(& 11 MRI 5348 & BRFRAS

BTy T intrahypothalamic mixed hypothalamic parahypothalamic
 BEEEHETEH

EDESHE

(MRI BiEERT)
Ba Frffl J= il
FEGIER 513, &£:8 119 H:5 &4
EFEFE (0 = 80) 21 9
BARE (mm) 92+ 19 213 £ 126 151 £ 62
1Q(DQ)69:1 + 24.0 82.1 = 18.0 65.1 = 24.2 62.3 = 25.7
BRI (53%) 7(33%) 30(60%) 5(50%)
TERE (46%) 2(10%) 31(62%) 4(44%)
BEHREFE (35%) 0% 25(50%) 3(33%)

SABT MRIFFR DS, HH % 3 DO TH 1 FIIHHE U/, intrahypothalamic type B =RMERNDHICREL TRHOSND S
A TTRAED 10 mm FiE THEIN/NE <, BREERS EBRNEOGIAZH D/, parahypothalamic type IFBZRE LIFTEL
BEREY, ARBOBICRHET DY 1 T THD. mixed hypothalamic type (S8 2 EOBBEHETE DY A TTEHOEREN
2em EBBRDIREDEDNEL, TANAMBMECBESHRREOSHBENBIVERZRLE. FEEXHHIETARTZ

DY A T ETRTH DI

BERMES LN, WHEETAPAREEETA
WATIRELEZ2ELLNWGS DFHTH L &
END. BLEEREDRVGS DAL, HE
DEZ\VHH %589 NETH 5. SEUMEEICT
CENUSERENTEDLZ ENH DD, FOHE
DTAMPAREIELGS TR L, EEITWHAT
HBHEEN, GSIZHH IFEDORIEERTSH 5.

ot &
1. RORSRE
BITEIEICBRIF 9 20k, @BEOMBERS
RN, RS L VS, BEEO W
bR v MEAOHKRTMIEEEET S
HH TiI, BEEEIEL L ORERICEMN» %
Bl CHGETT .
2. SPECT &#&
FEVERE SPECT 74 & F1EM R E SPECT % 5| &
H3 2 SISCOM AT C, HH @ & Z 35 AE R T
BB, EHSOERKIEIET DD BET S,

e A

R TARATSH Y, SEHAEZ BT -
TGS %122 L HERING. B
ER AL et & B & 8 — BRI B,

°F 1%
EMIRBEEN T GS R I OFERNIH L
T 80% LLETHERIT, GSMHETITHEED
WELITEEE OHED 100% THIFTE 5.
ELOFMETE, EMRSBEEMICH LTS
VEIH RN C O A EBIEN L\ &)
WENITLEAETHDL, Ty FAT7REDE
CLBUFRRE COBBIE L 2 VA%, BRI
{, REIFHH ICHEBET 2701542 BE%
BETE LW EDHEEBEINLTY DS,

<« SE

1) Il SR TER@REIC X 5K WEEIIN
A EMBHEEN. & HRGER), TAPA
{RIE Update — BT5E & ERIRO & RIMR. B - B
DHWH. EEEMIR, 2011 45-51.

2) Kameyama S, et al. : Ictogenesis and symptomato-
genesis of gelastic seizures in hypothalamic hamar-
tomas - An ictal SPECT study. Epilepsia 2010 : 51 :
2270-2279.

3) Kameyama S, et al. © Minimally invasive magnetic
resonance imaging-guided stereotactic radiofrequen-
cy thermocoagulation for epileptogenic hypothalamic
hamartomas. Neurosurgery 2009 ; 65 © 438-449.
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1 REOBHESEORI

| REOEHMESBORA 2 b

22. BEREREICESITANA

BEAMESOESIBECTIIAL, BROICSTADAICEEL TABRERICHS
N2HRHERRPIUHRHR T PHIESESZE L, glioneuronal tumor &6 Kidh
5. KRR ET B FE (ganglioglioma) & BE 3 B 2 Bk 14 18 4% L 12 BE /2 (dysembryoplastic
neuroepithelial tumor : DNT) T, HEBRAEZTICRREINDZENZBL, BEEOBXRIIHD
NEWAERHTHER, RIBREICEE, SHEICAHNERELEREEZEMH, IRFMICLD
BELBTANAREERBLEEDRBZETD. RERICHENLTANAEEEOTADL
AFELEILHN. ganglioglioma (SBMEBE D 2% ([T ER A, TANAARTHREND
BETIEN60% EREZ. BERTCIIEREAIEAE#HDEEFEESNFHMTHD. DNT
1359 20% % 58, ZEMOERRTEFIIS AL, BENGARDAREISIE, EHER
MTANAERT DEENEBEDEBRZRDDEETHD. ARNEHHICKORTIE

BHIEICH 80% TRIEHANESNS . LIh' o THERRY 2tz RRC TS,

& BWIDRA > b

1. RO

PBEAROFREZNZMI L > THEET 5.
RO R TR
1) ganglioglioma

AL L e RE O & ZREEOH 5 7
U 7SR TS S (B 1), 7)) THIlROE
BE DM < BB D 2 v g A 1 don e B HE R E
(gangliocytoma) Td 5. F ILZEMELOHE D
57
2)DNT

2 AN UM EIIROEE & Z 3R BH
fatsfife OFRIRELYI, € L CEEIOE,REE
T D 72 /N33 AR RS (floating neuron) A% 4L
C, specific glioneuronal element & X IZM % (B
2)., TRSOFROAD D D% simple form,
glial nodule 7% KB Z % £ 5 b D % complex
form & 535 T LB B, ERIRBICERIL

Y,
2. ERIER

METOEIZH & LT, TALAICHEET S
ZoMolER, Thiab, BiMREEME
JiE (pilocytic astrocytoma), 2% T % & 2 i fu f&
(pleomorphic xanthoastrocytoma), L% FF /LA
#EIBHE (angiocentric glioma), FEHEAE M EERIE
(neuronal hamartoma) 7% & %° BR J& T K B2 B &
B 2 & (focal cortical dysplasia) 23 (T H 1 5.
BEZBENZITHEBZPLETH 5.

0 &
1. BHiRE

1) ganglioglioma

MRI Ti, T1EABEGETREST»LEFEES,
T2 EFAEGTEESTYEL, ER0OBREIIK4
Thb, BEFTRIE, $HLARkIbz ) B
TEREET T, BEIEREETDN 50% CTHEEZ I NS (H
3). BIBEEANMCHET S MEEAN>S
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[(®1] BREBEOCREHEBS (=0
B&h>—p. OSHR)

DML T RBE O E R (KM CBER

HOHDTUTHR(BERM. NV b+

S LDV (HE)RE.

(RESEWR  REBEZFREHAMR

HHERELD)

[ 2] FEFERETEEHE LRIEEORE

HEE (=N S5—p. @SH)
HEREANEHOERROBE S ERE
Bk ORREN (AR, 2L
TEHIENSEREMEOGLVINESRE
B (floating neuron) (5RED). HE HE.
(FREERN  RRMEFREMREAT
#HERERL)

[ 3] #ZERBED MRI & CT(T2 EBEER)

ZREEAR, BMOMEEHBE BROAREERD. EFEREARECALAZE LUK
FfC K> TRFIIHELL.

(B 4] %~ B3EEE

MK2 (% : T1 SHEBEGERMAR, A @ T2 HREGTIKE

7 EREEOERERBE. MRlCHonITONARESEHESREGURFMTHELL. A
EZEEZND SABRENMICR SHERHRBE BEOAERMENHDNTADARELL. BIHIR
ZiT0 B .
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LEHERT L OREREELIZET SO0
»H5(HE4).
2)DNT

MRI Ti3, T1@AE G TRES, T2 HEHE
BTEfEr 2L, HAEMII FREETS
ZEHEOERKTH S (B5). EFF sk
ISEZEECHFEE L, DUF, BHIEZE, RBIREZ, &#H
FIRICODROLNE. FREICEELZEE
FExEAE LAEICEET 5 =ZAE0oRIK
LB ENEN

2. BE

B EIEE 2R ) T A D AHRRAY 2 Bk
A RIZ 7 .

¢ A
TADABEREET 5 EHOBMEBRE &7
B E HET FOALDIZIEMRIIZ L S
REIEWOAL LT, R OEIEIMRAHHER &
n, WRoORBEEMENEDERTHS.

¢ F 1%

NEHEBIC L D& LTH 8% T, HE
EEOXREL % 2BIEDHET 5. BIERER
1 FLIRNOFAIL 1 FUBROFMIT IR R
1T, WIERSREIIESRE X ) LB
ThAh.

<%+ BIFCHk

1) Englot DJ, et al. : Factors associated with seizure

—157—

(K 5] FEFERmEHE LEEZO MRI(T2 345
B R AR

ALMEEY SHERORESTRERIESR LRIES.

TEUERZETDS. MRICHONICBMEDRIEL

IBRFAM TR L.

freedom in the surgical resection of glioneuronal tu-
mors. Epilepsia 2012 ; 53  51-57.

2) Luyken C, et al. : Supratentorial gangliogliomas :
histopathologic grading and tumor recurrence in 184
patients with a median follow-up of 8 years. Cancer
2004 7 101 - 146-155.

3) Thom M, et al. : One hundred and one dysembryo-
plastic neuroepithelial tumors - an adult epilepsy se-
ries with immunohistochemical, molecular genetic,
and clinical correlations and a review of the litera-
ture. J Neuropathol Exp Neurol 2011 + 70 - 859-878.
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23. BEELLEZFSHAIMERTALIA

MBRETADAE, BERATANABEEILAE)ICLD 1989 FD [TAMABIUTA
DAERBEOERSE T BERRENSNEEONMDERICEET DRIICBERIE,
 HBVMIAEESNMIOH RE I RIAT DMIABEEREEES TAD AT S hi .
| Z0%, RWEERREEMESTAN AR, HERE, BERE8, REER MEFR,
L EGFEREABAEBLTNDZEND, —DOEBREEAESN, NAMEECAL
" A (mesial temporal lobe epilepsy : MTLE) & KIShd K DICE D,
. MTLE OFEISE—TIIH A, BEF0ERE L TBERL (hippocampal sclerosis © -
. HS)&EBTAEANKENTSHY, ARARORBLET CNTNDIEND, BITEERE
LR S PIAMEIEEEE T A A A (MTLE with HS) EME RTINS 2,
ERBLETIE, SBEOHERIBIEL, RhUICTUPHEELTING. Z0L>
AR, EEICRSY, ZOBIORNE, SEEEAEICEAONEDT, NEME
X1 (mesial temporal sclerosis : MTS) CRHI NS EEHD. F/c, BILAAROMIC,
 BBEREOENMABICSITAEREHORFRRLE, SEOEEAOEBRERIH
- BEASN, TAHARKICESLTREEIONTNS, =

*

™

SEHIDRA 2

1.

RERDFHH

1) bERE

a. MRIFTR - {ERELERIRY 5 —HED
WBREHERD 5.

b. FEVER  BHMEHOEEZRD L. Bl
WIET AR, LIEEAER, MR, B
& KRR CORMBEEET LI EPH 5.
NG CTREDGHD S Z L b DB (A
SEE). BREBIERICE I OERIE, Oz
BH LD CH L OEMEENESR, &
& To VAR EECH Y BEHET
HY, —@OI A =—F{7 (dystonic postur-
ing R EINL I L b DD, HIIZKRESE
BALFEER A LN S,

c. FEVERI KB WAT R - MIBERTE B E
BRTIRERKOBEZED 5. EAD HM
NLTHETAZ LD B, 1ZLEALDEE
BT SR LR OB E A R .

2)EEHR

a. FIEER 1T LA D20 BUENCFET
%. 4~16 mEH (P 10 %) 055\,

b. FEAERERR PR ¢ — @ o @I BE R R P B
BEBIC O TIROBBREHIEICE Y, Bk
BENCBITT S, COBAEMLET 22 0%
W

3)&=2HA

a. WA FLYRENS, WBEELLE IR
< SEATHEAE (initial precipitating injury : IPS) @
BEEZET LI ENE VD, LEATIEZWV.
IPS OEMAF L LT, BT vnA, SME,
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T2 5858

FLAIR

STIRMF | & B LB

(X 1] ZBHEEAEED MRI(17 Rt
4 mIBICRELERICESE

MBS LU FLARR R THESZEL TS (KER).

IRERFEINAE, AR R
TWwh,
b. SPECT - PET Fr i @ ZAEM KN, BHl
ORFEE TR OBRTAALND.
ERIESHA
BEEILUIN TAD» ABEIRENFET S
EE R (dual pathology)” DIEBIT, MIEHIES
XD REDSRIEL TV ABEAIIE, BEP LB
Ny s, EEREICE RBEREEER, £
RS Ehd Db, 25 DIRENHIEE
AR, &I, B2 EICH L L, BRIEM
PMAEETAPA LU T 2O TEET 5.

o =
ZEER MRI
— o B EME T R0, T2 i< FLAIR
BEITH) EEMHELIERIE, SESEE LTH
HEans(E1), EEO#EEZ, i, &R
BLUERRE*HWTHET 2, 20X hiE
B RO BIEIZIE, 37 AF7UED

FEZ%R ENEIb N
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TRURIT & B B

Llelzth, 17 miSICEREEBHRIIMRM 2T D/ EROMBI MRI. Z0BHENERL, T2

%%%FMHﬁﬁﬁ?%é HMInE 2
Zh~=2 7V (p. @) SH.

2 ﬁ&

1) RIEE A

F7/8, T12 7% E O EIBERTH O BERCEEL B R
BCRERAKOHMEZ D5 (B 2). 480
FEBICI M EMEIEESS 2> 557 L CHERT 5. il
Wi/ v VAERBICHEBELE L, WAL

ERAY
2) FE{FRE

BRG] TIE— A O RIBERT LA FEIT 0
WHOBREWEFAILEH(E2). LarL, BE

BRSO EE M THRE SR DBIERIE,
WA 5 | EE L 7 BVER ST 0S a1 K L7
bOTHY, WEMIIIREOHET Y X0 E
BLTWwBIELH 5.

3. ﬁ@ﬁw



23, BEBEEZHDHRAAEECADA 75

FEIEBRHED FEEOQIILEY FEFDREE

Fz-Fpl
Fpl-F7
F7-SP1
SP1-T3
F7-T3
T3-T5
T5-01
SP1-Sp2
Fz-Fp2
Fp2-F8
F8-SP2
SP2-T4
F8-T4
T4-T6
T6-02
F3-C3
C3-P3
P3-01
F4-C4
C4-P4
P4-02

(E 2] B 1 OREFIOFEER RIS KU FEAERRR

RAEBBICIE, EFEFEEME P TRIBRADMREN &ONE. FERICE, BRERICETLT, SPL TRESADO®
BoRERASHIRL, Z0%, REOBBICEA DA LHERNICE & FDFREEN Z SN BIR) .

= % BIFSC
+ = 1) Proposal for classification of epilepsies and epileptic
HNINTEY Y (CBZ), 9F M) ¥ (LTG), syndromes. Commisssion on Classification and Ter-

minology of the International League Against Epilep-

PRF TS A (LEY) & S0 5 2O ORE sy. Epilepsia 1989 ; 30 © 389-399.
ECREP VS TABRI LI LD DD, B 2) ILAE Commission Report. Mesial temporal lobe epi-

BT DL EHRICEE LR TV, lepsy with hippocampal sclerosis. Epilepsia 2004 ;
45 1 695-714.

+ % ?ﬁ 3) Kazemi NJ, et al. : The double lesion : dual patholo-

— gy and pathological correlation. In - Kotagal P, et

EMEIETH - TH, R, #BE, B al.{eds), The Epilepsies : Etiologies and Prevention.
O B ER » &4 ABEE NI & 2 4 88912t 1 st ed, Academic Press, London, 1999 ; 349-356.

BRI B2FICED, K 80% DIESTHRIELIEER
T (B WA I C A A - ARIEEE S > & —

sie] BIBE—
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24. FEEMEREIEAE

BEEENER EO=MRESNTEL.

HATADAZEHTDIENSN.

| EEFIEEB(LAE (tuberous sclerosis) 3, WIRRBEBRBORKRNILESRTHD. NEER,
HFREXRORERBICKY, BB, KN, O, BE, WERLEKR<GRESEISEEBEYR
ZTHEZEHETSD. 1881 £ Bourneville IC L D TRADIHEN KB I, BRI TREZEHH
B<fnadZ N, BEEBEESAMIToN/z. DSk, BEEONEGHERE, TALA,

LAL, BBRERIIZHECTHY, BESNDHE

- BEBRICNCDOT, FEEEERS (tuberous sclerosis complex) EKIENDZEEH
5. PREEASLEBENELKCEBTDEEBTDHY, SOICHNREINDS West ITEIREZEL

ETEGFISHBLTNSA, EGFEBEREY

BWNEEZL, BHMEECETEGIEN SIS ND.

¢ BEIORA > b

- HEEOMERMEE, CTAPA, BHEES=
B ENTWED, $XTH D O 3 S5
BT, REREE O A OB (PR R A
F IR LE R 2R) b TATARE
OERELTEETH .

AL, 1998 FET A ADRAY —F ¥ NI
DT FRY A THMES W E AL E
Consensus Conference 12 8\ THHE X L7z,
TADA, BHERGz & TR VEEEIH
WwHnb(F1).

CBWEREOKERE LT, OFEIZALRS
PETE O M RRAETE, TR BARHERE, 3L
DIEEREBE, BREERE, OREERE O
PR R O EAEET, ERTREE, BERT
EMfEEMlE, @OERE Oy v
SIRE IR IERE, ©F MEHIEE ST
L, EFIIblsEEEYIFHETA.
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1. ERBOEH

1) BEEEETF - 15C1(9q34), T5C2(16p13.3) D
22, TSC1 i hamartin, TSC2 i tuberin % 2 —
FLTWa., wWiho&E b Mk - 5o
PEICBRT S, BEOSENIEETEENR
o, 3EPREG(FEeEEERER B
ER 95%).

2) BAEHE  HATIIA 6,000 ~7,000 A2 1A,
BRI 15,000 AHiTE.

3) RER (s~ EHOBETHIEE T WIAN
A, ITOUNABEPHREERTH S Z LAY
%\ HEfR4~6 720 tE, epileptic spasm, #45
R EL, BEICEIME TS 5. epileptic
spasms * 2T AHEED 2/3 THRE L 727
A I T iR West FEBRE L WS NG (BED
3ERIR, BBFBICLDRR L), HIZ West FEME
FEOK 1/4 DHREETEREALIEIC & 5 L¥EE S 1,
West SEBHE # 29 2 FLIE TIE EIEREILIE %
EEBTHLEND L. I IDIEMERS R R
ERAEREE IAr7o—REREELDFE



R ASND. 4BUTT, BEEICEET
WA R RO, IHFEICEIEOSR S, M
FEOBENEFHEIES.
LHRCHFR 9 HOBENEEELRT. &
DAL, B AT AT (West FEMREHE
SIERE), RPTIERIE - i, £ E SRk
Sk, ERMEOBEEEE R EEMR B A
bEhb.
2. ?ﬁ lEA
B % VA R B2 epileptic spasm (West
rﬁ#%ﬁﬁwv\ﬁﬁmwwﬂW%zﬁéﬁ
EF &% (ARX, CDKLS, %), %RRBHF (K
BRREEE, FHERE, EREYA PAT
Oy A VARYYE, %), ERAHEFER b
a2 B THARIE, Menkes 5, HE YA b1
74—, %), BEMEER & LOENFLE
L GEIIMEEZ2R). BEEFER DL
SRR (Thal) 12 & ) MR & & OFRIIE B
BHTHA. %Hté&ﬂi%%’*’“lﬁ@{ VIE 12 R

BRNZEERET, FLERZICBVTERE
Bra R 7o bi%’ﬁ'ﬁ‘]é@ftf%%ﬁv‘ﬁﬁ%ﬁ

3. WERSRER LD, RIS T
ABADEEZ» DD BT, BKICIZ, SEE
CT - MRI, IBEKREZECRMNZE, W
X #E, D - BB E BRE, JEE CT - MRI
PEBICERT 2. EENRE, NWERER
R BEERECTHORIETRTH 5. R BB,
HATIE, BEFEMIBEREL LT
TELT, SOOI -2BETHHERD
bbb, V—FoiEL LTE
Ji$ BRI T 2 v,

#ma
ROREE
ﬁf%&mﬁﬁwﬁbgﬁﬁﬁm%%ﬁ

. CEEREGATR (B 1)

@%Mm CTIZ X R UHTH S, I
SRR A & RR MR E B O AR
ERBGBENDHY, wiETOAKLERMEIDE
L, BETOTERGETORET R EHE
MEHOBRE %2 5.

24. FEERERE(LIE 77

[& 1] BZEE#E

BE 2 DOAEIR, %5&\@13@7@“‘%&2
DOEIR

HEE 1 DOKERE 1 DOAVER

AEeE 1 voajtﬁka%éb\tzt 2 '.JL,U:CD/J\J* IR

AEEIR

BRI DM BEAGAERE & 7= (IR RRBR RGP
ME B

3 AN EDEIKRER

PR EARIE
ZHEEOREBIRE

R AEET

ERTHEE
LRTEMBY2EE
DVERERRE, ERHDIZHEMG
ﬁ‘) >/ \BRE B REAE * 2
11. ERRERRRE?

IJ\fiilﬁ; ' ‘
ZHRWT S X)UMEE
BEREEYEER) — T3
ﬁ%ﬂi*“

AR EBEDORMSPRIEERR* 143
B PIARAERE

B DBESE 3
HEEERK
BEEOEBRE
ZHRMBERS

-
SPOXNAU AW

I R N

*

CREEE, ERTES, ANPREREZERICRD
BIBEBIE1DEERD.

CEEU VN IREERAHIEE S BmERMEERSEEBERIC
RODIBEL, [BE] EHTDICIENIDORRE
HIBLTW2BEBELNHD.

* 3 fBEEKNHD I ENEELL.

* 4 MERERNRR T+

*
[

1) B E #550 (cortical tuber)
BEOSR U LETHREENSG, REOEE
5 (T1 G CER~FEE T2 BAGTE
~BfEE, FLAIRR # THBE®. FLAIR 7% d
S, S HICHFPIICHRER Z A ) HE O
A ERIR) & LTHERESNG. BhS\niE
CRMEENEIEE 5. FEICONAIRILOHE
EbmEs(CTHEM.

2) &R T#EE (subependymal nodule)
BEDSR U ETHREEINE, EXRTHH
BB E IR EIRICZEH L, T1 MR CRES
5%, T2 @G TRES, CT TRIK{LZED

5.
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3) FEXRTE MM E HEE (subependymal gi-
ant cell astrocytoma : SEGA)

BE 0 1 #5172 T Monro JLIEICEET 5.
AR BEVEREE 2D, ANREIA S BEHICT
HAICHERUKEEYERT 5. S5HBEIEE
KT REER I ZFEL.

4) K Jigi B B O K&t iR ¥ 3 #2 (radially-oriented
white matter band)

B E ARSI EET A CRIBNE S| Ao Tl
B BEHRO T2 WRE TEESOHERER,
FEAGHE & FSEE OB SEE S, BRI ER
TAEEICERET 5.

®

BERIZS LT, NV 7afEF b v a, N
PV T R VREY R LI L DEEN TAI
L, BEIETERBTAZ EDE V. West JEME
FEIZIS vigabatrin DVER 2T 5%, PEEIR
THREEEDSE LS 720, FCETIZILIE West
JEBERICEE L TERA SN TS, BERTHE
RIS TH L. 7 b EEE RER
BAMEE L EE SIS, S HICRERE (IR
MW R E L) & ORB ORI
DVENEHEDNH ), HEBEERICL L2 TARA
B ER, RHONFHAEIHRINS.

W, N E & T EIREICH %) %2 mTOR
FHERE(F/8v Ay, TROTYAALRE)DT
ABACRT HRRBIEE SN TS,

°F 1%
EaFRIE, BHERE SO OBRE
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[F 1] & MRI BB T2 35/ & (11 ZRBR)
RERHETOAMEERNOESREELLTAEEI NS,
&), ERTHES(ZE)HBOHOND.
(REEMEMAZNREYN BRHEEEOIERICELY
HED)

IS AMISICE D EAESINS.

< BBk

1) FOBREESE, Al MR E R — ST LIE.
FRIEEES, mMEHTF, BER), NEmEE.
BT L IGEAE, 2008 ; 148-152.

2) Franz DN, et al. : Tuberous sclerosis complex : neu-
rological, renal and pulmonary manifestation. Neuro-
pediatrics 2010 ; 41 © 199-208.

3) Roach ES, et al. : Tuberous sclerosis complex con-
sensus conference - revised clinical diagnostic crite-
ria. J Child Neurol 1998 : 13 © 624-628.

[(ARMEEARRBESBEHETR I b0
Mroy-s b] M OFERE



25. BIRR 20 BRERTANAERE 79

| EERORFHEZHORA 2 b

25. IR 20 BRBBTANAIEIRE

BRIA 20 B

B PATr(20)]) EERICTANAZEHTD. TANAIEIEOTENE
- AMTHY, SEIOFEF VO NAMETA N AERIRRE (nonconvulsive status epilepticus : NCSE) |
 PMMNTHD. BRTIE, BREGECIIRIERS, UEUISHREAEICERC
HIRT D, SLORBHREEELELUARTFEIIEINTHY, MPESORELHRLTHD.

¢ BEORA > b
EARTEEE R HIEATEE D 5 VI EVER T
SEIENC IR T 2 B AT R & NCSE % fEft &+
BEVEERD? O REEL -, RBABRETS
W4 o, rQOIZENF A7 E2RTIEIE.
TN A 7 DBRE TREFENS .
1. EBOFEH
NREE : TAPADORKERIZZ L. #H
r(20) 2 LTV HEIZ3IFKROATH 5.
QHNEREFT BRI LRTRIEE L, HoTh
BMTH5.
3) ERH - ITENEOHRE - MY E
ZIZBERTICE T LI ED% 0. BEOE
ISR, R P HENE - WEBM L E 01T
BEELYET LI EDDH D, NCSEIZ L% ER
BiFET 3 2 BARIIE L BRI LAV O R L R
ENBZELDB.
L) REE T TAPADFHREEBIT 6% (0~
24 %), NCSE DFIEF LTI 9.5 % (1~24
k). rQ0) DEVA ZEPFHVITLE, BIEOSHE
FEAEERDS R
5) R{EE! | NCSE WV TH 5. MIE 23
KEOEBYSNE, HMEL S 51E, JERRRMTRE
e, BEEREL DB L IKBEIIALNS
ZENHDH ELOTELDOREEIIEL, EF

BOBETHLZLEHNEL, BELDIEDON
NCSE A B L ERAERIC %2 5. 10 LRI
TADPADEBZOEIIZZ L\,
(D NCSE
BiIREOBREERLRAEE LR L, LFEH,
B, B, FEREDIFZ0—XA%E) 2
EDH L. 1 OIS ~ET45T, 18
B E#EC Z 2 idd v, BEIEETLIEL
ETHIZMEIS AHN D, FENS D VIZHEME
BWOSFHERE R DGEEED D, TAD AR
HEEIB L UNCSE i, THEPLH FIT»ITT
LV EEE IR A ERD D D,
@ NCSE DAt o F1E R

/NEEAIZIE NCSE DA O BERIDSZ v, HE)
FECIEBIHSR & 1) WM RAER LIRS
M R LNEZ D HDL, T2, KH
HEARES | 2 B BERS D1 TBIZBL 72 229 2272 254 (subtle
nocturnal seizure) ° 8\ REFIENTFET 5.

2. ERIEZH

BT DL WEBE ORI R E 5 5 Len-
nox-Gastaut Ji 1 #f %° Landau-Kleffner JiE & & 7%
BbNLZ eHb. T/, WHICELRTW
BEVEER O H 2 BRI LRIEETA
MPADEEDNR TV, NCSE % FFRMER L LT
FAETHTAPABREOENTRE LS.
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B 11 SEFRIHA

MRILCRE, BISESEMICRR, BUR, BURHIURAE
LTBHEEICADND.

o &

BORIRE

EIRIBIRIEC I EIED 5 I H W ERE T

HEENZ IR L, AT AEEE B 2R L2 D,
HHEZRT LS D 5D, BHITHEAMLT S

(B1). METREBEEEREIZL VW L
bHLY, BEULDICONNEETIIEEL 25,

FEAERE (NCSE) O i3 i 13 g B e 3 % T

HOERERETH Y, TORBEBIILITLIEX

ZALL, NIRRT BEESRET 5 (B 2).
REAEE

XA 7 b DA, EFMBBLE (20) % D
OHfLE DA 7 TR Lo TWDEZ EHNS
, ZOHHRIIEM) > /88T 0.5~100% &
HATHAL DD, FEOPHRVWEAICIE
100 MifE F THREZKET S Z EAFET L.
3. BEEgE

CT, MRI ICFENZEE IR,

# s
b= .

PLCTADPAFERRIBO THIRETH 5205, N
VTABRF P T AR T EN)F VPR ED
WEND L. ZEIZET, BH - ATEEICEE
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(R 2] %
WEEORE, BISRRME DS IRIBRIBEORER A
HIMEICHR. BRI —ETRL.

DL VEHEIR 20050 5. IRd B WITE
WA EHE IR L v, EEEE RERE
FIEOBREIIEE > TR\,

° % &

10 BE TR B X OBMEERIZIZIZEE
L, ZOBETEICHEET S L3P 0w,
EW&&% IREFBERT AL DR, TA

AMIBELRTETH L. TONAERIREZ
ﬁbﬁ%&%ﬁﬁ%ﬁbtb,%mﬁéﬁﬁ%
EoltHEREDBRE IS,

o BEXGR

* Inoue Y, et al. * Ring chromosome 20 and nonconvul-
sive status epilepticus. A new epileptic syndrome. Brain
1997 5 120 - 939-953.

* Conlin LK, etal. :
some 20 syndrome reveals two distinct groups of pa-
tients. ] Med Genet 2011 ; 48 © 1-9.

S HEFE RIR20 FREAE FARES BER,
FHMEDODOBMBEFKR) 2 I -V 14 K
BEBICBIT 2T 0RA - TR AREE). H1l
EIE, 2009 ; 89-92.

Molecular analysis of ring chromo-

[ErRESESER AL A - BRERLY 5 —]
HEBR, ME =
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26. JIVIA—A SV RAR—5—1(GLUT-1)

RIRTE

FIIA—Z FS 2 RR—% —1 RIBIEE (glucose transporter type 1 deficiency syndrome :
 GLUT-1 R4BfE , OMIM 606777) 13, BN IR F—RKBMEETH DI I— AN PIRER
C RICBURENBN T EICKUELDRBIMET, 1991 £IZ De Vivo SICEJIELHT -
AN ARBRBICRFEEERRIGES), TANARETEREL, REEBE, HR
ORET, RMRRE, NS, DX NITFAREDERERDD. BRERORRTR 3%
o ERICEL, REENAICKRETAEANHD. ERCEBLEGERTN, BREHK
 BHEBEBCORREBESINTIS. 2 < TSLC241(GLUT) &R F(1p34.2 : OMIM
138140) ICBTDAT OIREIED de novo BRERSH, NEF/NTORLTHRET D, AE
AT N UBICKDERNBMILERTHY, RHRR - ABRICKUFREUNE T DR
BB, B, TADAREEDONIDLUICE TRIBRERSRE 4 FUTRE) OR
o FRMEDRWFELE, Doose EBEBED—HICHWTHNENEET DITREMNERHINTIND.

o BMIDRA Vb

1. EEOEH

1) Z2fE R, EHT T O MRS R REIR GRE 1 JRR
INRRER, VAT REDOEEEE, RKME
18, 347 a=—5E WHRERKIEER
EDTADPAFRNE) OWEEL ZOEBTOYE.
2) BEWEARAS T R CREVENE / MAEL < 045 ™!
3)SLC2AI1 EET (1p34.2) I BT 5T O 4
HEDORE"?

4) FRIMEK 3-0-methyl-D-glucose B Y A A E& D
BT

2. BEZM
DEBORED 1) £ 2) & 3)H A\ 4) 2z
7.

)W Fb b,
(EBWOEHD 1)+ 2) DA
Q)ZHORED 1) L BEFHRO—D> % /2
THE, RERE~

GVZWOE#MD2) EBEFHRY 1)+ 2) %
7T HETW, WET VI A L% E
TITRT.

3. BEMR

NIRBRE: 77/ —YRE BEEREE

REREE), I+ 7 0=—7% COREMEREH

SRIRT, BEEBHELER

) WREALIRERAE © SR, MHRRET, E

EVMOBMESEEOSH, HEIEREDOTA

AFE(RMEME, I+ 7 u=—5E #H5

BV L 5 OB F B O

% 1 IR MAERMA I B AT (BEREDO A P LA TIEN LR T 25E80H 5)

* 2 90% CThHM
* 3 T2OSM R TIIEL) AAKTERS 2.
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I EBOFHMEBROR A

GLUT1 RIEFEZ&ED

GLUT1 RIBAEDEZH

T hUBREERE

T hUBROMBEBET
HNUII—RRREER DB

HRER  REMERERERESHZHSEHRE, 77/ %
ESHME, ENRFEE, IFTOZ—FHE, EEFTIIEHFE
RIET, BEBFEHFD ~
WhIREE H“H%E%LE_LDHL\*L/U%T’F’ff’%aﬁ’z/i‘éi%%f’ﬁ EE)

MEFTRERICHE

BERIRE CRERAE / MAELE <045

SLC2AI (GLUTL) BaFIRE
FRIDEK 3-0- methyl-D-glucose HLJ L&Eﬁﬁﬂ)ﬁ?

ABRLTY hRAREA

{EIE Atkins ﬁﬁ‘% (2
ZFOfM

MCT2: 14 hVE
HHEM3 1T VR

TADAFEEDHIFIEE : 7 b— 2 AOMR (RPT b2+
BB, ZNTERETHNIESEFRICE LR TADAED
HA (T /1N ES PO T ENLERITD)

BIEFE | BEEE

KERTRHYPELDZ b

[B1] JaA—Z bS5 RR—5—1(GLUT-1) RIBEEDZE &AE7 I TU XL

;
Mw&

T ’\’*%ﬁ""tw:
v?ﬁ %‘%ﬁ&?&@fg&m

ww)w

"‘w’% ‘?«Wmﬁw | it ol e

i s A B S ‘ ""”;ﬁ"' S

A ,: S i i ik s YMWW&WM

ettt A Wl

02-A2 Bttt ;tj ; ﬁ\g&% ~ A 'waw%
Fz-Al sy ?WWWWWW | A
AR %&Ef i ‘
Cz-Al :  (§;§ A e ey, “WMWM
Pz-Al wissliion i%"{ i Ayttt : AP sl bol
i w4010 pw
ECG e ey s i

B "
[ 2] ’El, BEREEL(I25E,

B 2 B
8R)

BIRIIEZ M BRERE, 2 BB I A0 -RERE, 2REFAGREELSH, MESD
ZRIRCR © BRICIIESRRORRY EEMETRBERPRESHENER.
ARG : BE 2 BEICIIERBIRAECZY, RERRERN’ZMICTHS.
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Bl FEHR - BUR, AERRRE R SRR R,
ERRE, HEREE, BR EHERos L
Wb, FBIEEFEFRED A X2V TERE
ET U, BRI TIIRRM/NEE O #H
HE0H 5. DHEER, FEREORENILE
FEAETER £ THeA TH A, W AHEMEICRHE
AR,

4. FR&LEZMA

BEHARE CEBIEE Z 2 S 2Vl

°of% =

1. BOREE
B I HE O AR AE T IS BEHENE (2 40 mg/dL BT,
BHHE / AL T 045 DUTF (B35 0.35), BEWEL

BB EF~RTZ2E275.
2. BEELCT - MRI
REZEAE , B LBIE 2 CRFRT R 2

T 5.

3. EfERXERRCE
BFRBEORBEIEROL. TAPAWKITR
W EDB DS, RN R, BEL
& BT 254 Hz OEMRMERIRE L RO 5. K
BEIABERL/ VI ABETHET S (H
2).

4. BirfEE

HEZW ENED, BIEFEEVRVWEEE
FARIMER 3-O-methyl-D-glucose AL U A A GER %2 7R
MERREIC BT 5 GLUTI SRS EE X 1T .

D2N
=]

TADARERCREEEEFEIFIINTADPA

—ZA T VAR=5

oo L CHBIRRMETH 5. Fra— 2K
BT MR AVF-FHE LTHETA 7 T
CEBEEB T 1~411) RIBIE Atkins BEFEED
BHIZWOL L ICHER IR TV A,

°F 1%

LINE, BEFAPZCHRESN, EIETAD
Ao, /NBEEE, BEFEOFEMHIER, KRSCRE, ¥
AT R EOBEEMEREOEMH R ETRIT
AREREZEZ ONTW, LELERYES, &kl
BEFRLTAPAZEN L2 WAHEEE O A
DIEBI DT Ehk 4 LERREZEREPHFET 5
CEFBHLPIZRoTETWS, Bffor v
BIEEOLER & & ITTADPAREREEER
WEEESOHFINEZ L 2D, HEEHNFHO
UEIHFEIN TS,

> BEN

1) De Vivo DC, et al. : Defective glucose transport
across the blood-brain barrier as a cause of persistent
hypoglycorrhachia, seizures, and developmental de-
lay. N Engl J Med 1991 ; 325 : 703-709.

2) Leen WG, et al. : Glucose transporter 1 deficiency
syndrome - the expanding clinical and genetic spec-
trum of a treatable disorder. Brain 2010 ; 133 . 655-
670.

3) ItoY, etal. : A modified Atkins diet is promising as a
treatment for glucose transporter type 1 deficiency
syndrome. Dev Med Child Neurol 2011 ; 53 - 658-
663.

U A FERAZNER] NESLAE
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84 1 HRBOBMESMORTI N

REDEBHMEBEDRA 2~

27. Rett fEIRET

Rett fEREE (RTT) IS, HEICKRICEEL, IRBREMALOHBERET, BFAER, £

0%, LRBEBICOIE-C A ORE, EEEEESIERTD. HRE~SHNR
BICE, BREEOLFOBBREONASLY, Foal, FOED, KFEOLED

TWE, tAEDOFTHENEDOREEFOEERESHNHRTD. ITNODERI typical |
RIT (B2 ED SN TV DEFI TIIERBBRETHD. fc, BRIG/NEE, FH/N

. REBOBERTE, YA MZ—, [FREE, BEHERORBOHEEEISVIREERTE
RO BERISFRRFHEICHRT .

1999 £, Amir 5 | A F JL1E CpG # & B A 2 (methyl-CpG-binding protein 2 : MeCP2) A%
RITDHEAREEGFTHDIEERR LAY, BEIFITIIN 90% LT MeCP2 &1z

FHAESNDEREINTND Y. BHEBRENHDIRT—ITUEBTDENNHD
&, REREHMIRDOONDRAEEND, FELGHREEETHY, BITUEEMERBTIE

: 73“&@%3“?“52).
_ — e e
© BEDRA b R~ BRUNERIC. HEE S o F0

BIEE C, HFRTH— LSRRI S

nTwizv, LEOEE LZFOERES P HHT .
1. BREBOFHE 72, BT OEFE BRI Z/NEE, F

WAL ROTH (F)? (R 1), WToF~

CERAE), EREERFOREORE

EEIRREOTHARB LT, FOHEE FTOK

B/NREOHERTE, VA= —, WELD,
THEMZT I EFEEY. W - IR QMR ERE, M, @72 N

O, FREERFELEEORE [ 1] ZROMEF RTT DB (F)?

BT ORE L 23FATAEE

FERTFORERRTEERDS.

- BRAVERE  BEERAME, REMERE, EERK
JoE, FEMEELER 6 A UAOEY]
REERE

| RBEELR

C BRI ITEL S BRNO EEEED
BB EIIRERELEEDEE
| HTER, mIDENVEEOOTE-T3
VIEE

R | rEosEmEn
AER & 28 B | EALEEN - HERMORE, BOHA
FLIBHIR A & SRR T, F BT D | BRI

3
CHREBHIcOaE—Ya vy OBE, BE DU IHE SRR SRS Ch S,
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BWRER EOHEMRORZE OHEEIZE VY
FERTIZ ARV, ERROERIZEREEEICH
BHY b2 P REROBERIIEETH 5.
MeCP2 BIEF OV RER I NBHIETEAID
D, 19854F, 1988 4F, B X Uf MeCP2 B 15 F
% FRBD 2001 £, 2002 4, 2010 ETHWE
BOFEMRETENTWS, Nuel 513 819 oD
BET, LESOOBILREEIEEL LT
52

—FBITROBHESREORE, &R
RITEFE LRV, BF v— M) 2 RT (B
1). MeCP2ZEEA 2—)VURIT Tk Ed
BEET, BROEEOHERMER, #TMHE
PR & 1 O X ESH SRR, KRB
ERRE, BEZEEE, EERRESENH 5.
FEEE - A O RTT Tk, —RIEFIC
Ez%%%%u%t8#ﬁ~1ﬁm# DEIE
IZETL T EDE W,

2010 EE AT Lz bW

27. RettfEREE 85

EoeEHRETIE, LR L O FRET,
EHRI0OPA~1K 6 P AEE TIZ, MoE W
DEN, MEOENEOTIE—Y 3 VORE
ROV TWA I ENE Dol F/21~45%
D& B2 FOEEHEIEOTREDHMA S LT
5. JEHEGIE SN Tw5S, BEIALITVWILA
Bd ) B O EEHIEN TV HEED CDKLS,
FOXGI] BIZFREBTIEIRENFE L, BFEN
HHYFITTES ?{f— @ preserved speech variant
(PSV) TidFFEIZE: (B 1).

3. &Rk

B BE (T4 A, Angelman JEMEHE, Pitt-
Hopkins FE#F, FMR1 BEEMEES X FEMRAEE, &=
EREMIER, Lennox-Gastaut fE/EHRE, Joubert fiE
R, AL A FYRTAF VE (Haltia-
Santavuori FEMEEE), MOVERRE, JE NG E
TEFEFDH B DD, ZOA.

 NUTOBEERD , o ~
-ﬁﬁ@r@ckz_&~/a/ SEE AR )
- BE(R)? (KXER) ' =
: : |
{ {
S
|
| Rett FEIRBEEDNT | Y ; i
] A@G&%ﬁ@ﬂ MeCP2 ZRE(—)
‘Mﬁ%ﬁﬁ?gﬁ r_J_j i | |
} | ] 2R| wr || mERILNA || oS
= N IR (N (1 BEE || ARITFIOVNA - Angelman JE{REE
| ZRH 68 | | BROC) 1~28) | FIOES || West IEIRZ || - Pitt-Hopkins SRR
r_i__l F__L'W ST T CRBEOL RURD
(REE 2F 5
tEm| |om@| | sEE| | aEsE - FMRI 855 X SE1R 2
iz HY Py HJ + Joubert SE{REE
BRI B B

[B 1] Rett FEIRBEZEIF v+ — b

PSV : preserved speed variant FAEIE < HEEE (+
protein G1

CDKLS, FOXG1 BRI B OEBTENH AR RTT IC—
Neurol? DFRE T CDKLS, FOXGI D% <3 RTT D Criteria &5z L TLNVRWNE R,

BEMNT DN, BEOSHERTE (—

), ZLII/NEVTEE, CDKLS - cyclin-dependent kinase-like 5, FOXGI : forkhead box

), Nuel JE 5@ 2010 F£D Ann
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I REOBEEBEORA 2~

V?‘gpi—ALW ;
x,,prZ—AZr"v"“"\»‘wM s
o FBA L ttor o, M, ‘
P ABR e UL gl
nSCBA e b FULE A A AN
| CAARLS R e
RIP3 AT o ioons i ioms
o e e
ol NUERR R
AET-A L

[®2] &EF1:10EBER
BEFRET MeCP2 BIZFDR294X DF U EVIERESHY. 2K 11 ABALD, BENFNFIIESR
ZELEOVERYE, BOBRNERT IAVOZ-BARE, 5~108KR—y EADFEERREERE,
BLULSHBRERENRI VA THD. EERGREFORMEEZRYT. /ULTOBT MY
Ly, IVHIUIR, VIHI R, SO/ LAHBTREDES LAY, T2 M—IVHET
»5.

NFREp LA Lk
PTPIAL e,
AED2-A T SN A T
3 Faa? ety bl @
?’%,,,%ca'im

ot Ly e,

£ hadh ™

[BCG R-BCGEI AL |t
e I

(B3] fEfl 2 : 9 &R

MeCP2 IRETIIEEHLL, 1K 11 BN OSMRERE, GLROBREEIERL TR X,
TONABRELTARERYEYT. WILNTEEY, VT I RTREANERLIARRICI Y b~
IWTET, LAFSEILEBMUCRERRERICOY MO—Lanfk., EmRRfFeEs LREL
2. RERRBOEEREZRY.
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[& 2] Rett EEIRBDTANARIESER

| EHRS mE %) EHES 2REE @5 %
| F#E(®) | (%) #E (@) | (%)
50(46.3) | 53(49.1) 5(4.6) 22(27.2) 34(42) 25(30.9)
2(28.6) 4(57.1) 1(14.3) 3(75.1) 1(25)
3(50) 2(33.3) 1(16.7) 1(16.7) 2(33.3) 3(50)
1(100)
50(45.5) 55(50) 5(4.5) 21(26) 37(46) 23(28)
2(40) 2(40) 1(20) - 2(40) 3(60)
1(100) — — —
3(42.9) 3(42.9) 1(14.3) 3(10) — 3(50)

PSV = preserved speech variant

(Pintaudi M, et al. : Epilepsy in Rett syndrome : Clinical and genetic features. Epilepsy & Behavior 2010 ; 19 :

269-300 K YJSIA)
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1. BUoRSE

BEE - EEIRAN G, 7 4 BRI EERRAT, R
HER ARV Y A 757 4 =B fThbLTw
%, HEB o WES RTT2 ER ORI % R4 (K
2, 3).

Pintaudi & DZHEBIOTAT 2 BT 5 (T 2).
SRR ERFEEORE, BREIMEEF ST
DA EDE), FFERRMENE I+ 7 02—
A, BREE(ERESH ), BREELRL),
ERBEELERBEOMEL Db DO R ELY
ThHs?Y,

2. BEEEGR

BHER CT, MRI CTIIFER RN TR TIEdH %
A5, BUSHZE, MISHZEOZEMEILYIRHHE LD S/
WHHNC T CHET 5 Z &A%\, Tomazenil-
SPECT T, GABA-A L & 7 % — D iR 4,
PET Tld P33 Y OEEWN IRET, FEHLL
BICFRI VLT Y —DORE R RIET LHE
bdH5b.

PRIREVERL, Bk, © 74 Bk FRECe % T
2, ZERIITVRAESBEVL TS, &
HEETIE, BN HE Y, oxcarbazepine,
VZHIF, MEIT—b, Tz bV, L
NF Ty A, ERRFEETIE, NV TS b
U A, TSI N, ZanNFA FaF
Yo, SEMIFY, LRFSEFT AR EN
ERENTVS.

<> 5| F 3k

1) Amir RE, et al. : Rett syndrome is caused by muta-
tions in X-linked MECP2, encoding methyl-CpG-
binding protein 2. Nat Genet 1999 ; 23 © 185-188.

2) Nuel JE, et al. : Rett syndrome : Revised diagnostic
criteria and nomenclature. Ann Neurol 2010 ; 68 :
944-950.

3) Pintaudi M, et al. - Epilepsy in Rett syndrome :
Clinical and genetic features. Epilepsy & Behavior
2010 ; 19 : 269-300.
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