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TAPAORRICIE, Fe5tE, mERE, BXE SR EXHY, FRCXYRE
AEEERY. HRECE, /0 Fy IVBBETLEOR—BZTREKIZLNDLS
EFRIZCLZH0HH 5, MEMEFIHBEICS(, BRI, E--#EFREICE
BH0RHBBHMOBRIC L AHMBRMEREFEENS.

TAPARSREBRERER TRER,ORY, ST ST 2B
ERZEL, SEIIRTFRZLEY, TORRIIBNTHSHRLD
OHFFETS BJ1). REPF “HHE" - EREBENRBER -
BRI BIREASSHEEL, REICK D b6 ShARER,
RERMREICLY, MEHE - Ay b7 -2 OWHRLEERD
NG YABER, HEVEERESY PT—BREROBRLLT, B
BEFEIVRRTS. LaLl, WEL TALAERR (BRRIFE
KERZT LD 10 1 OB R L, BEEELE (TSC) WWRETS
o TdWest EBERL 2 HEH, REMEERTAPALLIEANLY
PhHY, BEFRIEAZLIISMTH 72D T 5. REPLTAD
ASEROENCIE, Fin (MR PERERMLLCFBETHEERT
W5,

TAPADRER, EBERNRSZ S TREROERI R L %
2ohd @ BREE, PRABRCHENOBES S VIRESSL
PHELHo @ ERMICAESNEY (&), BREOLOHE,
BH—BETREICLATAPA, FRFEERIBZTALALRENRE
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DNT : S35 SR WAE A

EFhb. WRETAPADKS
BEISETFREICI S TAPA
LEESRTEA, SRTFE
BOX B =X 0%, TP
T,

REDF—5 (LFHF) T
¥, 655% PR TRET
REDERPEFKRTEH0,
109% AT EEEEY, 8%
HRETHE. 0~UURD/A
RCRERMED 20% LR

IRWTEL, 66 MU ETRMAAREYE (28%) ZHE (15%) 2%
BREICRTE (B2). REHTHEIC >V CRERT 5.



H2 TAPADRKRERECHE CUR LY 5IHEE)

B—BETFRECIBZTAPARE, BRETAPAL, EERET
APARDS.
1. 1F2F v RIVBIEF

K'Fx3l, Nat Fv 2, Co* FYRNEBEDAF YV F v RN
BETFORETCTAPAFREIEFHLNTYS (F2).

MB K*F v 3 ViE, KCNQ2 & KCNQ3 & L ix KCNQ5 25K
EATUR—ICEDEERENS. KCNQ2 7213 KCNQ3 DEREIZE
Y#2 5% Benign familial neonatal seizures (& BYERERHTER TV
A (FBfE) LRETHh, BREFEEREL, ERBAEICREIRSE
5. BERIRSBE EPRLEIEEETHEY. BETER
X KCNQ2 3% 2 5, BRIZX ) K BRISRS LY, K F
XA NVESFRI LY, K F o AVORBSHESERLLE) T2
ECREEMSET Y, BlfetETY. :

Na* v A VBETRECESL TAPAKE, LBEEI 70
—TA%A (Dravet FEMRE), generalized epilepsy with febrile
seizures plus (GEFES+), Benign familial neonatal-infantile seizures
R EFALATVS. g

Dravet SEER L, LREBRHEIOFHRITVRAERTERL, T
APARIEPEERICEBL, 1REEPOIIREDENSY, HEEN,
BEORHAFRONIBEBETHS. 70~80% OBREZE SCNIA &\
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SEWMRAEME N Fr A2 NVF T2y FOREBEFER (Frev2
EBR, SALVRAER, RTIARRERY) 2FT5Y. 2~3%
DBEIL SCNIA OLFY VB H 5 VIEBRIETFRMOKE 2 /RIEH
HY, BEEERFIFEE T2 T& Y, multiplex ligation-de-
pendent probe amplification (MLPA) AN ELFENDH S, BAL
BEENa" F Y A VEREBEEOV 722y bPLTETCEY, Z0O9F
LOILE Na* 588§ 5. SCNIA DERDOEZ L BF ¥ A NVIREEDE
% (loss of function) ## L, Na' #EBTERLkoTW3,
SCNI1A BHFIEAE 22— IZRBELTEY, 0 loss of func-
tion A= 2 -0 VIZ L 2HHBH LT 5720, ##fk=a—uo
VHREDHEEPBEILIIOLTFHIATWSY. RIZTFREDENW
BOTERHETELRVEEEDOREVYH ), Er0ORETORERE
FEROBELR EFRFENTWAS, BE, Dravet SRR CIRIBE
CRELLTVIEFHLGP LY, AREBICREIERBERT AL
XICHEEEZET DS

2. YFTRELINT - BURBEEREF

STXBPI, LGIl, CASK, ARX, CDKL5, PCDHI9 7 ¥ O#15F
WKEBTAPAPBRERGPCRoTER (F2). Thb0RETF
DREBIEIFAHEZR b5, BBERL YT 7ABBCHSE LTS L
Ezbh, LGII DADEETFERIZL B TAPATIE, EEOEE
2EBELRT V.

F7VvvTay -N—X bz RHARTA»ARE (EIEE)
WRHEBEREREL LTALNES, €0 30% BYFTARAY Y7 T
»% STXBP1 OBSHPEEEFHD, SBTAPARKE TORE
BHSHERES N 50.

ARX BB LA TAPAOBRBEITIBE S, RERERRE, X
BSH West SRR, XBHIFTZ70o—TARAREFMLN, BF
BoFEZEDREERHHY. ARX RBORE - BEITELELY
55 5 8ZF TH 5.

CASK EEEIZ X2 TAD»A D BRFHIIBIL VR, BEEH,
X CHEH, REREMFDHY, BE TS - NEOBERR S
D, BEIRBENTHEI LY THS. CASK i NMDA B
L IVEBREREE NR) 4722y PO 12 NR2B (GluRe2) @



YFTARESORBBICESLTWAZ EHHLP L% DY, CASK
REECTIIRERE, EZJIBTIBEOHFEDOTEENDS.
3. T D1t

EETHERRLE S West SEEFCRERENRTAPADHERE LTH
B, TSCLBETE TSC2METFHEYMTATLF Y, Fany
VHERBAL, FHEI A Y VEBHY Y87 (mTOR) ¥z 5
HHEEL BB RRE, EEe, TAPA, HREREWEoTLSLE
ZAbNhTw5,

ERERBEFEOSZ  BE—RETFRECTESS, ERETAY
AREHTHIENBHY, Gaucher RO LS T, EIFHIA s u—
XA TARADFHERERT DO, ERETALA+BITE V) RHRE

2Lbdb0RE, REENRDHS.

BRREROREICIE, FUERE, $/0HE, REERARBR,
BERERLE, ARE, RHEERERKEERESHHY, BLT
APADERE LTEZWON, REEREREBERLEDNE. Zhb
BEHFIARHBBROBHRTAPADERE LTEET, 20OBHIC
MRI 2Rp¢ 2w (B3). REEREREREYE T VIZBE T,
NRZB OEBFHMT 5 2 edH;ESh TS (B4 A2, TAD
AFHERIO B AR R E M ORI CIX, NR2B & NR1 4 7/2=
v 6% NMDA # GluR #HEMED PSD-95 & &&#HmML Ty
Lo THEY, NR2B OFBEEEMF = 2 -0y 0HEEED
WRIIFS LT AaWENEFHS (H4B)P. Bk, BREXEER
B2 BTIREREE, BRAEDTATABRBNORGFRE SH
T, RERREFEO—HIX, E—RETFREICILILIHL
N TETWS,

BADBETAPADRERCH 2 NANEE AP AR, BE=
2-UYORELTY T ORMEBRE TS, AREOERIFVRA
B, BENERBLTRHETS I ERMORTVUSR, 4L
BREFRITHSIA TS DI TRV, TAPARERERRICE,
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VF TAEME, GABA #BENTE= 2 — v X OREET, GuR @
REREALRE, Ry M7 —27 OFIC X 2 BEROERI;ES
LTwaiEhTws (F5). & MIEETATAEFAOHEBICS
7% GuR ORBREOKR D O, EIREIENMED GluRl BL
NRZ > mRNA BEESBEDIHEML T, BN GuR2 OER
PETLTWAS. Iho0Z e, BEEOER, R, RfFico
Ao TVRBHEIRTWS (F5)9. EWMRBIERIC CA3 OH#EM
fa - BRI EREIEICRR Y, HREHE I RE BN o B R geR
LRHBERETHIHNERY, PFF/AOBHEIED, BEEL—
THETELILICRSE (H6)72, ThbDBRICIE c-fos BED
B8 F, NGF - BDNF % OB ERT, Fyn 2L 0OEZEE
BFruyr&r—¥RrEFEELTnAED,
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A &Bﬁ-!ﬁﬁmﬁw AMPA 34 GWRBLU B 7/{/;%@ AMPA ! GIuR $ & U NMDA &
- NMD. ﬁ GUR o mRNA %ﬁ:& mﬁt'“' .x UK} lﬁﬁ) GluR m mRNA REE

400 — 400

L g ‘;’:‘Mﬁﬁ] B8 SR

3004 .7 CIBEBERE (non-HS) 3004 ,% BEEHE (non-HS)
L EHREEE ) T EBEE

SRS - BREIZER 3100 ABERERL TL5 & Bbh, $H
LICBRBIEAFRS N, NROBBEBET— 5 Tid 164% IZTAPA
PHAL?, BEE LD IS, BMERE COMBEHEDIE .
HREIHEMREECL2EEDOTAPARBIUMNIC, 5t NR2B
(GluRe2) BFiERH 4 b H A4 Y RMBREPINFL2 EFEEL Tw»D
&, BAZEEL T3,

BREETE, BEHCES LABEZEL, HEICRARELE
L, BECRIBEREOBEEL L), TAPADHERLELZLIL
Fhb. RBPHRODRTE, BEEERT LI HS. LEHFE
Tid, REEFIRFE, Sturge-Weber syndrome % &T, TAPAMD
£HH 5.
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BEHOEBRENREE TR, 78—V APTAPADERICD
BB EEZLNTVWS, EEFATIESFIT IHTTAPATES T2
LS HENH BY.
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E2E RTAPAEDER

ThHNVEBEDOZHNNBRICERRKITD. CAHAREBERFI/NRESHETHE< 100/
100,000 A/ ELBWNTHD?. 1992 FED T+ VS K Tempere KZEDFEICKD E, 15
TONBOTADABRERE 3.94/1,000 ATHD, RIEBIGEMEIED 44%, POFEED 43%,
ERFECBOREEHETFI DN 9% THO, 0~5REEMRFEE, 6~15REIBORIENS
D12, BEATAD ASER (International League Against Epilepsy © ILAE) DT Avh A %8 (1989
E)TREERTADAD 48%, B THDAD 41% THD, 0~5REEEMTADADEZL, 6
~15RIFED TALDADZIDIEET). NEDTADATIE70~80% D'EFET 51, 20~
30% [FEBICRE T D?. FRETED TLDA@PD - AIEERICHEELDRENETAD A
(BECT), BMHEETADA), BRUEERTADNEREILRIVLNA, NRIBTAD A,
BERGTUDA, BESAIV0T—TChADA, BEBEARIECADAIRBRER, BEHNREFT
HD>.

ILAE, HKETAD AFEE (American Epilepsy Sciety | AES) & K E #2524 (American Academy
of Neurology : AAN), ZEE®D NICE (National Institute for Health and Clinical Excellence) h* S Z£ X
BROAA RS YHETND. HDHBETHREGRDEZHFER TEBVERBEISENDD, RO
SZ(LRD. DHBETR, BETADAZEED INRTADADIEBEEL 1 RS1 V] [#
BN CTADAZEZBWVETADVDEYBEA RS V1P B R—LR—ITRELTVD
@ FHEBC K DEFIBIRDER

FMARES DN CTADOAVEDERE, EXRNICETADARERICEDETITOEE?2, &
3)871, TADATERBEDIRL T ER HBENITHIT D, ATADARDIEREZNRINE
BEULT, OIS, 55D, Q7 UILF—(FEHR, RELBL), OFKERS, OmEES (&
on, Bmik, m/IdEs), EOBEESEER(RS - B, TF - @i, SHARR, BRTRR R
EDBD. Tz, MCADARICKENBEIERBANSN TN (K5 BESS (FH, 45,
HERES, BOESRZEORE, REEELE)ICELOTRE, INSEWERDBRHSERAELR
Z22, BUKEFERUTCBWVSEEINDGS. fIZE, $HR - 2EICT1.//ULEY—)L(PB)
NIVI7EEVRER (BZP) ZFERT DL, 28 - BEEDOR(E, EPHORTERDD &
DD, BEICEEITDHIEEHD. BZP FREDMDIEN, HRERDETESEIEND
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1. FERBEGORT A AZTBIR | AR

ERThADOADEEBFREICHIIDIEE

21% 47% 4%
- 1% 8%
— 4% 8% 5%
- 5% 1% 3%

8% 10% 13% 1%
13% 25% 24% - 22%
66% 45% 43% - 48%
27% 15% 26% 23%

3% — — 1%

3% — - 1%

6% 6% 7% 6%
- - 4% 2%
— —_— 4% 2%
— ‘ 2% 1% 1%
15% 7% 1% 10%
18% 18% 9% 14%
15% 9% 3% 8%
- 3% 2% 2%

3% 5% 3% 4%
— 2% — 1%
21% 1% 8% 12%
— 1% 3% 2%
— 1% 3% 2%
13% 10% 8% 10%

(Eriksson KJ, Koivikko MJ : Prevalence, classification, and severity of epilepsy and epileptic syndrome in children. Epilepsia 38 : 1279, 1997)

D, BEEDSBERTHFIERDMDETHSD. £, —EDTADARIEEI D TAUDEIRE
Tlg, BEDBILT DN TADAEDINSNTND (X6). MTADAZRDRBEREEBIC, &
BEESVENERICDOVTES - RIECEHODIR, FHERETOTCV<HBELDS.
@ BRITOBEMBIEAR .
NTADAREFRAICUT, BRITEEERBTS. ERIDBEANCEUTE, BR- 55D
BREDBHERICERZEILWLBHD, DEXRDHIBTD. ERCEICHFHIERDD, BHDA
HESRED 1/10~1/3 DE TR T 2 (BN TCADAEDHEBRSEGAZNERE p. I 581
SNV, FREHRVESE [PB, DT MY (PHT), YITHZ R@NS)] EEENZHDE
THBHDIEBTRETHD. —H, BRPHDDEDEROERTVER [HILITEE Y (CB),
BZP REH] FEARICCKAERDEBRIDDIERLL, CBZICHBNTIFIREREE 3~5:8
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V2B HMTADAEDER

ILAE SB8EH 1 RS+ Y ORMERICEBMTADAERR

- LTG, VGB
oxc

. CZP, LEV, LTG,
© TPM, VPA, ZNS

GBP, ST

UNVA  BESETIESNTVD, LANLB  BMEEEERESE, LAV C BHTHATEESSL, LA
JUD: BRBIREEN DD

(Glauser T, Ben-Mendchem E, Bourgeosis B, et al.: ILAE treatment guidelines: evidence-based analysis of antiepileptic drug efficacy and effectiveness as
initial monotherapy for epileptic seizures and syndromes. Epilepsia 47 : 1094-1120, 2006)

SBZ or LTG LEV,OXC,VWPA  C
VPA, VPA BRI 5 & CBZ, OXC
ZlFLTG ,
ESM or VPA TG  ESM, VPA LTG Dii#&bt
VPA - LEV or TPM' LEV, VPA or TPM>CLB, CZP,
. piracetam or ZNS

VPA LTG RFN, TPM

TS LIADER TS fEH

Steroid or VGB Steroid

TS fiEfl - veB

TS (tuberous sclerosis) © {EEMETE{LAE

(The epilepsies : diagnosis and management of the epilepsies in adults and children in primary and secondary care. NICE clinical guideline 137, 2012)

BCEYREBROECHEREIC LD NPRENMERI BT EABEDT, TRIBECHS.
@EEEMTE-SUY I ICRBERIRSBOBE

RIEDBERE BISMEp. 0 DIVR], BRESpV (WA 88 THHTSALES, BifE
AICARLANSHREICEBUTVKA, #EAEDENNPREN FThH > CHRENSINE
ENTVZEEE, N EOBBERAETHSD. DROFTHTEETDEECH, BaRE
DEWERDERELANS, RAS, ZOMOEROE(TE - $TEH SRPEREEOE
BT K UANS, MPRErsES UCHABEEEIR. —E0RECRETZETI
ASHEDH 5 SOBHMEBET 20T, BHICEICERBM, 1~4 B FORBEHI BN SES
53, BHERNRNSAICHEBERETS, BLFHBL THETINERRTS.

_15_




1. FRFEREFIOR T A D AZERIR /MR

NICE (National Institute for Clinical Excellence) 2012 H- RS54 YD TADWIEREHC KB R TADVESEIR

’ | L  VPAand LTG OHEDE
VPA LTG, LEV, TPM  LTG, LEV, VPA, TPM>CLB,

| ~ czP,ZNs
VPA, VPA B RIEE) B & TPM LTG, LEV, VPA, TPM>CLB,
' ' ~ CZP,ZNS

‘L’EV, OXC or VPA CBZ CLB GBP, LTG, LEV,
OXC, VPA, or TPM

CLB or STP
LTG RFM, TPM>FBM

(The epilepsies: diagnosis and management of the epilepsies in adults and children in primary and secondary care. NICE cfinical guideline 137, 2012)

BRCTAHDAEICHENRENER

FFEEE, AP YECPIE SN, RAULE ME MEpk
%2, BE SMONRRE

AN, S, PEETIEL, 55D, BE

AHRE(SH, TH), BS |

R, ERMRET, STHS, RRET

R, HERET, SESRWMEN, S

b3

OBEHDIRSBEMDEEDFREERL TR S
EHIDRBEMPBEE OBEIRIESERCCICRAD. PBEEHIDME S MDRE - DBERD
BREGHTHDH, JULTOB (VPA)® CBZ FEXIDERICH DD S T—EL FICmdEE
BEADIE<K V(). VPA FMIFELBADEAIL, CBZ BEMRBBROBCHFEMET D
FHEEZBNTNG. —F, PHT ZEERBENMS, H3REULORECORRICELD
MPBEHNKELEE T D ENDD, MPREEHBASEEICHRET DUENHD. PHT
ki BRE DRI M PRE CAMBNIT 3EDEEZ BN TS

OEBRENEDHDE EXFETRIEA

—BNASIMSAE, SYNDRECELECEDIDDSTRRHNF+HRESICE, B
BIREADBSMRI AT (R 3, £4). SEHBICRZCBIERADIER, REDPZOMDIER
DIEBOFRICERBED, BANC 2 MBEALEETS. IR TEHEEIRENER Y
FEDRMALDERT 2T ENS<, MECEBICEPRBNMETL, BEN FRTI NG
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H2E RMTAPAEOER

HENBRT DURMDHIRCADAE

PB, CBZ, PHT, GBP, OXC, PRG, TGB, VGB
CBZ, LTG, GBP, OXC, PRG, TGB, VGB
ESM, CZP, NZP, CLB

CBZ, LTG, PB

PHT

CBZ, PB

CSWS (epilepsy with continuous spikes and waves during slow sleep), ABPE
(atypical benign partial epilepsy of childhood)

s - IR B> (CBZ)
St /)ULES—IL(PB =~ Y (PHT
EDILy (PB) D= AV (PHT) U aE A
=1 = / =
# | B#mme | | AP g |AMM@E
m | e m | RE m |#E
¢ b P
= P P
55 5 55
m 2 m e =]

RCTADARORELMPREDRER

5. 2~3BBONTCADARDBFSE CREIHSNBVEICE, [MI0FEES, ®49)ZHN
IEtHREAEIR T S.

@ /BT A Au(childhood absence epilepsy : CAE)

E—EREDEVPA C T MROIYZ R(ESM) THD, #80% DIERITHRIEFHELT 2. VPA X
BEHICEIDDOITNERBE R IERIE (generalized tonic-clonic seizure | GTCS) ICEBET
BbdD, ESMIFGTCS ICRIDHREFZ LY. BIBREFSERIFY(LTC) THBR?.
VPA, ESM, LTG DMRIFEFEBETHDM, LTG [CHERVPA THRMABLHFDNDENSH
EH0BBY(ER7). PHT, PB, CBZRE#MRENLL, REFEBBSHEZCENDD. SHE VPA
(CIHMETEMEORBEL DD, HIRTBEFRDOLTETIIEREETD. RIENEKL, MERESS
BERINE, 2 FREORRE, MTCADARDIFTRPIENTEDEADZ.
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1. FREFECIDRTA D AZER /NE

INBRBTHDAICBIF DR TADHAEDEEDR

: Glauser TA, et al. :

SwEREID M SFR 88% NEJM 362 : 790-799, 2010
FEBR SFR 68% (12 /) Coppola G, et al. : Epilepsia 45 : 1049-1053, 2004
IO

BIERBIDMAID SFR 86% Glauser TA, et al. : NEJM 362 ; 700-799, 2010
#HIEBEIDMIT SFR 53% Glauser TA, et al, : NEJM 362 : 790-799, 2010
*kEB SFR 53% (12 /)3) Coppola G, et al. : Epiiepsia 45 : 1048-1053, 2004
DRI

HER-IESR  SFR18% Fattore G, et af. : Epilepsia 52 : 802-809, 2011

SFR (%) (seizure free rate) | FIEDRR(CHHISN/ZERDIEER

@BEZAUO=—THADA (juvenile myoclonic epilepsy : JME)

FETINEK(E VPA THD™. VPA X GTCS ICHEBEMTH DD, HREHDARTDBEFICT LT
&, LTG, LEV, FESY—MTPM)ZEFEDIEHHD. SAIVOT—REICHULTIEK, 207
TIUL(CZP) BRRN B D, DEDEEITIY FO—ILHRFHERBHD™?. CBzZ, A/ IRy
F(GBP), PHT, OXC FHRHIEL, REZBRBSBAIENHDD. LTGEFBEWTCTHHET
D|MENDD—H, SAIVOT-FREDBILUEEDRSEN DD, FRICBLTET9ERTD
HNEHBD™ (XK S8).

@D - AEENICERES DRM/INETAD W (benign epilepsy of childhood with centro-temporal spikes : BECT)

FERRTE CRENNREEROTF, BRERUPIVREDOTADADED, BIRETRE
BEHDEHEDD. UHL, —ZBOERIT GTCS #E6H T 2UEMNRBEN, LPEDHTAH
DAETHRIMESN DD, PEBBEEFEEETDIENBL. RILF P L(ST) DBEFEED,
RIEEITTH<HROUBI D ENRSESINTND™. GBP FEEREF B >ENEENE
SHTdDI=. E/2, CBZ BZP, ZNS, VPA, PHT, PB THRMEGIFIZNZZEHBN(EI).
UH U, —BBDEERITIE, CBZ, PHT THIRHERL, REDNBELRED, MRESHNLALT
BHEEDD, REBWEBRBETOMNENGDBEEEHD. BEBICEDIAICE, EIEBHK
BREBHEEUBEI DD
@ NEIRIEBTERSEM T AD A (symptomatic localization-related epilepsy)

ILAE DF - RS54 Y TREBDFEMEICH U T OXC RSN TS, DB TRBRELRDPT
BD, BLDOIFR)—MEHWIREE Y (CBZ) THREZRIBY 5. CBZ & 2~4 mg/kg/day
THBL, RIEEEHRELADSHOKDIBBLTVK FIRHE p. 188). LolkzAiNE
N, BRIIGEICEAERECHFELHROBNOUREMZRNL, MPRE (p.188)
HEEZS—-UBH5BEZEL TV, BWERRRGZVIEMPREN FRICBSZESICE, £
TBIREE LTG, LEVUIRBERD), OXC, VPAD'SEIRL, o< DHBE]Z TLL.
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