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IIpunoxenue D1 (Hagaxo). CUH/IPOMBI M/IHONATUYECKON I'€HEPAIN30BAHHON AMUIETICUT

1. letckas a6cancHas anunencus (aurn. childhood absence epilepsy, CAE)

3nugemunonorus

3a6onesaemoctb CAE cocTaBnset npumepHo 6,3—8,0 cnyyas Ha 100 Toic. geteli B rog. Ha gonto CAE npuxoantcs npumepHo 18% anunencuin y AeTei LWKONbHOro Bo3pacTa

KnnHuyeckas kapTuHa

BospacT Havyana 3abonesanus 06bI4HO cocTaBnseT 4-10 neT (AmanasoH 2-13 net). Y geteit ¢ Havanom B Bo3pacTte 10 neT n ctape pasznunyne mexay CAE n JAE 3aBucuT 0T 4acToTbl a6CaHCOB. ECim TUNNYHbIE
abCaHCbl BO3HMKAOT 4acTo, N0 KpaitHel Mepe eXXe[HeBHO UK Yalle Npyu OTCYTCTBUM NeveHns, 6onee BeposTeH guarHo3 CAE. Oco6eHHocTn 33 moryT nomoyb oTnn4nts CAE o1 JAE. CAE yale BcTpevaetcs

y AeBoyek (60-75% cny4aes). PebpunbHble CyLoporu B aHamHese oTMmedatrotca y 10-15% feteil. PassnTue, kak npaBuno, HopmanbHoe, xoTa Aeti ¢ CAE moryT nmeTb onpefieneHHble TpyAHOCTH B 06y4eHun n COBI
(HeBbIpaXeHHbIE NPOABNEHUA, UX NErKO YNYCTUTb). TakXXe 0TMeYatoTcs 60/1ee BbICOKIUE NOKa3aTenn Aenpeccun u TpeBoru. HeBponorm4eckunii ctatyc u pa3mep ronoBbl B HOPMe.

XoTa CAE MOXeT peAKo BO3HNKATb y ieTeil C yMCTBEHHON OTCTanoCTbio, B TAKNX CNy4asx cnefyeT pacCMOTPeTb BO3MOXHOCTb NPOBEEHNS AONONHNTENbHbIX UCCIIeA0BAHMIA, BKIOYAA reHeTUYecKoe, Ans
UCKIIIOYEHNS Apyrux aTnonoruit. B cnyyasx ge6ora abcaHcos B Bo3pacTte A0 4 neTy 10% naumeHTOB BbIABAAOT CUHAPOM HEJOCTATOMHOCTW NEPEHOCYMKA FIOKO3bl 1-r0 TMNa (aCCOLUMPOBAHHbII

C MaTonornyeckuMmu BapnanTamm resa SLC2A1)

TeyeHune 3a60neBaHNs

CAE 06bI4HO YYBCTBNTENEH K MEAMKAMEHTO3HO Tepanuu. OH NcYe3aeT K paHHeMy NoApPOCTKOBOMY BO3pacTy y 60% nalueHToB. B 0CTanbHbIX Cly4anx y nauMeHToB MOryT pa3BuTbCcs Apyrue CMHAPOMbI IGE.
OTCYTCTBUE ABUTATENbHbIX ABTOMATU3MOB MOXET KOPPENUPOBaTh C XYALIUM UCXOA0M 3a60/1eBaHNs

Tunbl NpUCTYNoB

Tunu4Hble a6CaHCbl UMEKOT BHE3AMHOE HA4ano ¢ NOSHON NoTeper CO3HaHMA Y 60NbLUIMHCTBA AeTell, C HENOABVIKHBIM B3rNAA0M, NOTEPeil BbIPAXKEHUSA ML U NPepbliBaHMEM aKTUBHOCTW. OpanbHble n/unu
MaHyanbHble aBTOMaTU3Mbl BCTPeyatoTca y 86% nauneHToB, a rna3ofBuraTenbHas CAMNTOMaTMKa C MOPraHueM, OTKpbIBaHWEM a3, Mano3aMeTHbIM MIOKIOHYCOM BeK UW NepuopanbHbIM MUOKIOHYCOM —

y 76,5%. NpoNCcXoAnT HeMeANeHHOEe BO3BPALLEHE K HOPMaNbHON AeATENbHOCTM, XOTS [eTWN MOTYT HA MTHOBEHWE COMBATLCSA C TONKY, KOrAa NepeopueHTupyoTcs. MpoaomxKuTenbHocTb abcaHca 06bI4HO
coctasnsaet 3-20 ¢ (B cpeaHem 10 c), HO u3pefka oHu MoryT gnutbea 6onee 30 ¢. MoryT Habn0[aTbCA HeAepXKaHme Mo4Yu U NOTeps KOHTPONA Haj N030MA. MPUCTynbl 06bIYHO MPOUCXOAAT HECKONIbKO Pas B AieHb,
HO 4aCTO He pacno3HalTCs.

['TKIM peako npeALecTBYOT MW BO3HUKAIOT B NEPUOA 4aCTbiX a6CAHCOB B J6TCKOM BO3pacTe. Yalle OHM Ha4MHAIOTCSA B NOAPOCTKOBOM BO3pacTe, 4aCTo nocne pa3peLieHns abCaHCHbIX NPUCTYNOB, N MOTYT
npeABseLyaTb 3BONIOLNIO B Apyroit cuiapom IGE (Hanpumep, JME, JAE, GTCA).

MwoknoHuyeckne NpUCTynbl, 3a UCKNTIOYEHIEM CNaboro MUOKIOHYCA, BO3HMKAIOLLEro BO Bpems abcaHcHoro npuctyna, npn CAE He HabntofaloTcs. Beipa)XeHHbIi MMOKNOHYC BO Bpems a6CaHCOB (Mogbem 06eux
BEPXHNUX KOHEYHOCTEN NPK TOHNYECKOW N03e) A0JKEH CBUAETENbCTBOBATH O PEAKOM TUME NPUCTYNOB, MUOKNOHUYECKINX abCaHcax, KOTOpble HA6NOAAIOTCA NPW 3NUNIENTUYECKOM CUHAPOME C MUOKOHUYECKUMY
abcaHcamu

[aHHble 33T

MHTepukTanbHas 33l

®doHoBas putmnka B Hopme. OIRDA Bo3HukaeT y 21-30% paeteit ¢ CAE ¢ yacToTon 2,5-4 Iy m MOXeT umMeTb 3y64aTbiil BUA. HabnoaaoTCs BCMbIWKN FreHepann30BaHHOl Cnaink-BONTHOBON akTUBHOCTM YacToTOh 3 Ty
(ananasoH 2,5-4 ), KoTOpas BO CHE MOXET (hparmeHTNpoBaTbCA. PparMeHTUPOBaHHAA reHepann3oBaHHas cnank-BoNHOBas aKTUBHOCTb MOXKET Ka3aTbCs (DOKabHON UK MYNIbTUOKANbHON, HO He
HabN0JaeTcs NOCTOAHHO B 04HOI 06nacTu. Mopdonorus okanbHoii cnaink-soNIHOBON aKTUBHOCTY aHANOrM4YHa reHepann3oBaHHON CNaiK-BONHOBOM aKTUBHOCTH. [Tonncnaiik-BoaHOBas aKTUBHOCTb MOXeET
HabN0JaTbCs TONLKO NPKU APEMOTE 11 BO CHE, HO He BO BPeMA 604PCTBOBAHNUA. PUTMNYeckan )oTOCTUMYNALNA BbI3biBAET NOABJIEHNE FEHEPAIN30BAHHOI CMNANK-BONIHOBON aKTUBHOCTU Y 21% NauneHToB
MkTanbHas 33

XapakTepuayeTcs perynspHoi reHepann3oBaHHol cnaink-BosIHOBON aKTUBHOCTbIO YacToTol 3 Ty (AnanasoH 2,5-4 Iy) B 1-10 CeKyHAY HaYana npuctyna c abcaHcamu. Mpnb6nan3nTtenbHo y 21% naumeHToB X0TS Obl
4acTb a6CaHCOB UMeeT Havano ¢ 2,5 M, ay 43% xoTA 6bl 4acTb a6CAHCOB NMEET Havasno ¢ 4 ly. [lesopraHn3oBaHHble pa3paabl, onpefensemble KpaTKuMn (<1 ¢) Unn NpexoAALLMMN NepepbiBaMu B UKTaNbHOM pUTMe
N160 BOHAMU pYroii 4acTOTbl AN MOPMONOTUN, BCTPEYAKOTCA 3HA4YUTENIbHO pexe, 4em npu JAE. leHepanuaoBaHHble CNank-BoSiHbI 1 a6CaHChI NPOBOLUPYIOTCA TMNEPBEHTUNALMEN Y 60MBLUMHCTBA He
nonyYalLWwmx Tepannio naumeHTos. MeanesHas cnaiik-BonHOBas akTMBHOCTb (<2,5 1) oTCyTCTBYET. ECNN He nonyYaroLwmin Tepanuio pe6eHoK XOPOLLO BbINOHAET FUNEPBEHTUNALMIO B TE4EHNE 3 MUH 1 PU 3TOM He
HabN10aeTCs reHepann3oBaHHO Cnaik-BONHOBOWN aKTUBHOCTK, IETCKYI0 a6CaHCHYI0 AMUENCUI0 MOXXHO NCKITYNTb

PesynbTathbl
HenpoBm3yanusaunm

Mpu HeiipoBU3yann3aunn 0TKIIOHEH I OT HOPMbI He (OMKCUPYETCs, 1 OHa He noKasaHa npu Tunu4Hoit CAE. Ho ee cneayeT BbINOAHATL MPY HANNYWN aTUNUYHBIX NPU3HAKOB, NPW PE3UCTEHTHOCTI CyA0pOr
K MEANKAMEHTO3HOW Tepanun Uan npu Hanu4mn CTONKOro PoKanbHOro 3ameanesmns Ha 330

[laHHble TeHeTUYECKNX
ncenenoBaHuia

[eHeTMYeCKOe NccneaoBaHne He ABNAETCSA YaCTbto TEKYLLUEN PYTUHHOW ANArHOCTUKN, HO N0 MEpPe BbIABIEHWA 60NbLLEr0 KOIMYECTBA FEHETUYECKUX ETEPMUHAHT OHO MOXET 3aHATb TaM CBOe MeCTo. KnnHuyeckue
reHeTM4ecKne NCcnefoBaHmns, Takne Kak uccnefoBaHms 61M3HeLL0B, nokasanu, 410 CAE nMeeT BbIpaXXeHHbIi TEHETUYECKNIA KOMMOHEHT. VI3BECTHO NULLIb HECKONTbKO FeHOB, 06YCNOBIMBAIOLLMX MOHOTEHHBIA pUCK
CAE, B 0CHOBHOM MeHTU(NLNPOBAHHbIX B UCCNEA0BAHMAX CEMEN, e eCTb MHOT0 60MbHbIX € IGE, nnn B KpynHbIX KOFOPTHbLIX MCCNEL0BAHUAX (Hanpumep, reHbl GABRG2, GABRAT, SLC2AT). TeHeTu4eckoe
nccnefoBaHne cnefyet Ha3Ha4YMTb, €CNM aBCAHChl HAYMHAKOTCS A0 4-NeTHero Bo3pacrta (Hanpumep, Ha npeameT natonorum B reHe SLC2A7), 7.k. 10% AeTeil MMeOT HEAOCTAaTOYHOCTb NEPEHOCYMKA FMIOKO3bI 1-r0
TUNA, 1 0COBGEHHO NPU HANUYUN ATUMUYHBIX TPU3HAKOB, TAKUX KaK YMCTBEHHAA 0TCTAN0CTb, ABUTraTeNbHbIE PACCTPONCTBA MM (PAPMAKOPE3UCTEHTHOCTb, MO0 €CNK B CEMEHOM aHaMHe3e UMEKTCS YKadaHns Ha
CY[LOPOXXHbIE MPUCTYMbI Y POACTBEHHMKOB. CyLLECTBYIOT Takxxe nosTopstowmecs CNV — Hanpumep, mukpoaeneuns 15q11.2, 15q13.3 n 16p13.11, KoTopble CNOCOGCTBYIOT CNOXHOMY HacneaoBaHuio. Ecnny pebeHka
BbIPQXKEHHbIE TPYAHOCTM B 06Y4EHUN, CIeAyeT paCCMOTPETb XPOMOCOMHBIA MUKPOMATPUYHbIA aHanu3, T.K. 3TUM CNOCO60M MOXHO 06HAPYXXUTb 60/1ee BbICOKYH YaCTOTY NAaTOreHHbIX Bapuaumnii yucna CNV

PesynbTatbl Apyrux
ncenenoBaHuin

B TMNnYHbIX cnyvasx Apyrux nccnenosanuii He Tpebyetca. ECnv 4e610T NPOMCXOANT B BO3pacTe <4 NET UK UMETCA aTUNUYHbIe NPU3HAKW, TaKWEe KaK YMCTBEHHAA 0TCTanoCTb UK ABUraTeNbHbIe PACCTPONCTBA,
cnefyeT pacCMOTPeTh ANarHo3 HeA0CTAaTOYHOCTI NepeHOCYNKa roKo3bl 1-ro Tuna. Han6onee 66ICTPO 3TO MOXHO ONPEAENUTL N0 TUNOrAKOPaxun (04eHb HU3KOE COLepXKaHune rNoKo3bl B CMIMHHOMO3r0BOM
XWAKOCTM HATOLLAK) N N0 aHaNU3y MyTaumil B reve SLC2A1
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IIpunoxenue D1 (mpogomxernue). CUHAPOMBI UIHONATUYECKON F€HEPATN30BAHHON SMUTIETICUN

OndbbepeHunanbHblit
[Maruos

[pyrve anunencuu:

— 3nunencus ¢ MMOKNOHMEN BEK XxapakTepuayeTcs abcaHcamm ¢ NOBTOPSKOLWMMUCS, PUTMUYHBIMUI, ObICTPbIMU NOLEPTMBAHUAMY BEK, OTKNOHEHEM rNa3HbIX 610K KBEPXY U NErkuM pasrn6aHnem ronosbl.
MpucTynbl 4aCTO BbI3bIBAKTCA 3aKPbITUEM a3, CONHEYHbIM CBETOM M (DOTOCTUMYNALNEI

— 3nunencms ¢ MMOKNIOHNYECKUMIN abCaHCaMn xapakTepu3yeTcs abcaHcamm ¢ MUOKIOHUYECKUMM NOAEPrNBAHNAMM BEPXHUX KOHEYHOCTEN 4acToTol 3 Il ¢ NoAbeMOM pyK

— [lpyrve reHepann3oBaHHble 3NUeNcumn ¢ aTUNUYHbIMM abcaHcaMm 4acTo CBA3aHbI ¢ 60Mee ANNTENbHON NOTEPeN CO3HAHNA, MeHee 3aMeTHbIM Ha4aioM 1 OKOHYaHWeM NpucTyna u MefneHHo reHepann3oBaHHoN
CNank-BOTHOBOM aKTUBHOCTbI0. O6bIYHO OHM BO3HMKAOT B KOHTEeKCTe DEE, Takoro kak cuHapom JleHHokca—lacTo

— JAE (cM. Hxe) 06b14HO Ha4ymHaeTcs nocne 10 NieT, ¢ MeHee YacTbiMu abcaHcamm (pexke, 4em 1 pa3 B leHb), MeHee BbIpaXXEHHON NOTepei CO3HaHNA n 60N1ee BbICOKUM puckom pa3sutua [TKI n anunentu4eckoro
cTaryca abcaHcoB. PerynsipHoCTb 1 4acTOTa reHepann30BaHHbIX Pa3pAA0B «CNank—BONHA» MOTYT NOMOYb 0TAN4uTL CAE 0T JAE

—MpuneTynbl ¢ hoKanbHbIM HAPYLLIEHNEM CO3HAHMSA 4aCTO OTIMYAIOTCS Ha4yabHbIMM (DOKaNbHLIMU HEMOTOPHBIMY NPU3HaKaMu, 60nee ANUTENbHON NPOAOKUTENLHOCTbIO HEMOABVXHOMO B3rnsaga (4acto >30 c)

W NOCTUKTANbHBIMW NPOSBAEHUAMU, BKNOYASA CNYTAHHOCTb CO3HAHWS, COHIMBOCTb 1 rONI0BHYI0 60/1b. 33T NoKa3biBaeT 04aroBble 3NUNeNnTUHOPMHbIE pa3psaabl

HeanunenTtnyeckue paccTpoicTaa:

— MeyTaTenbHOCTb

— HeBHUMaTENbHOCTH

— nasHble TUKK

2. lOHoweckas abcaHcHa

A anunencus (aHrn. juvenile absence epilepsy, JAE)

anugemuonorns

JAE BcTpeyaeTcs pexe, 4em CAE, Ha ee aonto npuxoautcs 2,4—-3,1% HOBbIX Cly4aes anunencun y aetei n noapoctkos. OAHAKO BCTPEYAEMOCTb MOXET ObITb HeI00LEHEHa, T.K. a6CaHCbl MOTYT 6bITb HE3aMETHbIMU
W ynyckKaTbCs U3 BUAY

KnnHuyeckas kapTuHa

TunuyHbIA BO3pAcT Havyana 3abonesanns coctaBnaet ot 9 fo 13 net (anana3ox 8—20 net). B ucknountensHbix cnyyasx JAE MoXeT n0SBUTLCS BO B3POCIOM BO3pacTe. B cnyyasnx ¢ Hayanom B Bodpacte Ao 10 net
pa3nunyutb JAE n CAE MOXeT 6bITb CNOXHO. OTNMYNTENbHbIE 0COOEHHOCTM BKtOYalOT 60nee cTapLlimnii Bo3pacT ae6ioTa 1 60/ee HU3KYH YacToTy abcaHcoB npu JAE. Xapaktepuctukn 33 aHanoruyHbl, 0AHAKO
OIRDA He HabnofaeTcs, a reHepann3oBaHHble pa3psaabl MOTYT ObITb HECKObKO 60nee YacTbiMu 1 60niee HeperynsapHbiMn npu JAE.

PasBuTne n KorHnTuBHas cdepa O MOMEHTA Hayana npucTynoB 06bI4HO B HOpMe. DebpusibHbIe CYA0POri B aHamHe3e BcTpeyatoTes B 6—-33% cny4aeB. 3Ha4uTeNbHbIe HApyLLEHUA B KOTHUTUBHOI cdhepe LOSKHbI
YKa3bIBATb HA aNbTePHATMBHbIN MArHO3

TeyeHune 3a60neBaHNs

JAE yacTo nofjaeTcs MeJMKaMEeHTO3HOMY NIe4EeHUI0, HO MOXET NOTPE6OBATLCA NOXKM3HEHHASA Tepanns. ATOCYKCUMMNA B KA4eCTBE HA4aNbHOW MOHOTEPANUN He PEKOMEHAYETCS M3-3a BbICOKOI BeposTHOCTM TTKIT.
Cnepyet ncnonb3oBaTb A3M LWMPOKOro CnekTpa, NoAX0AALMe ANS Tepanun ANs reHepann3oBaHHbIX ANUNENCUN.
MauneHTsbl ¢ JAE nmetoT 60nee BbICOKNIA puck pa3sutis CABI 1 npo6nem ¢ 06y4eHnem, fa)ke eCu MPUCTYNbl XOPOLIO KOHTPONMPYOTCA. Takxe 0TMeYeH 60J1ee BbICOKMNIA YPOBEHb JeNpeccuit u TpeBoru

Tunbl NpUCTYNoB

Hanuyme a6caHcoB 0653aTenbHO. Y nauneHToB ¢ JAE HapyLleHWe CO3HAHUS NPONCXOAMT BHE3AMHO, 0TMEYaeTCs NPUCTaNbHbIA B3rNAA C NOTepeii BbipaXXeHus nnLa, NnpepbiBaHne akTUBHOCTY C OpPabHbIM
aBTOMATU3MOM UK 6€3 Hero 1 NOCNeAyLWMM HEMeAJIEHHbIM BO3BPALLEHNEM K HOPManbHOI AedTenbHOCTU. [10Teps CO3HAHNA 4acTo ObIBAET MeHee BbipaxeHHoi, 4em npu CAE. Bo Bpems a6CaHCOB C HEMONHOM
noTepen CO3HAHNA 4eNOBEK MOXXET pearupoBaTh Ha KOMaHAbl, HO C TPYOM BbINOSTHAET CIOXKHbIE 3aAa4u. TUNMYHas NPOAOMKUTENbHOCTb cocTanseT 5-30 ¢, nHoraa 6biBatoT 60nee ANUTENbHbIE NPUCTYMbI.
YacToTa 06bI4HO MeHbLLE YeM 1 pa3 B AeHb. Bo Bpems a6CaHCHOro NpUCTyna MOXHO YBUAETb Cabblii MUOKIIOHYC.

INUnenTnYecKmnit abCaHCHbINA CTATYC BCTPEYaeTCs NpUMepHo y 20% 60bHbIX.

['TKM BcTpeyatoTcs 6onee 4em B 90% cnyyaeB. O6bIY4HO OHM HA4MHAOTCSA NOC/e Havyana abcaHcoB, HO B 14—27% cny4yaeB MOTyT npejlecTBoBath abcaHcam. Yactota ['TKI Bapbupyer.

VcknioveHnem aBnaoTCA MUOKIOHNYECKME NPUCTYMbI, KPOME CNaboro MIOKOHYCA, BO3HUMKAIOLLEro BO BpeMs a6CaHCHOr0 npunagka.

[Lpyrue tunsl npuctynos gns JAE HexapakTepHbl

MHTepukTanbHas 33l

®oHoBas puTMUKa B HOpMe. Habnto[alnTCA BCMbILWKMW reHepanin30BaHHON Cnank-BoHOBOWN aKTUBHOCTU, 06b14HO YacToTol 3—4 I (AnanasoH 3-5,5 ), KoTOpas BO CHE MOXET CTAHOBUTLCSA (hparMeHTUPOBAHHOMN.
®parMeHTMPOBaHHAA reHepannM3oBaHHas cnaiik-BoJHOBas aKTUBHOCTb MOXET Ka3aTbCs (DOKanbHON UNKU MynbTUOKaNbHON, HO 06bIYHO He BCeraa HabnoaaeTcs B 0HOK 06nactu, a MOponorua aHanornyHa
reHepann3oBaHHOI cnaik-BONHOBON akTUBHOCTU. leHepPannM30BaHHbIe pa3psfibl YCUNIMBAKOTCS NPU fenpuBaLnm cHa Kak B 60APCTBOBAHUM, TaK U BO CHe. Pa3psaabl yalle HabnoaatoTcs npu JAE, yem npu CAE.
Monucnank-BonHOBas aKTUBHOCTb HA6MIOAAETCA MPEMMYLLECTBEHHO NPU APEMOTE 1 BO CHE.

[aHHble 33T Y He nonyyawwmx Tepannto 60bHbIX TUNEPBEHTUNALUA NPOBOLMUPYET a6CaHCbl NPUMEPHO B 87% cny4aes. ECM runepBeHTUAALNA XOPOLUO BbIMOSTHAETCA PE6EHKOM B Te4EHUE 3 MUH U NpK Hel He HabntoaaeTcs
reHepann3oBaHHoOl Cnank-BONHOBON aKTUBHOCTU, a6CAHChl MalOBEPOATHLI. PUTMUYeCKas (DOTOCTUMYNALMSA BbI3bIBAET reHepPanu30BaHHYI0 CNalik-BONHOBYI aKTUBHOCTb Y 25% nauueHToB. MeaneHHas
Cnank-BoNHOBasA akTMBHOCTL (<2,5 ) oTCyTCTBYET
MkTanbHas 393
[eHepann3oBaHHas cnank-BONHOBAA akTUBHOCTb YacToTON 3—5,5 Iy BO3HNKAET B HaYasie abCaHCHbIX NPUCTYNOB. HeopraHn3oBaHHble pa3psaabl B 8 pas yale BcTpevatotces npu JAE, 4em npu CAE. Ecnm npuctyn
3aMUpaHns NpoNCxXoANT 6e3 KoppenaLny ¢ KapTuHoN Ha 33, AN TaKOro 3Nu304a MOXHO UCKITKYNTb abcaHCHY anunencuto. 33 Bo Bpemsa [ TKI aHanornyHa takoBoi npn GTCA (CM. HXKeE)
PeaynbTarsl Mpn HepoBNU3yanuaaunm OTKIIOHEHNIA OT HOPMbI He oukeupyeTcs. Ecnu knuHuyeckas kaptuHa u 33 TunuyHel 4ns JAE n HeT aTunuyHbIX NPU3HAKOB, HelipoBM3yannu3aumusa He Tpebyetcs. Tem He MeHee ee crneayeT
HelipoBM3yanusaumm BbIMOMHNTb, ECAIN NPUCYTCTBYIOT aTunnyHble Ans JAE npu3Hakm, nMerT MecTo )apMakope3nCTeHTHbIE MPUCTYMbI, AW MPU HAIMYUN CTONKOTO DOKaNbHOr0 3ameanenns Ha 390

[laHHble reHeTUYeCcKnX
ncenesoBaHni

[eHeTn4ecKne NCCneaoBaHna He ABNAIOTCA 4aCTbi0 TEKYLUE PYTUHHO ANarHoCTUKN. iHoraa npucyTCTBYET CEMeiiHbIii aHaMHEe3, MPY 3TOM YNeHbl CEMbU, KaK NpaBuno, ctpagatoT IGE. Knuunveckne reHetnyeckme
uccnefoBanus, Takne Kak uccnefoBaHus 67M3HeEL0B, Nokasanu, 410 JAE UMeeT CUMbHbI FeHeTUHECKNI I KOMMNOHEHT, KOTOPbIA 3HA4MTENbHO 60ee BbipaXKeH, 4em npu CAE.

Tun HacnefoBaHUs — «CNOXHbIA», T.e. 00bI4HO OH 06YCIIOBNEH «MOMNTEHHbIM HACNEA0BAHNEM» C PAKTOPAMI OKPYXXaKOLLeih CpeAbl MK 63 HUX, XOTS CYLLECTBYIOT PefiKIMe MOHOTEHHbIE MPUYNHbI. [eHbl,
06yCcnoBnuBatoLLnNe PUCK Pa3BUTISA 3TOr0 CUHAPOMA, BKNoYatoT GABRG2, GABRAT, CACNATA, SLC2AT v ap. Mpu Hann4um aTUNUYHbIX NPU3HAKOB, TaKMX KaK yMCTBEHHAs 0TCTANOCTb MM (hapMakope3uCTeHTHOCTb,
clieflyeT NPOBOANTb EHETUYECKOE NCCNEf0BaHNE. 3HAYUTENbHbIE HAPYLLEHWUS B KOTHUTUBHOW CADEPE JOIKHbI YKA3bIBaTb HA aNbTEPHATUBHbIN ANArHO3

PesynbTatsl Apyrux
ncenenoBaHuii

Hukakux gpyrux na6opaTopHbixX UCCNEA0BaHWUI He TPEGYETCs U He NpeanaraeTcs

EMHEOL1D0D

¢ 5N v1 WO ¢20¢

algHarpwemMdMIodpU U

BUOUIVULIE
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IIpunoxenue D1 (mpoaonxenue). CUHIPOMBI HUOIATUYECKON I'€HEPAITNZOBAHHON SITUIICIICUN

OndbbepeHunanbHblii
IMarHos

[pyrue anunencuu:

— CAE 06bI4HO Ha4ynHaeTcs B 60nee MOTIOLOM BO3pacTe C eXXeAHEeBHbIX a6CaHCOB M uMeeT 601ee HU3Kuid puck MK

— JME (CM. H)Ke) OTNUYAETCS HANMYNEM MUOKNIOHNYECKIUX CYA0POr, 0CO6EHHO N0 yTpam UK Npu AenpuBaLmn CHa, KOTOPbIe ABNAKOTCA cywecTBeHHbIMYU npu JME 1 He BcTpeyvatotes npu JAE

— CrnepyeT 3an0A03puTb AMUENCUIO C MUOKITOHNEI BEK, CTM HABMI0AAI0TCA NOBTOPAOLWMECS, PErYNAPHbIE NN HEPEerynapHble, 6bICTPbIE NOAEPTrMBAHMA (TPENeTaHNe) BEK 4acTOTON >4 I ¢ OTKNOHEHUEM FMa3HbIX
A6/10K BBEPX 1 pa3rnbaHnem ronosbl. Mpunagkun MOryT 6bITb 04€Hb HACTLIMK, UHAYLMUPYIOTCSA 3aKPbITUEM a3 U CBETOBLIMI Pa3ApaXNTENsMN U3 OKpYXatoLLeih cpebl (YHUBepcanbHasa poToceHcnbunmusaums)
— 3nunencumio ¢ MMOKITIOHNYeCKIMI abcaHcamu clegyeT pacCMaTpyuBaTh NP MUOKITOHNYECKUX NOLEPTrUBAHNAX BEPXHIX KOHEYHOCTE 4acToToil 3 My ¢ NOAbEMOM PYK BO BPEMS aBCaHCHbIX MPUCTYNOB

—B GTCA (CM. HMXE) OTCYTCTBYIOT a6CaHCHbIE NPUNaaKn

—MpucTynbl ¢ poKanbHbIM HAPYLLIEHUEM CO3HAHMSA 06bIYHO OTNNYAKOTCA Ha4YaNbHLIMU HEMOTOPHbLIMU NPU3HAKaAMU, 60NbLUENA NPOJOMKNTENbHOCTLI0 HENOABMXHOIO B3rnsaaa (4acTto >30 ¢) U NoCTUKTaNbHbIMN
NpNU3HaKamu, BKN0Yas CNyTaHHOCTb CO3HAHMA, COHMNBOCTb M FONTIOBHYI0 601b. 33l NOKa3biBaeT hoKanbHbie aNUNENTUOPMHbIE Pa3PAabI

HeanunenTtunyeckue paccTponcrea:

—MeyTaTenbHOCTb

— HeBHUMaTENbHOCTH

— nasHble TUKK

3. lOHoweckasn MuoknoHuyeckas anunencus (aHrn. juvenile myoclonic epilepsy, JME)

anugemuonorns

JME siBnsetcs 3ab60neBaHneM ¢ pacnpocTpaHeHHOCTb0 0T 1 40 3 cnyyaes Ha 10 Tbic. YeNOBEK B NONYNAUMOHHbIX nccnegoBanusx. Ha gonto JME npuxoantcs npumepHo 9,3% Bcex anunencui

Knnunyeckas kaptuHa

TunuyHbIA BO3pacT Havyana 3abonesanns coctasnaet 10-24 ropa (anana3oH 8—40 net). Jluua xxeHckoro nona 60ne0T HeMHOro Yawe. B 5-15% cny4aes npouncxoant TpaHcopmaums ot CAE k JME. Ecnn
MWOK/OHUYECKME NPUCTYMNbI HAYMHAKOTCA B BO3pacTe 4o 8 neT, cnefyet pacCMOTPeTh ApYroi fuarHo3. ®e6punbHbie Cya0pOrn B aHaMHe3e UMETCs NpUMepHo Yy 4-5% nauneHToB.

AHTeHaTanbHbIA N POLOBOV aHAMHE3, @ TAKXXe KOTHUTUBHbIE (DYHKLMK, KaK NPaBKo, B HOPME, XOTH MOTYT Ha60aTbCa HApYLLUeHMs B ONPeAeNeHHbIX 06nacTaxX (Hanpumep, UCNONHUTENbHbIE (DYHKLNY, BHUMAHKE,
NpUHATME peLLeHnit). MporpeccupyioLlee CHUXEHNE KOTHUTUBHBIX (DYHKLMIA NOCNe HaYana npucTyna AoSXXHO CBMAETENbCTBOBATL O NPOrpeccupyioLleinl MMoknoHyc-anunencum. 3peaka JME MoxeT BO3HUKATb

Y AL, C NIErKOi YMCTBEHHON OTCTANOCTbIO, U B TAKNX C1y4asX XPOMOCOMHbIA MUKPOMATPUYHbIA aHANN3 BbIABNAET PELNANBUPYIOLLYIO MUKpPOAeneumnio npumepHo B 10% cny4aes. Y naynenToB ¢ JME Takxxe Bbilue
yacToTa TPEBOrW 1 JeNpeccun No CPaBHEHUIO C 06LLel nonynsaunei.

Kpome T0oro, HeCKONbKO NccnefoBannii 3apukcnpoBan 60nee BbICOKWUIA YPOBEHb UMNYNbCUBHOCTH, 4TO MOXET MPUBECTM K COLMATBHBIM UN MCUXMYECKUM Npo6aemam

TeyeHune 3a60neBaHNs

Y 65-92% naumenTo ¢ JME cypopory pearupytot Ha MeAKaMeHTO3HYI0 Tepanuio Npu NCnofib30BaHN COOTBETCTBYHOWMX AJI. PacnpocTpaHeHHbIM TPUITePOM NPUCTYNa ABAAETCS NNLLEHUE CHA.
MuoknoHu4Yeckne cyaoporu cnoxHee KOHTponuposats, Yem [TKI. bnokaTtopsl HaTPUEBbIX KAHANOB, TaKNe Kak kap6amasenuH, okckap6asenuH n PeHNTONH, 4acTo yCyry6naioT MUOKNOHNYECKNE U aBCaHCHbIe
npuctynbl npu JME. J1TaMOTPUAXUH TakXKe MOXET yCyry6nsitTb MUOKIOHUYECKME CYLOPOrM Y HEKOTOPbIX NALMEHTOB.

JME 06bI4HO CYMTAETCSA PACCTPOWCTBOM, YaCTO TPEOYIOLLMM NOXNIHEHHOI Tepanuin. HECMOTPS HA TO 4TO B HEKOTOPbIX Cy4asX MOXHO ycnewHo npekpatuTs npuem A3M B 601ee N03aHEM BO3pacTe, HeaBHWNIA
MeTaaHanua nokKasas, 4To nocyie 0TMeHbl Tepanun NPUCTYMbl NOBTOPANNCH B 78% cny4yaes (95% poseputenbHbll MHTEpBan 58-94). ®dakTopamu pucka papMakope3nuCcTeHTHbIX MPUCTYNOB ABNAIOTCA a6CAHChI,
COMYTCTBYIOLME NCMXnaTpuyeckne 3a6onesanmus, CAE B aHaMHe3e, NpUCTYNbl, BbI3BaHHbIE LieNIEHANPaBEHHOI AeATENbHOCTbIO 1 60J1ee MONOAOW BO3PACT HaYana 3a6onesaHus

Tunbl npucTynos

MwoknoHuyeckne Cynoporu sBngTCA 0693aTeNbHbIMI AN1A MOCTAHOBKN AMArHO3a. Yalle BCEro OHN BO3HMKAIOT B Te4eHMe 1-ro yaca nocne npo6yXAeHUs N yCUMBaOTCA Npu AenpuBaunm cHa. MaumenTtsl MoryT
He pacno3HaBaTb MUOKIOHMYECKIME NOAEPTrUBAHUNSA KAK NPUCTYNbI, UX 4ACTO PACMO3HAKOT PETPOCNEKTUBHO, nocne nossneHns I TKM. MruoknoHYecKunit 3annnenTuHecKnii CTaTyc MOXeT BOZHUKATb PeSKO.
MwoknoHuyeckme Cynoporu MoryT 6bITb 0AHOCTOPOHHUMMU UNK 6unatepanbHbiMin. OHU MOTYT Npeo6nafaTh Ha OLHON CTOPOHE Tena, 4acTo BOBNEKast BEPXHIE KOHEYHOCTW. MUOKTOHNYeCKIe CYyA0pOrn Takxe
MOTYT NOpa)KaTb HWKHNE KOHEYHOCTI 1 BbI3biBaTb NafeHns. MoryT 6biTb penekTOpHbIMU, BbI3BAHHLIMI CBETOBON CTUMYNALMEN UMK LieNIeHanpPaBaeHHON AeATENIbHOCTbH).

I'TKIM BcTpeyatoTcs 6onee 4em y 90% nauneHTOB, UM 4acTO NPEALLIECTBYET CEPUS MUOKITIOHNYECKUX MPUCTYNOB, 4aCTOTa U TAXECTb KOTOPbIX YBENMYMBAKTCS, 4TO NPUBOANT K MUOKNOHUYECKN-TOHUKO-
KNOHMYeckum npuctynam. OHN 4acTo BO3HMKAIOT Npy NpobyXAeHUn unu genpusauum cHa. Hactota KM BapuabenbHa. leHepann3oBaHHbIA TOHNKO-KNOHUYECKNIA ANMNENTUYECKNiA CTaTyC BCTPEYAETCA pesiKo.
OTKNOHEHWE rofioBbl 4O U3MeHeHUS co3HaHnA BO Bpems [ TKI A0KHO NOBbIWATL BEPOATHOCTb (POKANbHON 3NUNENCcUK, OLHAKO OTKIIOHEHME roON0Bbl NOC/E N3MEHEHNUs CO3HAHMA YacTo BcTpeyaeTcs npu JME.
A6caHcbl BcTpeyatotes B 1/3 cny4vaeB. OHM KpaTKoBpeMeHHbI (3-8 c), BO3HUMKAIOT pexe 4em 1 pa3 B ieHb 1 CONPOBOXAAKTCA BapuabenbHbIM, HO 4aCTO Mano3aMeTHbIM HapyLLIeHEM CO3HAHNSA (Kak NpaBuiio, MeHee
BbIPaXKeHHbIM, 4eM npu CAE). dnunenTuyeckmit abCaHCHbINA CTATYC BOSHNKAET PefiKo.

VicknioyeHnem sBnoTCcs (poKanbHble CyA0POry U reHepannu3oBaHHbie TOHNYECKIUE UK ATOHUYECKUE CYLOPOri

[aHHble 39T

doHoBas puTMUKA B HOpMe. leHepannM3o0BaHHOr0 3aMefifIeHNs He HabnAaeTcs, 3a UCKII0YEeHEM NOCTUKTanbHOro nepuoaa nocne I'TKI

MHTepukTanbHas 33l

X0TS AnarHo3 MoxeT 6bITb 3aN0A03PEH HA OCHOBAHUN KNMHNYECKNX AAHHbIX, 0693aTeNbHO 4N OKOHYaTenbHOro AuarHo3a JME sasnsertca perncrpayuns reHepann3oBaHHON CNaik-BONHOBO aKTUBHOCTH.
HeperynapHas, reHepanu3oBaHHas nosmcnarik-BoaHOBas 1 Cnank-BoSIHOBAA aKTUBHOCTb YacToTol 3—5,5 i Habt0[aloTCA Kak BO BpeMs 60pCTBOBAHNSA, TaK 1 BO CHe. VIHTepukTanbHas anunentugopmHas
aKTMBHOCTb NPOABAAETCA AenpuBaumei cHa. Bo cHe pa3pafbl 4acTo PparMeHTUPOBAHHbI, MOTYT Ka3aTbCA (DOKANbHbIMU UK MYNbTUDOKANbHBIMU, HO 06bI4YHO HE HAGNIOAAITCA NOCTOAHHO B OAHON 06nACTH.
DoKanbHble N MynbTUOKaNbHbIE CNAKK 1 pa3psfbl CNaik-BOMH MOryT HabntoaaTecs y 20% NauueHToB, B OCHOBHOM BO (DPOHTANbHbIX OTAENax, U MOryT MUrpupoBaTh Ha pa3Hbix 3anucsx 33l Mopdonorus
¢hokanbHOWN CNaitk-BONMHOBO aKTWBHOCTM NOX0XA HA FEHEPaNN30BaHHYI0 CMaiK-BONHOBYI0 aKTMBHOCTb. ECnn dhokanbHoe 3ameanerne n hokanbHble paspsabl NOCTOSHHO HABMIOAAKTCA B OAHOW 06nacTn, cnesyet
pPaccMOTPeTb BOSMOXHOCTb HANU4YMA POKANbHO 3NUAENCUN U CTPYKTYPHOI NATONOrNK FOSI0BHOMO MO3ra. X0Ta Y HEKOTOPbIX NauneHTos ¢ JME, He nony4aBLInX NeveHmns, MOXHO HabntoAaTb HopManbHy 330

B COCTOAHWN 604PCTBOBAHMSA, 3aN1Ch C AeNpMBaLNeil CHA 06bIYHO BbI3bIBAET reHepanm30BaHHy0 CNaik-BONHOBYIO aKTUBHOCTb, KOTOPas NpK Yrny61eHHOM MCCNeA0BaHNN MOXeT 6biTb 06HapyxeHa y 90% He
noNyyarLWwmnx nevyeHne nauneHToB. Purmnyeckas poToCTUMYNALNSA MOXET BbI3biBaTb MUOKNOHNYECKIUE CYAOPOri, MUOKNOHWUIO BEK U, B pefKkux cnyyvasx, [ TKI. funepBeHTUAALMA MOXET NPOBOLMPOBATH
reHepann3oBaHHy CNank-BONHOBYI aKTUBHOCTb MM NONUCNAK-BOTHOBYO aKTUBHOCTb U PeLiKO — KNMHUYECKNE aBCaHCbl

WNkTanbHas 33

VIKkTanbHas 3anuck He ABNAETCA 0693aTeNbHOM AN NOCTAHOBKM AnarHo3a. MUoKnoHMYeCKne NpucTynbl CBA3aHbl C FeHepann3oBaHHbIMU pa3psgamn NonnMcnNaik-BosH, Nnpyu 3TOM cnaik NpoNCX0ANT OLHOBPEMEHHO
¢ hakTnyeckum nogepruaHmem. OTCYTCTBME FEHEPANN30BAHHbIX PA3PAA0B «CNailk—BOMHA», CBA3AHHbIX C MIOKIOHYCOM, FTOBOPUT O HEINMNENTUYECKIX MUOKIOHMYECKUX NOAEPruBaHnaX. A6CaHCbl CBA3aHbI

C reHepann3oBaHHON NONNCNANK-BONHOBO aKTUBHOCTBIO € 4acToToN 3—5,5 Ty MW reHepannaoBaHHbIMN pa3pafamu cnank-sosH B Haqane npuctyna. Mpu FTKIM nktansHas 331 4acTo CKpbITa fBUraTENIbHLIMM
apTechakTamu. B TOHMYECKOM CTafMN Ha6NKAAIOTCA reHepan30BaHHble GbICTPbIE PUTMUYECKNE CNAK, 32 KOTOPbIMU B KTOHMYECKYI0 (Da3y CeAyI0T BCMbILLKN CNAKOB 1 BCAEA 32 HUIMU — MEAJIEHHbIE BOHbI,
CUHXPOHHbIE C KNOHWYeckumu nogepruanuamu. 3a KT cneayet nOCTUKTaNbHbIA NEPUOL HEPErynsapHOi MeANeHHOR aKTUBHOCTH
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Pe3ynbTatbl HEMpOBU-
3yanusayum

[pn HepoBM3yanuaauum OTKIIOHEHMIA 0T HOPMbI He douKcupyeTcs. Ecnu knuHuyeckas kaptuia u 33 TunuyHbl gnsa JME, HeilpoBnayanuaauns He TpebyeTtca. TeM He MeHee ee CneflyeT BbINOMHUTb, CNN
NpUCYTCTBYIOT NPU3HAKK, HeTUNMYHble Ans JME, dhapMakopesucTeHTHbIe NPUCTYNbl MK ecnin Ha AT CoXpaHAeTCs 04aroBoe 3amMmeaneHmne

[laHHble TeHETUYECKNX
ncenesoBaHni

TeHeTN4ecKoe nccnesoBaHmne He ABMSETCA 4acTbi0 TEKYLUE PYTUHHON AuarHocTUkn. KNuHNYecKne reHeTUYeckne nccnefoBaHus, Takve kak nccnefoBanus 6113HeL0B, nokasanu, 410 JME nmeet cunbHbli
reHeTU4eCcKMn KOMMOHEHT. VIHOrAa npucyTCTBYET CEMEMNHbI aHaMHe3 — KaK Npasuo, y 60NetoLnx 41eH0B cemMby ecTb cuHApoM IGE, Ho He o6s3aTenbHo JME.

Y 0TAeNbHbIX NALNEHTOB CO06LLANOCH O PEAKUX NAaTOreHHbIX BapnaHTax psaa reHos, Bknoyas CACNB4, GABRA1, GABRD v EFHC1, ofiHako B Xofie 60/1ee KPYMHbIX KOrOPTHbIX NCCNEJ0BAHNA MHOTUE U3 3TUX FEHOB
6bInn AUCKPeANTMPOBaHbI. MONeKynspHble AaHHbIE HA CErOAHALIHNIA AeHb B OCHOBHOM OTHOCATCA K anfiefnaim BOCIPUMMYNBOCTY, FA€ BAPUAHT CNOCOGCTBYET PA3BUTUIO SMUTIENCUM, HO HE ABNIAETCA MOHOTEHHON
NpU4NHONA. TOYHO TaK XXe NOBTOPAIOLLNECS MUKpofeneuun, Takue kak 15q13.3, 15q11.2 n 16p13.11, aBnsioTcs annenamu npeapacnonoxeHHocTn k JME

PesynbTatsl Apyrux
nceneoBaHuia

[pyrue n1a6opaTopHbie NCCIeA0BAHUA HE MOKA3aHbI

N deperumnansHblin
Anarios

[pyrue anunencuu:

— MuoknoHuyeckas anunencus MnageH4yecTBa: Ha4ano MMOKIIOHNYECKIX NPUCTYNOB NPOMCXOAMT B BO3pacTe o 3 neT

— JAE: MMOKNOHNYECKNX MPUCTYNOB HET

— GTCA: HeT UHbIX TUNOB NpucTynos, kpome [TKI

— 3nunencus ¢ MMOKNIOHWEN BEK: ClIeAyeT PacCMOTPETb Hann4yne abCaHCOB C BbIPAXXEHHON MUOKITOHNEI BEK

— 3nunencus ¢ MMOKNOHNYECKUMI abCaHcaMn: MUOKITOHNYeCcKIe abcaHchl He HabnoaatTcs npu JME

—Mporpeccupytoias MUOKNOHYC-3NMAENCcHA: CnesyeT pacCMOTPeTb BO3MOXHOCTb CHUXKEHNS KOTHUTUBHBIX (DYHKLNIA, NOSBAEHNS NEPMAHEHTHOr0, 6eCNOpsA04HOI0, PE3NCTEHTHOTO K IEKAPCTBEHHOI Tepanuu
MUOKJIOHYCa, 3aMeANIeHNs POHOBON PUTMUKK Ha 33T nnn hoToNapoKCM3mManbHOro 0TBeTa NPU HU3KO HacTOTe CBETOBOM CTUMynauun (<3 i)

— 3nunencus ¢ NpUCTynamu, BbI3BBAHHbIMU YTEHUEM: CIEAYeT PACCMOTPETb BO3MOXHOCTb BOSHUKHOBEHMS MUOKITIOHUYECKUX NOAEPTUBAHUA UCKITIOYUTENBHO BO BPEMS HTEHUS

— CuHpapom JleHHoKca—lacTo ¢ NO3AHUM Ha4anoM: Cneayet pacCMOTPETb HaNN4YMe TOHUYECKUX CYL0POr U/UNK reHepann30BaHHON NAapoKCU3ManbHO 6bICTPO aKTUBHOCTN Ha 33T

— dokanbHas anunencus: cneayeTt NpoBEPUTb, UMEIOT I MUOKNOHWYecKue npuctynbl unn FTKM nocTosAHHbIE (hOKaNbHbIE NPU3HAKM OT NPUCTYNA K NPUCTYNY, UK OHW NOCTOSSHHO BO3HMKAIOT BO CHE, a He Npu
npoo6yXaeHnun

— CemeliiHas MuoKnoHu4eckas anunencus B3pocnbix (FAME), Takxe M3BECTHAA KaK «MUOKNOHMYECKAsA 3NWNENCcKUs B3POCIbIX C KOPTUKANbHbIM TpeMopom»: FAME o4eHb noxoxa Ha JME, HO CBAi3aHa C BbIpaXXEHHbIM
KOPTUKaNbHbIM TDEMOPOM, KOTOPbIA 06bIYHO MPUCYTCTBYET, HO PAa3NIM4AETCA N0 CTENEHN TAXKECTH, 4aCTO YXYALIAACh C BO3PACTOM 1 NOPAXKas NNLO0 U KOHEYHOCTU. [laHHbIA TPEMOP 4acTO HENPaBUIbHO
OMArHOCTUPYeTCA KaK ATPOreHHbINA, BTOPUYHBIA MO OTHOLIEHWIO K BabMpoaTam Uian namoTpuiXnHy. B gononHenmne k muoknonuyeckum cynoporam I'TKM Ha6nopatotca y 15-100% naumeHToB

Heanunentnyeckne paccTpoicTsa (MKTanbHble 3anucy He koppenupytoT ¢ 33T):

— lMcuxoreHHble HeaNMENTUYECKNEe NPUCTYNbI 4acTo UMUTMPYLOT FTKI

—[MNHNYecKne nofepruBaHns 06bI4HO BOSHWUKAIOT BO CHE Y 30POBbIX N0Aei

—Mepuogmnyeckne LBUKEHNS KOHEYHOCTEN BO BpEMS CHA NPeSCTaBNfoT CO60i NOBTOPSIOLLMECS, BECbMA CTEPEOTUMHbIE BVUXEHUS KOHEYHOCTEN, NPOUCX0AsLLe BO BpeMs paccnabneHHoro 604pCTBOBaHMSA UK
BO BpeMs cHa. B otnnyue ot JME 3Ti ABMXKEHNS HE BUAHbI BO BPEMS aKTUBHOIA AeSATENbHOCTYU U Han60ee 3aMeTHbI B HOrax

—MponpuocnnHanbHblii MUOKNOHYC — PeAKOE COCTOsIHNE, HAGNI0LaeMOe B 3peIOM BO3PacTe, C MOKMIOHMYECKON aKTUBHOCTBI, BO3HUKAIOLLEN B NepUoJ, penakcaunm, NpeaLecTByoLLen Haqany cHa, 4T0 Bbi3biBaeT
TAXEeNyt 6ecCOHHMLY. MUOKNOHWYECKAas aKTUBHOCTb HAYNHABTCS B CMUHHO-WHHEPBUPYEMbIX MbILLILAX, PACNPOCTPAHANACH C HU3KOW CKOPOCTHIO HA POCTPANbHbIE U KayAaNbHbIe MbILLEYHbIE CErMEHTbI.
MoaeprusaHns nc4e3aroT BO CHe

— HeanunenTtnyeckne NoAePruBaHns: y NaLUEHTOB C NCUXOrEHHbIMI HE3NUAENTUYECKUMI NPUCTYNamMu, OYHKLMOHANbHBIMWA HEBPONOTrMYECKUMM PACCTPONCTBAMM UM ABUTATENbHBIMI HAPYLIEHUAMU TAKXXE MOTYT
6bITb NOAEPTUBAHNSA, KOTOPbIE TPYAHO OTAUYUTL OT MUOKJTOHUYECKUX NPUCTYNOB

—MeTtabonnyeckue, TOKCU4eCKIe, HelipofereHepaTnBHble (60Ne3Hb AnbLrefiMepa) Unn reHeTuydeckne (TpUCoMns XpomMocombl 21) 3HUedanonaTun: 3T COCTOAHMA 06bIYHO MPOABAAIOTCA CNYTAHHOCTBIO CO3HAHMSA,
LEMEHLIMEN N TeHepann30BaHHbIM NN POKANTbHbIM HEFATUBHBIM UM MO3UTUBHBIM MUOKJTOHYCOM UN UX KOMOUHALMEN

4. 3nunencus ¢ N30IMPOBAHHbIMMU FeHEPaNM30BaHHbIMU TOHNKO-KJIOHMYECKMMU npucTynamm (aHrn. epilepsy with generalized tonic-clonic seizures alone, GTCA)

anugemunonoruns

INNAEMIMONOrNYecKNe JaHHbIe OrPaHNYEeHHbI, X0TS B 0AHOM uccnegosanum GTCA coctasnana 1/3 scex IGE ¢ pe6t0TomM B N0OAPOCTKOBOM BO3pacTe

Knunuuyeckas kapTuHa

TunuyHbIN BO3pacT Havyana 3abonesanns coctasnset 10-25 net (y 80% nepBbI TOHUKO-KJTIOHMYECKMA NPUCTYN BO3HNKAET BO BTOPOM [eCATUIIETUM) C Anana3oHom oT 5 fo 40 net. Havano npuctyna B cpeaHem
npuMepHoO Ha 2 roga no3xe, 4yem npu JAE nnu JME. My)XX4uHbI 1 XeHLNHbI 601€0T 04MHAKOBO HYacTo.

VIHTpaHaTanbHbIii 1 NpefLIeCTBYOWNA aHaMHe3 06bI4HO 663 0COGEHHOCTEI. B aHaMHe3e MoryT 6bITb (he6punbHble cyfoporn. Co3HaHne 06bIYHO HOPManbHOE, 0AHAKO MOTYT HAa6/t0AaTbCA HApYLLIEHNS B
KOTHUTUBHOW cdhepe (Hanpumep, MOTYT 6bITb HApyLLEHbl UCNONHUTENbHAS (DYHKLNS, BHUMAHWE, NPUHATUE pelueHuni). CyLecTBYOT Takxxe 60nee BbICOKWe NokasaTeny Tpesorn u fenpeccun. Xots GTCA MoxeT
BO3HMKATb Y NUL, C YMCTBEHHON O0TCTAN0CTbi0, B TAKUX CNy4asix CNeAyeT pacCMOTPETb BO3MOXHOCTb NPOBEJEHNS UCCNEA0BAHNIA, BKITIOYAS TEHETUYECKOE NCCNE0BaHIE, NS UCKITIOYEHUS KOHKPETHOI 3TMONOrum

TeyeHune 3a60neBaHNs

MpucTynbl, Kak Npasuno, HevyacTble, MHOrAa 1 pas B rof unu pexe. Moxet noTpe6oBaTLCA NEYEHNE B TEHEHIE BCel XXN3HW. [lenpuBaLms CHa, yCTanoCTb 1 aNKOrofb CHUXKAIOT CY[OPOXHbIA NOPOr NayneHTa.
MpucTynbl 06bIYHO PEATrUPYIOT HA JIEKAPCTBEHHYIO Tepanuio

Tunbl npucTynos

['TKM saBnaTCA 0693aTeNbHbIMW AN1S 3TOr0 ANUNENTUYECKOro cuHApoMa. OHM HacTO BOSHUKAKOT B Te4eHNe 2 4 nocne npo6yXAeHNs, HO MOTyT Ha6MKAATbCA 1 B JpYroe BPeMS Kak B COCTOSHUM 604pCTBOBAHMUS,
Tak 1 BO CHe.
[pyrve Tvnbl NpMCTYNOB, TaKMe Kak abCaHCbl MIM MWOKOHWYECKIE NPUCTYNbI, ABAAIOTCA UCKOYEHMEM N AOJDKHBI NOCNYXUTb OCHOBAHWEM /1 PaCCMOTPeHus apyroro cuiapoma IGE (Hanpumep, JAE, JME)

[aHHble 39T

doHoBas putmnka Ha 33l B HopmMe. [eHepanu3oBaHHOe 3amefneHne HabtoAaeTCca TONbKO B NOCTUKTaNbHOM nepuoge. ®okanbHoe 3amMeAsieHne, NOCTOSHHO HaboAaeMoe B 0AHOK 061acTu, JOMKHO
CBWAETENbCTBOBATH O HANWYWN CTPYKTYPHOI NATONOr NI FONOBHOMO MO3ra

HTepukTanbHas 33l

[eHepann3oBaHHas cnank-BOMHOBAA UM NONMCNANK-BONHOBAA aKTUBHOCTb 4acToToil 3-5,5 Iy ABNAeTCA 0643aTeNbHON A9 NOCTAHOBKM AnarHo3a. OfHako ans 06HapyXeHns aToro 0683aTenbHOro naTTepHa
MoXeT noTpe6oBaTtbcs 3anuch I3 Bo cHe. MoxeT HabntogaTbes poTonapokcmamanbHas peakuns. Bo cHe pa3paabl 4acTo doparMeHTapHbl M MOTYT Ka3aTbCs (hOKanbHbIMI UAKN MyNbTU(OKANbHBIMU, HO 06bIYHO HE
BCErAa BUAHbI B 0fHON 06nacTu. IHTepukTanbHas anunenTudopMHas akTMBHOCTb YCUITMBAETCSA NPU JenpuBaLmn cHa. ®parmMeHTMPOBaHHYI0 (POKANbHYIO CNaiik-BONHOBY0 aKTUBHOCTb PEAKO MOXHO YBUAETb
nocnefoBaTenbHO B OHOM 1 TON XXe 06/1aCTK, 04HAKO B TAKMX CNy4asx crefyeT paccMaTpuBath POKanbHyto anunencuto. MefneHHas cnaik-BosHoBas akTUBHOCTb (<2,5 ) He xapakTepHa

WNkTanbHas 33T

Mpu reHepanu3oBaHHbIX TOHUKO-KNOHMYECKUX NPUCTYNax nktanbHas 33T 4acTo MackupyeTcs apTedpakTamu. B TOHMYeCKON CTaAnN HabnJA0TCs reHepann3oBaHHble GbICTPble pUTMUYeckne cnanku. CUHXPOHHO
C KNOHWYECKUMU NOAEPTUBAHUSMI MOTYT BOZHUKATb BCMbILIKM CNARKOB 1 WAYLINE 3a HAMW MeJNEeHHbIe BOJIHbI. B NOCTUKTaNbHbLIN NEpUOS MOXET HA61t0AaTbCA HEPErynapHoe 3ameeHne
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IIpunoxenue D1 (okoHYanue). CHHAPOMBI UIUONATHYECKON I'€HEPAIM30BAHHON SIUICIICUU

PesynbTathbl
HelipoBM3yanu3aumumn

Mpu HelipoBN3yanu3ayn OTKNOHEHWUI OT HOPMbI He (OUKcUpyeTes. ECu KnuHudeckas kapTuHa u 93T TUNNYHLI, HEPOBNU3Yanu3ayus He TpebyeTcs. Tem He MeHee ee CeayeT BbINOMHUTL NPU aTUNNYHbBIX
npusHakax, PapmMakope3ucTeHTHbIX NPUCTYNAX UK CTOMKOM (hOKabHOM 3ameaneHun Ha d3r

[laHHble TeHeTUYECKNX
ncenenoBaHni

[eHeTM4eCKOe NccneoBaHne He ABNAETCA YaCTbto TEKYLLEN PYTUHHOW AMArHOCTUKW. B 04HOM M3 nccnefoBaHNi CEMEHbI aHaMHe3 3nunencum nepeoii CTeneHn NpucyTcTBoBan NnpumepHo B 12% cnyvaes. Kak
n npu Bcex IGE, 4neHbl cemby ¢ anunencuein 06bl4HO UMeOT cUHAPOM IGE nnu reHeTn4eckoii reHepann3oBaHHOM anunencun. Ecnn cyfoporn ycTon4nebl K MeAUKaMEHTO3HOM Tepanuu, CneayeT npoBecTu
XPOMOCOMHbIN MUKPOMATPUYHbIA aHANU3 A5 noncka peunansupyowmnx CNV

PesynbTatbl Apyrux
nccnenoBaHunia

Hukaknx gpyrux nabopaTtopHbix uccnefoBaHuin He TpebyeTcs U He npejnaraercs

[unddepeHuymnanbHbli
AnarHo3

[pyrue anunencuu:

— JME oTnunyaeTcs Hanm4nem B aHaMHe3e MUOKIIOHUYECKIMX CYA0por

— JAE oTnnyaeTcs Hanm4nem B aHaMHe3e abCaHcoB

— @ebpunbHble cynoporn natoc (GEFS+) cnefyet paccmatpueaTh Npy HANWYUYM B @aHAMHe3e (he6pMbHbIX CYA0POT, KOTOPble MPOA0KAKTCA Nocne 6 neT, ¢ ade6pubHbIMU TOHUKO-KNOHYECKUMY NPUCTYNAMU UK
663 HuX

Heanunentnyeckue paccTpoicTsa (B MKTanbHOM 3anucu 33l 0TCYTCTBYET anunenTudOpMHas akTUBHOCTb):

—[cuxoreHHbie HeanunenTnyeckme npunagkn. NMoAackaskm, ykasbiBaloLne Ha aTOT JMArHO3, BKITIOYAIOT COXPAHHOE CO3HAHUE, HECUHXPOHHbIE ABUXEHWUS KOHEYHOCTE, OTCYTCTBIE PUTMAHOCTI BCEro Tena Ha
NPOTSKEHUN BCEr0 3NM30/a, BVXEHIUS Ta30M, NOBOPOTbI FONIOBbI U TYNOBULLA U3 CTOPOHbI B CTOPOHY 1 (DNIYyKTyMpytoLLee Te4eHne

— 06MOpPOKYN C MOTOPHBLIMU NMPOSIBEHNAMM: KPAaTKOBPEMEHHASA TOHUYECKAs W KNOHUYECKAs aKTUBHOCTb MOXET ObIThb OLUMG0YHO NPMHATA 32 TOHUKO-KNOHUYECKMIA MPUCTYN, HO MOXET 6bITb AN depeHLMpoBaHa

B 3aBUCUMOCTM OT KOHTEKCTA 1 KPATKOCTM C 6bICTPLIM pa3peLueHnem. NMpu 06MopoKe NPUKYCbIBAHUE S3blKa BCTPEYAETCSA PELIKO, HO MHOTA BOSHUKAET HelepXXaHue Mo4n. Y nnLl, y KOTOPbIX NPOSiBNEHNS Hanbonee
BbIpaXKeHbl BO BpeMsi (PM3N4ECKON HArpy3Ku, CneayeT UCKITIYMTb NaTONOrii0 CO CTOPOHbI CEPLEYHO-COCYANCTON CUCTEMbI, TAKYH KaK CUHAPOM YANUHEHHOTO nHTepBana QT

Ipumeunanue. I'TKII - 2enepanii306amHble MOHUKO-KAOHUUCEKUe npucmynsy; DOI' — anexmposnuedpanozpagpua; GBI — cundpom oedpuuuma snumanus u 2unepaxmusrocmi; OIRDA (anzn. occipital intermittent rbythmic delta activity) — okyunumanshas
(BaAMBLIOUNHASR) UHIMEPMUNMIMUPYIOUAS PUMMUMIAA 0ebma-axmusHocms; CNV (anea. copy number variations) — eapuavuu uucaa konuti; ADI — anmusnuienmuqeckie npenapamoL.
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