue nopaxeHus. BosHnkHosenne OK[ ¢ runnokamnanbHbiM
cknepo3om B knaccudmkaumu ILAE knaccudpuumpyetca kak @K tuna llla. 3To MoXeT 6bITb CBSI3aHO ¢ 60/1€€ paHHUM Ha4aioM NPUCTYNOB B AeTCKOM BO3pacTe U TpebyeT 0co60ii TLATeNbHOCTI Npy
npejonepayMoHHOM 06CIeA0BAHNN AN ONpefie/leHns NEPBMYHONO 04ara, BbI3BABLLEr0 ANUNENCUI0

[laHHble reHeTn4ecKnx
ncecnepoBaHuia

MTLE-HS npenmmyLLecTBEHHO ABNAETCA NPUOOGPETEHHON NATONOrNeil, N0ITOMY reHeTUYeCKNe NCCNEeA0BaHNA NOKa3aHbl He 4acTo. CKIepo3 runnokamna MoryT Bbi3BaTb NPOJO/KNTENbHbIE CYA0POTH, B TH.
thebpunbHble. [T03TOMY reHeTU4ecKne aNNUENcumn, KOTOpble CONPOBOXAAIOTCA (De6PUABHBIMI CYyA0POramMn, 0COBEHHO ECNIM OHYU JANTENbHbIE (HANpUMep, CUHAPOM [lpaBe Unv reHeTUYeckas anunencus

¢ (hebpuUnbHLIMU CySOPOramMmu NAOC, ANUNENTUYECKNE CUHAPOMbI, CBA3AHHbIE C naTtonoruamu reno SCN1A unn SCN1B), moryT npeapacnonarats K pa3sutuio y naumeHta MTLE-HS. O6Hapy)xeHue 0fHON U3 3TUX
MyTauuin MOXET NOBNUATH HA TAKTUKY Tepanui ANs yNy4lweHns KOHTPONS Haf Cyfoporamu (Hanpumep, ¢ y4eToM BO3MOXHOCTMW yCYry6neHns cyaopoXHbIX NPUCTYNoB Ha PoHe npumeHeHns AJIM, 6noknpytoLnx
HaTpueBble KaHasbl). BbifABIeHNE FeHETUYECKOI 3TMONOrNK He 06513aTeNbHO ABNAETCA NPOTUBONOKA3AHNEM K XUPYPrMYECKOMY JIEHEHWNIO 3NMMAENCUI Y NaLMEHTOB C (DapMaKope3nCcTeHTHOCTbIO, HO MOXET JaTb
MHOPMALNIO AN KOHCYNTUPOBAHNS

LOndpbepeHunanbHblii
JMarHos

— BupycHblii (Hanpumep, repnecBMpyCHbIA) 1 aQyTOUMMYHHbIA TUMOUYECKUA 3HLedannT MOryT NpoABNATLCA CYA0POramMu ¢ BUCO4HOM CUMNTOMATUKON, HO BNOCNEACTBUN Y NALMEHTOB pa3BUBALTCSA OCTPas UK
nopocTpas sHuedanonatus

— MTLE no npu4uHam, OTANYHLIM OT FUNMNOKaMNanbHOro ckieposa: npumepsl Bknto4yaoT @K v reHeTudeckne npuinHsl (cm. FMTLE)

— BHEBUCOYHbIE NPUCTYNbI, KOTOPbIE PACNPOCTPAHATCSA HA MeMalbHble CeTIU BUCOYHbIX J0Meil, 0CO6EHHO 13 0pOEUTOPOHTANbHON KOPbI 1 OCTPOBKOBO-0MEPKYNAPHOI 061aCTH, @ TAKXKE U3 3aTbINOYHbIX NN
TEMEHHbIX Joien

— Heanunentuyeckne npucTynbl MOXeT 6bITb TPYAHO 0TAMYMTL 0T MTLE, Korga oHu He nporpeccupyroT [0 HAPYLIEHNS CO3HAHWNS UK ABUraTeNbHbIX NPOSABIEHNIA, NOCKONbKY NOBEPXHOCTHARA 33 MOXET 6bITb
HOpPMasbHO BO BpeMsi (DOKasbHbIX NPUCTYNOB C COXPaHEHMeM CO3HaHWA, a Cy4YaliHble aHOManuy runnokamna (Hanpumep, aCUMMeTpUs B pa3Mepax) Hepefku. Mpobnema ycyry6aserca Tem, 410 Tpesora

1 pacCTPOICTBA HACTPOEHNS ABNAIOTCA HACTbIMU CONYTCTBYHOLMMU COCTOSAHUAMY Y naymenTos ¢ MTLE

4.2. Cunppom Pacmyccen

a (aHrn. Rasmussen syndrome, RS)

anugemunonorus

Cunapom PacmycceHa — peakoe 3a6onesaHue ¢ 4actoToii 1,7-2,4 cnyyas Ha 10 MAIH YenoBek

KnnHnyeckas kapTuHa

BospacT Havyana 3abonesanus coctanset 1-10 net (Meanana 6 net). Mo3aHne GOpPMbI, HA4MHAKOLLMECS B TOAPOCTKOBOM UW B3POCIOM BO3PACTe, COCTaBNA0T npumepHo 10% cnyyaes. 06a nona ctpapant

B PaBHOWM cTeneHn. BHyTpmyTpo6HOE pa3BMTIE, MHTPAHATaNbHbI aHAMHe3 06bI4HO 63 NaToNOruy, TeM He MeHee 0CNTOXXKHEHMS BO BpeMs 6EPEMEHHOCTY NN NepuHaTanbHble 0CN0XHEHUS b 3aperncTpupoBaHs!
y 19% naumeHTOB, NpoonepupoBanHbix Mexay 1945 n 1987 rr. [lo Ha4ana 3a6onesaHns Aet 06bl4HO Pa3BUBAKOTCA HOPMaNbHO. CO BpeMeHeM NOABAAIOTCSA KOTHUTUBHbIE HapyLleHus. [1o Havyana 3a6onesaHns
HEBPONOrMYeCKMil CTaTyc 06bI4HO B HOPME. B pekux cny4asx A0 HaYana Cyfopor y feTeil MOXeT HabMi0AaTbCA OAHOCTOPOHHAS ANCTOHNA B KOHEYHOCTAX UK XopeoaTeTo3. Co BpeMeHeM y NaUMeHToB
pasBnBaeTCs NPOrpeccupytoLnii remunapes, MoXeT pa3BuTbCa remuaHoncus. Mpuo6peTeHHoe paccTPOCTBO peqeBOn YHKLNIM HA6NIOAAETCA B CNy4asX, KOrAa NopaxaeTcs JOMUHAHTHOE nonyLuapue.
porpeccupoBaHne cMHAPOMa PacMycceHa NpoMCcXoAuT MeiNeHHee y NaLMeHToB ¢ 4e60TOM B NOAPOCTKOBOM UN B3POC/IOM BO3pacTe, 4eM y 60/1bHbIX C Ae60TOM B IETCKOM BO3pAcCTe, 1y NepPBbIX UCXOL MOXET
6bITb MEHEE CepPbe3HbIM

TeyeHune 3a60neBaHns

CnHApOM PacMycceHa accoyumupyeTcs ¢ 4acTbiMin 0apMakopesncTeHTHBIMU MPUCTYNAMI U MPOTPECCUPYIOLNM HEBPOTOTNYECKNM AeDULMTOM (FeMUnapes, FOMOHMMHAs FTeMUAHOMNCUS, KOTHUTUBHbIE HAPYLEHWS).
06bI4HO BbIAENSIOT TPX CTAAMM CUHAPOMA PacMycCeHa: HavyansHas NpoApoManbHas hasa ¢ He4acTbiMU MPUCTYNAMU U NIETKUM reMunape3om (MpoAosKNTeNbHOCTbIO OT HECKONIbKUX MECALIEB 10 HECKONbKUX TeT,
XOTSl KOPOYe y IeTeN MNa/Lero BO3pacTa); ocTpas dasa ¢ 6051ee 4acTbIMM NPUCTYNaMU, NHOMAA C NapLNanbHON 3NUENCUeit U NPOrPECCUPYIOLLUM FeMUNape3oM, reMUaHoNCueil, yXyALeHNeM KOTHUTUBHBIX
(hYHKUMIA 1 peyn (nocneHee — eCN NONyLIapue JOMUHNPYET), NPOJOSKUTENIbHOCTbIO OT HECKOJIbKIX MECSLIEB 0 HECKOIbKIX JET, XOTS Y AeTel MAaALero Bo3pacTa KOpoye; U HaKoHew, XpoHuyeckas asa

C NOCTOSAHHBLIM CTOWKMM reMunape3om, ApyrumMu HeBpoor14ecKMMM HapyLLEHUSMI U NPOA0KAIOLIMMUCS CYA0POramMm (XOTS M MEHEE YacTbIMU, YeM B 0CTPON cTagmnu). Onepawus no pasaeneHnto nonywapui

(remmcd)epommm) nnn remmcmepamomm ABNAOTCA €AUHCTBEHHbIMW N3BECTHLIMU PAANKANbHBIMWU METOAAMMN Ne4YeHNsA Cya0por, KOTOPbIe MOTYT MUBMEHUTb Te4EeHNE NAHHOI0 3a6oneBaHns
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IIpunoxenue C1 (IPOAOIKEHHE). DIUICITUYCCKAE CUHIPOMBI C HAYAJIOM B PA3HOM BO3PACTE

Tunbl npucTynos

BO3HMKAOT hoKasbHble NPUCTYMbI, 06bIYHO MOTOPHbIE, KOTOPbIE B HA4ane MOryT GbITb KNMHUYECKM He3aMeTHbIMIA. pK cUHAPOME PacMycceHa B ATCTBE NPUCTYNbI 06bIYHO NPEACTABNAOT CO60il (hOKaNbHbIe
CYI0POrYM C COXPAHEHNEM CO3HAHWNS, TOTAA KaK Y MOXWAbIX NaLMEHTOB Yalle HabnAaoTca (hoKanbHbIe NPUCTYNbI C HAPYLIEHUEM CO3HAHUA. KNMHUYECKMe 1BUraTeNbHbIE NPOSBEHUA KOHTpanaTepanbHbl
NopaxeHHOMY NoNyLapuio. HacToTa NPMCTYNOB 06bIYHO YBENNYMBAETCA B TEYEHIUE HEeb MW MECSLIEB, OHWN MOTYT BKI04aTb HEMPEPbIBHYIO NapuuanbHyo aNUAencuio ¢ NOCTOSHHBIMU NOAEPTUBAHNAMU 0AHON
CTOPOHbI TENa, YaLie BCEro NNLa u BepXHEN KOHEYHOCTU. DOoKanbHbIe CYA0pPOr MOryT TpaHC(OPMUPOBATLCS B GUnaTepanbHble TOHUKO-KIOHNYECKIME CYA0pOri. TakKe MOryT BO3HUKATb (DOKasbHbIe aTOHNYECKNe
cynoporu. MpucTynbl MOTyT 6bICTPO NOPaXaTh GUNATEPaNbHbIE CETU B LIEHTPaIbHON HEPBHOM CUCTEME, U MOTYT HAa6M0AaTbCA CY0POrM, KOTOPbIE KAXYTCS reHepann3oBaHHbIMu

DoHOBaA aKTUBHOCTb Ha 33T MOXET 6bITb HOPMANbHON NPU HAYaNbHbIX NPOSBAEHUAX, HO 06bIYHO UMEET MECTO 3aMeAsIeHIe C NOTepeil HOPMANbHO PUTMUKMN 1 APXUTEKTYPbI CHA HA NOPaXKEHHON CTOPOHE.
Co BpemeHem (hOHOBAs aCMMMETPMA CTAHOBUTCA 60Jiee 3aMeTHON. AnNuNenTudopmMHas akTUBHOCTb 06bIYHO HabN0AAETCA MAKCUMANbHO HaJ NOPaXKeHHbIM nonywapuem. Co BpeMeHeM ee MOXHO YBUETb
B KOHTpanatepanbHOM NOAyLWapum, N 3T0 He NCKI04aeT He06X0LMMOCTM OLEHUTb BOSMOXHOCTb XUPYPri4€CcKOro neveHns. InunenTmdopmMHOil aKTUBHOCTM MOXET Cnoco6CTBOBATh COH. Ha nkTanbHoii 330

AL BbIABNAOTCA (POKANbHbIE NKTANbHbIE Pa3pAAbl. [TPUCTYNbI MOrYT BO3HUKATb N3 HECKONIbKIX 04ar0B, PACMONIOXKEHHbIX B TOpaXeHHoM nonywapun. KoxesHukosckas anunencus (Epilepsia partialis continua) 4acto
HE COMPOBOXAAETCA YETKMM UKTaNbHLIM PUTMOM Ha CKanbnoBoii I3, Mpu aTpodnm nopakeHHOro nonywapus nktanbHas 331 MOXKeT NoKa3aTb aCMMETPUYHBIA aKLEHT NPUCTYNa Ha KOHTpanaTepanbHoin
CTOPOHE. TeM He MeHee UCTUHHbIE He3aBUCKMble (DOKaNbHbIe NPUCTYMbI C HA4aNoM B 060MX NONyLWapuax («ABYCTOPOHHMIA» CUHAPOM PacMycceHa) Takxe pefkn (2% crnyvaes)
Ha paHHen ctagun 3a6onesanns MPT 06bl4HO 6€3 NaTONOrNYECKNUX NPOABEHWIA, XOTS c006Lanoch 0 CMHAPOMe PacMycceHa, BO3HMKLLEM Y nauneHTos ¢ @K unu cocyancteimmu aHomanuamm. T2/FLAIR-
PeaynbTatsl TMNEPUHTEHCMBHOCTbL MOXET ObITb 0TMEYEHa B 0OCTPOBKOBOIA 06NacTu. incunartepanbHas atpodus rofioBKM XBOCTATOr0 AAPA TaKXKe ABNAETCA PAHHUM npu3Hakom. Co BpeMeHeM BO3HNKAET NporpeccupytoLas
HelipoBM3yanusaummn aTpodna NOpPaXeHHOro NONYLWapus, 4aCcTo Ha4NHAKOLAACA B OCTPOBKOBOI 0651aCTH, C pacLUMPeHNnem BUCOYHOT0 pora 60KOBOT0 XeNyf04Ka 1 CUbBMEBON Lenn. ATpous 06bI4HO HABNIOAAETCA B Te4eHe

1-ro roga c MOMeHTa Ha4yana 3aboneBaHuns 1 KOPPeUpyeT ¢ NPOrpeccUpyowum remmunape3om

[laHHble reHeTn4ecKmnx
nccrefoBaHmnin

970 3a60n€BaHME HE CYNTAETCSA MMEIOLLM FEHETUYECKYIO 3TNONOT N0

OndbepeHunanbHblit
nnarHo3

— AYTOMMMYHHBIN 3HLE(ANUT: HE 0XKMAABTCS, YTO OH OYAET OrpaHUyeH OAHUM NONyLWapuem, a NpUCTynam 06bIYHO NPEALIECTBYIOT KOTHUTUBHbIE, NOBEAEHYECKINE U MCUXNYECKNE CUMNTOMbI U ABUTATENbHbIE
paccTpoicTsa

— MuTOoXOHLpManbHble pacCTPOCTBA: NPUMepPaMu SBASIOTCA PacCTPOIACTBA, CBA3aHHbIe C raMma-nonnmepasoii (POLG), MMTOXOHAPMANbHAs aHLedanoMmnonaTis, NakToaLmL03 U MHCYNbTONOL06HbIE 3NM304bI
(MELAS)

— MonywapHble CTPYKTYPHbIe aHoManum (Hanpumep, cocyancTele, @K | Tuna): MmoryT 6bITb CBA3aHbI C CyA0pOramMu, remunape3om u remuarpodueit Ha MPT, oaHaKo nporpeccupyroLwmx paccTponcTs

B IBUraTeNbHO N KOTHUTUBHOM CGhepax ¢ Te4EHUEM BPEMEHM HE OTMeYaeTcs

— [eMWKOHBYNbCUBHO-TEMUNNErMYECKIA INUNENTUYECKUA CUHAPOM: 3TO COCTOSHIE XapaKTepu3yeTcs NPOLO/MMKMTENbHBIM NPUCTYNOM B Ae60TE, 33 KOTOPbIM CPa3y Xe CneyeT Henporpeccupyownin remmnapes

5. KombunupoBaHHbie reHepanu3oBaHHbie U hokanbHbie anunenTHYeckue cMHAPOMbI (aHrn. combined generalized and focal epilepsy syndromes)

5.1. Anunencua ¢ NpucTynamu, BbI3BaHHbIMKU YTeHueM (aHrn. epilepsy with reading-induced seizures, EWRIS)

annaemuonorus

Pefkuit anunenTu4eckmnit CHHAPOM, NOITOMY UCTUHHAS 3260/1€BaEMOCTb HEU3BECTHA

KnnHuyeckas kaptuHa

BospacT Hayana 06bI4HO OTHOCMTCSA K NO3AHEMY NOAPOCTKOBOMY nepuofy (meaunana 17,5 roga, ananas3oH 10—-46 ner). Mpu3HaHo npeo6naaaHne My>Xxckoro nona (npumepro 2:1). BHyTpuytpo6Hoe passutue,
VHTPaHaTaNlbHbIA N HEOHATAMbHbIA AaHAMHE3 06bI4HO 663 NaToNnorn. Pa3BuTie N KOTHUTUBHBIA CTAaTyC 06bIYHO B HOPME. HEBPONOrMYecKuit CTaTyc B HOpMe

TeyeHune 3a60neBaHNs

113-3a peaKoCTM 9TOro CMHAPOMA (0Ny6IMKOBAHbI TOMIbKO KIIMHWUYECKWE CIly4aun) Mano 4T0 U3BECTHO O ero Te4eHun. NMporHo3 06b14HO cHMTaeTca 61aronpuATHLIM, C XOPOLIUM OTBETOM Ha A3M n noTeHunanom
peMuccum ¢ BO3pacTOM Yy MEHbLUMHCTBA NALMEHTOB. [ns yMeHbLIEHNS NPUCTYNOB MOXET ObITb YCNELIHbIM OFpaHUYeHe BO3LENCTBUA TPUTTEPHOT0 pa3apaxnTens, OAHAKO OrpaHNYeHIe YTEHS MOXET NPUBECTH
K 3Ha4YMTENIbHOMY COKPALLEHWNI0 BO3MOXHOCTE Ans 00pa3oBaHns, TpyA0yCTPOIACTBA, 06pasa XU3HU N AaXKe AN PENTUO3HON MPaKTUKN

Tunbl npucTynos

BO3HMKAOT HU3KOAMMNINTYAHbIE MUOKJTOHNYECKIE NOAEPTNBAHNSA, B OCHOBHOM NMOPaXatoLLne XeBaTesbHble, POTOBbIE 1 NEPUOPaNbHbIE MbILWLbI (Y4ENHCTH, FY6bl, A3bIK). ITO MOXET BbI3BATh OLUYLIEHNE LLENYKa,
3auKaHUsA UNU U3MEHEHNs peyun. Bpems YTeHus 40 Hayana npucTyna BapbupyeT OT NaLueHTa K NalueHTy 1y 0TAeNbHbIX 60/bHbIX. ECAIN NALUMEHT NPOA0NKAET YATATb NOCIE NOABMEHNS MUOKIOHUM, OHA MOXET
YCUANBATLCS, PACNPOCTPAHATLCS HA MbILLLI TYJIOBULLA 1 KOHEYHOCTE U COMPOBOXAATHCS HAPYLLIEHUEM CO3HAHNS, UM MOXET BO3HUKHYTb TOHUKO-KNOHWUYECKNil npucTyn. OpodaumnanbHble MUOKIOHUYECKIE
CYL0POrY MOTYT 6bITb CIPOBOLMPOBAHbI HE TOMLKO YTEHUEM, HO M APYTUMIA CBA3AHHBIMIA C PE4eBON (hyHKLMe 3aja4amu (peyeBbie NPUCTYNbI) Y OAHOTO W TOTO Xe NalueHTa, HanpuMep pasroBopom

(B HANPsHXKEHHOM COCTOSIHIM WU BO BPEMS CNOPa), NACLMOM UMU MPUHATUEM CIIOXKHbIX PeleHnit. MUOKNOHUYECKMe NOePruBaH1s PyK HAGMIOAAIOTCS Y NALMEHTOB C NPUCTYNaMin CyA0pOr Npu nucsMe. Y psaa
60JIbHBIX TPUITEP MOXKET 6bIThb CMEUNMUYHBIM — HANPUMED, CYA0POT MOTYT BO3HIUKATh NPYU YTEHUN NPO Ce6S, HO HE NPW YTEHUI BCITYX, NPU YTEHUU HA ONPEENIEHHOM A3bIKE, HO HEe MaTeMaTUYeCcKuX 3agay, npu
YTEHUM HOT TN MPU YTEHUM HA OJHOM S13bIKE, HO HE Ha APYroM. Y MeHbLIWHCTBA NauueHToB ¢ EWRIS 6binn onncaHbl ConyTCTBYOWME FNa30ABUTaTeNbHbIE U 3PUTENbHbIE NKTalbHbIE NPOSBEHUS (Hanpumep,
MOpraHue, TPYAHOCTY C oMKCaLMen B3rNAAa, HUCTArM, CI0KHbIE 3pUTESbHbIE ranntoLnHaLMIA) WU PEAKUE CIOHTAHHbIE MAOKIOHUM

®oHoBasi puTMuKa Ha I3T B HOpMe. IHTepuKTanbHas anunenTuopMHas akTUBHOCTb MOXET HE NPOSIBAATLCS, XOTS MOXET YCUNUBATLCS BO BPEMS CHA UM NPW NPOo6YXAeHNN. MUOKNOHNYECKNE NPUCTY bl
COMPOBOXAAKTCA KPATKOBPEMEHHO OCTPOBOSIHOBOIA, CNAKOBO aKTUBHOCTbI0, aKTUBHOCTBIO TUNA «0CTPAs BOSIHA — MEANIEHHAN BOJTHA» UM «CNANK — MeAJIeHHAs BOSIHA», KOTOPast MOXET ObiTh

[aHHble 39T HW3KOAMMIUTYAHON. Mpn6nn3nTenbHo B 75% cny4yaes Ha6/t0AAIOTCA reHepann3oBaHHbIe NKTaslbHbIe Pa3pAAbl, @ NPUMEPHO B 25% — 6unarepanbHble, HO aCUMMETPUYHbIE NN OHOCTOPOHHUE Pa3pafbl (BO BCEX
cryyasnx B LOMUHAHTHOM nonywwapuu, B 10% — pokanbHble BUCOYHO-TEMEHHbIE pa3psafbl). IX MOXET 6biTb TPYAHO OTNUMYMUTL OT CONYTCTBYHLMX MUOTEHHbIX apTedhakToB. KapTuHY NpUCTYnoB MOXET 6bITb TPYLHO
OLEHUTb Ha BUAEO M3-3a HEABHOTO 0pOPaLManbHOro MMOKIOHYCA M OFPAHUYEHHOI0 Pa3peLleHns, 3aTPYAHAILEro pacno3HaBaHne NNLEBbIX NPOSBNEHUA BO BpeMs B1Ae0-II-MOHUTOPUHTA

PesynbTatsl 0Xxupaercs, 4To HelMpoBu3yanusauns 6yaet 6e3 NaToNOrm4ecknx NposBAeHUA. ECNn B KNMHNYECKO KAPTUHE MMEKOTCS HETUNNYHbIE 0COBEHHOCTW, CieAyeT pacCMOTPETb BOSMOXHOCTb HEMPOBU3yanu3aunm gns

HelipoBM3yanusaumm VCK0YEHNA CTPYKTYPHOIA 3TMONIOrMN

[Nanuble renetnyeckux |V 20-40% naunenToB ¢ EWRIS 06HapyxnBaeTcs nonoXuTenbHbI CEMENHbIA aHAMHE3 aNuaencun, 06bIYHO OAHOTO N3 CUHAPOMOB MAMONATUYECKON NN FeHETUYECKON reHepann30BaHHon anunencum. Cuutaercs,

uccnefoBaHmnit 4T0 3TO OTPAXKAeT 3HAYMMbIN FEHETUYECKMIA BKNAZ B 3TUONOT IO

OndbbepeHunanbHblit
nnarHo3

— Heanunentuyeckoe 3ankaHue xapakTepu3yeTcs HeNpPoN3BONbHbIMU NOBTOPEHNAMU, YAIMHEHUEM 3BYKOB, CIOr0B, CNI0B UK )pa3, a TakXe HeMPOW3BOMbHLIMI MOTYANMBbLIMI Nay3aMu, BO BPEMS KOTOPbIX
3aMKatLMACA 4e10BEK HE MOXKET NPON3HOCUTb 3BYKU

— JME: npu EWRIS MMOKTOHYC MOAHOCTBIO MM NOYTM NOMHOCTLIO (Ha 80—-90%) CBA3AH C YTEHWEM MW PEYbio, NOKANTM3YETCA HA YeHCTAX U He BO3HMKAET MPeMMYLLeCTBeHHO yTpom. Mpu JME muoknonyc
BO3HMKAET CMOHTAHHO (XOTA 6blNa 06HAPYXXeHa MHAYKLMUS NPK peannu3auni KOTHUTUBHBIX (DYHKLUIA — HANPUMEP, NPY Pa3MbILLNEHUN UAN NPOLECCE NPUHATMS PeLLeHi), NoOpaxaeT BEPXHNE KOHEYHOCTH, YaLle
HabnoaaeTcs yTpom, a Ha 33 MOXXHO yBUAETb (POTONAPOKCU3MASIbHYIO PeaKLNi0

— @oKanbHble MPUCTYMNbI B 3aThINOYHO-BUCOYHBIX CETAX M3PEAKA MOTYT ObITb BbI3BAHbI YTEHUEM, HO MPW HUX OTCYTCTBYET OpoaLnanbHbii MUOKITOHYC
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IIpunoxkenue Cl (OKOHIAHHE). DMIIECITUYCCKUE CHHPOMBI C HA4AJIOM B PA43HOM BO3PACTE

6. AnunenTuyeckue CUHAPOMbI C 3BONIOLMOHHON U/UNK 3NUNeNnTMYecKoil aHuedanonatueii (aurn. epilepsy syndromes with developmental and/or epileptic encephalopathy) n anunentu4eckue CHHAPOMbI C NPOrPecCHPYIOLIMM YXYALIEHHEM
HeBpONoruyeckoro craryca (anrn. epilepsy syndromes with progressive neurological deterioration)

6.1. Mporpeccupytowme MnoknoHyc-anunencuu (aurn. progressive myoclonus epilepsies, PME)

K PME B 0CHOBHOM OTHOCATCA: 6051€3Hb YHBEppUXTa-JlyHa6opra, 60neaHb Jladpopa, HerMpoHanbHbI LEPOMAHbIA NTUNOMYCLMHO3, MUTOXOHAPWUASbHbIE PACCTPONCTBA (MUOKITOHUYECKAS ANUIIENCUA C PBAHbIMYU KPAaCHbIMW BOTIOKHAMM, PacCTPONCTBA,
cBsa3aHHble ¢ POLG, MELAS) 1 cuanupos. Pexe MoryT 6biTb UAEHTU(MLMPOBAHbI CeAYIOLLME COCTOSAHUS: ieHTaTOpy6panbHO-Nanangononcosa atpodus, oBeHNNbHAs 601e3Hb [EHTUHITOHA, CUHAPOM MUOKOHYC- NOY€4HON HELOCTaTO4HOCTH,
I0BEHNNIbHAA HEMPOAKCOHANbHAA ANCTPOMUSA, NAHTOTEHATKMHA3a-aCCoLMNPOBAHHAs HelpoiereHepaLns, cemMeitHas aHueManonatina ¢ TeNbLamm BKNOYEHNS HEApOCePNINHA, NeNKO3HLeManonatia ¢ ncYesaolwnm 6enbimM BeLLeCTBOM, PaHHEE Havano
60ne3Hun Anblreiimepa, naTtoreHHble BapuaHTbl reHa GOSR2, MMOKNOHWYecKan anunencus npu cuHapome [layHa, raHrnno3ngossl GM2, gecnunt TeTparnapo6uontepuHa, HeHdaHTubHas Heponatuyeckas 6onestb fowe, 60ne3Hb Humana-nka
Tina C v rntoTeHoBas 60ne3Hb. [ing 60MbWWHCTBA 3TUX COCTOAHNIA TPEBYIOTCS reHeTUYeCKMe NCCnej0BaHNs C LieNblo MOATBEPANTL KIMHUYECKNA ANarHo3 n onpeaeninTb 3TMONOrMI0. TMCTONOTrNYeCcKoe NN 6UOXMMUYECKOE NCCeJ0BaHNE MOXKET ObITh
11CNONb30BAHO AN NOATBEPXEHUS AMArHO3a B ONpefieNeHHbIX 00CTOATeNbCTBAX (HanpuMep, Tenbua Jlahopa B KneTkax noToBbIX NPOTOKOB, PBAHbIE KPACHbIE BONOKHA B MbILILLAX, B3ATbIX NpW 6roncum)

6.1.1. bone3sub Yuseppuxrta-Jlynp6opra (aurn. Unverricht-Lundborg disease, ULD)

Tak)xe N3BECTHA KaK 3Nuaencus ¢ NporpeccupyownM MMOKNoHycom 1-ro Tuna unu bantuinckas MMOKNOHMYECKas anunencus

970 Hanbonee Yyactas npuinHa PME Bo Bcem Mupe, CBAI3aHHAN C MEHEE TAXenbIM heHOTUNOM, 4em npu Apyrix PME. BonbLlMHCTBO NaLUMEHTOB POAOM M3 CKAaHAWHABCKNX N 6aNTUACKNX pernoHoB EBponbl unu CesepHoin Acopuku. PacnpocTpaHeH-
HOCTb MOXeT gocTurats 1 ciyyait Ha 20 Tbic. 4enoBek (B PUHAAHANN). TAKECTb COCTOAHNA U, CIEA0BATENIbHO, 0XKNAAaeMas NPOAOIKUTENIbHOCTb XN3HIM CUNbHO pasdnuyatoTes. ULD HavnHaeTcs B Bo3pacTe 4o 18 net, 06b14HO B 7—13 N€T, C TOHNKO-KN0-
HUYECKUX NN MUOKITOHMYECKMX CY[0POT; MOTYT BO3HMKATb a6CaHCbl. MOKNOHYC MOXET ObITb BbI3BAH TAKTUAbHOI UM CBETOBOW CTUMYNALMENR 1 06bIMHO 60Nee BbIPaXEH Npu NpobyxaeHnn. Mpu ncnonb3oBaHM eHNTONHA HabNAaeTCa
yXyALleHue cocTosinua. MporpeccupoBaHne 0TMe4aeTcs B NOAPOCTKOBOM BO3pacTe, 06bIYHO Ha4NHAsA C NepBbIX 6 NeT NOCNe Ha4ana NpUCTynoB, C yCUNEHNEM MUOKITOHIM, PA3BUTUEM aTaKCUN 1 NEFKUM CHUXKEHNEM KOTHUTUBHBIX YHKLMIA. COCTOsAHME
MeeT TEHEHLMI0 CTaBMNN3MPOBATLCS B PAHHEM B3POCIOM BO3PACTE C MUHUMANbHbIM YXYALIEHNEM KOTHUTUBHbIX (DYHKLMIA MK 6€3 HEro, @ MUOKIOHYC 11 aTakcus MOTYT axe YMeHbLIUTbCA. DOHOBAs aKTUBHOCTb Ha 33T MOXKeET 6bITb HOPMaNbHOI

B Hayarne, nporpeccupyoLiee 3amefneHne oHa 06b14HO NOABNSETCA CO BpeMeHeM. POTOCTUMYNALMUA B 6OMNbLIMHCTBE Cy4aes CMOCO6CTBYET BO3HUKHOBEHMIO CNANK-BOJH, 3TO MOXHO YBUAETH B 1e60Te 3a60N1eBaHNs. IMeeT MecTo MHTepUKTanbHas
reHepann3oBaHHas cnamk- u NONMCNank-BoNHOBAsA aKTUBHOCTL. 33 BO BPEMA MUOKNIOHNYECKIMX NPUCTYNOB COAEPXKMT reHepan30BaHHy0 NONNCNAAK-BONHOBYO akTUBHOCTb. MPT 06bI4HO HOpMabHA HA PAaHHINX CTaAUAX 3a601€BaAHNA, MO3XKE MOXHO
YBUAETb Nerkyto atpoduio. MOBTOpHAs Bapuauns 3kcnaHcuu B reHe uuctatuHa B (CSTB, EMP1) coctaBnset npumepHo 90% cry4aeB BO BCEM MUPE, HACNEA0BaHNE ayTOCOMHO-PELIeCCUBHOE. TN NaTOreHHOro BapMaHTa reHa MoxeT 06yCnoBaMBaTh
CTEMNEeHb TAKECTH

6.1.2. bone3sub Jlachopa (anrn. Lafora disease)

Tak)Xe n3BecTHa kak 60ne3Hb Teney Jladopa, nporpeccupyrowas MUOKNOHNYeckas anunencus 2A n 2B

BonesaHb Jlachopa 6onblue pacnpocTpaHeHa B HOxHoi EBpone, CeBepHoit Acdpuke, LieHTpanbHoii u H0xHo A3ui. 3a6oneBaHne 06bI4HO NPUBOAUT K NeTanbHOMY Mcxoay npumepHo vepe3d 10 neT nocne fe6toTa, 0HAKO Takxe Obina onucaHa MeAneHHo
nporpeccupyrowas opma. 1ot nogTun PME Ha4mHaeTcs B BospacTe oT 6 40 19 neT, 06b14HO B 14—15 €T, CO CHIKEHNEM KOTHUTUBHBIX (DYHKLIA, MO3)XXEYKOBbIMIA CUMNTOMAMI (aTaKCUA, HApPYLLEHNE KOOPANHALNN), NOTEPEer 3PEHNS 1 MUOKNOHUYe-
CKUMW 1 TEHePann30BaHHbIMU TOHNKO-KNOHMYeCKUMI cyfoporamu. GoKanbHble NPUCTYMbl CO 3PUTENBHBIMI CUMNTOMAMK (MPEXOAALLAA CNeNnoTa, 3NEMeHTapHble 3pUTENbHbIE (DEHOMEHbI NN 3PUTENbHbIE FANOLMHALINI) XapaKTepHbI ANS PaHHEro
Hayana. MMoKnIOHMYECKME MPUCTYMbl NOCTENEHHO YXYALIAIOTCS 1 CTAHOBATCA TPYAHOU3NEYNMbIMU, TPOLOIIKAETCSA MPOTPECCMPYIOLLEE CHUXKEHNE KOTHUTUBHBIX yHKLMiA. K 10 roaam nocne Hayana 3a6oneBanus y 601bHbIX HA6MIOAAETCA NOYTH
HenpepbIBHbI MUOKOHYC C a6CaHCaMu, 4aCTbIMU FeHEPan30BaHHbLIMYU TOHUKO-KNIOHMYECKMMU NPUCTYNaMu, ¢ rny60Koi AeMeHLel uan nepexofom B BereTaTuBHOE COCTOsSHIE. B Havane 3aboneBanms Ha I3 HopManbHas oOHOBas pUTMUKA

C UHTEPMKTANbHbIMW pa3pafamm TUna «cnaik—BoaHa» U Noancnankamm, KOTopble aKTUBMPYIOTCA (DOTOCTUMYNALMEN HAa HU3KNX YacToTax. B otnnyme ot JME reHepann3oBanHas anunentuopmHas akTUBHOCTb HE YCUNNBAETCS BO CHE, XOTA MOXET
ycunueatbesa (hokanbHas anunentTuopmHan aHomanus B 3agHux otaenax. Co BpemeHem poHOBas akTUBHOCTL Ha 3l 3ameanseTcs, a anunenTOPMHAR aKTUBHOCTb YBENIMYMBAETCA NO YACTOTE U MOXET UMETb aKLEHT B 3aAAHNX 0TAeNax. Y naumeH-
TOB ¢ 60/1e3HbI0 JTachopa MOXET Pa3BUTLCA HEYCTONYNBLIA MUOKITOHYC 63 KOppenaunum ¢ KapTuHoii Ha A3, 4To AngeTca ewe ofgHUM otnuynem ot JME. MPT 06bi4HO B HOpMe, HO MP-cnekTpockonus MoXeT NokadaTb 3HAYUTENbHOE CHIDKEeHNE
cooTHowweHus N-aueTunacnaptat/kpeaTuH BO (DpOHTaNbHOI Kope, 6a3anbHbIX FAaHTANAX U MONYLWapMax Mo3xeyka. Mo3MTPOHHO-3MMCCMOHHAs TOMOrpadus ¢ (PTOPAE30KCUTIIOKO30i MOXET N0Ka3aTb 06LIMPHbIE 061aCTU CHUXEHHOTO MeTabonnama
TIIOKO3bI, TAXKECTb MOXET KOPPennpoBath co cTafner 3abonesannsa. MatorenHble BapuanTsl reHos EPM2A (nachopun) n EPM2B (manut) o6HapyxusaTcs B 70% 1 27% cnyvaes COOTBETCTBEHHO, PY 3TOM NATOreHHbIN BapUaHT He 06HAPYXeH B 3%
cny4aes. Tenbua Jlacpopa (HakonneHme rankoreHa) BUAHbI B KIIETKAX NOTOBbIX NPOTOKOB 1 APYrUX TKaHAX. ITO COCTOAHNE 0Tnn4aeTcs 0T ULD Hanu4mem paHHero CHIKEHUS KOrHUTUBHbIX (DYHKLNIA 1 BbICTPLIM Nporpeccuposannem PME

6.1.3. HeiipoHanbHbIit LepouaHbli nunotycuyuno3 (anrn. neuronal ceroid lipofuscinosis, NCL)

Tak>Xe n3BecTeH Kak 60Nne3Hb batTeHa, LepounaHbIi NUNoMYCcLMHO3

NCL npepcTtasnset co60i rpynny HeipofereHepaTUBHbIX TM30COMHbIX 3a60/1€BaHNIA HAKONNEHUS, MPUBOASALLUMX K N3ObITOYHOMY HAKOMEH IO NMNONNTMEHTOB (MUNoycLuHa). MlepBoHa4YanbHO OHYM 6bINK KnaccuhuumpoBaHbl No BO3pacTy AeboTa
3a6onesanns: Mnaferveckas opma («cuHckas hopma»; He PME), no3gHas nHanTunbHas opma, loBeHnnbHasa hopma 1 B3pocnas opma. OfHAKO ¢ MAeHTUNKALMER NAaTONOrMYECKMX BAPUAHTOB FEHOB, ABNAIOLMXCA NPUMHOI 3a60NeBaHNs,
NCL Tenepb knaccuuuupytoT B COOTBETCTBUM C NIEXALLMM B OCHOBE NaTOTEHHLIM FEHOM M BO3PACTOM Hayana 3abonesanus. Ha cerogHAWHNIA feHb M3BECTHO 6oMee JeCATKA FeHETUYECKI Pa3NuyHbIX 3a601eBaHuii. [arHo3 0CHOBbIBAETCA Ha
reHeTU4eCKOM UCCNEL0BAHUM U (B HEKOTOPbIX CNYyYasx) aHanu3e akTUBHOCTI (DEPMEHTOB. dNEKTPOHHAA MUKPOCKONUS MMM OLUTOB UM TKAHU MOXET 6bITb NONE3HA ANS HEKNACCUYECKMX NposiBneHnit. Hanbonee pacnpoctpaHeHHbiMu NCL sBnstoTCs:
— LlepounaHsbiii nunodpycuymnHos 2-ro Tuna (CLN2, patee nasectHbiit kak NCL Tuna 2, knaccuyeckas oopma NCL ¢ 4e610TOM B N03JHEM MNaJeH4eCKOM BO3pacTe 1 60N1e3Hb AHCKOro—bunbluosckoro). 3o Hanbonee pacnpocTpaHerHbii NCL, 0 KoTopom
€0061Lanoch B Pa3nnyHbIX ITHUYECKMX rpynnax. MepBuyHbIA 4e60T anunencun y pe6eHka B Bo3pacTte 2—4 1eT ¢ paHHen 3aAepXK0il pe4eBOro pa3BuTIS B aHaMHe3e J0SKHO CTaTb MOBOAOM AN paccMoTpeHus Bonpoca o GLN2. MoryT Bo3HuKaTth
MHOXECTBEHHbIE TUMbI CYA0POT, BKN0YasA he6punbHble, TOHNKO-KNOHNYECKIe, a6CaHChl, MUOKITOHMYECKME, aTOHNYecKIe N (hOKanbHble (C (hOKanbHbIMI UK 63 OKaNbHbIX MK GunaTepanbHbIX TOHUKO-KNOHNYECKIMX cyaopor). MuoknoHuyeckue
CYROpOri MOTYT OTCYTCTBOBATb B Hayane. 3afiepXka pe4yeBoro pa3BuTiS 4acTo pacno3HAETCA [0 Ha4ana npucTynoB. bonbHble YacTo NporpeccupyeT GbICTPO, C NOTepPei NOABKHOCTY U A3biKa K 45 rogam. B Te4eHne cnefyoLLnx HeCKONbKNX neT
NPONCXOANT AaNbHERLLNI Perpecc ¢ noTepeil 3peHns. bonbHbie ymupaoT B Bo3pacTte 0T 8 4o 12 net. I3 MOXKET NokasaTb DOTONAPOKCU3MAbHbIA OTBET NPU HU3KUX 4ACTOTaxX PUTMUYECKON choTocTumynsumum (1-3 ), natonornyeckas akTuBHOCTb
NpuBAi3aHa No BPeMeH K [eiCTBNIO CBETOBbIX pasapaxuteneii. MPT nokasbiBaeT n3MeHeHMe cUrHana B 3aHnx otaenax 6en0ro BeLlecTsa nim atpodmio moaxedka. Mpu 3a6onesatun CLN2 BaxxHa paHHAS [UarHoCTKa, NOTOMY 4TO AOCTYNHO
3aMeCTUTENbHOE NeYeHne hepMeHTamMu, KOTOPOe MOXET 0TCPOYNTb perpecc MoTopukm u pedn. CLN2 Bbi3biBaeTCcs naToreHHbIMIN BapuaHTamu rena Tpunentuaunnentuaassl 1 (TPP1) CLNZ2, 4To npuoamT Kk Aecomumnty depmenta TPP1 n nocnepytoe-
MY HaKOMEHIO NUNONUTMEHTOB (MTMNOMYCLNHA) B HERPOHAX W Apyrux TKaHsax. Bapuantel NCL ¢ Hayanom B no3fHeM MnafeH4eckoM BO3pacTe TakKe MOrYT ObITb BbI3BaHbl NATOreHHbIMU BapuaHTamu reHos CLNT, CLN5, CLNG, CLN7, CLN8 w CTSD

— CLN3 (paHee nssecTtHbIi kak NCL Tna 3, knaccuyeckas toseHunsHas coopma NCL, 60ne3Hb battena unu 6onests WLnunsmeriepa—dorta—LLlerpexa). Janubiii CUHAPOM 4acTo BCTpeyaetcs B CkaHanHasmm (1% LUBEAOB ABNSIOTCA HOCUTENSMM 3TOTO
reHa), Ho pexe 1 B Apyrux pernoHax. lanubiii NCL KInHN4eCKN NOX0X Ha NO3JHION MHMAHTUABHYIO hOPMY, HO BO3PACT Ha4ana y Hero 6onee no3aHui (4-10 neT), a Bpems BbKMBaHMs 60MbHbIX 60nbLue (13-30 net). MoTeps 3peHns 6bi1cTpo
MPOrpeccupyeT, CONPOBOXAAACH ereHepaLnei XXenToro NATHa, aTpodnei 3puTeNbHOro HepBa U MUTMEHTHbIM PeTUHUTOM. 3Ta hopma 06yCIOBIeHa NaToreHHbIMU BapuaHTamu reHa GLN3. MyTaHTHbI 6enok CLN3 coxpaHsieT 0CTaTo4HYI0 (PYHKLMIO,
470 06BACHAET, No4eMy aTa popma CLN xapakTepuayetcs 60nee NO3LHAM Ha4yanoM 1 MeHee TSXKENbIMU KIMHUYECKUMI NPOSIBNIEHNSMM N0 CPaBHEHMIO ¢ Apyrumn doopmamu CLN. BapuaHTsl toBeHunbHOro NCL Takxxe MOryT 6biTb BbI3BaHbl BApMAHTAMM
naToreHHblx reHos CLNT, CLN2, CLN9 v ATP13A2

—NCL ¢ ge6toTom BO B3pOCNOM BO3pacTe (paHee N3BECTHbIN kak 60ne3Hb Kydpca) BCTpeyaeTcs pefko n NposBnsieTcs Kak cnopaguyeckoe 3a6onesanne. OH npucyTcTeyeT B ABYX hopmax: Tun A umeeT PME-nofo6Hyi0 KapTuHy ¢ NOCNeAyoLWwnm
pasBuTUEM AeMeHLNUN 1 atakcum, a Tun B (He PME) xapakTepuayeTcs AeMeHunei ¢ MO3XEeYKOBbIMI MY APYTUMI 3KCTPANMpaMUAHbIMU iBUraTENbHBIMI CUMITOMaMK. HapyLwierns 3peHns He xapakTepHbl. BospacTt Havana 3a6onesanns 11-50 nert,
06b14H0 30 neT. MporHo3 He6naronpuATHLIA, CMepTb HacTynaeT NpuMepHo Yepe3 10 neT nocne Havyana 3a6onesaxus. JaxHblit NCL 06ycnoBneH natoreHHbiMu BapuaHTamu reHa CLNG. PasHosuaHocTi NCL ¢ ae6toTom BO B3pOCIIOM BO3pacTe TakxKe
MOryT 6bITb 06YCIOBEHbI NATOrEHHbIMW BapuaHTamu renos CTSD, CLNT, CLN3, CLN5, CLN6, CTSF n GRN

Ipumeuanue. IAI — anexmposnyedanozpagpus; ASI — anmusnunrenmuveckue npenapamsl; PK/ — gpoxansnasn koprxosas oucnaasus; [IHIC — ncuxozensle neanunenmuueckue npucmynos; MPT — Maznummo-pe3onancnan momozpagpus.
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AJIaTITHPOBAHHBII EPEBOJ; CO CCHUIKAMM Ha CITUCOK IMTEPATYPbl MOKHO O3HAKOMHUTHCS B IEPBOMCTOUHHKE.
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