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RES-C 1Bin 1 H5 & YR

Gene testing performed for each epilepsy syndrome

Aicardi syndrome
Angelman syndrome
Dravet syndrome
Landau-Kleffner syndrome
Lennox-Gastaut syndrome
PCDH19 related syndrome
Rasmussen syndrome

Rett syndrome

West syndrome

Other focal epilepsy

Other generalized epilepsy
Undetermined or unclassified epilepsy
Myoclonic absence epilepsy
Myoclonic astatic epilepsy

Mesial temporal lobe epilepsy with
hippocampal sclerosis

Ring chromosome 20 syndrome

Gelastic seizure associated with
hypothalamic hamartoma

Epilepsy with continuous spike and wave
during slow wave sleep

Progressive myoclonus epilepsy
Early myoclonic encephalopathy
Ohthara syndrome

Myoclonic encephalopathy associated with
non-progressive disease

Hemiconvulsion-hemiplegia-epilepsy
syndrome

Migrating partial seizures in infancy

Performed
A)

1
7
59

32
31
27

11

29

Not
performed

(B)
5
10
10
0
45

131
500
44

18

141

10

42

13

12

14

N/A
©

18
37

10

Performance
ratio
(A/A+B)

0.17
0.41
0.86
0

0.082

0.97
0.19
0.051
0.2

0.33

0.14

0.0070

0.067

0.28

0.45

0.22



Abnormal results of gene testing for each epilepsy syndrome

Aicardi syndrome
Angelman syndrome
Dravet syndrome
Landau-Kleffner syndrome
Lennox-Gastaut syndrome
PCDH19 related syndrome
Rasmussen syndrome

Rett syndrome

West syndrome

Other focal epilepsy

Other generalized epilepsy

Undetermined or unclassified epilepsy

Myoclonic absence epilepsy

Myoclonic astatic epilepsy

Mesial temporal lobe epilepsy with

hippocampal sclerosis

Ring chromosome 20 syndrome

Gelastic seizure associated with

hypothalamic hamartoma

Epilepsy with continuous spike and wave

during slow wave sleep

Progressive myoclonus epilepsy

Early myoclonic encephalopathy

Ohthara syndrome

Myoclonic encephalopathy associated with

non-progressive disease

Hemiconvulsion-hemiplegia-epilepsy

syndrome

Migrating partial seizures in infancy

Performed Abnormal

A
1
7
59

32
31
27

11

©

30

(B)
0

7
52

32

10

S 0o O

Normal

(©)

o O O s~ O = o

10

Abnormal

ratio
(B/A)

0
1

0.88

0.32
0.63
0.55

0.89

0.2
0.8

0.5

0.75



Chromosome testing for each epilepsy syndrome

Aicardi syndrome
Angelman syndrome
Dravet syndrome
Landau-Kleffner syndrome
Lennox-Gastaut syndrome
PCDH19 related syndrome
Rasmussen syndrome

Rett syndrome

West syndrome

Other focal epilepsy

Other generalized epilepsy
Undetermined or unclassified epilepsy
Myoclonic absence epilepsy
Myoclonic astatic epilepsy

Mesial temporal lobe epilepsy with
hippocampal sclerosis

Ring chromosome 20 syndrome

Gelastic seizure associated with hypothalamic
hamartoma

Epilepsy with continuous spike and wave
during slow wave sleep

Progressive myoclonus epilepsy
Early myoclonus encephalopathy
Ohthara syndrome

Myoclonic encephalopathy associated with
non-progressive disease

Hemiconvulsion-hemiplegia-epilepsy
syndrome

Migrating partial seizures in infancy

31

Performed
A)

3
12
15
0

16

69
40

18

10

Not
performed

(B)
5
6
55

34

27
101
498
42

21

142

44

13

21

16

N/A
(©)

= O B~ O

10
26

o O w

S

N O N O

Performance
ratio
(A/JA+B)

0.38
0.67
0.21
0
0.32
0.6

0.16
0.41
0.074
0.3
0.19
0.5
0.29

0.014

0.35

0.087

0.16

0.33

0.33

0.33



Abnormal results of chromosome testing for each epilepsy syndrome

Abnormal

Performed Abnormal Normal ratio

A (B) (©) (B/A)
Aicardi syndrome 3 0 3 0
Angelman syndrome 12 11 1 0.92
Dravet syndrome 15 0 15 0
Landau-Kleffner syndrome 0 0 0
Lennox-Gastaut syndrome 16 5 11 0.31
PCDH19 related syndrome 3 0 3 0
Rasmussen syndrome 0 0 0
Rett syndrome 5 0 5 0
West syndrome 69 19 50 0.28
Other focal epilepsy 40 11 29 0.28
Other generalized epilepsy 18 12 6 0.67
Undetermined or unclassified epilepsy 5 1 4 0.2
Myoclonic absence epilepsy 1 0 1 0
Myoclonic astatic epilepsy 2 0 2 0
Mesial temporal lobe epilepsy with 2 0 2 0
Ring chromosome 20 syndrome 10 10 0 1
Gelastic seizure associated with hypothalamic 0 0 0
Epilepsy with continuous spike and wave 7 0 7 0
Progressive myoclonus epilepsy 2 0 2 0
Early myoclonic encephalopathy 1 1 0 1
Ohthara syndrome 3 0 3 0
Myoclonic encephalopathy associated with non- 1 1 0 1
Hemiconvulsion-hemiplegia-epilepsy syndrome 1 0 1 0
Migrating partial seizures in infancy 3 0 3 0
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%

12 36.36
3 9.09
2 6.06
8 24.24
4 12.12
4 12.12
N %
2 4.35
30 65.22
14 30.43
N %
27 58.70
16 34.78
3 6.52
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1
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12

15
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N %
32 69.57
5 10.87
3 6.52
2 4.35
1 2.17
1 2.17
1 2.17
1 2.17
N o
( 1 ) 36 78.26
( 1-6 ) 2 4.35
( 1-3 ) 3 6.52
( 1~11 ) 2 4.35
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CT/MRI
CT/MRI
N %
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16 34.78
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STXBP1, ARX

Definite
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MRI
non-REM
non-REM 50
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70 80

85

) 309
Unverricht-Lundborg ULD Lafora
benign adult familial myoclonus epilepsy BAFME
progressive myoclonus epilepsy PME
PME
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PME

Activities of Daily Living ADL
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EPMI
EPMZB

Definite Probable

21q
90

malin
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Juvenile myoclonic epilepsy JME
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somatosensory evoked potential SEP
SEP jerk-locked averaging
JLA
MRI

EPMI  CSTB

Definite
Probable

Definite Probable
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somatosensory evoked potential SEP
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SEP jerk-locked
averaging JLA

periodic
acid
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90 EPM2A laforin EPM2B malin
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somatosensory evoked potential SEP
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EPC Epilepsia partialis continua
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2. (Epilepsia partialis continua EPC)
3.
1.
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2. MRI FLAIR
MR 2/9
80 T2 FLAIR 80

3.
4.

T
5.

Granzyme B

IFNy IL-12 TNF a
GIuR3 GIUN2B € 2 NR2B
GIuN2B
CTLA4 PDCD1 SNP
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MRI thin slice
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1.5 Hz

SPECT MR angiography



B

1.

2.

3.

4.
C

MLS
A- A-

(19) 156
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11

MECPZ
CDKLS
FOXG1
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2. CT/MRI

PCDH19

Dravet

PCDH19

Definite
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Definite

150
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2 0.7
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MRI
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FCD b FCD
SPECT
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LISI DCX TUBAIA LISI

CT/MRI

MRI1
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YWHAE

cm

MRI1
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MRI
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cleft( )

17

glioneuronal tumor (ganglioglioma)
(dysembryoplastic neuroepithelial tumor; DNT)

Ganglioglioma 2% 60%
DNT 20%

80%

65



1) Ganglioglioma

(gangliocytoma)
2) DNT
(floating neuron) specific glioneuronal element
simple form glial nodule complex form

1.

2.
1.
2.

(1) Ganglioglioma

MRI T1 T2

50%
(2 ONT
MRI T1 T2
5
(pilocytic astrocytoma) (pleomorphic xanthoastrocytoma)
(angiocentric glioma) (neuronal hamartoma) (focal

cortical dysplasia)
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G40
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Definite Probable

15

MRI

NMDA
PCDH19

Definite
Probable
Possible
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NMDAR (anti-glutamate receptor antibody) LGI1 anti-
leucine-rich glioma-inactivated lantibody , VGKC anti-voltage-gated potassium channel
GAD (anti-N-methyl-D-aspartate

receptor antibody)

MRI FLAIR
A
1.
2.
3.
4. faciobrachial dystonic seizure ictal piloerection
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5. PET

Definite A

Probable A

Possible A

MRI

hypermetabolism
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FLAIR
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