A Al R T TR
| Long-Term Evoluton of Epileptic Encephalopathies

5 M. Nikanorova
' P. 'Genton




S i B ez S i

Long-Term Evoluton of Epileptic Encephalopathies

F % Marina Nikanorova, Pierre Genton,

Anne Sabers

X124

XU OB O E B %
ERW b

IR

< Ht

T
i

m
#

AKEY LK



© 2009 John Libbey Eurotext. All rights reserved.

It is prohibited to reproduce this work or any part of it without authorisatin of the publisher or of the
Centre Francais d’ Exploitation du Droit de Copie ( CFC) ,20,rue des Grands-Augustins,75006 Paris.

B B4 B ( CIP) #i 58

S A B Hm U/ (F1) Jé R 17 BL (Nikanorova,,
M. ) 24 XU 3. —dbRl: AR T AR R4t 2010.9
ISBN 978 -7 - 117 ~ 13394 -4

1.0 0.OR- @xl- I OfFHK-2I7
V. DR742. 1

o A B 43 4E CIP 888+ (2010) 55 163448 =5

ITAM: www. pmph. com  HiR¥WE#. FEHE
P AR : www. ipmph. com 1+, EUf, &IF. hE
UG, BAEHFEERE

WLEE, B R!

o 1k g s B FE SR R

S = (P

HAR&ZT: ARTABBAE (Hakek 010 -59780011)
b AETHHEKERERER 19 S

1 #: 100021

E - mail: pmph @ pmph. com

HB e 010 67605754 010 — 65264830
010 - 59787586 010 — 59787592
B R dEREEEIRIA R F]
&g O Fehs
7 Z: 710 x 1000 1/16 Hgk: 6.5
g #r. 108 %
B &:20104E9 A1/ 201049 A% [ AEE 1 IEIR
IRAEHS. ISBN978 -7 ~117 - 13394 -4/R - 13395
E  f#:26.000

FTEHBREAH LS. 010-59787491 E-mail: WQ @ pmph. com
(UREIRFEMBEESAHLEE S LRREBSR)



R K

Carlo Antozzi, Neuroimmunology and Muscle Pathology Unit, Neurological Institute Foun-
dation “C. Besta”, Milan, Italy.

Nadia Bahi-Buisson, Pediatric Neurology Department and Reference Center for Rare Epilep-
sies, Hopital Necker-Enfants-Malades, Paris, France.

Domenica Battaglia, Neuropsichiatria infantile, Policlinico A. Gemelli, Roma, Italy.
Géraldine Daquin, Centre Saint-Paul, Hopital Henri-Gastaut, Marseille, France.
Charlotte Dravet, Avenue Toussaint-Samat, Marseille, France.

Eduardo Ferlazzo, IR CCS Centro Neurolesi “Bonino-Pulejo”, Messina, Italy.

Pierre Genton, Centre Saint-Paul, Hopital Henri-Gastaut, Marseille, France.

Tiziana Granata, Department of Child Neurology, Neurological Institute Foundation
“C. Besta”, Milan, Italy,

Anna Kaminska, Clinical Neurophysiology Unit and Reference Center for Rare Epilepsies,
Hépital Necker-Enfants-Malades, Paris, France.

Rima Nabbout, Pediatric Neurology Department and Reference Center for Rare Epilepsies,
Hopital Necker-Enfants-Malades, Paris, France.

Marina Nikanorova, Danish Epilepsy Centre, Dianalund, Denmark.

Perrine Plouin, Service de Neurophysiologie Clinique, Hopital Necker-Enfants-Malades, Paris,
France.

Raili Riikonen, Kajavatie 7, Porvoo, Finland.
Anne Sabers, Epilepsiklinikken, Amtssygehuset i Glostrup, Ndr. Ringvej, Glostrup, Denmark.

Ulrich Stephani, Klinik fiir Neuropadiatrie des Universitatsklinikum Schleswig-Holstein,
Campus Kiel, Kiel, Germany.

Peter Wolf, Danish Epilepsy Centre, Dianalund, Denmark.



AN

7E 2010 FEF B A LA E D F P 2 X2 P Henry Gastaut FiH i
>, FJ] Dravet, Genton #4255 B 58 £ M iE G “ MM EINR ", YRR T
A8 BA 24 5F ST 2% B SO IR 5 A E Lk X M) B 75 B B R
Horb B U BI RRAR HA % SR M BE VTR R OB DR AR SRR, < ILE T
WAHBERRAEA T WY —EAEREAEN, XU XEEAHELE
SEX YR 5 (R R R LRI FE) — BN BAEN RSN ER
Z—,

A WESCE IR RAT R EBA A B TR RN, B4 5%
FBR MR, BRSO TS N TRERES RS, KPR
H B A SO AN BRI B T A, AR A S S 80 i 25 8 A T i S0 2
RAH R % FE— B, oAb, SEIR 2 TEFTRE R, BUH R E A ¥
5,

bUEST
EREFH



P A

YNSRI 2 1 LR T R RE SR 4 I AT IR ST, BB AR 8 LR
BB R R , R ENBART b BAE M AP MRS . 4.0 LER
WRFERRAEE RN, TR RN EETERENERRELR T, JLEY
JFA BT ElIPARELBRRIE, JLBHRRRY T2 WHE IR 2 T XX E
R B SSE LY &, THEREH — SR BREENE R, XA R LR E JF
BB, AVH T BT Ml 38 %ot R e O R B A UG e S T AR

ELERRFTFRREE LT, AR EINE R & RIRH I
BB AR BT L e 2 FE B, TR A X BB R E X — S R A £ 5 2
BT REXRERN AHEE KRB ERMHR O BEE  EHES K 2K
IWMAKRFRET L. NEBRRFNELEMEH XM RBEE
e gin g N ZE Al ek oy i up e SR 2R N R e p e N
RAEKRR R L XAV SE RS G ROy SRR R RRE, W
XKSWTHTR AR K , 76 B BB 5T P R R TR AN

EARFEFEE S, A EERERE TR, M7 LERNPTSHE
B B0 A: AR AN O (B M RO T A B P X R R . B 1S
3 20 4F R0 49 JLBHE T 5 5 2 Wik R B BR , (B XA B BT J7 Bk FI L% & 2R S AR
BHHENMSIHRAR K ZED 15 2120 £, RITUAREG 2F 3RS
TR AR YRR T LR H 2 B2

B, CERIRBIX IR A [FIE 1% JL 2 HIA I B IO &7 6 ik 28 3 0
MBI BRI EENHERESRREEZXRERN, AHERMARELT
LAEARS NAEX T E S TEE R, R RR N E S S O
BERFWICHLE, UREE. 2BETRITER S T HBRENREE
ZAEH) BARR S AT B E U S, AN T R ARSI B, FE
R ER IR I Z B B BRI EE

Peter Wolf
BRABRBREER
FERR PO, ENE



B B LR M B R S B A JLIRERE RIS e veeoveeerrereernreeesireeenees 1
WESE ZRAE -+ vvveveemereeeernnmaniatiie ettt e e s e e s eet e reeeeaaeeseaa, 13
BLERE LR TSR (Dravet Z28HE) «+-ooveerveerrrrremnreerisessseeennns 31
BB ZE - ST ARBERMEMRIR - vvvevmeevrereeeeserireiniieeitreeeeeeeesesaeeesainns 43
Lennox-Gastaut 2 ««vreeeeeeerrreiinnneirrireeeeeereieeseeeseeerreanae s 56
11 B R AR B R S M - TR S B PR BT -+ vvvvveeermrrrreernneneranenenans 73
Rasmussen JRifS v cotovreeermereimimiiieenetiieriiritrersistereersnen e, 86



L L L 9 PR i 2R
B JL S PR it

. .1 . 1,3,4
Perrine Plouin'*"* | Anna Kaminska'™*

Nadia Bahi-Buisson***, Rima Nabbout**"*

'Clinical Neurophysiology Unit, *Pediatric Neurology Department,
*Reference Center for Rare Epilepsies, ‘Inserm U663, University
Paris-Descartes, Necker-Enfanis-Malades Hospital, Paris, France

XM %

TR R W RRAEF ARG TR AT R 2 e A A AR
—#rER,

BB B LR i ™ B M 2 2R G0 T B IR AR L5 ) B o el PRI 3%,
B3 e B R 7 B A ERE BB AN, B B (R A 2 BRI R R R B
LR AERERE(EHSRERAZKREE) HAFI R EBER B S
BEERA.

LB RERRAE AR R MHERET 20 #4270 £~ H
Ohtahara (1976 ) & Aicardi(1978) 38 o 53 2 FLAR 558 5 19] (0 4 42 A LT
BERERRAER A LT R B B, R AR kR B . B T RAERE KRR S
BIEZ5, A - BRI R RERET R R EREI A R AR IL
O R, R R T B0 G R R A 5 TR 16 e 8L, 58 A8 M (1w
CDKL5'®)) %347, 32 B A F 0l U7EA G —A A A BLIOR & 7k

A1 A J L P i e ik L PR o e sl Y

2R A B R (B 1)
* RFEE1~5 BHBR-BEGHANANSEETRERRHRL-BREAH, 557

1



TRt REREE AR

523 ~ 10 AR IB R I
o BEMEE A BT LAZESUNEBR DL F) 2 AL A B
o EHTRIESIER;
o TE i R AR A i v R U RT AR A B X A5
o TEMHIMIHBRERE (H2),

e
co-02 (i ;
) 0 1Y ‘]

\

- MM.

€C6

RESP
1 sec
- o p

B1 BHRIL AR X BRMEBNEE ;ERRE M 2HIERR-
BE AP SR HZE N

e A AV A

i m S

- m - m,,, e ety

o mmwtmmu
”\/‘\/”\/“\/“\/\/\/\/W”U\

ENGL

2 FBEAMHIR R A, A B G R Rkt 6 Ti R (0, A1)
2




PR MBI MR SR 4 ) LSRR M R

PR L v

Bk )L KR & PSRRI P I (EIEE ) 547 B Ohtahara $R3E" , B /S %
EHVEE XA FRRFIRES . REWIREST, EF RSB RS ILBRIRR
R EA R RN IR S B 2 —, X 76 5 LI S48 R West
LAE, WS 7E JLEHA IS 4 Lennox-Gastaut (LG ) 45 44",

B 5 T ) L3R e R AR -

o LR R (AT A LB BB ) ;

o REMRE(EEHRERIE) EUMNEEREI, AT ERIERR(E3);
o [AIBKIRR-IH BRI E (& 6);

o ERIWIEHEE R,

o HYIMEIGERR R

e FHEAR;

o BARARRY;

o BN West ZESAE( BB LEZEE RERE MBEEELR).

5 uw ) £ [y 1
FP2-C4 e
ca-02 A B ’ 4 Y’\
FP2-T4 AT 3T T Sawwy }*
1402 Vi ! \“V w\'[‘[ \“W\/—
FoLC3 f M  editvatt
€301 1 ’
FPL-T3 i sy M ‘ o
T3.01 Y g, PP Vi NSRS
Tac4 ( h 2} W
4-C4 , /—~"'
o M Qou::

I

€313 i '\I\M\'\\,_.,,..,-— \m ; i ST A5
02:01 " \"\W A 'mh
&6 VAT \7‘ A /i\"v :va'rv‘l\/r\/g\/y\/k,wyvn/l\fr\/p/[v'p-p'wjv}\ rmvi Y 1 ‘ \;'i\/'w“"*'\"\""ﬂ\"\ﬂ s
RESP ‘ j \ ] R o
enst ‘ii il Jf:,— Y R »
. Wl it Rl B0y
s — i 7 S24

3 BJLAESE 3, BRI LR IS A1 , 3 B M3 (tonic spasms)
RAe, AR A B, R i AR L e B R 1.2 D0 = LIS Sfe Ay iz

3



o M e & HE AU

IBEMEE BN AERE, RA YA ETERE;S
YR 5 Ve 5 4 o B UL UL 2 B ) S, 1 B West S5 AIFAT SR PO A
5 ( >2 B) FesE il , (EAR B RUTE B R AR A FRE R 18] 548

B P ET AT B, (R AR AR 1 o e I Bk e DAY ERR S
T R AVER o W, BT DAL REIR o R4 (B o BUR ) 5 /8] R /RS R 1T L
B, BRTREREEI, BEAH =208 )LE IR R R, K
AAE BB R VR , BB B R A, B RAE R R . MR
Y R A 08

SHLTR b [ S0 B e A - AR, R 2 T (R L R I R R
B S D S0 P O T 2 A, A B 2T J 26 A S U R 4218 -
BEAW AR R, 5 RSP B R M, 2R
KU (B3 T B 3 P B o I e e, 250 7 R 341 0 V6 PR 249 T LA
. TEESASIG PR R PR, 8 el B T DL &3 o FE (R TR o

B A AR &% R %% A, Ohtahara 278 —4 15 143 H7
BB, BASENE 4 B REREE 11 B, 4 BUEEIRME A “ B A LB & ,2 4
BUH Aicardi Z281E , HALRR G B4 N SE R RNESE WA BRARSE, X%
A RBER N HERRE ., EEMREN,ARX E LR NEARK B
AR LA SBOR & AR B LRI , 9 T A e B R -
STXBP1 (MUNCI8-1) % 5 3% B 37 A5 26 25 o0 T F 5 % o S0 L 90 00 1 37 28
et

XEBILBH BT R ERMERST, A S E KA ACTH, W e H R
FANE R R R , XTI B BT West SiAEBZ WBITH. AT, &I
AR v B LA IR AT T 2 . A, HM S RIS 2 4 8 3
FAT XK BE AT, P IS SR T 2k BP0 2L DI IRBR B S, R
ik L BT . EE MR ( Vigabatrin) AIREA Y .

B B LR R 8 )LBUS R B, 7E Ohtahara f—%1 15 % 1 7
BIfEHAER 6 M AT 11 2 9 A ARET, Hrh 4 BIEESS 2 #sET"Y, £
BLAEJS 4 ~ 17 BRELHATHA R S, Bra A& 8a P RI0RE, Hha
FAE RIS, RSB A EERNR TR, B2 fI5, K
355 0 O PR L BN PR AR ARRE , ST LAEEATIS B0 AR 8 BIeh 6 B B
RAEBEEHREM; B2 B | FERE RERSEET & 54, Rtk E3)
WEEMERLEE 14 % 10 MA (X 2 I RBEE S RE) . ERIKRHF, 2

4



F xR IUIR R MR SR LR R

K- B e AT AR R E B R LEW, AT R F 4/ 3 A,
URTHE3 % (E4,85), A1 FI8 %R (EIEE) 857K
A SRR YT R M I R e B e R 7 P« 25 AT
BEAAEAERD o BIL&tE, A )5 5 A, BB IR 7 Ohtahara 42 &1, 253
EF0HE IO 5 Y) 6T B R, B IR T K& B 58 T/ (4
T H)o KERBIRITIIRE 48 /Nt BN AR R, WE R BEE £ .

‘ bt £y Re5 . " " ® £} £ 3 £ = ® » = 3 L » = |

EIENERE

FRETEFER

/\\ TSée\ ‘

4 BIL3 AR, R EBILIERE R, B R -1 H 2R A R

BS5 BJL3 %, RREEILRRERR, BRRE-MH R i, R
5



SRt RR R EEHR

P EEAET LHEEE. NINEHEREME3RERE,. HRNEE
K& BB B FOR AR R . Bt AMERATT I 4 BB JLT 2
PIRE R R E TR EAR, 55 2 FIE MM EKE, X 4 B8 ESEH
BAEE" AEMOEEE BB NBREE-BREENLRENE, &
PERBE, 2 SMRHAIT X S Bl 2 ThREBUE 8 Bl —E B HEE

BRI (EME)

B% WU IR (EME) Jy—FAER 0 RS 1E, BR Bl A5 1 4
A B E MR , B S BOUM R kbt & Ve (LAEERR A R a2 3R AF)
KRRz ED, R AR AR R H A, F S
B HESLBRIRA LR X . WA 28K B R L% 244 it (EME)
PR A JLALREZE P T o

SRR B B e LR 2R il B R BN -
o BULBMIRM MTARKE;
o WEEBIRANE LR 2 LR s ALt R AR 5
o [EHBEEERZ-MHR(ES);

- - =5 -

FP2T4

T4-02

rri-c3

63-01

T3

73-04

g d

RESP

6 RRVENBEER £ RIS ST, i E 22K H 5

6



F RN R LEnw RS LR M R

o FENEMIEEh R E IR
o ZHYIMEIR HERUW R AE
» BEAR;50%MBITELESS 2 FNILT;
o R R BREHRA

Aicardi''® 8 22 MEE T 39 MR R NIRRT B B R IR0 45 5, Xk
B RVERR AT . B U E A EE, Iz (Re ) g
E RAHERE, REEEES, WWEHIEERRELZE, BEARE/DA
B, A REEERERXEZ R, RERE, B L EBRRES THUR
MU JEF S A MBS e S R R,
FE2 SR B o U ) At LR 2 v B R B g A, th A 35 L2 B, T H
Bz sh REYH IR, TEE)T 3 ~4 A RGBT LB R e L
MR BRI

Joi e E R N R, BN R EE R IEN—T 2 Wik, BRIESN
BRE-MHELRR VAR, b2 Rk 5 8 £ B8 K18
A AR R W FEEY, ] LT RRE. REeeh
LR ZE R 5 fipg e, P 2 R A A () B 1 B, {EL B R0 81 o I A YE LR 2R 55
HERETAHEA AR, AREERZENRAR, REEERSH
R A LR BN R ER A HEX Y, EEGEHIAREN, BE-M
A e R AT A — AR R R AE , AT AR S AR S R R 6 - i U B AR S R B R ok
R,

A B Z RN RR R LM SR T NEAIEERES, T
R AER R, WA RRE R . BILE R ST KRR 8E S11&
T, S SRR AR RRR—B, HRE RS2 EEBEN
Hok 2T RBIR LB 3 — 2 PRAG R B R R X

PR BANE 7 3 T R LR G W R 2R B O IEER R B E R I R
BRI AE D-H-IMBRIAE . FF 3 9 BRI AR "' . Ho b oy T 0% BRI 7E SCER R
WEEANDHGE , EZTRE AR BB E % I, P RS R %,
SR, BEOR B AR R

FriomERBHHR RAE RafkRERZEEILEHE R (EME) 5
Befafk 11p15. 5 HR, FJRENLRBA B ZER/H " | 0] 5552 & (SLC25A22 , R
“GCI” ) Gris R iI45 L FE7E (p. Pro206Leu) , X S6BFT 45 RRALRIAEBE
BRI RS SRR R A H B RER , o A I BB & - M B HE LE

7



R s R R R

SE A IR R A BRI R e T AR,

FESE B R B S FAR AR AR h PR FIXTENAST o H AP PURR 2 50m
FERBEE N H FZ5 Y HBUS TR R TENFERE R EE AR
VEFFF IR B 5 , SR TURN 25 R FEAE 7

BA CRREN R ZNEERRELBEREE 2. EREFENTH
. MAFERLTEYRE, 5 —BRIRAEERHEATE
W, HBWAFEEIN, BREEHEHRE PES L AAT AR B H A
REELE™ BABE¥EANH TRARNEEEHEHETRER, KRE
(& B BRI

—MREGEERARTERSIE?

A R R NS R (EME ) 5 8 % #5 28 )LJRR ¥E Bi#% ( EIEE ) % &
M ERLR, MAERIR . FLe2E X B LA 1N R — IR &
S0k, Aicardi!" AR KBS TEREEEARZL, AFHT LR
L AE s R, B/ e 81 o T LA SR B o S — N A A i AR A T U
T . R, B AR HEAb 2 AN T E PR AR RSS2,

FEAER , Djukic 25121 kgt — HIF L M X R, X SCHR P B R R MR K
PR B K B R B LBUR MR R BB IT TE I B, SRR,
XF R SRR A AR, (BFEER IR & B kL5, B A X B
AT NFI—RBRN B, )5 R R R AR B K- i A e
B RS IR X PR S B SE R AE . B R P LR 2 e R E B4R R
Z— RN . TSR R RN £ 1 R FREZ 1
REZE MR , (S R R BT TR A EILERERR. XFMESTEY
FE A B, B B L 1 s 28 WS B0 TR M B , S Ar 8 M R T B
B E,

R T ARIPE B B RO 2% S 33 T S 1) 3 oA 28 1 B 465 L, B DA R A
B RTE BRI R A BIHE R B o XSO A e PR B i i L4
EARBINE, XFMSATERRRENREN TGS EEFEER L,

)L HENE B D ZAF

B LB BEPERR 4 R A (MMPST) Sy —FP RO PR , 776 1995 4R 30k
FERHGET 14 BIBILEAE ,A)G 6 A WRR, AN R A A N IE R 5L

8



PR MR LSRR VR SR A LR M R

YR KEFEARTEERER . BRRIEN—REXKBERE A —THEX
B, R - B 3 I RER 1L
RILEEE SRS R ER ST
o TEAEJE 24 XE 10 MANCER 4.5 A ) R R MR RS, ™
EAREHNE SRR IR L 5 B RAEIE KA 5
TR TACFEL RRAL Y S A 4 SRR T e PR -5 R e PR A R R N — B
o [FBf KR RIEZRIAGEAMERIR(ET);
o VAL E YR SR R AEA B R B
o [E] BRI AR B - B RIRS LB 2, AR R I A ;
o TR A AE R RAR T B ML BRKABA A%

it

=l

i‘; .
i

 ar®

I

1588\ F

T BILLAH, BB R AR, 72 4 230 i BEL DR P a5l
SREVE M B AMAAE , e B R AE A — U 2R BE B 53 — S0 3R, A — i X
B R —REX

:
i =

fz
I

Wt SO S 1 BRI S 9 38 W 0 R R BRI ™) . SRR B R A2
R LLiz 3) BAE Y 2 AE R0 3, B A SRR R AR, B Rl —m il s ik
RAFRBEEAR . RAFFREENS 8] L3 WS R B LIRS R AR g2 A R K 805
o FEERMEAER, BNREERFEERESERE, NIEEDSIL, RtER
EREEME, TR | 2 NERREJLERFEE, FUAERE R, BR
RAHFSESR  7E L 8L B B MBI , MG S5 SR i R g

9



Fam i R R E AHUE

BN, EEFP IR NECE, BBV RS, AT H BT/
k. ERTAIE, MR LEAE R A B AR R AT
Wi, kAAFRRMGEERBROIMRE . 763 FIRILTET RS ZIER
JLB AR PR B R GBS T8 B (SCNLA, SCN2A ) |7 B 1818 (KCNQ2,
KCNQ3) (47 T# 8 (CLCN2) e

B TR RE B, T UABER A E. PRELERE 1 FARBRE
TEB LR AR PRI BESTE . RA | BIBNEXMIERRHIZE 7 ZRIR T
KBIEHR , Ry 7T BB LT pE v R R A UL, e R A LR B, B A
FEZRIVERBT . SHAMMRER UG A MR R ZE , WA BT HE X B
LW I AR B e, B ARSI MR R stiripental A 26T
o TR T REA R, (EXER AR B R H ML 25 ) Tl BE N E 4R
H, AR R DEF ACHRRE . EHRAT, 24 2 ~3 F R A E
FREREBEIRE. A, KRN E 3R TR HRA R .

FET-Z RAETERILEHIERAER 10 W, ERFRIHSHEIPHAITIAE
B PERR OR AE — e X . o 288 i &, BUL BT e v A o
RAEFT B A —FR R P IR , R 4R 08 T EAEHT 4 45 & i (EME .EIEE)
1 West LRETEPE Z 7], Aid RAFR R AR

CDKLS SREFAGA MR

A ER SRR S RG-SR AR, REWEE FRARR, BEH 4
JUBAIRIAS H BRSO P i , T R B BIAE S 6 A A Bl 7ESCRRHIE Y
CDKL5 24855 6 FF W R R R4 I AR )G 4 FRIE' o M R A&
HREWERE, BVEE, BRREHE, 0 ZIEEZ N, KR E 8T
2~5 W, EHAERAEL. R, RILEBMAFERESREIHRE, ERER
T Ay 051 T DL 2 R A 0 A e R O - 8 L TR ARG F, 4k 2 B L -+
R XARTES, BB S B . MRCHIN R B A LIER , A h B R AR
BEARGTERTAFAE . AR ILE -1 Riee B B, R LB HAMAFRR BT H

TEA A HIE IR B, S BRI ARE B N PLRIR T YI6IT , TE &G 1
NAPRR RS 25 1L, B EUE . XY 6 N HEeaT, s B n] LUE
B WA E RS R ERAR, B R T IE.

TERIRAIH M 2 RER 2 | BrA i 413978 ALk 18R R IR Bkiz 3l 2
BERERR . TCIBVAYT WA, 2 0% U UM R B AN , Y BUIOR TR R , HE AR

10



