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locys gene
Idiopathic epilepsy
Childhood absence evolving toJME 1p ?
Nocturnal frontal lobe epilepsy 1p21 CHRNBZ2
Benign Rolandic epilepsy 1q 7
IGE 2q36 ?
Familial partial Epilepsy with variable loci (FPEVF) 2q i
Familial generalzed epilepsy with febrile sezures plus 2q24 Nav1.1 (SCN1A)
Familid generalized epilepsy with febrile ssizures plus 2924 Nawv12 [SCN2A)
JME 2q@2-23 CACNB4(lethergic) S OIDERE
IGE 3q26 ?
Familial febrile sezures (FEB4) 5q14-q15 ?
Pyridoxine-D ependent Epilepsy S5q31 b
Childhood absence epilepsy and febrile sezures 5434 GABRG2
Juvenile myoclonus epilepsy (EJM1) Gp21.2-p11 b
Adlescent- onsetidiop athic generalized epilepsy gp11.2 &
Familial febrile sezures (FEB1) 8q13-q21 b
Benign adult type familial myoclonus epilepsy (BAFME) 8q23-q29 7
Benign neonatal epilepsy type 2 (EBN2) 8qz24 KCNQ3
Childhood absence epilepsy (CAE) Sqz24 by
Temporal lobe epilepsy (EPT) 10923 .3- 24.1 2
Eptodic ataxia type 1 with partial epilepsy 12p13 KCHNAA1
IGE 14q23 ?
Juvenile myoclonus epilepsy 15914 b
Nocturnal frontal lobe epilepsy (ADNFLE) -2 15q24 e
Rolandic epilepsy with uriteras cramp 16 b
Infantile convulsiors and paroxysmalchoreoathetosis 16p12-q12 7
Autosomal Recesive ldiopathic Myoclonic Epilepsy 16p13 ?
Familial febrile convulsions (FEBZ) 19p133 7
Benign familial infantile convulsion 19912 ?
Febrile sezures and generalized epilepsy 199131 SCN1B fp—
Benign neonatal epilepsy type 1 (EBN1) 209132 KCNQ2
Nocturnal frontal lobe epilepsy (ADNFLE) -1 209132 CHRNAS
Familial partial epilepsy with wvariable loci 22q11-q12 T2
Progressive myoclonus epilepsy
Gaucherls dieease(typell &I 1q21-q31 p-glucocerabrosidase
Sialidoses type | &I 6p21.3 lys csomalneuraminidase
Sialic acid storage diseases (SASD); Salla dsease 6q14-q15 AST(anion transporter)
Galactosialidosts 209131 Wsosomal protective protein/cathepsin A
Tay- Sachs diseas e (GM2 gangliosidosis type | & 1) 15q23-q24 hexosaminidas e c-s ubunit
PME (progressive myoclonus epilepsy) of Lafora type 6qz24 EPM2A
PME of Unverricht-Lundborg type (EPM1) 219223 cystatin B
MERRF mitochondoria tRNALys)
Northern epilepsy syndrome (EPMR) Spter p22 CLNS
Ceroidlipofuscinosis, infantile type (CLN1) 1p32 palmitoyl-protein thioesterase
Ceroidlipofuscinosis, late infantile type (CLNZ2) 11p15 lys csomal peptidase
Ceroidlipofuscinosis, juvenile type (CLN3) 16p12 CLNZ
Ceroidlipofuscinosis, late infantile (CLNS) 13q21.1-¢32 CLNS
Ceroidlipofuscinosis, late infantile variant(CLNE) 15q21-q237
Dthers
Childhood progressive epilepsy Sp i
Dentatorubral pallideluysian atophy (DR PLA) 12p13231 Drpla
Angelmansyndrome 15q11-913 UBE3SA
Prader-Willisyndrome 15q11-913 ?
Myoclonus- Dystonia 7q21-q31 i
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&l e AR FIREE w=E
Navl.1 (SCN1A) Braintype | 2024 R, ¥FER GEFS+
Nav].2 (SCN2A) Brain tvpe |l 2024 B, ¥FRE GEFS+ |
Nav1.3 (SCN3A) Brain type IIl 2024 B, #RE
Navl.4 (SCN4A) Naj 1 17023-25 | 2485 EFEXMNSZZA =T
H1 EEAt4 PR RS
Nav1.5 (SCNSA) Nag2 321 (¥ QT RIEMERE
SkM1
Nav1.6 (SCNEASSCNTA) [Na-G 2021-23  |l& F=
SCL-11 THAZHN
Nav1.8 (SCNSA) NaChé 12013 R, ¥FRE, (T2 EHMEER)
THAEHN
Nav 1.9 (SCNYA) hNE-Na 2024 AR AN
PN1 e, B
Nav1.10 (SCN10A) SNT-TTxi 3g21 AR AN
PN3, SNS
Navl.11 (SCN11A) NahN = AR AN
SNSZ2 =R HAEHEN

BEMKTFEF MY AT YR T Iy b

Bl&x s Ehk RIRIFA wE
B8 1 —subunit (SCN1B) 199131 B8, ¥R, OFF |GEFS+
16
B2 —subunit (SCNZB) 11923 |B&, fb?
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1. R19K

2.R187W (KEEZLE)
3. R524Q

Sugawara et al. PNAS 2001
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Patient Missense Mutation
rovi2 rovi7? beis
P Ex 1 Ex4 Ex 10 - - - -
Aq19Lys [Argl87Trp | &40524GIn
P2 - - Ex 10 - - Ex26 -
A0524GIn Ala1683val
F3 Ex 1 - - - - - -
Ag19Lys
P4 Ex 1 - - - - - -
A919Lys
P5 Ex 1 - - - - - -
Aq19Llys
RS Ex 1 - - - - - -
Aq19Lys
Pz - - - Exi6 Ex21 - -
Thri1057 4a Val1428C
pa - - - Ex16 - - -
Thri057 Ma.
P9-P19 - - - - - - -
control agMqi2 o012 1HG62 20HOSthetero) 0M42 012 -
2403 thooro)
oonserve | medium 100%% rredium oy 100% high

Bold characters indicate disease mutations.
- No rmutation was detected.
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