4-1

NMDAR  N-methyl-D-aspartate
receptor) LGI1 leucine-rich glioma-inactivated 1 VGKC voltage-
gated potassium channel

GAD(Glutamic Acid Decarboxylase)

VGKC
LGI1

faciobrachial dystonic seizure : FBDS) 1 50

NMDA
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G40

1~ 53~
3~5 D
4 ~5DH

H26- - -051

Definite Probable

faciobrachial dystonic seizure FBDS
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40 mg/dl 5/p 1

N

MR1 T2WI/FLAIR
3. FDG-PET

NMDAR VGKC LGI1
GAD
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Definite

A B
A B
Probable
A B C
G40
G40
1~579~_C
3~50DO&I,
4 ~5 DI
G40
1 1
1 2
2
1 3
2
1.
4.
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glioneuronal tumor

(ganglioglioma) (dysembryoplastic neuroepithelial
tumor; DNT)
80-100
Ganglioglioma 2%
60% DNT
20%
80%
80%
(0]
2%
300 60%
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80%

G40

G40
1~59~T
3~5DH
4~5DH
O
H26-
Definite Probable
A
1.
2.
B
1.
2.
(1) Ganglioglioma
MRI Tl T2
(2)DNT
MRI Tl T2
5
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1) Ganglioglioma

Rosenthal fiber

2) DNT

glioneuronal element
glial nodule

S-100
C
(pilocytic astrocytoma)
xanthoastrocytoma)

(neuronal hamartoma)

D
Definite: A 1 2
Probable A 1 2

(gangliocytoma)

eosinophilic granular body

synaptophysin MAP-2 NeuN NFP

GFAP S-100

(floating neuron) specific
simple form
complex form

origodendroglia-like cell

(pleomorphic
(angiocentric glioma)
(focal cortical dysplasia)

30-50 BRAF V600E
ganglioglioma IDH
2 4 C
2 C
G40
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1~5¢4~T
3~5DH
4~5DH
G40
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1 2
2
1 3
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facial-digital
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GLI3 OFD1
Pallister-Hall

Oral-
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~50% 70%

500
H29- - -010
G40
G40
1~53~7
3~5 D
4 ~5DH

Definite Probable
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Pallister-Hall

MRI thin
slice
C
D
GLI13 OFD1
B,
Definite -1 S2~40H9 b 1HRBAU EEZWZ L, COERNT NXEELZ RN L
Probable - -2~40H9 b 2HEAMU R L, COERNT REEEL
Possible -2~40Hb1

G40
G40
1~5¢4~T
3~5DH
4~5DH
G40
1 1
1 2
2
1 3
2
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4-4
CDKL5

b ]

CDKL5 2 EIEE2
BT ORI L o THARM~ LR RO TADAZRIE L BHRICRR T 5.

X Xp22 CDKL5 X
de novo
1 3

CDKL5 CDKLS CDKLS

<

‘a—

B

i
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A DFEIEIT L < DHT AR ~FL IR B R & B AR IS E#EIR

1~10
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6 H~3 West

Rett Related Disorders

ACTH

100

CDKL5

D (TADPABEEZLEUEHERR~LRHEH IV HBE L, oK bk

H29- - -010
G40
G40
1~53~7
3~5DH
4 ~5DH
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Definite

CDKL5
A
R ~FL IR RN ER R T A A B RIE
West
B
C
CDKL5 MECP2
West
D
CDKL5
Definite
G40
G40
1~5F~T
3~b DO
4 ~5 DI
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G40

N RN PR

4-5

P 3q

3

20~30%

CCM1 CCM2 CCM3
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2.24% 10 3.86% 15 4.95% 20

48,000 MR1
40

CCM

H29-

G40
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6.74%

0.5

-010
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G40

Definite

(1) MRI

(2) CT:

®3)

1~59~T
3~5 DI,
4 ~5 D&
Probable
T2
T1
SWI
Swi
CT
CT
MRA
CCM CCM1 CCM CCM
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Definite A- B- -(D
Probable -1 B- -(2)
G40
G40
1~594~T
3~5DH
4 ~5 D
G40
1 1
1 2
2
1 3
2
1.
4.
5.
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4-6

B6

ALDH Al
PROSC

B6

B6

100

ALDH7A1 PNPO PROSC

B6

B6

H29-
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-010
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G40

G40
1~594~T
3~50DH
4~5DH
(0]
Definite Probable
l.
B6
1.
(o -AASA)
PLP
C
ALP TNSALP
pyrroline 5-carboxylate
D
ALDH7A1
PNPO
PROSC
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G40
1~59T
3~5DH
4~5DH
G40

1 1

1 2

2

1 3

2

4+7
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3 6Hz

33,500

H29- - -010
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G40

G40
1~53~<T
3~50DOH
4 ~5 D
(e}
Definite Probable
A
1.
2.
3.
4.
5.
6.
B
1.
2.
3.
C
Dravet
Definite A 6
Probable A
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1~5¢4~T
3~5DH
4~5DH
G40

1 1

1 2

2

1 3
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