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Self-limited (familial) neonatal epilepsy (Sel NE)

BARBIEFERTANA (Self-limited neonatal
epilepsy) & B AR BMESRIRIEITEIR TA N A (self-
limited familial neonatal epilepsy) (&, EapkHY - &
SJIVRFEAELLL T W5, RIEFEICE OV TXR]

TLZeNTES RD) P

IhoDEREBIL, &

=1 BAREM (RiEW) FFERTAD A (self-limited (familial) neonatal epilepsy) DEZRTE %

WARAE TR E A BROVEAE
FAE KB OESBEN RN | FERREEZTIEBT 2 | TADAMER/IX LA
T, BB, B, ERICERT B, | BRE SA O —FE
L, BEZEICEADLED DRRE FAE
Y, AR E FAE X 72 LR RE DRE FA R
ICBITTHZenHD
AR FRERIXH BEOERE | RERAXE: FEaE ik
ENLE ¢4 Wik, FERFERICET
SINGWFREEUEOER)
BiRRAL
W= HTFL v gri
-
ERTYRIT
FAERF - ERARAEIR & B D 48
E3p VAN
FENE WD %1 2 BLBRICRIE
FAERF D FIE & o B IEE D RN

HRFNZE

BRENGARZR EX
BHERFNRERE

[ETjS

RIEDRE & 2mEDA S
ANAN i

ZDHDEE

SBIES

REICEET ZEETO
BRI U 7 v ko xi
(BHZLDIlE KCNQ2
X KCNO3)
BEROEVEREEE
METEAERRT HR
T FE oD R 40

SREARZ, mImE, S
MdZEoh, KBRS iR M AXIR1S,
ELWRBEEZE0, €0
b D B EAERMEDRE

RSO 2EE D@
% 6 MALEICTAD
ADEBDRH LN K
FIETETAD A

EEH o BEOMBRRIER

=)
=
=]

U MRI O RAER AR 3D ?
AAEDZWTICIE MRIFEED TN E DA TH 5.
FEAERFROR (3 EZHT ISR TIE AR LY,

REIC L ZHERRELIGE OEREZE - EEREROR SN HIETIE, RIEM SeLNE 2B 2 REEHLH
Y, OMES L ORNBREREELZ T THL, FTEGRREEN T WHEIRIL, EEG 5L MRI ZH W IC
SeLNE £ 2Mrg 5 LA aJgETHh 5. L L, BEREORKEIL SeLNE TFREIN 2B E—ZL TWLW D ah
ENHY, BEOREBL IOEREE B L TWD I EAHRTI-DICEELREBRBRININETH D,

B%EE) SelNE : self-limited neonatal epilepsy

6 / 55




BL-ZREFEREZE L TH Y, IEREMESITIE de
novo DIFWIEEF/NY 7> bHRERETH 5. RIEE
X, ZWEXITFL, BE, BE, TRICETZRE
ZELL ZENTED W, BEIKRITT H20ELDH
5. ZOREMEFERRL, UETIERMESEETER
FEF - IE T WM A (benign familial neonatal
seizures or convulsions) & L THIL LT UMz,

HEILERE, £% 2B, 7 HBOMICEEY, LIE

EEHMERER (sequential features) #2335 & 5
ICR2ZEDHD 5 ERRARFEIIRED &I
MLEDDZ N H D, FIEFHEFREL HHE ICH
VBRI IZENH D, KEITES, EBETH5.

e

SeLNE ¥ EREEIF 5.3/100,000 HETH %
9
FRIRAVE =&

INOOEREIL, £%2HA, D 7 HOMICHKIE
¥ 5 23 BETEINGE, REGEETRE
H A0 BOKHLAICERZI B ZEDVH D, Bt
BERICHRIET 5.

TR - BERICEE IE AV, ILRISERBIGICHE
ELTWAEIICAR S, BECPHEFNZRILIE
ETHD,

BB DR -

REIBEERO6NBETICERL, KEBYIEE
% O6BETITHEKRT 2. MTANAREEREZFHBL
72358, BBETHIETE S Z &A% 0, FELE
BEBRD, PHATIEIFEREECREDEESESE
EES ZENBHD. 3D 1ILITOERTIE, D
BONETRENMEZ D EHEINTWDE N, Th

BERARFE, DEICIEROEITEREE % ~T BRK
BUYETANARETH D 2302 BEORNELRT
NWYTUREREOEBEHEOFRICE, IFFIT7 (BA
DBEPHY RS 45| &R I RN HED)
2T 2HENDY, TNIEARPABREICENSZ
ENH BB,

FAE

B, PURRICH DS 29303 4R (L, @B, B,

IF A= —, BEERERY, Ehr—D20fER
MEERIC B Z &<, BWIIEIC—D D&k
= e )EITLD D, —DODOREN, £7-IFE
RAHFEERMTRIELZ(T 2 Z L EZ L. HEPH
BENALND I EHH D, BRRCFT/ —tER
EOBEMRIERDNEED 1/3 1258 5N, s
FRERERDZELH D, FERICBIII2RAMT
ANAEBUEZTEERFORHEE R L -RED
WX T, RRAMTADA (FIC KCNQ2BIE SelLNE)
DFAEIL, EEPCEBRSR MR MMM IS D 3%
FRURFICERT, BENEL, R EL
BENH S T ENHESNTWD P, BRIEEMH
FRTADADEER, BEB»OHBICHY B
FEL, RIEEEFORIIFFEROITENIIEETH D
% RIFBHRCEREICL 2B ERE, BIELRME
DREIDERKZERIZESTHS.

RO

EEMEEHIIEENBEOFENESZ R
TENDH D REBMIIAOESETADAKRE
BN 3 DD 2 DIEFITHO LN, TDELITER
SEEAEFE ORLES, FORAITEES, BISERISEELEE
ISR LN D 5 BIENK Y IERAFRICIK, £
mMEH D WILLBEEORE/ALH LN DB,
KCNQ2-DEE & [3MBBRIIC, N—R rH T L v 3
YRR —v, LY BEETERNARKITERIN
N,

BRI RAE N R — 1, RIEHAICRK 20 #
MOBEREE, ZNICk< KIEHORRERE (£
(CHOMAIBEER 7Y, BBALICE T B2 2 & Hh Y K 2)
ckantsy, LIFLITMANEZHIEREMET
BIMEZ L AEES bR Z 7 4 —EREDZD
IZZALL 5 5.

GE

MRERZWTTlE, TANADERERE L DRE %
EL oy Y

BiE

BREABEECEAPRRATED OND (R
TEREDHZEDHS). SeLNE (&, BAKREMR

ot

7 /55



I SN HERTERHN FRNSVFIREI FY ST W YR

VvV -.‘._;-:», o YV Ny
TR AL L |
AL AL A T i A 102

-~ AN AA NN A
CIPE  Suhptsaiive P A i MAL A A
ECG ~pbobobd bepoprbrpapebopod 5.;...A-A.‘/.-'1.0--n.u.."to--...4~¢¢
R Dot o .
NSOV S U A

e e o oy b

VRSV v»m«—oﬁu»»w»-»ﬂ NLrH« f +»n#$+& V»

-',w',‘»')" AP L Y

PLTRER o
| ‘ l

Al S AT e 1
UATAL 1 d I '{."‘1““‘ i L[ i k

]
1.2
e— / L L e P e
A ‘.',v Are .'.,M.- A R A A A AL R 4 A a A ) )
o NN P A NPt N\ SNt
N A N

««\‘\.\ ARSI AN AN B ST AN

AH ‘w4 1 ’ -y ' l '| lr L 0 5 et ] L' L e & ke

o Y A, v )

WV N Tone

Pt M
LA A , ‘~\ Ay A N \«“- AN v
WYV p WYY v T )
e \l i} I Al A Mooy A ! P, VYR T

P UP PRI PP TIPS Y | F bt ieb s pebpbob bbb b

R o o e

bobfododfodrboprped
-~ PR SRR v
m‘_‘ VNI VR foara

S j Tk ¥ o A A { 4 Namdary] J ’ ‘-»"'W"’",-f
1 } { R \ V
AU W ey AMA - 1/~ Vs A A~ ( 1 Byt Mo pmmma A Y
. A s ., v - ™
Al P . - ~ 1A .l', \ - v L o~ '1/
4 AL 4 As ~t ? 1 A S \ 5 !
301 . R N . W™ M J & ~ 4 - Bt A_‘ O . . ~
Fp1-T3 \_"“ Jz s A BERGN = 23 o s S B o f 5
ik JParSe (g o S U vl / P N 1§y 78 M i AR
cal gt \ Mt gy \ Al et _ -
4B e : Ak 2 A S
‘ - 5 i / Y V i A -
‘ § ‘| D) PR A ik O 4. T 3 Py T
o "~ WA o : i A <5
e d y N\ S\ A . 4 3
\
& | Mo s 0N & N GEAUIRAC A} ) P | .‘- 4 PP “J | ok
0 shobbebododoibod Fhbrbopepbobbdototobotedot ¢".| ....................................... Jebopedodobobobobobotobodobobobobobobodobobobobobobodopobobobobob o bobobobbed bbbed- bbb b4
11+ S SO IR S Su— > ettt t OGP VO SN S S
LOet H“M“"’”"*““ }+ b L»}?-A-Q .}F,L..; 260 3 Ui o I S —— ¢
MKR /’ /' w0 |
10z

2 KCNQ2 de novo ZRICEIE T % SeLNE ZRIE L 7- B #6 15 B OFIFEROR. FRIEMEREBIZER L GRERE, A) &
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&, R 1BEOL Y RHICHEL, L YRIML
T HERD D B, BED A o NIE BB
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Self-limited familial neonatal-infantile epilepsy
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W, LITLIFERY 2. BERESHE»OHKBICHh
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TRZICIHIEINS.
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20 BHD 4 HEBATHD, TR B
ENTHS,

&

BRMEEEIBETEZTH D, BIENLVIEHK
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-BEEAE w® SCN2A) |[ZHER9/NY 7
PN
BB RBICHOZ-2BEORR | FEFEEL o BEOMBRRERE
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ZWTIC MRI O RIEMEROE L E A ?
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FHAERRCR 2T IC LA TIE AR W,

TRET ARIEENSH Y, oL BRLE -
* MRI A7 < &£ BARBMRERARTANLA
REEIE SeLNIE TE X b B R@ICE
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FRARIE R
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F#= 3 BAKEM k) HLBTANA (self-limited (familial) infantile epilepsy) D UTE#E
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WNAERE F R E A BROVEZE
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FIEFhp RIERFEAA ERL 18-36 H | RIERFFEMN 1 MAXREE 72
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17
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FEORE :
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Proline-rich transmembrane protein 2 (PRRT2)
DI NY T b aFOBEL, NEHED ok AR
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ZTVRRETDHIEN DD 220, EEEEDERIE

B EEBICIEL, BHAFRELE SN ZENZ W
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FAE -
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FT7 /-, BEEEEMDRE, BBE BB
IREES), FMEE R EAFE->TRET S, EAH

REFERIEARXREICKEIY, WARERACREEICE
TI2TEDH2D, E—DFRFRTERISEET
% Z &m0, BIEILERRE (9K E) TH D1,
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DH5. VEAKEICERT 2L, B DHEE
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LA L, E—RIENTORENR—TIE, BEM
IR — U ETRE W,
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U, BUREERIIZ WA BERE T, RIEEN H 2556
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SeLFNIE 0IEZ£B). REMOHE, ELEA L
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Genetic epilepsy with febrile seizures plus

(GEFS +) spectrum

GEFS+1%, H#%), I EHEEXRTTT BREN
EMETHEORKEETANA L L TR E 7z
GEFS+ICIE, 24 7A=—WMAOREZHD TADA,
DS®, #¥MH L MEDORAMEEMK TA D AREIREE

BAHY, BFIEECRENICEL SRFAUHNRD
HSNB. BVEIT LN AL GEFS+0E#TH Y, %<
DREERETHRET B1, T XTORERENE
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ICIEWLSONELBZRBEN DD, RHZ VDI,
IFEAEDBEITUVNADELRT S 6 mMaBAT,
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MIFONA (E# 6 ALK, FIC 12 hALREIC
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Mpyoclonic epilepsy in infancy (MEI)
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LAL, REREEIE MEI O 77 L—T¢E2 5
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Hb. IHFIVO—XZADNTANAKTHZ Z &L ORE
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A AER S Z LIEMRERE (IESS) ZRRINT 2709,
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DA THS.
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MEI I$#mREETH Y, EFIER TREEZZITT7:
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AV
FRANE R !
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REENAONDZEDDH D, 9 10% A/ INBEAEF
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BEROESMEESLERE TH S, RIEMIE
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Ly,

BELF:
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Ly,
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BEHD. £/, RIEHZHEDL O TADAMER X
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& MEI (ZIZH R,
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F=4 FBIA70=—TANA (myoclonic epilepsy in infancy) DoHTE %

WNAERE F R A BROVEAE
1 IF A= —RE (KAXSR) | BERAkLKRREBERRREE MT®%WW®w¢ﬂ#
FIETADPARERD RraFEAE
AR RE A FE1E
’C/\,Z‘J AMER ST L
\\\\\\\\\\\ BARIBFAE
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IH O —REEE
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BFHRE N7 M(GlutlDS)
FEDRBE PR ERANIR AT
ZWTIC MRI L FEAEEROR 0 ZH ?
ZWTICIZTTRZED 7 W MRI AABTH 5.
FAERFROR IR ICHBTIER WA, RIEMXHOEREF TEMERBRENIRO bNAaWEEs, I4/70—X
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) mETXRIENS,

\

REBMIF /0 —X R, T4 70 —XRERY
&t@ﬁ%#@v ETERIENS,

EI125E (hyperekplexia) 1%, WG EIERG
%/T\@"b, s & DAERIIE A L,

- Hypnicjerks (ABREFIFWWNA) (F, BREERRRFIC

EOLEZEICAONDI EFRERFEIAI70—-X
ADITEY—RKTH5,

- BEWHE (shuddering attacks) X, RIEWT

FREVWEZAZZL, LELITHEEICK > THFHS
Nna7, BKE DHEBIER L,
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F4-C4

P4-02

F3-C3

P3-01

ECG

F4-T4 ‘V‘W

T4-T6
T6-02

F3-T3 NMI\NWWW
T3-T5
T5-01

!

a
w

)

\/\fﬂﬁhwwwmﬁﬂmmwawV

e

EMG1

o

EMG2 MWW rm~ww~w%ww~+wmw

A

AIRIFIAZ—TADLAD IANABR. MRIIERMERIBPRERELZRL, BRENGIA 70 —NnAKEDL EMG FE

TRIEEINTWS

2.2.2 | FEMTAD AMEREE

Developmental and epileptic encephalo-
pathies (DEEs)

EHFLIRFEMETA D AMEREE
Early-infantile  developmental
encephalopathies (EIDEE)
EIDEE |&, UF (R 5) 255 & ¢ 2 EBERTH 5.
- E#% 3 AURICTALAZRIEL, BEERIKER
HEDORENEFRT 2
- R2B, Bk, EFLE, HRIFNZEREORTE
- FERBEEDICHONIIBIFEENLEE
DFZEDEE
c N=ZX YT Ly arvarg—y, OFAMRK

and epileptic

- fREG, RH, ERFEOREICLY,
AER) TIEHE R D38 A AT RE %2

~80% D

#1F (sequential seizures) K222 & HdH 5 37,
EIDEE 33 E R E AR Z & A, LRI KAREERR
CEAIF O —NEICOEINT L B Z
DIEMREFICIE, FEME, RHME, BENE LT,
BLEDIEIEHRMAIH Y 5 5. KHREEREEE

(N=Z FHTLya VBl g—r e mER
ENER) LRI A /0 —E (470>~
FEEN—R Y TLyyarRESELIEZ
Db DOBEERPOEEEHNEMR) (BT 2 BOKERRNY
BERIE, TADADIEIZEWTIESIHEEDH S
HLDTH 7= B8 ZDRBICL > TERARRCHR
EFL, EEARFPHRETCALADHERCILEDOR
A, F&, BEEZHEL, REICITTFRICETSE
EREREREBTEIENTER LS T2 L
"L, TN 2 DDIEEEOMKERRIEHIL A 7%
WEELTEY, 6L, ZOREICHDFEAEALEE
LTS 8088 RIEEE =L, EIDEE ZKHR
FEREE R IA /7R —EICHIFB 2 & T, R
KB EBARECFROREICE T 2MES 515
WAREINSE Z LIFHIEPREYL, EWHREZEIR
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x5 FHFLIRHE

EMETADAMRAE (early infantile developmental and epileptic encephalopathy) D E2lrE

#
WARAE R E A BROVEAE
FAE BEREHDWVEIA IO Z—
FAE
AR FIEM R ER -
N=ZX YLy arviiit
ZEAEREO LTI
U F AMREAL
FIEFhp HERNME®R 3 A (RET
B 1E B #5)
FIERF D FE HERF IS ESFRE. =72
L, A2 CIEREICEHA
TEHZEIERELRZ &N
MHENTWS,
RFEZR W%X%E']E?g TIES. 7272
L, % BMZ o,
FERICEBELRRENH
%, PEMRICEELD S
ASM ?9\’3}75:1 T TWBH
RoiGE, FHEAPHRET
HBHZ &ﬁ 2B LN T WL
5,
VEOHFESL | BRIEREMEZITBERICKED
EELH D
EEDRE HMIEE 7 2O MRFZED
Z MRI O FAERRUR 0 ZE D ?
MRIZRZHTICHATIER WA, BENRRRZBRNT 27-0I@CHEREINS,
FERREABEDS NN =X b YT Ly vay, DFAMBREEZN I ZELUEREL R~ FHNRERKNSSEET
53R TIE, BIEBMEIZHBTIE AL,
REIC L 2HEREELRIGE OEREZE : BRESROR N2 M TIE, REMXEELR L TlEZ DEEE%
WA LIETERL,

2.

ol
fE o}

EIDEE of@2X|: 10 AHEH-Y 10 A HTE
SNTW3B 9,

BRIRE =
AAEIFFIREIRE] (0~3 7 A) ITHhE Y, %t
ZRICELCRET 2, #BFHLETIELIELIE
EEREFZRD, HEROEE (®HLZLOIEH
RHEERR), ZRERE, REURERREEZMH S EH
TEHOEENHAOND, BEFNRITEICEEDOR

B, LIFLIEREORERIDOAOND D, FAE
bQT@&bTEL\fC ubnﬁ.%&& 75{373%) (’JTQJJHHU) t\\
TADLE 2 —=H"SFEICRD). 1 TEAEDNEN

hEFEENCERORERETEET 5. REE, iR

FE, HERBITES, EFTHD. HEEITHEAICK
STEREDN, HERICIFESTH LU,
EEORA

FIEIE, BERBEONRELZ2ABCETFDOX
=T v b, FRIEAREERICELIBEERIEE
INLINIE, BE, EFESNMETHD 08
IX, SCN2A x> SCNSA DIEHy/NY)

J5& R 80 EIDEE IE, TADAMISILAE
FEMNE S NICHhhH ST IESS (CBITTE &
nHl), *Lté:*o
, FEBI
INZ—
%&E%@&E%ﬂﬁTé_tuﬁ%T%%ﬂ

18 / 55

Bz
Ty hEEOE
X, LIELIFEAEDF MY T ALAF v RILEICK

ICN—Z ST Ly 3%
CEoTETRTYRIT
?6 FEB I WL BRI IB Tl



T2 T EIDEE AR 1L, FEEH > EEE O AAE
E5ET D, U RFIAREETADAREY R
FH—LY VBIRTFETADLAD LS IC, REEIC
WL CRBICENAEZZIT-EBE LN TH
% o
EIDEE ®ZIBTlE, IF#7H0—XX, 3L 7,
DRMZT, REAEOEHEEEHEST D LN
L BB, INold, FHERER, ANEERBEVHR,
HHNIHFEREBE EHICRETHI DD,
TEHEEBEE & CANARIEL ORI, FFICHKME
BXHBEOREENEERRKETCIIRELRBEH
HbH. DL RIGE, BIEEARY NOEETHE
RT -0, RBEOETHREEZ EMG H 217
THRIBET DI ZRITTHNETHB Y,
KEMHREEE, FHEE, EWARNREE 17
POME BRERHE, FHIETPIRTEROEME W
>7z, ERNGEHRFIEEICH O HHFE & AER
BLOBEENSRBOOLNTWNDS 2,
FAIF
EIDEE oZ#ricly, UTORFEEDSH 1 2Lk
NETH5.
1. MBERE
2. T O =—FF
3. TADAMER/INX L
4. BB, BN, BESMEER BLUCBBELEE
25N, E—0BBARER ISRV ERYE
1€ (sequential seizures)

EEREIEAICREL, BEMTRETSLZILEDH
i, THIC10~20E, BRI HZeHHB.
AR T HI5E, A/ L EXIT BEHICIE,
(1) REFREILBE, RRKICHRET2Z2L0%Z 0T
ADAERNSILE SRR, EIRFRE LEER
ICR2Z %, (QmEREE, FREFAIWERETHD T
ADMAEZRNRZILEYRW, BEVPHD. FERE

WThr2BENHD. T4 70 —-XADHEEIL,
BARIZ2LDONHIFIFERL CHETIZHDE
TIFIFETHD., IA70—XRFEZTHDLD

CHEARLO, MEAKOLDEH B, HEIF IO
— X RXLFEREAM, FEATMETT VXL TH D, B
HPOERICRETZZEEHNIE, BE, B, D
HIRBT DL H D, BER, BERFEDICHE
9%, FEIF/70-X R, RBMHEREICEE
T5HZENSZW,
TANAMERNRILI—EDOEEICERZ 5. £
1 hBUETEYZLLAoNE. RIEILES, BX
L, LIFLIFEAKRFFICHKET 2.

EHREREIL, —DOORERICERORIEERD

B -
FUEBIRE  BEEHIET T, N—X Y7L

w1, EEHM, HDWVIFVEAMREICERED
ZEbHDH (ML), BRFHOEREIE, F1i22<
MHICIEZ L WEED H P, RIFEEOENE &
HICARICBT S, N—X YTy arnX
—lE, FURPHREARE L7 1-5 BEOSIRE
(150-300u V) /N—=2 k&, 3-10 MREOBEZE LY
TLyyarvGuVERn OREANKEICEND D,
HRTZ2EFCLYFEFRA P EAINE Z LN
H5 BE REREERBOMAICAON, R
ICIERIG LWL, R=X YTy oarg—y
TBEMAETH B, FERNINE, SEREAM, $5

EREAZOND Z D H D, NRBTIE, FIERT
ICRERESRKR/ A2 —HRd 5N, FIERICD
HN=R YT Ly arRE2—=VDHLAICHK
2ZEDHB, N=X YT Ly avg—Tik
FhinL EBHITHRT DD, WEIFRBOXETHS.
IESS (BT L7-ILIRDIHE, FiwE EHICETRT
URITHHEIBET DI A H D, BRI BEAIRER
Lo ThHNIE (REIEE, ARDEEATRELEER
), MRIIEEL, EFLT28xH5.
FAERF @ N2 — I RERICKRTES 2. FTERH
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BMEFIETIE, N MY TLyiarg—rF
BEL, BRETSEKEOELESDHNHIET .
IF AR SR EEE TS e h D
3. SE/WREIA 70— RIE, FIEEICHE

EMEEIEEE 24 5. BRMERIEORE -1,
BRARIEIRDZEALICIS U THRIERICELL L TV, T

MUK F 72 3R E L, Z 0%, (EREERED
BLOBEEES. &5, BREEOHEEIIHH
hod, BRIEEE X —VDRHRoNDZENH D,
ER

MO ERS(E EIDEE 0BE A DS EERRR
THY, IRNTONETRENVHETH D, FHIEHN

BAIRELRE RN T 272, SR 2EGFEE
ERTDIVENDD. HIBORAMBEDSSE,
BERDETIIIICIZIERTH S 2 LA Z VD, WA
BB P ABERRLEL - B EE 2RI &
NH5, FEB L &EDHICHNERIETSS 2D
H5.

EE

UToeEx=EET 5.

CReRTA 0T LA, B R 14 FRER
mE).
cEBERTFNFRIN, BTV —LFREERT /) LY —
JIVRIEBEOBGTICAERT 2XREBE O
NH 555, TNeEBALTEL I ENBRERSE
DEBEZEHHDICERTHZ UToRESR).
EIDEE BEFHD¥EHU LT, RAL 4 2 H/ELTFN
V7> bHDRIERIEETdH B 984,

FEERPRKIE, MORBHEOFHE e, EET
BeTRTE2ZED0HD

- KCNQ2-DEE Jmf9/) ) 7> b, EfEFIE & B
B2 (IFEALITREERZHS Y, BN, &
B, 34/70=—, TALAMRI I L, BEH
BEEEZHESIZLHLH D) (TSR, 2oy

Re W, BERFOAZZT HH5RICLHAON
. RIEEICEAREBEUEREEALR TADLARE

FP1 - O3 e b e o e,

03 = O e e e s AN e N e e

FP1-T3 A A o pr e e

13 = O A e AN A

FP2-Ca4

IC4 - O

FP2-T4

I¥4 - 02— o

13- C3

ICZ - C4

IC4-T4

IS A A B
»""’!\‘

EKGN - EKGP.

I
llllhl.lll II*W { WMW#* ! \M,
L -

5 FHIFLIR DEE ZHEEL 7= 4 Bwn SR,

e

! .
' W Wyl d
CHIN - ‘FORHEAVv\..»—‘rwWM, e ""Y’V\ i /\ﬂ IMWM—W

l“l . \v\/~ e .

Y e e

'w"

% 2 ARICBVREREREH O ERMEREFE EEOME TR L7, K

(20 puV/mm, 30 mm/s) FRX—R b YT Ly ar/x—rERT. BEEHRETIE KACNO2 DIFRINY 7> h %R
2. WALy OREICEY REFERICES LD, REEOENIKEFLT.

20 / 55



NEEND N H D 8B5%

- SCNZA-DEEJmHY/NY 7> M, EICREH LV
BEMRERE 45 EtRF2 2L eV H
Z) 90,99.

BEY 5 10,

- STXBPI-DEE J&HI/NU 7> b, FERFIERE
FEELIERMERE (GRE, BEWE, BN,
TANAMZNZ L) LEET 3 100102

* CDKL5-DEE |33 EFIF L B&ET 5. EhtlEFlF
$EE, NBETE-BE-X/XX L] RFATH
%—g— 6 18,103.

-+ KCNTI-DEE FBHI/N U 7> b, BEMERAERE

- UBA5-DEE fEHINY 7> b Ig, BEERIA /O
Z-REEETDHIENH D
RERE :
BRICHOOBRBERENBERRETAHADON LR
WigE, REREZ2®R<CERT S5 251, B
CROR O RED O RFENARBEERRA TR I N
5ZENHB. TOMDEREL, O, KV EEHL
BRHFZNREIERT 5. LHrL, RPEERE,
T/ (s-ANEYRTAVEED), RFEa-T
S/TYEYEITITE R, MET I8, AR,
RER, A/ w0752y, PYEZT, TV
ANZFo7TaT7 740, b5 R7x) VEES,
BEHEIEE, SBROILI—X, AB, LY
B, 7/ BELCHREENELREOBREIINE
TH5.
R oM -
- ARERRME R MR, RREAE, 2MEREEREE
W, INZETh, BEEMNHMICHE S FRMEREE, 2

ExETH BEERMECY Ly arynN—=X
PREERD DL bH D, FRERER
EIDEE ICfES FEIELY BB M IC—BITH Y,
SHORRAEBNAT 2-DICHELRGRES R
$5. Lo, BY 7T v BEBEXEECERE
BbEBEREXIEER & D EIDEE OB EDELS
MRE (S, EERRERPEE (CHEML L 7o BRI

e R,

Epilepsy of infancy with migrating focal seizures
(EIMFS)

EIMFS &, &% 1 FLURNICEFBIRIUME D E R m
ECaE Y, BERGINEZMH D ENLFHEETAD
AMERETH % (3 6). ERRIBFIFIEMFIRICH
L, —DOREFICHDEEBRED o HEOEHA
EBEIT D, RIEIZLITLITEBIEL, TANAER
KEZHS ZEAH B 1 RRIFTISELRFNAD
DT, KCNTI' AT ELLBLFTH DD, T Dth 25
L EDBIRFHA Z DIEREFICEEL TW2 1Y, 2
DR TEBELRBLHEEINTLEA, FERITT
BT, BEEOHREEE L THEGDEMREHL, &
NICHFEDBETERN—BERLTLZ LR
bﬂ% 105,108.

BF

EIMFS O#FEBHEIL 10 A/NEH 7= ~0.11 T
% % 109-

FRIKAIE R

ANETBEER 6 PAUAN (FH3INA) ITHEE
Y, FNIC6~12 1 BRFICIEE B0 H B 105108110,
BhbaMbLELRERT 2. HREFOEFECHRZE
FRLZRIIBEERTHD. RFEDBEIEFIRET
(Z/NBEFE & FEAES 5 MO B RERICER LIS
BbHHD, HEWNICITRITEZDBROEEDEN
WH b 1
BB DS -

FHRIFTRT, BFIEMMERIELFRL, BEED
HREFPNFEEDEECEPES, THEMOEMEE
o 1A, BIFDOREE T E DR AR ES
NTWs, £, ZLORAMFEEETADAMIE
ICHBTHL51C, BEICL>TIIEEDHLEED
EEICLEBLELY, EFEEZF >IN H B 1,
FEF

5. INoRIRVITEENTH SD, FHIERER,
HOBEFEA oA B OMICERRICEENIEMNT 2. £
7o, BEEL VBT, BERCRRORBEZZHD,
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BB VDR WBIFELE Y, FES BRMRER
EHS L L BB 102

CNRIRFHETAMEREZThAE L Bl
Nz ZehHo UL RRIRIVICHEE X, FIFE
wmFo—lIE RRE X 7 IIRAERD, Zotk,

NEERT DI ETHEEBOITONE, TANAER
REEIZ L BT B M2 ENICTADAMR /ST LD
BEED S BB mE I T LB 1001416 350
Z—REIIBRAEETH B,

AR

HKEFICIIBEEMEIZIERTHEZLEH DD,
FRAREE EHICEREZFHOVEABRRIEL
% 105109112 ZE QMR IZIFRFE L &b ICRE
BICHIRT 5. BORESIL, BERCERICK > TE
BT D, FNICETRTYURITAREINTLS
109,115.

FEVERROR IFERARAEMRE CABBA L, RICE—DFE
ERICEWTEROMI L 7= R EEE A EFAIC
BEAEND (K6) 1218 FERFROKIE, RISEE
SEERBICIAE % 4-10Hz O BEHALEH T, BEHNT
BB A GEEESZ -V HIBHETH D, EE,
KCNTIZ &% EIMFS #F%, #rEBPLILIRBICHS

BEREEHO I —L Vv XEAVWEZODORK
Y—h—hREFEINTLS I

BRI ¢
HRERISDERICITER D, BELSFEED
JEBETRECHMEOLANRESNTNDS, —ED
EF TIHRBERP I EERDOKEBNERE &
nTLa, MRITHERESZZ2Y 2 HHB1ELY,
MR Z~_Z hAR3E—T N-T7EFILTANRTF
YEROBAD LIL L IEERE S B 106109110

BETFE

RIEEDERITENT, RRICE->TEHETHSD
(BRERBOMER E EIMFS 0 FIB) 17118 De novo
DEGFEBOEENHEHZ W, KCNT1 I3EER
BEFTHY, FIFEROEFTREINTWLS
106107119 ASEREEICE D 2 MOBEET & LT, £

IZ SCN1A, SCN2A, SLCI12A5, BRATI, TBCID24
M lF oz 10019
RBRE !

EIMFS ZHfE L 72 [RD A IC1E, ERERICEX
M)A EBEZ L DRNA DN > TS
120.

R E2HT -

- SeLNE, SelLFNIE, SeLIE |&, [EBHEs,

ReE CRI—RIFROBEE/NNZ — Vv ZRI AW

ZEICKVRERIENS.

A, ERRGRENFEL, LIEL IR TBE
EMNRZ—v DB VWE—D—BLIER%
BoZ L TRBlEND,

L, EEOMBRHKERFT MDD, BKE, B—
FIEAN T ORI AN /N2 — RS AL,
i, INODOROEZITEHEFT L FKIET 52
EDH B,

© ZTOMOIERRHFRBE

DS &, REEICL > TEADAENEIT 2 BN

DS BHETIIR—HIFATOBEEM/ X — v &RE
W,

LR TANAMER /N LAEREE

Infantile epileptic spasms syndrome (IESS)

IESS 1%, West (VT X k) fEfEEEE, West fE(EEE
DEEEZTNTIEHE IRV TADAER /XX L
23 2IROMAEZAET H-HICIREBINTSE
RETHD (R7T). West fERELIZ, HHEAICIET
ADAERIZ L, E TZAT Y RIT, BEDIEH-
RITO=DDEH=ZHEY 1, IESSDARIEF, Z
DZBHREDIB—2%FRLLZENZL, FIRIE, &
EAOEENPES N TRWVGEP, BENLLE 7X
TYURITHROONBWEENH S, OB
L{ET, West TA7 74 70 —T7ntEHLIZH DT
BB AT RACBIfR 7R <, FLIRRNXX L DB L T
FIB X/ X LEMEEE (infantile spasms syndrome,
ISS) & WS ABEREL, FEDRITE ILERER
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2, EFRTYUZRITaHESIBNCONTIE West fiE
B C WS REARIELE 2 Z0ZEBIL, ABE
FCOREENEWIIETFRBAELBET L L
"o REIDRT - BEAEOEBEMABATLHDT
H5 B FERERBOLINC [TALAMK] WS BE
ZBMLI-DIEZ L D/NBHE/ TAMAFMAR
DELICLDHDT, FTCADLAMRNXLDER
HREF, ZOEBRENTANAMETSH D Z & %EHA
THIODHLDTHS.

IESS I, &% 1~24 B (E—2 1L 3~12 1 A)
DRI TANAMERNRI L EZRIES S 2 &PEH
THDH, TNLURICRET DI &HH D, LRI,
TITTDREN B WBED HNIE, KT 2HEH
BREONBERELPECINEE R CRAKSE
ERIRLTWB5AED H S, EIDEE Lithd BEAFAE

1% 3~4 HBLUEIC IESS DRI IKKE DR =
LbO2EDIBEHELHD Y

=6 BEMESREEESIIBTANA (epilepsy of infancy with migrating focal seizures) DESHTE#E
WNAERE TR E A BROVEAE
FAF R/ ZEIEORE £ 72 13MK SO —FE

I, A B EIECEERR
BEREREESI L H D
AR, BRARRYIC—D DEERF /2
IERNZED DD FEIRFE 7= (SRNEE
IC#%EId 5

RIEEE IIRPOECER A 5
MATERICEML, LIZLIET
AAEREIRREICHEITT B

AR RIEFRHRTIEEEE/ XX — > | BIEMKRER -
AR (REMETAREZTH | EYRSroY Ly &
BWERRINZAEELH D) | 3 v /X=X bXg—2 i)
FUERIXHE : ZEAMERE B TE—OFHENAETA
MAESR
ESRTYRIT
FEFE F il 12 » B K 6~12 H AR D FAE
HIERFDFE RIEREICEKITTHEE
DEN
RFNEZR RKIEICKITT 2HREFEDN

PEMROBEELRER

MRI ThxZ=#E D &40

BHEIE BB RAE I D EDER X
7= 1LE1T
B JRH & 73 5 ERE % 5
RERER
RE DR E R R E BT FIEHK

U MRI O RAER AR 3 EH ?
RRA & 72 5 8ERRREZBRAT 575, MRIIZZHTICHEATH 5.

BREREICEED RO N2 HE, FERMKIEILT LLRATERL,
FAUER R 3R CHERE NS,

LhL, BEMNRZ—%R&T 5729

REIC & 2HERRH LIS OIERRHDZE | ERERORON LMK T, MOTNTORKKNSAREES L UK
NEEZH-LE, BEC MRl 21Tha < THHREDBEEZRRIICERET 2 2 & T EIMFS L2Hr92 2L
IFRTRETH 5.
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F7 ARTAI»AMERNSZX LERERE (infantile epileptic spasms syndrome) DIHTE#E

WEEAE TR E BROVEAE

1 fEdh, BE, £/-IEEEMNTA
AR LT, LIE L IEREF
ERCY

AR FAERI R FAER AR FERS
E7RTVRIT, ZEAME - | EBRE AR LD ERDN B RIS
FESHETANPABRBER X | 7Ly a v "= b | ROZDFFDORGEAES
LREBRTCITHAONDEZED | XX —V
H5).

FIEFhp 1~24 B (TADAMRZ L | BEEHD 1~2 H A
NENTHREDZELHDD, 2
Nl IESS TldHWhEBhnd)

HFIE R IRZ LNFIEH O FESMAC LD

5, BBMERIC AL NAE NS
tLH D EEFEOEBRGRERE
HFEFODIRTIZHIMT R E)

WIS MRI P FRIERROR Z A ?

MRIZRZHTICHBTIER WA, EREEZTMT 572018 HEREINS.

HAEREROR L, RIEFEXBOBRETE AT URIT, TANAKRES, FHREFIREEEFHINRD SNNILZHTIC
MHEBETIEREWL, ETZRTYXITOTANAREELNRWEES, RIERBMEDORLZFTNANETH S,

IEfREEAERT TH D AIREM - BT 2MNEE, REEOMTE, H25WIEEHIR DEE 22 CHEDELRFH
REOHZIRT, BECRFRIBMLER (kg BREDREL, H50VREZEAMEKE) 2RTEE,
BRI TADAMR NI LOREITERS 5. L L, SHNICRAGREEROHIRATIC IESS OIEREFZHT X
TZRL

BREIC & DHRRHELIGE OERAZET | EREROR SN2 MK TR, RIEMAMKREEZTO 2 &hm<
HEINS, LHL, MELIBOoNAGWEGSE, BREEAHBAE (WEHE/EETHHE) (CLVY, BENLT
ADAEZNRZ LOBEFENBE SN, MORKNDAEREES L UBRAEEN ST NIE, IESS L2HT 5 &
TZE 5.

B

IESS OEEHE(L 10 AHEH7=V 30 ALHEES
n, HENICREOSWHIFIZEBERSTN &
ERBTIMBELHD (R —FT>, T4 F~
F, 7v~—72) 91250 HEMR—ZAD K-
b TlE, IESSIZ36 HMBUBICHEEL/ZTANAD
10% & DTV B L HICRET 5D, BR
DHEDBEBERMNG L 8%,
ERARIE & ¢

IESS I 3~12 "B DOREICHIEL, ZD&EHME X 1~
2 hATHBH. 3HARLURINCHRIELIHEIL, D
BHREOREZEETCADLAEMEZIRITT 2 0E
N %, |ESS HIERIOREZEIIERLHED H 5P,
FTITTHHEEOEENHALNL, HHWIEHOLNS
L BRBENLIELIEDH D, Fazondlfl, =1, B

TIFRNRILDORFELE EHICEoND D, FBEDT
CHERICIFBBL A THEWS &b H D, RANXLDF
FERTEL B 2 o BB DR OJER D A DIRIT PR/
RICDEACEHHELNOMESIND N H D, FiE
DIEHE L RITIE, BED DUMRNLEEL RIS
NIZTBRERBIT S, BECEZEMRIIEE,»S LN
WA, ERRVEREFHZRICLY, BHECHRE
FRZRMEORELED, WEDFAH Y HFH
NdZ BB, £, RAHNZE (FEEEEL
ER EDHRRERE T "R T 2RE), REFE
i, WEREEOFEICET 22RIE, RAKEZR
BLIDHDTHLIIHDEETH 5.

EEORE :
IESS |, b TA D AGEIERE, 45IC Lennox-
Gastaut FEMREF CEAIRIMMMEE R TADAICEITT
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5T ENZ W, ERERT —XIEHm WD, IESS BED
# 30% A% Lennox-Gastaut JEIEEFICHEITT % AAE
MR INTWD 12813%6 £ 8T A AD S IESS

ICERVTZAREND. ZDLIHFE, MET
FESTANADFEA LI LIKRD b, #BER
BRETRATYRITHROONEWI EA”H D, &
RERBFEEOHFE, FERMETADAMER XL,
PR E—BL-ESMORRIL, MoBERE D]
LRI HDOTH S,

FICREAMECEENLMED—EBTIE, TANA
MRNRZXLDFFRT 255650 H 5. £, BWRA
BICKY) TADARIENBRL, TOEDTADA
HAEZ DD VEF D H 5.

FEE T, RFERICEHST, Z2<DART
HKEZEFTRODEETHD. REEFOEEEIX, F
ISR B L BEORRS ICERT 5. Tk,
ERIDFENERE T, BorBRERAMNE L, EREE
REAENPRRICEHBAINAARICHENLT, &
YRIFTH B 12312
FIE

TADAERNRXLIFIESS DERICHBETH Y,
REhE DRERFE O RRENGEL? 072, ZnENIE
BE, FEa3MRimT, B, BE, RS
MTHBZENHD, InslBE, LIELIEESS
B (BN 30 HULEEHEE HZ) v —XF
ToIdBER L, BETHICONTCEEERNEE & 74
Y, BERFICROONE ZEAZ 0. Znn OER
I E 7 IZIERFRETH Y, DT HRBEIREIE
X, BOBEOEZRYE, HAhILdLH 5.

FRICIEET ML EE CIRBER EEE R A & DB
EHRROBEICIE, AN LAEES IR ICE SR

WMEFLHAONDZEDDY, HET I ENH S,

EEREFEFEIFANRILEERRICEIDZZED
HNIE, TADAMRNRZ LOBEFIZHETT, FAEF
¥l EHEWCRZIBZELHY, HDWIEI—E
DTADAMRNRZI LD ) —XeE% @ L Tk
THIEHLHD, RIERORBREILFHENTH
Y, O BEAREREE TANAMRIED TR %
ERT 5.

xR -
HUEBRBOE 727 URIT7 (EXFEL, Sk

NLIFLIEALN, /L LERZEHRLZHEIC
RENPEROS<AD (MT7A). LROFIZE, %

AITOHRBERD LD BRERFRER RS ZFF
TemWEeEbH D, —BLIZESAETALAKRKE
FoEERMERREIE, BERICHIBEER T RET
5. B0 <PMPEPERETIE, E7XATYZRI
THHLNBENWZ EEH D, BKEIL, e7XTY
ZAITHEDBOHBLWIESS DIRICH LT, EERES
LR BHNETIEA L,
TADAMER NI LOFERFRERIE, SikiEAhE
RS PIRIE &, 5l &t ERBARKES (F
WIEBRES LTEND L H D) ZHFHET D
(M7B). e7ZAT7URITIZBE, TANLAKXR
WXLDYY —XRITHEH 5 WV HELET S, HE
MiE, TANAMRNRZ L% 2470 —%/EPE
BERFLXFTE0ICEIID (M85 ¥, EEG
DN=R Y TL g3 /842—F, EIDEE 27K
RS
PRI EIR ¢

FRERREL, BRZEONCT H7-0105<
HRIN, AEORBREICHELZRITT I ENH
5. B MRIL, IESSOIRBOFEHA L3 HD 2 TR
BaRL M2 RS B WTERERET, &

SEOBERENEON I HECHEATHOE R
BIARRNZILOIRTIE, BHICEGZHZ1T-
755, BN T T T2 2RURICHRT 200FE
NH5, HREREERERTMERET 270D
RERERZH E MDA RETHY, 7LFATH
¥ —-RKbOryIIviavybELSS
7 4 — (fluorodeoxyglucose positron emission
tomography) ®EIR R > T XY > & (arterial spin
labeling) % EDAEIE, MRI AA—RIEETH->T

ZDESBRIE, RPHICTANANRNTEE 2T
B1-DIBNT BHENH D, THIS, MRIORE
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», HEOREMUBELBEZRET 255D H 5.
BERF

BRARREYY MRl THEEAADHLHEVWES, &
CENREZZERT 20BN H D W 5, &
EREERICEETZZENMONTULEROE

REZFITHEHEIIHL L, EEFNBRELE
BINETH5.

% OBIEFORAY/NY 7> bHIESS EBFEL
THY, NBTIELIZLIE denovo TH B, FEFID
=X % TCERNERORFEN AR TH S *N. K
Hiclx 21 bYU Y 2—, ARX, CDKL5, STXBPFI,
IQSEC2, TSC1, TSC2, =D& Ens, &
EFERIT, BEHDWITBEL TOLARVERIHE
EI2TENHD, IHIC, SEFIFHLEERESR
PAE—HNNY T IAIESSEFEBLTWA -8
kw4 7T LARIL—F OB ERYE
BIRNETHS.

REH LM OBRKRRE :

RBHFEERIE, ENTIEHDH IESS ODEEAR
HT#Hh5. ﬁf@ﬁﬁflﬁ&oﬁbf MRI TH#
EREEPROONBWEEICIE, REBRELERE
TRECTHD. WRAPHALATRWVEGES, EUFF
VUMRTEIERERT DM ENH D, BRI DT
RN B T- D DRENRAIRELSE, AR~AOL
UREF>rodBAezmeatdNETchs "8 Lhl,
CDEBOHDIEERT D E, 20L& RAAIR

—EPURE L ARICITONETH B,

R oM -
TADAM

- EIDEE 13%# 3 " AUAIICIHAE 5. R/XXLAD

HAoNdiGELH BN, BEFKE IH/70=—

FE, EHRERELR EDMORERIHRES S,
- MEINZTADLAMERNRILTIEAL, 34702

—REEZET D MEEHERICLY S A4 70—

XRETADMAMRNXLOXBINETRETH 5.

PR I EE A ESEE ICSMRMERTERE % =

ER
FETADAMK
- RMEREIA/70—-XX EBRFOE 7 DXL

EEIERTH 5.

ARBORMKIA /O —XRIE, I+ —XX

ERGREERIRBMEEZZT 5.

LEIEISERN CTEBRET 52D EF EEE R

T35, MWEIZEETHS.

- BEEWYR, H 50 Sandifer fEIEEE.

- ILIRHA D RMEFEWFIE

- benign infantile head drops : £%#% 3~6 » B T
FIET 2BE L~y F Ay 7 ZoRBIZER
REMETHY, MRIFEETHS.

BREISAE (hyperekplexia)

s} (\r'-\sk\

MO

B

Dravet (K7 ~) fEfRRE

Dravet syndrome (DS)

DS (UFNFFAREFE I A7 O =—TANA (severe
myoclonic epilepsy of infancy) & Z15 N T UL 7z) 1X
$&1¢um@&ﬁ%g,gkﬁ@ ﬁﬂﬁﬁiﬁ
mEVED,
é%ﬁﬁ%ﬁ%z?%(%S)m.iﬁ7D:—%
ECIEERI R BREMER EDMORERIL, 1 Eh D
AROMICHIRT 2. REITBTHEHET, £H®2F
BA o@BACITHOEEZ KT 9 KRG A DA
#1417 (crouch gait) R EDHITES L, &
BEETICEOOND 0 BREREHIE, F U T LA
F v FIVEBELRTF SCNIA DIFRINY 7> b ZBET
22 ETER/FIND B0%ULDFERICRDH>ND)

151

ENI\USE

2
DSIZ10 7 HEH Y ~6.5 ADERS B 241192,
BRPRATE R -
FRUEREITEE 3 AL 9 AT, B L
URREEHHE 6 MATHB I ENI, &

% 1HRA R, £ 20 B EESHET 20
DHEPIMESNTWNE D, 2 b‘ﬁﬂiﬁ%if: & 15 A
BLUREICRIE L 72HE1E, BRKEIZHZRE

IREZRAT D7D b&%ﬁﬁ’ﬂﬁiﬂ?‘%
LVEBINESTHS. RERERFORKEIEET
HDH P REREROBRFENZRIIEETH
5. HITIEPCEN (F9 16~18 1 F), HITOR
BESDNAHAOND D DH D, BEIZRY DEERH
IFEBTH D, BIERERICE L LWREERCHE
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FERROE (B) IIaiRBASURE, ZNICHIEHVTET S, EMG THINREE M 5 BN ARMERRZ~T.

FHLRORE, EESE, NEELHZHE,
HBOZEARE I NS,
FREDRE !
FESEFIRRME T, £EABLTHERET S, ¢
ADABETERREIL 5 MUETICZ WL, LA LENLUE
H, BICEATBLRRICHE ST, RABTEZH
REZ2EDH2 15 FFH/ FHRAIRETICHE,
TANABEERECHEER RBREEITENICKY,

RERERBHEDOZ ENEL, SEIERRNFREZE

T2 (BaEEsES E£8, BN, 2RsaERA,
SA /R Z—, EFEBRXE), ZOEHTIE, RED

MES L UCRERREENRIRL, BERRHFLRE
8% ENBHD O FEIEB L &b ICHKEDEHS
B2 Y, BIERER 120AH 5 60 "B DREIC
TENDBAL A S EBhh s P FRRE
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T4 ~C4 ;f\#%}fhwﬂﬁ
C4 -Cz S BN A
Cz -C3 %ﬂjlf*Whv"wﬁmhww
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R DELT
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A B C

FiG. 1. Three different EMG and EEG representations. A: A
myoclonic jerk. B: A tonic seizure. C: A spasm, where the
EMG correlate of a spasm appears as a rhombus, and the
EEG correlate as a slow wave, with an inverse phase reversal

over the vertex regions.

B8 ANRXLEIAHF A —RES L UBEREDER Y. EMG B LU EEG OMF ¥ 2 ZRY. 47O —NAKE

(A), BEHRE (B), TANAMER/ XL (C)

(50%) OHMPEEZ R P58 £ CDEEILITE
fEEZREL, NEBPZHUEEZRTIEELVD
1531601681 - T AAABBREOIE Y — FICHKEWLT,
HKEDRITHNHAONDZ ENHB. LHL, KFD
LBETIE, DLAREOER L ZTNICHED AINES
DIRZ—=2H %W I8 FREFEE EHIC, KFEDE
EITE ML ERBEER E SITREZREL, BF(F
NEREBEDN S BFEFERE TITHDARASITANLER
—a— %) 150.

FIF

FIERF ICERBRFEE (FORAICHEE RITT
FAIRREE) CamBRBENIRET 22 P2
WricwBTHY, ol LIELISEBIESET, S8
EICRRPRERD L7, FHEREICL > THEHXS
N % 1919 RAECRMDOBEIEREN R VIREET, &
#® 12 2 AMENC TR FICHE) Z4 5 BREEE
SER (FABER) BED, TNETEREL 7R
RBIZHALNDH A, DS A RBIND %8 1K
EALERETIC, BMORERNIRID I LD
35 (=721, BITEI BAhIFTlEZmLy) 153154

IFX A= —FE

- ERERERERE

- SETE IR MR FEAE

- RAFE

© FEITONAMTANAEREIRE (LT EFES

IRBE (obtundation status) &MEENTULN)

- FICHERFFICEHR T 2RES K UORERRRKE
COFMETIC, FARRICINZ, BREE, RE
ROZEAL, BEREE (F), KEE(BED 15%),
B (C & > TRIEDVFRIND Z LN H B 130153159
FICHEAREFICEE R T 98B - RERRIKEIL, &R
RiBOEYE, A~5RELNOHTEL, KAHICEYE
E (T B 196157182 T A DNAME RN LS BRANEAE
THD, L, hinvEry, TR F,
FORANNREEY, JxZ b AV BREDF YT
LF v FIVEEFIOFERICEYVIBET 2 (INIEZ
MIOFLMYICAHED) Y LaL, ZEMIF UG
FREECINICERGHBENH DL LN, HDD
OO TREINT LS 163,
RR R

BEEHIL, 2 RETEHEED S WITHREILER
9. RRALILBE L 2 AR TH B PHI0I - FAE
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% 8 Dravet (K R) JEMERE (Dravet syndrome) DEoHrE#E

WEEAE TR E BROVEAE
1 BYRTESBES (FARBR) 8 | BEERE(Q0DMULE) O | TADABERNNI L
RS LOEBERE(LIELIL | BEED AL BHIYIR SCNIADEE
RIEZ LITERRIEAEL), £ | RIEFR & 0 5 BHMEZ
REAmARRBEREARES 2 WV | o
e RE
Ab R 2 ARLUBE I FEAER K HR AR
BAEOLAEVESE S
EJ)|
FEAE F D 1~20 A 1~2 "B £71E 15~20
A
FEAE I D 3= FAEFAE IF D F0Z 85
HRFHNER REEOHEFZIAE (b
v ROMREZE )
IR MRI TREA & & 5 E A MHREE
HY)
ZDMDIRE : SCNIA X Z DD REA &
BERFRE BBEHNY T DR
in
REDRIB BEIEIRETANA AUNTEEY, 72 H
MRS WNREEY, 7= b
BEDF MU TLF Y I
LWREFHOFHESDE
SHED S L

W MRI O RAER AR F 0 EH ?

FHAERROR (Z 2B IC B TIE AR W,

MRIZEZMICHETIH AR WD, MORREBRAT 27018 CHEREINS,

IEfRANERP TH L AN | RAEZH O REFORAIRFLAIIHARERAREFLZZ L, WICERKRENE
W12 A BRFBD/NRTIE, Dravet FERRIDAREM RN T I2HELH D, S HICITLNAFE (FEREHS
D%, BEYZHECHAKDEE) vHNIE, L UEERNZL Dravet FEREOZH AR THD. £,

SCNIA DIEW/NY T > b A H D NIE, I oICBEAREIN5.

%.

BEICL 2EZRELIGEDMEEEZR | EEREROBE SN2 TIEL, BOE, MR, EEFBREE LT
H, DT RTOBERYDBEEES L O BRAEELH- L TEMREED A WE TIE Dravet FEREE S 2B L S

THY, 2mUAREICHIRT 5 1% ERFFOFRFME
R BETIE, RERXBOFERBRELLIFL
IEH oD 102160 SRR ISIZBED 15%ICH 5
n, BFEmETLY SBETHD 1 HIEFLHRIE
HIERICL->TER S,
FRER IR

FKUERIERD MRI IZIEETH S 1 BB &b
ICBREORMBE LW INHOEEAIETTHZ &N
H5. DEONBREL A ONDH 10 TAD
ANABIDBIG F 75 0,

BIRFENRE I EFHCHREIN, TN

MEEHN 5 H I T ERIRE D FEM O A F AV R #HE7 Bk
AbLEEND. SCNIA DIFHINY T > b L 80%~
5B RBOFEFI TRH NS L K¥EA de novo T
HBN, denovoBEREEZLNTWSHEEDERERK
10%1%, FENPZOEREZET D EY A 7 L FHIE
Nz ZOZLFEEHT LYV TICBERT .
GEFS+Z3R%2TlE, RFD—AICDS A RET B &
Wb, SCNIA DFEHKI/NY 7> bE, GEFS+X &
BREEEHD RHAILIE SCNIAMED L 574, b
DTANAERRICHAOND Z A H D, DS D2
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W7 IS AN ERARNEHES A BETH Y, BEFN
V7> boHrTIZHITET, £/, ERFNNUT
v A ELREBREEOERKRZMT 2 R T N &
Tlda W 18 BRIREZHTORE TREZES 8 TdR
DR,
ENICMHOEEFH DS &BEL, GABRG2,
GABRA1, STXBPI OBEMEHI/NY T > k¥,
SCNI1B XU T > k3D ENBEEEEEN 4 E
NEEND 18
HMEITOWNAPDO TAILADRKED 30~
50%ICERHD >N, ZDIERIE GEFS+%& =BT 335
EhH 5.
REFH LV ZOMBOBRKRIEE :
—BLEEBEZOHonim W,
R FoHT -
TADAKE:
- FS+:CORBHLERBHRICAEITVWVNAZET

RFEE (FAIRR) AL, DSHATREEND.
- Lennox-Gastaut JE{&2* : Lennox-Gastaut SE{&

MR (FEIRR) BEZELCHEWZ &AL S, DS &
BEICXBITES, 5T, Lennox-Gastaut @
B 3B RIEB ORIE L E R L, BBE R FAERE
MLDBHRIE (<2.5 Hz) & RERRFFRRMREE
B,

A VA —BRAREEH D TANAIA A
Z—BRAREEEED TADAIE, DS & VUECHE
ET 5. BEITUONADOBFEZ D DERD H S,

RIBFEEFROR WL, 470 —ROFEEHH
BYTHD NETEIA 7 Z—FEFVNAK
TANABEREARI T EAHDH, ITun
AMTANAEBREZBYRTIZLHENT
H5.
© PCDH19 BFETAI AL, BEREEXEEZEL,

5. Lo L DS L@Ekk REFIIEICHLRBICHEE
L, ZEDFRE LS. PCOHIIREF TADA
EEICKMICHIEL, BSHIEIEERELS X &

WEEHERAEET I EAMONT LS,

- SCNIA-DEE I, REHNIESBICEL B rAXRH),
FiEET EHELEPESNEITTIH LN b,
DS EXBIENB. Thr226Met!® o & 5 7 R HAF
iE SCN1A-EIDEE JEBIIS, BB YU 7> k&
BELTHY, ®>T, FRUTLFvRILAE
BICKIST D EDAbNTWLS O,

(KRR BED LIE LIFEARRMEICRZ 5
DS & IEMEBMIC, RIET 2 FHEILEEIX 72I1ZR)
—RRICREZ B, T F4 7 0 —FIECIEER R T
FlzEncdh s, LIZLIE MRl TREARZEHEA
LICR D,
SbavFYTm: bV RFUTREET S
NBTH, ERBHICERORFREEZTT Z LN
H5. LHL, HOMEREERS, ABRED LR
MRI TOREBMNES R E, oI bar Y 7K
DEIEA H NS,

FETANANE:

- BIEMRMEITONAD D BI5E, BEEACRAL
EDBEEANRBRPELZRAT 2HELNDH .

2.2.3 | mRRSEIEERT

Etiology-specific syndromes

—B L 2iKERARMNRIFE AR E O R HEIC58 < B3
HEYHIENRBICAEINDDOH S, BADOERE
HOWONIIFEDHERZR 2D (DS ICH1T3
SCNIAJRHINY 7> b &), tHDFEERIZ D W T,
M- RFANEEL TW5., HEHEAHNE
—ORBEOAZZRTIHED HNIE, FICERFH
REICK T, Fime NN 7Y bPOFHICE ST
FRIBANEL D56 H 5. WRGEVERE &I,
TADPAICBERNBBRINFEL, TOBRERD,
H, HRER HDEWITETTFEO—EBL-EBEE
EBHIC, REDEETHEICERTE 2 BT —
TXRIAT e R RIRA (BRARIEIR - FFEY - &0F
fif - FRERE - FEIVAEICHT 2RI0) EBEEL
TLWARHER D Z L %389 1 RIEEERTIE, I
TORRFEVERBZFEL, Bhd22&%H
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BElELTWRWA, KCNQ2, CDKLS, PCDHI,
SCLZAI IS DEE, Y FF¥F>vELUOEY K+
H—L U vERKTF DEE, Sturge-Weber SE{ZEE,
BRTERBIREBICL 2EVWREAEICEREL TE
RERHT 5.

KCNQ2-DEE

KCNQ2-DEE (Z#HTAEIRBREDKEDRRE & 7Y,
BARBUFERTALAL IR ENDIEES
BlE# T denovod I At AN 7 kR
5. RIEEF MU T LF vy RUAERICKIGT B
ZENHB (R9).

T
KCNQ2-DEE DRBEEXIITHTH 5.
ERRIE R

FIEE, FREFPHZECITHORBTEZHIEED
FTERME S L CHEBRBBURNICRES 5 29
176.

FEIZRE, 71/ ER—IL7 EDE—RIREK
ICRIG LAV, 20 &5 BRERKRIKATIE, Hin~w
TEVR T bAVBEDF MY T LTF I
PEEHZ RHAICIRET T DM ENH B

BB DORE :

32 9 KCNQ2-DEE it

FEE, T EUTLT v RVBEERICERORIE
IREBICRILTZDIEDHD. TADABLITLIE
BRI LD, BEREIPFENCEREICEESN
%M R EDERET, EBED A 0 BF DM
ICRMFIHRT 2 . ERFREDOERICHL,
BAKEMHRERTANA L KCNQ2-DEE @ HfHE
MinlFz & 2EFILV LY ZLEEEIND 2 EAF
Banz, YA 76TlE, LYVBEEORRFENR
LNDHDH LR,

FAF -

RECIF /0 —RIELEMOREELN L LN
5T EbHpp A FER, BEMRER, 8T
T, FEUEMINBEELSZENH S, EHICL-T
TADNAMRNRILNRBEZINDGED H DD,
KCNQ2-DEE T, fbDEFEAE EIDEE (L~ IESS ~
DERIED RV, FAERBORIEEREIE SeLNE I
LT 5 HY, KCNQ2-DEE TORIEHEE, &K
EEORE, MBRFNZERTORED, I DIERRF
EDXRZaREE § B A
RO

60% A _EDRERF TROE IEN—X b YT Ly T3
YRZ—=2EIRL, INEEICIENTARBEENH D

WHAEAE TR EAE Bro|ELAE
FAE ME, S0 =—, HDHWIE

RACIAFEAE
AR N—X Y TL vt

ZEAMRE, SRERENL
FEAEF hp 3N BERH % 1 BEBETH LD

RIE (IBIETERRIBED)

RFHZR RFNEZRIZESR
BHEIE FHIERER ICHRIEZEER K

ENBPEOLHITH D
ZOMDRE | KCNQ2 DIFEHI/NY 7> b
BETEMRER
&
FREDRRIBE REBENOPEEOREEZMHD

RFZERS
ZHTIC MRl P RERROR LA E A ?
MRINZRZETICHATIE R WA, MOREZBRNT 57-0I1@<HERIND.
AR RO X Z2WT IS B TIEAR W,
REIC L 2HERRELRIGE OEREZE - REEERORONIZHIHTH- TH, BEFHNBEEZ LT IC KCNQZ-
DEEmZMizd 5 &lFTEHL
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(K 5) 9173 %0)1{43037{5' * W/EZ %EE/EZ IR
5.
FRAR R
FERBICIE, EEZCEKICMRI OESEED
HoNDTENH D, EMNICK > T, TLRAKT
HALNDXRBEROBESIE, FEABEE &HITHEE
THIENDH D 0% FIEEEOEREDENEEMRED
SEBAREINT LD %
B
KCNQ2 BFOFERSE (Kv XKy b) |
BIFD de novo TRtV AN TR EBEMREE
(dominant negative) %4 L, SeLNE ([CHA B3

LOLYEELTF v R EEOTLE 295 1315

176

e F*oikFESE (ALDH7AI) DEE LU0
F¥xo—iy v BRikFHE (PNPO) DEE
Pyridoxine-dependent (ALDH7A1)-DEE (PD-DEE)
and pyridoxal-5"-phosphate-dependent (PNPO)-
DEE (P5PD-DEE)

PD-DEE & P5PD-DEE &, BL U ¥ o @ixiEN
DEGFIRFFEBICL-TlERIEINDS (R
107 zhzhe) FF v BLU0EY FF4—
-5 YBOEBFHREEICLY, 1FIFTAT
DIEFI THRIEINHI N RIBE & 712 5 728, Eﬁﬂt:;&ﬁk?
5 EnEZMENBFEINS. P5PD-DEE TIE, £
URFIUERICHEPNELIITEICRIGT 23
L%b\h\% 177.

(3RE : B2 TlE P5PD-DEE (4 pyridox(am)ine 5’
-phosphate deficiency (PNPO)-DEE & & s N T
W2 A, BEEE & OIS A ESXAR E X pyridoxal-5'-
phosphate-dependent DEE AN@EY) A7z, ZE T
DEPIEINTEY FEHY—L U VBT E DEE
ERBEBLT)

Eege i

ALDH7AI DIRRI/NY 7> M2 & % PD-DEE &
BEXDHETEMENH S P, 65000 HEIC 1 A,
273,000 HAEIC 1 A, 783,000 HAEIC 1 A& T xS
FTHB 8 P5PD-DEE OBEX(IAATH 5.

RS R

PD-DEE & U P5PD-DEE &3, 4% b
BABIEE TCANARIEZZT 2D, HDVIEFE
NTITWNAZET S, LHL, BV FFDKTEF
HTANABEDRK 25%1F, HE BB, EIC

A% 3 FUANICKET S22 &AHY, 17 M TOH
MOFREEREDBRSINT LS 81182 P5PD-DEE
DBEIFRETEENSD Z &A%, PD-DEE &

P5PD-DEE o WgnhDBEEIL, T RF—T ¥
T7HA—RATREZEIFERIS X L X, B
t, BEOBEEZRT LN HY, FERBBREGE
FEIMNE L RZaND T EAH B 18218 EIDEE,
THLfE, RBBECORIKEL H 5550 H 5 18, F
R, BENRTITONARERICERETH S.
R DB

INBREI T — 22 ) —XAPEBIARA BN
mIETFTVRICLDE, UV VEIREBR L-7ILF¥ =
vEERERD Y Y VHEIBEEIE, RBEarho—
CRAEEETRICEBLT, IohdFRTHIOT
ATREMEA R INTWLS M FEa v o —iAa+
NTH->TH, KEHOBEIRENOEEFE TS
FIFLREEOMNESEZHET 5 B8 HIEORIE
HAEWIF ERAEEETFRIEIREFZA, PD-DEE &
PSPD-DEE WEFNICHEWTH, BIEEHICL ST IE
BTHHAREMLHY, B OBYAREOEE
MBI ND ¥ RIEBRITHMEREOREH
ICRZBZEDHY, ZOL5HEXTITIFEY FF
UDBBEEFBICLTHLIWLWE Y RFSro
B ISRIEOBRICOBN D, -T, BEIEINE
ICIGC CHREZAZR LAV OEERITANETH
3. EURNFU0RERNRERIL, REHEES
5| ZRZ T AEIBEMEN D B A, IREEN 200 mg/H
ZBARITNITENTH Y, FEHRERF OO
REEREICLYETZXZ—T&2% % P5PD-DEE
DBEIF, EY RFH—IL-5-UVBOKREE L XA
VIR TEET, 1 BERERET ST
MENMEONIHELH B,

PS5PD-DEE TIXFFREZENBESNTEY, 20
HICET A ATIEY)TH D

FIF
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FAEIL, HERISBEDOREIE LTENS Z LD
HY, BEITERBE[,SBHTCRET S, AR
E7 Y F= X TERRTH 2H, FEIEIFHERIC,
r 8RR IC, A%, A8, RIKE L OEERGZES

3. HESRIBHEE, XX L, BLUOSEERN
HRIEBREDIFIEFLREEEZREITIENDH D
U8 ZELMIFI/O—XRERNSILEFN, —
RARCEEL TWE LS HBILROEESTTEDIE
&EA >, EEPRE(L PD-DEE *7-1% P5PD-DEE o
AIREEMICOWTERT D ENDH D, FROILET
X, BRMF - IIEAESRABERNRREE TAD
A ETRIREE,
BHs5, BURFY—ILY VEEERBELY, RIE
EHESHEITHRRTE A WSS, PSPD-DEE (4,
BOOWNK, RIEME, BEGRKER L LW o7
BEBIY N7V DBEE5ETRRT DEBEEET
2Z2EhH5, LRBMLEBICHARANRILEEZET
ZElFEND, PD-DEE TlEIRE SN TS 190,
FHIERORERNZIHICHT- 2780, FLIRIICEH
EIRMEOFREERI LIz2ToARICH LT, PD-
DEE 5 X ' P5PD-DEE # £ B ¥ 2 EAH 5. PD-
DEE @B diCid, MTAMAREREICEHHIC
Kbz rdHDH W05,
AR

PD-DEE 3 &£ 0" P5PD-DEE DEERTDERE D)
ExE2TIHEROBKIE, N—X ST Lva
VIRR—VERT I EN DD, £, HBIEEHEEE
IBEREHIC, EaMEEZEAEREL A LN
Z2ebHD, MEBEICEY Ko & BIRNEK
542545 REIT T COEBENILEE L), BE
& W EPR A £ U BE ORI D0, BE
AREARETFTCITIRELNH D, N—X YT Ly

ik, Y RFFIURERIIVEAKEICISI SN,
EFEESEFERTLOICAS ZTTHRESH DL
FRBL PN B2 ENHD. DY —XTIE, 30
BlFR 1 BUCE 7RTURITAREINTWNDS 8
AR B
HRERIIEETHDHELH DD, PD-DEE &

P5PD-DEE TlFH#LL EDEHEIC MRl OEFE A H
LD, INbIllE, EEAMEREICEITS2RE
FENEENS BUE NERNHM, WELK, KE
BEBRDOFIRIE, TANPADBERRERIZE S & W
STERR2ICO N B RIBEMEN B B 18,
BELF:
K30 PD-DEE fEHIZ, ALDH7AI (7> FFF >
(antiquitin) & LTHHHND) O\T7 LIILD/NRY
7 MIBEEL, 2EBIL PLPBP (LFTIZ PROSC
ELTHLNTWE) OEmTLILDO/NY T > IZE
HELTWp BR8N ) Kb — )L Y KR EFE
ThAhA (BEURFYY (BYURFHIY) 5>
MA*> X —tEXEE) &, PNPOEZTFOMT L
DN Ty EREELTWS ¥ G BEF
REITDESIC K Y | EROBRKNDEE () FF
URBEHWTAD A, EU REH—L Y v EBIREN
TADA) IZEUI TR 7Y DDd%H %, ALDHTAL &
BEIEFEY FF> vy FEH—L ) VEEDHHE
#hTéhb, PLPBP ZIBEIFEY FF L HE
URFEH =LY YBEROAIDENEWEENDH 5.
PNPOXIEBIEIFEY RF > Y ITRIGHETE Y FE&H
— LY YBRICKRIET B0, (U F¥H -1y v
BIKTFETADAL] EFIENTEA, RICEY K
FOURBHILHZZENRESNTWVS,) LA
7+ U vyBKrEMETA DA (folinic acid
responsive epilepsy) & ME(EN TWIZEKE L,
ALDH7A1 /) 7> k& BI#E$ % PD-DEE O —
DOBTHY, 7Y VBRERIYLEEY FF >
LKW RARIGT %% EURERRIKTICEWNTE
—DEWANY T > FHRE S NTHBE, thADT L
ILWOFZHET HELTOELTFANE/-IEEELFRE
HoREDHDWNIEEEZRET 5720, multiplex
ligation probe amplification (MLPA)X>Z& k< A
VAT LA %ZERT ZHLENHDH. BEERHDONY
7 v MHREINTHE, REIRE YRR (IC
®ILD., ZDHOIYRTIE, HEFOELFNRE
EEY RF VI EBRBEEEZERT HDHED
H5.
REe®E -
NAFY—Hh—THDa-TI/T7PEVHEI
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F10 BHAREE R I UKkEE (U RFS o738 FEH—L ) VERKTEMY) DEE O ZhE#

DIREAE

IR EAE PROMEAE

FEIE UTD&S & FIEHRMFR

TADAMER IR L
SR E R
SERFEE

FEIFEFIENE CEBEE (LILLIETAPAERER
BEAER) 720, BU REy > (BU FE> vikEt
DEE) 713tV REH— Ly v RE4—
Y > ERKTFE DEE) D@ FE ISR ICRIGT 5.

B 3Rz FHIEMAHE - R s, ERl/2EAMREL /-
N=ZR b HFLyavRg—Via2dT28RE

\\\\\

FEAE F

FIERF 3 (Fnicye
URF UVikEHETA
hADERENGFEET
%)

HRFNZE

ARE BB 14 D R 40

ZFOMOBE :
BEFRE 1.

F7-lE

FMERERVRE ML % 1R L9 2 AR ¢

KT R IR, M, HEBRFDa-7I /T
EvBtITILTERHLIWVIE EXTYVED
EF (YU F¥ ¥ v &EFS DEE),
FEMERERPOLCY REH—LU Y EOR
(Y R¥H—L Y v E&EE DEE)

2. BEPWFFE:ALDH7AI £7-1x PLPBP ('Y R
3 R EMN DEE) 7213 PNPO BIzF ('Y
R4 —)L ) v EaR7E M DEE) OFFRI/NY 7> b

EEDRE

ZIETD

L EY R F v EREEY FEFS—LY VB
FEICOI2REICLY, FRWICEE RS £/

ERLHRERETR

DHTIC MR O FEERFROR (3 02D ?

FAER BB 3 E2RTIC A TIE A L,

MRI ZZHTICHATIE AR WD, OREZBRNT 2701 HERIND.

REIC L 2HERRE 5B OERE D1 - EREROR >N 2 #I5 T,
UBRAREEZINTm/cl, EY FF 0 E/E PP OBATHEELNLZY, BREZHLETIHEBHEL, BRD
BEATBULEESZRTIE, Y FFIUERERELEFEY XY — LY VEIKEFE DEE OZKARIgETH S

FEMREEE YT IO AL L

7T E R (a-AASA) £ B~ VBRI, R, M,
MEfERTLERT 2 8 BEANICIE, EYRF >
I & 2BRANCR KR OCMEBEZRRT NETH S,
TIENEEON DR SRR EES B DLNETIER
W8 SR, hodN\AFv—hH—3BRDT 5
ZEebHDHD, —MHBHICIELERLIEFETHS. a-

AASA 1%, SV EEMHOEVWVRELEZON TS,

NAFT—H— L BEFHRBOMAICLY, 2B
FREE L TOBERRIEETDIECThAa W,

CDKL5-DEF

CDKL5-DEE (%, CDKL5 RIEFE L H (XN, cyclin-
dependentkinase like 5 (CDKL5) EIEZF DIFAIN
V7> bOREREL S DEE TH D, InlE, BEER
AERIET 2 ) BREBREOTANA (FR(E 6
Big) DEEZRATHZ (k11). £EBEHAT
DIBANRILDOEEFK L BRBERIEOHEAEHE N
R TH 2, BRORKEREZRL D 5. FEIEE
LIZLIEZHEMET, EBTTE-RE- R/ XX L &&EfE
THRENHETH D, EAWICT N TOERTE
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DHOND.

o

MoREEDOEREREETNF
-
CDKL5-DEE IZENTH Y, T DEEZHK(T 40,000
A5 60,000 B I 1 A EHE SN TG #1021,
X Bi#EETHY, 4:1 OLkTHENBHELY Z 0
194,195
RS R

HIEREEHOPRIEIL 6 BT, FEBHID 0% 3
AL YVENCHRIEY 2 1019 RIEREOR R THIE
LOBENEET ZH, BELEDHICHEEICRS.
EOBRTOERTIZENTH 5 19 HEFENZRT
I, BEERICOEAMHBRETZRTH, BEIL
EBTHD B REREREEEDZ EAEL, B
RITAWIC L BELE W 72, deep set eyes

(RE), tR/AVETEERS, ZHLAOEF, RUAAR,
T DI LEBENIZ>/ZWIBEIE & Lo 2R
FEREZEDLREINTWLS 1%
BB DA

TADAILESE, EFREO 8L, K¥E
DEZETCEEMNEENEET 5. AFnEETH
BN OFRENFFRT 571, FHERBOIER TILEHT,
2 BEREET, HrWIEznLYRWEIME, RME

)<|P

%2 11 CDKL5-DEE mZ i

DIEWKEAAOND ¥ MECEHENFEE S LD
IR DML, FEFD L4 DD 1ISHIR W1 EET
Th—t, THIYT, DAFZT, X=F>V=
XL EDBEEENDHOEHRICHAONS 1 B
MOAENEFE LIRS,

oy (e

BUORERIIIEFIFED, R LK AOND
DI, MEFRE /XL, SRBERRKE &
RERBREETH S 1 KL &I, tMORERN
RIBZEDHD, K¥EE, TADAMERISILD
ZWERBEFFEZRIT. INTOEFMICALOND
HIFTIERWA, FEORREOO L DILEETTE
GRBE-X/NZXLEEGET DRIETHD 1B, ZORF
@?*ﬂ@ﬁﬁ/\i =), BY, REEZE92EHIT
HETHEY, 10~60 BiFHRT 5. £ D&, MEHE,
ol EREEE TRE E%E@*%Eﬁﬁﬁb\ 20~
45 W RIEIZHBER X LD Y =X ITER
L, 1~15 %5 5. SRERIFL RN LDEEH
THEHDT7 2 — Xz BARELUDFHEN L CH
LbNbh, REEDIEFIISEZFIE£FTHS. LD
EEICITBE, BEMRERLNAOoN, B,
BlE, THRAGEREET 5. BRI EHIC, IF

HBERE TERMEE R BROVEZE
FAF 1 RERME, TADLAMRNSXL, 2 | £% 1 FLURICTANLAMER /S
BERRHEE H 2 VWIEAREBRIEZET) | ALZREZ IRV
B E-BE-R/NX L EERET 3R ENE
B THBN, 2l THONDDITTIEAEN
RSB £t 4 HMRBLBEIC, FIERXER
TADARBEBZFDLEWESR
5B R ER
FRE F D 3 ALUBED TADARE
FERERF D FrZE REIERERDOIEENFE
e R D2 RERNIER
IEZ 2 S0
ZOMDIRE | COKLSEEFDHEAI/NY 7> b (X EHEMER
BLFENREL | A, XErBEMZ 41 TEES)
v
REDRIE REE~BEOMNESE
EHEIETADA
WIS MRI O FEAERROR 0 E D ?
MRI (X722 K C:LB‘?,E\’C“Lifd:L‘fJQ, HORRZRNAT 2701 HERINS.
%'T’FH%HEJIBZ ICRE TR W,

RE J:Z)EE; l%&@
CDKL5-DEE £ Mg 2T L IFTE AL,

S e DIEEEZE EREROBRSNIMIBTH > TH, BEFHNBRE COMERLLIC
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7 0= —%AME, BAREE XReRE ROEELH
LMD ENDH D,

Fr e LT, CDKLS-DEEBESETAD AL, JEIC
ZODREERED 1,

27— 10 LIEUITEEEALEZ 4 5 BV iR B FA(E
TORBOTANARIE

RT—=2 2 BEREFEARINILEHS TAD
A RYSE

AT—2 3 REHME, IFr/A=—, REHEME
ZEAEREZHOBRBOZESES LU IF S
AZ—TADA

AR

AT =2 1T, BERRBAMKIZEE TH S,
RERLHRTIE, RERERIC, 2RMEERIEL E,
ZNAZHE < BUSAER £ 7o 1 /O BEER TR IS O K TR &
HERT I, ZORT—VT, "= YT Ly3
YRR =vFH oL, RT =22 TlE, FEIEMH
REMEIISEORE A RL, BMECSHEL D
WA X 72 IE e RIEDREIL ERT 1 ZDXT—
P, R=RYTLyarz—rRENICR
EENTWDS 2 25— 3 T, BIEMXIILH
T, CEAMOSIRET IV ZHREES %R0, P,
IZE, F7-I3REERSEEE TRAL AR DIFUR, S/
K, BIREEESORLUBIRN/NN—Z b &S 19
BIRF

CDKL5-DEE D ZUTHETE 1213, CODKLS EIZF DR
B, FEBZ o mPBNY TV b OERLDE
T, BBETEBRON) 7Y A BREINTND,

EET, KBRMOMBBICETT—KIERONT
WBA, IREVRNYTUME, I —3 3
YRUTUREY, PREEEOEWNESR LEEYT

AIREMED B B 19,

PCDHI19 Bt TA DA

PCDH19 clustering epilepsy
PCDHI98H TA N AL, PCOHI9EET DIEM

NYT v MCEE XEHEERET, TICHEITHAD

N5ER12), BEFIZIZFEACRESINTULAL,

TADAIEER 1 FE (RELNEER 3FH) TOH
EN%Z L, RHUFEAERIE, LIELISERTHE
RINDIEEHRETHD. 3 DD 2 OEFITHH
BE CBHRERIPFESNTWD, REBAOEEE
T TADAREFIWICHERET 2 L5 TH D 220,
BEE
BEXRICBBT 27T —RIIBoNTWED, HDH
BT, HEBEREIF 42,000 HAEIC 1 AEBES
NTWB YN REATERIN-REHERZET DL
MORBEDR— b TIE, PCOHI9 DIFHI/NY 7>
FDENEIZ2%D 5 20% EREN TS 2,
B ng :
FEIBES 1R YETICRAEL,
A @z 2T 1.5~60 " A) THB 2122
FELHRTFNERIIESTH .

%%.
FRBDRRE

FUEIFBRLGEC Y, REBTHERIN, LIFL
EEFEETH S, BP0 10 FHEZBE S &,
KIEDIGZE, BF & ILEBERICHKIERREDEEHR
ML, dRh<Ed 4H0 1 OEST, BEFEHAD,
DRANBFHRICIERIEOBERPET 220D D
21,22,202—204-
MPUEECERAARYS b7 LEOHIENRK
0% DIEGITH LN, £HR2FBICHERL, RO
10 F@ZBT2E, LELIERVEELRERE A3,
ITEEE L, BR 25% DLXM CTHEELRZEHECHE
& > TIEBEMRERZH#L, LITLIFEFEHE»S
FRNEAICRIE & 75 B 200,

Figmid 10 o
FEEFRERT
SEFIFIER T

FAF
FIERFIC IS, ERRDBEMME, BHECRORIL,
BEER, THmoORE, WOzH S ELTHRBR

ECHhd e, FHOBETREIN TS 2122
#E’*”HW%T’M HoNbdI bbb 2 FEEL
ILFENC @Lbfﬁ%bfﬁﬁt,fhﬁh
Eﬁﬂk ELMEINT LS 2,
AR
FEEBMXIARE TIE, EREBORKEIZZ O,
FNICERMERRIREZ D 2. BIREOEE L HE
RERPRICIIIBINT 2., Fne & HIC, BERIFHIIE
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BTN HD. BED I DD L IETHEHRIC
ZRL, PHOBETIIERERBREESHRD L
ﬂf: 21, 202.

IR A BB S N FMEIL, LIELIERIEERE
HhoRHET DA, HAIEEER, FIER, H5U0IE
RLEBDIE D AOND I b H D, FEDIEHT

X, RIEZEAETHELIICHZDD, BMFEER
BIAMECREEIEHEY IE->Z Y L2,
PR ER

BE, HIERERO MRIIZESETH D,
pi=Kyre

PCDH19 DIERI/N ) 77 > MR, ZEDHNT
ADAEFNREICERT 2 KARRERRTRHS
Nz (ZEICREIND TANA LIEHERT
epilepsy in females with mental retardation). ¥Rt
TlE, MECIOWFEHEAMHFEETH D 2,

PCDH19 E=TF I Xq22 ISEHET 5, GEET
RE%) CEILBUENEEZEET 20D, i
B X EEEEGE AT 27 2. ~TAEGHEOX
HEEFA7DBEHOHRD, X o JMEETH
(cellular interference) M7-HEELT S, ZNET
2, FUOXRRBEZFOFHEREFIHEREINT
W2 (XERTIE 9 BN RE I N T LN E) 200207,
SMCIA DEE & PCDH19 BH TANAIZELT %

ZENHY, MTANAFRERICETNIEZ R ER

Rt 2. CORBOARIE, EEDOFKEMME L

BWEEREZE2T 5 2%

REB L VPZOMBOBEREE :
—BLERBFEZORMRIZRD AL,

SN T—=X 72 R — % —1 ZIEIE
Glucose transporter 1 deficiency syndrome
(GlutiDS)

GlutlDS Ix, FLIBHARED TAN A, BEIESE,
MEEG E S £ & X QMRERZ 4 5 @M LR
RETHD (x13) 20 TAH AL GlutlDS T
BRI AONBERTH Y, 7 BEETHRE
SNLVRY IFEFBRME TH 5 2128 KAEREE
&, ZIVa—XA b+ AKR—%—1 20— K3$ 3
SLC2A1 EEFDHEAI/NY 7> MCEEL, MR
Bz T/sLa—REnEAREE I ND 2,
EE
ARMICTANAZRIET 5 GlutlDS DHEERES
(L 24,000 HEH7ZY 1 ATHBH, /NBEIERER
ICHAET 2 BEC, BIELAOEREZZET5E2ED
FHET 270, RERBE2ARLE L UILYEEET
HBHEEOND M,

% 12 PCDH19%3% T AN A (PCDHI9clustering epilepsy) MDiolri%E

96 " A

WhBEAE TREMe AR BROVEAE
FAE BXEL CHET 2ERRHRHME OB - | ZLRHoBEERK (FAIRR) FIE
AUOA BRI PRREMAFEET, F# | (Dravet fEEE A ZE)
THHEIND B BERELNHALNAE N
B R TADABFERBEIN A LN (BE L
ESMTHEH, FNICERUEDOHE
HY)
FIEFhp ZHTlE 1.5~60 1B, BHETIE 5~

ZDHDRE :
BLRFHAE

PCDH19%&HI/NY 7> b GBEERD
HHICOWT IR A ESR)

FHTIC MRI O FEERF IR 3 A 2

FAERRN R 3 E2BTIC A TIE AL,

MRI ZZHTICHATIE AR WD, OREZBRNT 7@ HERIND.

IRV ERP CHLAREN  METVNARRZVO CE LA RPOLXB TR I DERMZERET 5.

W CE5AEEMLH 2.

REIC & ZHRRELIGE OIEREZHT | EREROR SN MK TIE, PCOHIIRFETAD AL, FIZ, B
AREE LGV X EHEEEEGEADNTRINDREEDLH 258, ELFIREBICSL 2EIZZETUENICE
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j=usl

RIRHIE R -

) EMEBEEOAD—MAITH 5 21121 TAD
AEBEIEEZZY 518 TIEef, GlutlDS ==&
TEIMENH D 5, ZERCREHOREOBENH
N HS5. ZDMODEDOFLNYI2IE, FLIR
HAEHA D eye-head gaze saccades (2&74%AM
MEOIRIGEEIC, RILARANDEDENEZES), /I
SENE (JEBID 50% 1A nitd) - IZBEEKR DR
W/ABH B 2 MEHNEFLIRET, 4~6 KEOIE
BROEMZRIICEY, BRBEEESBRABER
FRREEEREET DI EICLYBHARERTE
%. GlutlDS T, #ER&RIED b /X—1 > &A1 ILEIX
1.8~2.9 mmol/L, §E®&/MEFE/ )L a2 —XLbdD 5 /85—
> ZAIEIL0.41~0.510 DEEFHIZH 5. SLC2AI
JREY/N ) T b AR WRS CHBIF R RIBR & 2R
B35 EE, BEZRIELELRVLAS LKL 23
GLUTIDS ICE8&ET 2 BFKMETADATIE, BBRIE
BlEZNIFEBELS T WAIEEED B B 218,

BB DR :

FUESEE L, BICEREDY OEICHEIORFETS
FIFETHY, MTANLARERICETIETH S,
FAESERE Z/NEEBR AL S RAB IS TET
EELH Y, ZTORHHICIIANES, EHES,
FEERBNMEBLIERE B BIGENDH B 2320 +97k
TR EbTzoTT M UBRBEERIE BErTe
ICHIEIT BRI D D, T OREL, RAEED
SOBRBETEERT 2AEEEIEH DD, Z<DE
ETI, AL LTI EFIEFRBEONNEE LA

79 5.
FAF -
SRFEFEITBE, I470=—, IF70=—f

N, efRERN, FEER X /o IXRHIFE D R F
ETHhs., LIFLIEIF 70D e >THD
N2 REAFRIEDOREFEIE (4 mAKMH) 1E, BHEZER
CEGCFNREICL > TRETIRDENHD 7, £
fo, A IVAZ—BRAREZHD TANACERIE
MMERBTADADBET, FICRAMEEICRSH

F13 JLa—RA b F v RKF—%2—1XEBAE (GLUTIDS) DzZhr#
WREAE TR E A PRO|EAE
FAE ERRBREE IR EBREE
(kwEEEEH, LIFLIE3RME
YEIICIRE D)
HRFRE REEOHZRZAR (~ Y FER
kR <)
ZDOMDORE | SLC2AIFRRINY 7> b ftb O B8 B ME R A E
IE, BE=FHE | £/ DEAIPER I N
TR OMBRERE & KR/ mEE s TW3i5EE
JL O — R EAE @
HREDRE HMEpE=E Y EEATRENIIFI S NS
ThFUBEETERENEELR
(W
KB, RIEEFEEHEY X F 2
¥ 7 (paroxysmal exercise-
induced dyskinesia), ¥ X k=
TIREDEBEEEDH A ONL
Ly
ZHTIC MRl P RIER R IS E A ?
MRIZEZHTICHABTIER WA, MORREZBRNT 572018 <EMH NS,
FAERF ORI X Z2WT IC B TIEAR W,
REIC L 2HERHEELRIGE OEREREZE : EEEROEREON M TIE, thOMES L UBRNAREELZ T N TaT:
L, FEMEREEZROLWVWERBTIE, BKE, MRl, ERFMREALC LD GLUTIDS 29 5 2 &AM AIEET
HDH. ZHICIINERRRENWETH S

GLUT1 RIBIEICH D ERMETADATIE, BRENZNIZEELBLVWEEDLH 5.
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HHHEICE, CORBERNTD2MENHD. T
ADAMERIRZ L%, SRR ERRTANAERR
RHBEINTLND

AR
FEBRHRR I LIELITEESTHD. ERIFEN

2 MBO/NBTIE, RMED 2.5~4Hz DBIRED
HHND 2 RIS L > T, MR HPICEEE
B2 ET, ZIa—RHMEMEEIF A B8 T 57
W, BRICAONT-HEEENRET 2H5E60H 5.
I, T MU BEEACTEEMEEHOREN RS
LGENH B %2,

TR IR

BEDK 25% 1, RETSRIRME (Ufiber) 0F
55, BRI~ 7-MEFEE Virchow fE, BINEHLK,
BB B R E OMIRBERERS T H ¢ 5 20022322,
18F-FHF L 7ILa—XRY kA rviEIRE T,
KBEE, W, BELSDESED &, BREMET
ODEMNMTOT N aA—-REINE W - TRHENR B
DY AV ERTIENDH D 2,
BLEFHIRES L UVZOMhORE :

BIEFECHI DRI TlE, SLC2AIICA~AT OEAM
O, & YVEEEICITEEEEEDRN/ANY T A
81%~8I% DIEAIICEIEI NS 2 ZNUAD
11%~14% OEEFI T, ZDELRTFDORKCEED,
2ESA 5 — a3 v 7A—7H#iE (MLPA) »3%e
w47 LAICKVREEIND Z &N H B 2
BERIIFRIRAE AR DN S D, BEHTRCELGTE
FRRE TIIZI CERD - 72355, RMBERENY AH
BECKRMIKETO /LI —X TV ZR—%2—1
DRAFEE VWSO RELZRTT 2HENDH D

225,226

Sturge-Weber (Xs—=>+ o x —sN—) JEIREE
Sturge-Weber syndrome (SWS)

SWS (3 FERMEMRERGERRFD—2T, K—h7
A VR EM(IN S EREOEMMEFEAEME O
BRI ER, HLUEEEICALNSEAIOFKA

BLAEhEDIETERIND., ZOEKREI,
TV VX LFAFREER /N VETILT 7-q
(GNAQ) EI=F WM EEMERICK > TH]
gRIIND (R 14) 2 SWS oF#EIEA %Y I
SOENDHY, TAD A, BEMEOERIEIEIR,
BAREE W7z, LIELIESHDHRICRIEL 5 266
AEICREE L T2 28 2MTiE, MEBRREICLYE
BENE 7 IMENICHBENEEOIN T~
ETE[MIToNS.
BEE

SWS D#EE R EZ(E, 20,000 A5 50,000 HAE (S
1 ANThd, pifEHD WV ERBOBERKR— 74
CRMAEET HEETIE, 20%~T0% D SWS FIE
DR TS D EHESIND 29230,
FRIRAVE =

SWS DU X HAER, FTE RAFIEES 5 WL L EER
BIICIAADR— 74 VAHEZELTWBEHEEIC
Bhnd, LUHBLRETRET 2720, Eok
ABEFERCERIDIELIPEETHD. EF
MRI %, £# 32 A LY ATICHNEIRMEEZRH T
L ENARETH B B FNIC, EERMEENA O
NEWZ EhH D 22

REILBE, MRERERY, PRETEER 6D
BESTEBED I5%H 5 85%HWTEET 5 23, Fh
IZ, AL > ThHORIEZEREZIEAILRESIN
TW3 2B TADAICINZ, SWS BED 40%~
60% W ixAEZ FAE L, PHOBRHEEFDY X7 &
5%,
LB DR -
BABBIZIERICZHTH D, NEIZEHIKE
M OMBLAERE VR S ETHRBE 72
N TH D, A BRIMOMBERICIE, <
AD A, FINE, FBEEENER, BMEEPERA X2 b
BENDH D, FERICIE, HE, FENR THE
R EOERAENS. BRABICIE, S 2EAEED
BHEZENEEZEE LD IEDDHY, TADAPIE
RERARY MMIEEICHT-> THEHEL D 5.
RLEBEHEODH 3 FREARFAIRTIE, BEHOR
ERIE (£ 12 P AFRE), mLWHIEEE, LU
ARG TH 2 2323 [REA A AN X 7 (S EAE

40 / 55



BENREIL, RAMEONSEMERE & L T
Y R HR D FAFFRAECRRAERE R E D BALICEIE T
% 2, HARETE O FAMERE D BE T, MIEIET
fzERSTNETHD >

FIF -
BDFEEIDES, ERBEHFFEFTHD P, &

SERBEOERFBBEZE S ESBEHRRAED
BEEICHADOND P8 REEBMAEEELH DD,
BEMERECTANAFTRBREN OO
3578, TNOZEZRRICE#MITDILIIEETH
% B9 30% DIER) TIEFEF ICRVEE RIET 5
TENHY, FEFRFEEORIEIBAN EOEH
THHOLNDS P FIRANRI L, TF 70 =—h
FUE, EWRIEFOBREL H D 2, REOREIEHLAL
FEZRI-RBRICRIEHEIAOND ZEIELH D
(FEBID 40%) 238239,
BHRERFEOBREXRNT, TN oNFEMIC
EXELRITAEMEDND D720, BHICKIEEZR
BIDODEADHEBEL, RV THEERE
BlC L 2fBBEE W T, EROBRENEDEE
DRI N D 240,

iR T, FEXEICBAIFIRTOIRIBET & &
SEBRE L ETT O THD (9 . L
L, FR 1 FREERFDIHVESLESLHY D

BUREERPBTANAKREENHIRT 52 LA
HBM BERETNDOID LD BEE[MIITAD
AREEIL, TAPAREYRI7DH% SWS BHE
HRIET D1-ODOBERABY—D—ECRDBZENDH
5 242.
HRER
KB DIEF MRI L, NERDEF R E BERR
ft922&7T, SWS oEZkomER %5 (K 10).
FBICHPRARTIIRHRERIZEN H 5. B
DRI E DILK, transmedullary vein ik, B'E
D T2 FEiEHED, MOBBRFTRLEZMICERATH
% 8 EBEARKMECHEREL, BEReE &HICH
WY 5.
BELF:
MAEEDR— T4 EFHE SWS (CIFHEDNE
EMEmEDL H Y, TE, GNAQEZFIAHmEY
A7 DFRKNY TV EAREINTWNDS 2,

B8 -
% 14 Sturge-Weber (R4 —2 « 7 £ —/N—) JE{EEE (Sturge-Weber syndrome) DEZhrEL#E
WHAEAE FREMAREAE BrofEAE
FAE ERESHEILBEHEREET, BH
BEBEZHEI ZEHHEDLAEVWI LD H
Y, MAMERREEICERET S L
W 5
AR FIEMRHR ¢
SBEIKICIRIBET CIRELEESE
SR DIEMIFRIEA I D 4178 L
RFHEZR =X E—REB OB EMMDEE
Y (AW
E5R MRI THAERAR B E % R 9 5 ERIE D
EENREHRD, REORK LB
BY75 BN E MR DR ICEIT T 5
LR DR @ HRFNZRTEEN T VL-REFXIE
DHDIGEDH Y
BEHIOSREEDHMMEEA AW

WIS MRI O FEERF IR 3 A 7

FAERRN R 3 E2BTIC A TIE AL,

ZWTCIE MRIADARATH 2. &% 2B L VENIITHbNT: MRl TlE, ZDEBICHMEN RO L WIHEEDLH 5.

AETH B,

REIC K DHERRELIGE DIEREZH  EEERORONZHIHTIE, MOMBRKEEZ T NTHLZL, F
EMREEZRORWVWAICEWLTIE, EEG ®° MRl ZEEH 3 Sturge-Weber FEEEF L EERICZH T 22 &M
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PR T EBEZRAE I1C k- B O FF

Gelastic seizures with hypothalamic hamartoma
BRTEBIBIRE I B TEN L LERIEDIEESE
WAET, e LT, BMARMICIEARIAELIZNE
HARMICIRE 2KVWEFE (BRI bR VK
WIEY—F), H2dWIEE Y EFNICIFLERE %
5 (k15). ERBHRBRECI FIEL2MK

RIEFEFL L, MORFERE~NCERT DI ENDH Y,

Frff@ s & b2, RAEREOEF X /2ILRIT, &
BIMCEMELR EDITERENEITS 5. —HBDIE
ke imﬁﬂi%r% R B, FEILEFIRTET
HHD, ABRINAICLY KIBICHET D2 L0H
%, FEEIH] &R - TERBLDOETFH DD
BHONRBEZERT 2LENDH S,

B

HHMRTIE, 20 mARmDO/NBICE T BEWFEE
%ﬁvﬁf?ﬁuaﬁwﬁﬁ$iumm0%tu
0.5 L RENTWLWS 28,

FRIRAVE =&

TEBIDBRK 85% W R 1 FELINICHKAET 5 2,
LEBITH DY, NEHRRAL SFERICIEES L
Hdp D MM MEFR N, HREFNEZRIIESTH
20, —MEELRCEBEREREDERERD S
TENH D,

BB DR -

BIRTEBBIRFEIC L D TADAIRERFIRRIET
HB., REDEMIIFFEZFBE L & HICETL, &R
BHRIBRES L OB ENHIRT 5 206247,
—BDEE(L, Lennox-Gastaut EEREE BT S

B, i, TR ERELRETLL
NH 5. BIRTEBRELZIZNE LI-ARREEIC
£V, CORRLGZEBEZRENTHZeNTES. &
HBEBE T RIERERICITBBES A, KR8 L
EHICREOEFEILRITNALONDS, £/, K
By, EE, 2t BRI FILEAY
T EOMENETT S N H 5.

FAF

EWHRIENRERMRFEIEETH Y, ZRIICHET
HB, TADADRERICALN, BEITFEL 1
PDURNDEWREIETH D, BIEF, KRICZCHR

W TZE A L WEWTHER I NS, BFEITBIE
LWz e %<, BEEREILD AV, FBIFEER
=<, BRIFRICERERZY, BETLIILLDH
5. KEDHZHID, WMERELLVEVWE#D
BROREIZEVWRETIERL, ERNATERE KR
IZZ ChRWIBIE, LA omE, FIEMOEZRE
& L7201 F#4F (dacrystic seizure) HH 55 2

ELHD, A—BEICRVRBECUZREOE LS
HbALNDGEIE, RKTERERENFICTREIN

3. %U)ﬂﬁ@%ﬁf*”t LTI, E‘ﬁﬁﬁﬁifctiﬁﬂéﬁﬁ
WNALDEL D t?ﬁ‘%%.
FEIECBR N FNE, EE
2.
RO
EREHIIBELEETH 5. %T’Eﬁzﬁj&ﬁﬂﬁﬁt% = 9t:]
, LRz @ETCHIRL, SUITAIBEESEIC
(HoNDA, ERMERKIEEDEEICH thEEL
5. LRANRILZZT H/NETIE, e7F7XTY
SM)) \é?—/’ET'g* ENDH D M8

VEE

mwﬁﬁﬁuu,ﬁﬁ
BRBFEEERITIELH

’|§EWE@=, JJDZ_, SR MEERR ﬂ'-\}EZ, EQ ;tiﬁ‘x Iﬁiﬁﬁ
CRRIRRD A OND ZED B D,
KOWHFORERTERTIE, 2RI R0,
HBWIRD YIS, FRER IR DIRIZET 58
ERDP & W7, BMTIHKENLGELEZRT L
NHo, ERBMITHRTIE, EFIZAEEL iﬁﬁﬁﬁ
FALK(C BE)%L’C%&K% ENBHBH. LhL, BiRkE
NOREFERICL Y, BRED %1’?&&’5%)\5\\’65 %

& 7_‘)‘{3%?’3 Ihp M2 HE-T, ifﬁ :HE'JEEﬁEi =

%Eﬁ%%.$w%&# @%if Ix, i&i%

HIFUEZE2ET BB EEMEDORERIEZ R T &
1272 %,

FRIRER

MRI TIZ, BIADRIZE L HBADOIATEAKE DFEIC
BT 2, BXF-IEXMHOFE (K1) %237
% 20 EEGEE, Tl AR TKABGEEESE
721%, HhIHMIEES, T2 2R THESTH .
BE, BRAITERINEL, EU0REIEHONS
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(A) (B) ©)

X 10 Sturge-Weber EREE D 12 AABED MRl T, BEHROMEEMEREART. T1@AK (A) TIIAEAMEEROE
fae, MIEELADAIREEEINRENTWDS (KD, ARUZTLZAWET1@HEE (B) 3L UOFLAIRK (C) TiE, A
BEEOH P =7 LEESHREAREEOILA (K NRENTWDS,

Be, RATHMEBEOBERGEZITOLELNDH S, DTG, OER (BHEZVDOIFAIEEE A

BELF ) hOoRETDHIENDH D, BERTEERED
KEDIEFZINFMETH 5. #9 5% DIEFIH GL13 HWEETIE, TALAZORIILT MRI &

DFERINY 7 b &FD Pallister Hall SEIERETH TV, MOBERELTHET 20BN DH 5.

% 2 - EMMEREE (complex stereotypy)

5l R - ILREHR
KOWREIXBICHEATEREREICEELTWS

F 15 WA TEPERME L 25 L FAE (gelastic seizures with hypothalamic hamartoma) D2l %

WhBEAE FEM R BROVEAE
FAE WRIZZF ChARWERNTE 4 LW | BIEEEA HEARE

EWEHIEVHKE
Ab R REMRH @M F-REAEOES

FEBIRRA (BFERERRC)
FELERS ¢ KW FEAF IS FAFR BRI IS & R

{HELH5.

FEAE F D 5 i T DFRIE

FELE s D FoE FEVFFIERF DER O H 75 Rz s

HRFHZER REtomEFEHNME (b NFREZRR
) FllFesHoERR

[ET}S RRT 2R &R0 (FER2ICAR AR T 2R5RE

DEBRGIVDELIZEDLH D)
B DA EHFEIMETADA WENE, G, ZPMtLcoTHLED

IR 7 U

DHTIC MR O FEERFROR (302 ?
ZHTICIE MRI D WATH %
RERBORIZEZRTICHATIIAL, IHI0, R0HEEE, RERBMERNTERSZIEDH D

REIC & ZHRERE LSS OERAZHT | KORFIIMBONBEERD SE U DAL H D720, ERERDRS
NaMHTH-TH, MRIZGLLICHH-GS LEZMg BT LiIFTERL

44 / 55



F1l EWKEEZEFT 5 6 B BOEKTERGEREL RS MRl T1 s&AG&-shiulr (A), THRET (B), kT (C). AXFILER
EEICRE L7-BEEZET. Tl MmABEGRTE, BREVESIIKABICIH L THEESHIHSPPEIESTHD. (C) DFE
Rz, BEEOL —Y—EHDEREDI-HDE—LTH D,

3| ZE

FERBLUVARO TCANAEREATRT DI
BTV, BAILMKBRARRICESZ ST, RIEE,
BELKITESR HRFENZE, BET 2HEFES,
HKIEMXBE L CRERFORKE/ XX —I2DWT
TEICEAR L, 200D, EEEROKT L X
EEIRIC, TRTCOBREICE > TEMRDHDHD
ICRBZEEBFELTWS, BMENIHBLAIALRD
BBIFMALTWED, L OILRITKRIZRERA
BREFTHY, LHLENTHETALAERFHORE
Erxwmi-L, Z0IENEMPREICEYAEE,
HFAE, FRICEI2EHE2E-0T LA D,

RN EEEIRIE, —EOFINERE, RIEH
DEZFIHOHND Z & ZYLLT-. Dravet fEEEE
(DS) % EVWLK DO DIEEEFICOWLWTIE, R, #
ITHROREREORKRAR, FOEBAEERDIE
EBLVEFRICBWT, TORENLLEREINT
Wb7=, ZifeiRdsZelclr.

H4 1%, IESS D & 512, BERIREEAKEICKRIZT
DRBEFERT AL 2IRET 5. FHEOLRER
ICL > TEREBEATERT 52 LT, RHEZRTCEYT
WREAAEICT LN HRADERNTHD. £
AT VRITRHERITERL Z LT, West fER
HOZ#ezRm2IllIdmI VLI BIEZ 0o,
AL IESS WS HEZIRET 5. KHBERE
EBEAI F U 0= — AR IXBORERIRAVICEE L, @

FERE IIREN - BENRRLHEET S, MR T,
EbLDEBRBOREL WIS AVWIARHEZ L,
EIDEE DEEFRGEDIBIEWNWZA NS b T LANFEEREY
IZIR>TWB, Z£Z T, AMEERSTIE, MEERE
&L, EIDEE EMERZ & & L7z,

£, BAIEMEZ INETONEEICERT 5 L
S1CL7: % B GLREEIF /70 =—TANA

(severe myoclonic epilepsy ininfancy)), B4 (#,

partial seizures in infancy)), R4 (RMEHER

{£ (benign neonatal seizures)) & W->7-FHEZ4&
CIEREEAL, RO BICERTSLHIEELT.
BRI, "ERORIE " WO BT "R SRRARE
ICBEEHR 2. 7, BIEAELTANAEREDER
EzetT57-%, BRAEEUEFERTANAKRE—
HOEREETIE, [ITWNRA] EWS BEZ [TAD
Al ICBEMZ /2. 61, RIEEOBEOHT,
KIEME & FERIERMED SeLNE & SellE A XAl %
7%, Ihoz [BAKEN (k%) FERTA
A TERIEENE (RIEH) LB TADA] £V
REBEZAVTIREL, RENETHEIC [REHE] ©
BExzERTEALICL .

BEIC, BAITFEDORAMECHEEFREIC DL
THRABERNEREFOMSZEA L. BETFOH
RICK>T, PCDHI9BEF TA M AX> CDKL5-DEE
EWo T, 7 RERREEEOERN AIREE L
> 7z, WRRENERE L, DRAZHEERDR
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