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SEQUENCE LISTING
RIEEN
Shizuoka Medical Institute of Neurological Disorders

Mutation of SCN2A gene in febrile imduced iniractable epilepsy

R-606-11 10

59

1

6328

DNA

Homo sapiens 20

source

1..6328

/organism="Homo sapiens”

/db xref="taxon:9606"

/chromosome="2q23-24. 3" 30
/tissue type-"brain”

5 UTR
1..105



(17) JP 2004-275115 A 2004.10.7

(221) CDS

(222> 106..6123

(223) /codon_start=1

/product="voltage-gated sodium channel”
/protein_id-" AAA188G5.17
/db_xref="GI:45787%"

[(221) 3 UIR
(222) 6124..6328

(308) GenBank accession No. M94055

E<4ou> 1

ittettgetge cagettatca atcccaaact ctgggtgtaa aagattctac agggeacttt 60
[

C
L
L

[

cttatgcaag gagetaaaca gigattaaag gageaggatg aaaag atg gea cag tea 117
[ Met Ala Gln Ser

[
: 1

[

{gtg ctg 2ta ccg cca £2a cet gac age tte cge tte ftt ace agg gaa 165
Val Leu Val Pro Pro Gly Pro Asp Ser Phe Arg Phe Phe Thr Arg Glu

E 5 10 15 20

[
"tec ett get get att gaa caa cge att gca gaa £ag aaa 2ct aag aga 213

[
~er Leu Ala Ala Ile Glu GIn Arg Ile Ala Glu Glu Lys Ala Lys Arg
a
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20

30

40



(18)

[ 25 30
[

L

[CCC aaa cag gaa cgc aag gat gag gat gat gaa aat
?ru Lys Gln Glu Arg Lys Asp Glu Asp Asp Glu Asn

[ 49 45
[

[
@aac agt gac tig gaa gca gga aaa tct ctt cca tit

‘Asn Ser Asp Leu Glu Ala Gly Lys Ser Leu Pro Phe

[
: 55 60

[

Eatt cct cca gag atg gig tca gtg cce ctg gag gat
(Ile Pre Pro Glu Met Val Ser Val Pro Leu Glu Asp
70 75 80

Tyr Ile Asn Lys Lys Thr Phe Ile Val Leu Asn Lys
E 85 90 95

L

JP 2004-275115 A 2004.10.7

35

ggc cca aag cca
Gly Pro Lys Pro

50

att tat gga gac
[le Tyr Gly Asp

b5

ctg gac cece tac
Leu Asp Pro Tyr

tat atc aat aag aaa acg tit ata gta tt2 aat aaa gg¢ aaa gca alc

Gly Lys Ala Ile

100

‘tct cga tte agt gcc acc cct gec cit tac att tta act ccc ttc aac
[
Thr Pro Phe Asn

~er Arg Phe Ser Ala Thr Pro Ala Leu Tyr [le Leu

[ 105 110
[

[
icct att aga aaa tta gct att aag att ttg gta cat

?ru Ile Arg Lys Leu Ala Ile Lys Ile Leu Val His
[

120 125
[
[

atg ctc att atg tgc acg att ctt acc aac tgt gta tit atg acc atg

115

tet tta ttc aat
Ser Leu Phe Asn

130

Eﬂet Let Ile Met Cys Thr Ile Leu Thr Asm Cys Val Phe Met Thr Met

: 135 140
O

145

261

309

307

406

453

501

549
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[

Eagt aac cct cca gac tgg aca aag aat gtg gag tat ace tit aca gga 597
Ser Asn Pro Pro Asp trp Thr Lys Asn Val Glu Tyr Thr Phe Thr Gly

E 150 155 160

[

Eatt tat act ttt gaa tca ctt att aaa ata ctt gca agg 2gc ttt tet B4bh
(Ile Tyr Thr Phe Glu Ser Leu Ile Lys Ile Leu Ala Arg Gly Phe Cys
Elﬁﬁ 170 175 180

(
'tta gaa gat ttc aca ttt tta cgg gat cca tgg aat tgg tig gat ttc 693

)
Leu Glu Asp Phe Thr Phe Leu Arg Asp Pro irp Asn trp Leu Asp Fhe

[ 185 150 195
[

[
aca gtc att act ttt gea tat gt aca gag ttt gtg gac ctg ggc aat 741

EThr Val Ile Thr Phe Ala Tyr Val Thr Glu Phe Val Asp Leu Gly Asn

[ 200 206 210
[

Eétc tca geg ttg aga aca ttc aga gt ctc cga geca tig aaa aca att 789
EVal Ser Ala Leu Arg Thr Phe Arg Val Leu Arg Ala Leu Lys Thr Ile

[ 215 220 225

[

Etca gtc att cca ggc cig aag acc att gtg ggg gee ctig atc cag tea BT
Ser Val Ile Pro Gly Leu Lys Thr Ile Val Gly Ala Leu Ile Gln Ser
230 235 240

L
{

Egtg aag aag ctt tet gat gte atg atc tig act gtg tic tgt cta age 885
Val Lvs Lys Leu Ser Asp Val Met Ile Leu Thr Val Phe Cys Leu Ser
?45 250 955 260



(20)

gtg tit gcg cta ata gga itg cag tig tic atg gec
EYal Phe Ala Leu Ile Gly Leu Gln Leu Phe Met Gly Ash Leu Arg Asn

[ 265 270

[

[

aaa tgt ttg caa tgg cct cca gat aat tct tce

?Ys Cys Leu Gln trp Pro Pro Asp Asn Ser Ser
[ 280 285

[

Eact tce ttc ttt aac aat tca ttg gat ggg aat
Thr Ser Phe Phe Asn Asn Ser Leu Asp Gly Asn
E 295 300
[

Eagg aca gtg agc ata ttt aac tgg gat gaa tat
Arg Thr Val Ser Ile Phe Asn trp Asp Glu Tyr
R [ 315

[
‘cac tit tat ttt tta gag ggg caa aat gat gct

L

(325 330 335
[

[

age tca gat gca ggc cag tgt cct gaa gga tac
ESer Ser Asp Ala Gly Gln Cys Pro Glu Gly Tyr
[ 345 350

[

[

Bt aga aac ccc aac tat ggc tac acg agc tit
Eﬁly Arg Asn Pro Asn Tyr Gly Tyr Thr Ser Phe

[ 360 365
O

ttt
Phe

get

JP 2004-275115 A 2004.10.7

aac cta cga aat
275

Zaa ata aat atc

Glu Ile Asn Ile

280

act act ttc aat

Gly Thr Thr Phe Asn

att
Ile
320

305

gag gat aaa agt
Glu Asp Lys Ser

ctg ctt igt ggc aac
His Phe Tyr Phe Leu Glu Gly Gln Asn Asp Ala Leu

atce
Ile

gac
Asp

Leu Cys Gly Ash
340

tgt gtg aag gct
Cys Val Lys Ala
355

acc ttt agt teg
Thr Phe Ser trp
370

933

081

1029

1077

1125

1173

1221
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gee tit ttg tee tta ttt cgt ctc atg act caa gac tic tgg gaa aac
Eﬁla Phe Leu Ser Leu Phe Arg Leu Met Thr Gln Asp Phe frp Glu Asn

[ 375 380 385
[

[
cft tat caa ctg aca cta cgt gct gct 222 aaa acg tac atg ata tit

?en Tyr Gln Leu Thr Leu Arg Ala Ala Gly Lys Thr Tyr Met Ile Phe

r 390 385 400
[

[
Att gtg ctg gtc att tic tig gec tca tfc tat cta ata aat ttg aic
Phe Val Leu Val Ile Phe Leu Gly Ser Phe Tyr Leu Ile Asn Leu Ile

405 410 415 420

[

Ettg get gtg gtg gec ateg gee tat gag gaa cag aat cag gee aca tig
Leu Ala Val Val Ala Met Ala Tyr Glu Glu Gln Asn Gln Ala Thr Leu

E 495 430 435

[
Egaa gag gcl gaa cag aag gaa gct gaa ttt cag cag ateg cic gaa cag
Glu Glu Ala Glu Gln Lys Glu Ala Glu Phe Gln Gln Met Leu Glu Gln

: 440 445 450
[

[
{tg aaa aag caa caa gaa Zaa gct cag gcg gca gct gca gcc gea et

ien Lys Lys Gln Gln Glu Glu Ala Gln Ala Ala Ala Ala Ala Ala Ser

[ 455 460 465
[

[
Egct gaa tca aga gac tic agt ggt gct €2t g2 ata gga git ttt tca

EAla Glu Ser Arg Asp Phe Ser Gly Ala Gly Gly Ile Gly Val Phe Ser
470 475 480
[

[
€ag agt tct tca gta gca tct aag tig age tcc aaa agt 2aa aaa gag
0

1269

1317

1365

1413

1461

1509

1557

1605
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Glu Ser Ser Ser Val Ala Ser Lys Leu Ser Ser Lys Ser Glu Lys Glu
485 490 485 500
[
Ectg aaa aac aga aga aag aaa aag aaa cag aaa gaa cag tct gga gaa
Leu Lys Asn Arg Arg Lys Lys Lys Lys Gln Lys Glu Gln Ser Gly Glu
E 505 510 515

[

Egaa gag aaa aat gac aga gtc cta aaa tcg gaa tct gaa gac age ata
&lu Glu Lys Asn Asp Arg Val Leu Lys Ser Glu Ser Glu Asp Ser Ile

[ 520 525 630
[

[
aga aga aaa g2t ttc cgt tit tee tt€ 2aa g2a agt age ctg aca tat

Eﬁrg Arg Lvs Gly Phe Arg Phe Ser Leu Glu Glv Ser Arg Leu Thr Tyr

[ h3h 540 hdh

[

[

Zaa aag aga ttt tet tet cea cac cag tee tta ctg age ate cgt gge

Eﬁlu Lys Arg Phe Ser Ser Pro His Gln Ser Leu Leu Ser Ile Arg Gly

. obl bho 560
[

Etcc ctf tte tet cca aga cge aac agt agg gcg age ctf tfc age tte
Ser Leu Phe Ser Pro Arg Arg Asn Ser Arg Ala Ser Leu Phe Ser Phe
565 570 575 580
[
Eaga ggt cga gea aag gac aft gge tet gag aat gac fit get gat gat
rArg Gly Arg Ala Lys Asp [le Gly Ser Glu Asn Asp Phe Ala Asp Asp

E 585 550 595

[
Egag cac age ace ttt gag gac aat gac agc cga aga gac tct ctg ttce

Glu His Ser Thr Phe Glu Asp Asn Asp Ser Arg Arg Asp Ser Leu Phe
0

1653

1701

1749

1797

1845

1893

1641
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[ 600 605 610
[

[
Ztg ccg cac aga cat gga gaa cgg cgc cac agc aat gic agc cag gcc

EVal Pro His Arg His Gly Glu Arg Arg His Ser Asn Val Ser Gln Ala

[ 615 620 625

[

[

@agc cgt gcc tce agg gig ctc ccc atc ctg ccc atg aat 222 aag alg

‘Ser Arg Ala Ser Arg Val Leu Pro Ile Leu Pro Met Ash Gly Lys Met
[

. 630 635 640
[

[
cat age gct gtg gac tgc aat gt gig gte tce ctg gic 2gg gac cct

His Ser Ala Val Asp Cys Asn Gly Val Val Ser Leu Val Gly Gly Pro

L

646 6o0 655 660

[

Etct acc ctc aca tet get 222 cag cic cta cca gag £gc aca act act
ser Thr Leu Thr Ser Ala Gly Gln Leu Leu Pro Glu Gly Thr Thr Thr

E 665 670 675

L
'gaa aca gaa ata aga aag aga cgg tcc agi tct tat cat gtt tcc aig
l
G&lu Thr Glu Ile Arg Lys Arg Arg Ser Ser Ser Tyr His Val Ser Met

[ 680 685 690
[

[
gat tta ttg gaa gat cct aca tca agg caa aga gca atg agt ata gcc

Eﬁsp Leu Leu Glu Asp Pro Thr Ser Arg Gln Arg Ala Met Ser Ile Ala

[ 6495 700 705

[

[

agt att ttg acc aac acc atg gaa gaa ctit gaa gaa tcc aga cag aaa

ESer Ile Leu Thr Asn Thr Met Glu Glu Leu Glu Glu Ser Arg Gln Lys

. 710 715 720
O

1989

2037

2085

2133

2181

2229

2277
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(tgc cca cca tgc teg tat aaa ttt gct aat atg tgt tig att tgg gac
Cys Pro Pro Cys trp Tyr Lys Phe Ala Asn Met Cys Leu Ile trp Asp

(725 730 735 740
[
[
tgt tgt aaa cca tgg tta aag gig aaa cac ctt gtc aac ctg gtt gta

ECYS Cys Lys Pro trp Leu Lys Val Lys His Leu Val Asn Leu Val Val
[ 745 750 Th5

[

Eatg gac cca tft gtt gac cig gce atc acc atc tgc att gtc tta aat
Met Asp Pro Phe Val Asp Leu Ala Ile Thr Ile Cys Ile Val Leu Asn
E 760 765 770

[

Eaca ctc ttc atg gct atg gag cac tat ccc atg acg gag cag ttc agce
Thr Leu Phe Met Ala Met Glu His Tyr Pro Met Thr Glu Gln Phe Ser
; 775 780 785

[
Eagt gta ctg tct gtt gga aac ctg gtc ttc aca ggg atc ttc aca gca
Ser Val Leu Ser Val Gly Asn Leu Val Phe Thr Gly Ile Phe Thr Ala

L 790 790 800
[

[
[gaa atg ttt ctc aag ata att gcc atg gat cca tat tat tac ttt caa

EElu Met Phe Leu Lys Ile [le Ala Met Asp Pro Tyr Tyr Tyr Phe Gln

803 810 815 820
[

[
Eaa gec tgg aat att tit gat gt tit att gig age ctt agt tta atg

Eﬁlu Gly trp Asn Ile Phe Asp Gly Phe Ile Val Ser Leu Ser Leu Met

[ 825 830 835
O

2325

2373

2421

2469

2017

2565

2613
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(25)

gaa cit ggt tig gca aat 2ig gaa gga tig
EElu Leu Gly Leu Ala Asn Val Glu Gly Leu
[ 840 845

E

cgg cig ctc cga gttt tic aag ti{g gca aaa
EArg Let Leu Arg Val Phe Lys Leu Ala Lys
[ 855 860

[

Eatg cta att aag atc atf ggc aat tct gig
Met Leu Ile Lys Ile Ile Gly Asnh Ser Val
870 875

[
Eacc tig gta tig gcc atc ate gic tic ati
(Thr Leu Val Leu Ala Ile [le Val Phe Ile
885 890

[
Ecag cic tit ggt aag age tac aaa gaa igi
Gln Leu Phe Gly Lys Ser Tyr Lys Glu Cys

: 805 910
[

[
‘gat tgt gaa ctc cca cgc tgZg cac atg cat

Eﬁsp Cys Glu Leu Pro Arg trp His Met His

[ 920 925
[

L
ctg atc gtg tic cegc gig cig tegt gga gag

?en Ile Val Phe Arg Val Leu Cys Gly Glu

[ 935 940
[

[
gac tgt atg gag gic gct ggc caa acc atg
0

tca git ctc cga tca ttc
Ser Val Leu Arg Ser Phe
850

tct t2g cca act cta aat
Ser trp Pro Thr Leu Asn
865

ggg gct cta 22a aac ctc
Gly Ala Leu Gly Asn Leu
880

ttt gct gtg gtc ggc aig
Phe Ala Val Val Gly Met
895 800

gtc tgc aag att tcc aat
Val Cys Lys Ile Ser Asn
915

gac ttt ttc cac tcc tic
Asp Phe Phe His Ser Phe
930

tgg ata gag acc atg teg
irp Ile Glu Thr Met trp
045

tgc ctt act gtc tic atg
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[Asp Cys Met Glu Val Ala Gly Gln Thr Met Cys Leu Thr Val Phe Met
- 950 955 960

[

Eatg gtc atg gig att gga aat cta gtg gtt ctg aac cte tte ttg gee
Met Val Met Val Ile Gly Asn Leu Val Val Leu Asn Leu Phe Leu Ala
Egss 570 975 980

[
Ettg ctt ttg agt tec ttc agt tct gac aat ctt get gee act gat gat
Leu Leu Leu Ser Ser Phe Ser Ser Asp Asn Leu Ala Ala Thr Asp Asp

[ 985 980 995
[

[
Zat aac gaa atg aat aat ctc cag att gct g2t 22a age atg cag aaa

Eﬁsp Asn Glu Met Asn Asn Leu Gln Ile Ala Val Gly Arg Met Gln Lys

[ 1000 1005 1010

[

[

©gga atc gat titt Ztt aaa aZa aaa ata cZt gaa ttt att cag aaa gcc

Eﬁlv Ile Asp Phe Val Lys Arg Lys Ile Arg Glu Phe Ile Gln Lys Ala
[ 1015 1020 1025

[

Ettt gtt agg aag cag aaa gct tta gat Zaa att aaa ccg ctt gaa gat
Phe Val Arg Lys Gln Lys Ala Leu Asp Glu Ile Lys Pro Leu Glu Asp
~ 1030 1035 1040

[
Ecta aat aat aaa aaa gac agc tgt atf fcc aac cat acc acc ata gaa
Leu Asn Asn Lys Lys Asp Ser Cys Ile Ser Asn His Thr Thr Ile Glu
E1045 1050 1055 1060
[

Eata gge aaa gac ctc aat tat ctc aaa gac gga aat gga act act agt

[Ile Gly Lys Asp Leu Asn Tyr Leu Lys Asp Gly Asn Gly Thr Thr Ser
0
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[ 1065 1070 1075
[

[
ggc ata ggc agc agt gta gaa aaa tat gtc gig gat gaa agt gat tac

Eﬁly Ile Gly Ser Ser Val Glu Lys Tyr Val Val Asp Glu Ser Asp Tyr

[ 1080 1085 1090
[

[
atg tca ttt ata aac aac cct age ctc act gtg aca gta cca att gct

Eﬁet Ser Phe Ile Ash Asn Pro Ser Leu Thr Val Thr Val Pro Ile Ala

0 1095 1100 1105
[

Egtt gea gaa tct gac tit gaa aat tta aat act gaa gaa ttc age agc
Wal Gly Glu Ser Asp Phe Glu Asn Leu Asn Thr Glu Glu Phe Ser Ser

1110 1115 1120

[

Egag tca gat atg gag gaa agc aaa gag aag cta aat gca act agt tca
Glu Ser Asp Met Glu Glu Ser Lys Glu Lys Leu Asn Ala Thr Ser Ser
E1125 1130 1135 1140

L
'tct gaa ggc age acg git gat att gga get ccc gec gag gga gaa cag
l
~er Glu Gly Ser Thr Val Asp Ile Gly Ala Pro Ala Glu Gly Glu Gln

[ 1145 1150 1155
[

[
icct gag gt gaa cct gag gaa tce cit gaa cct gaa gec tgt ttt aca

?ru Glu Val Glu Pro Glu Glu Ser Leu Glu Pro Glu Ala Cys Phe Thr

[ 1160 1165 1170

[

[

€aa gac tgt gta ceg aag ttc aag tgt tgt cag ata agc ata gaa gaa

Eﬁlu Asp Cys Val Arg Lys Phe Lys Cys Cys Gln Ile Ser Ile Glu Glu

[ 1175 1180 1185
O
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(28) JP 2004-275115 A 2004.10.7

[ggc aaa gg2 aaa cic tge tgg aat tig age aaa aca tgc tat aag ata
Etly Lys Gly Lys Leu trp trp Asn Leu Arg Lys Thr Cys Tyr Lys Ile

[ 1160 1195 1200

[

[

Etg gag cac aat tgg tic gaa acc tic att gic tic atg att ctg cig

EVal Glu His Asn trp Phe Glu Thr Phe Ile Val Phe Met Ile Leu Leu

1205 1210 1215 1220
[

Eagc agt ggg get cig gee ttt 2aa gat ata tac att gag cag cga aaa
Ser Ser Gly Ala Leu Ala Phe Glu Asp Ile Tyr Ile Glu Gln Arg Lys
E 1225 1230 1235

[

Eacc att aag acc atg tta gaa tat gct gac aag git ttc act tac ata
Thr Ile Lys Thr Met Leu Glu Tyr Ala Asp Lys Val Phe Thr Tyr Ile

E 1240 1245 1250

[
Ettc att ctg gaa atg ctg cta aag teg git gca tat gt ttt caa gig
Phe Ile Leu Glu Met Leu Leu Lys trp Val Ala Tyr Gly Phe Gln Val

: 1255 1260 1265
[

[
(tat ttt acc aat gcc tge tgc tEg cta gac ttc ctg atf git gat gic

ETYr Phe Thr Asn Ala trp Cys trp Leu Asp Phe leu Ile Val Asp Val

L 1270 1275 1280
[

[
rtca ctg gtt age tta act gca aat gcc ttg ggt tac tca g2aa ctt ggt

ESer Leu Val Ser Leu Thr Ala Asn Ala Leu Gly Tyr Ser Glu Leu Gly

1285 1290 1295 1300
O
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[gce atc aaa tce cic aga aca cta aga gct cig agg cca cig aga get
Eﬁla Ile Lys Ser Leu Arg Thr Leu Arg Ala Leu Arg Pro Leu Arg Ala

[ 1305 1310 1315
[

[
ittg tee cgeg (it g2aa gga atg agg gct g€ttt gta aat get ctt tta gga

?en Ser Arg Phe Glu Gly Met Arg Ala Val Val Asn Ala Leu Leu Gly
[ 1320 1325 1330

[

Eﬁcc att cca tct atc atg aat gta ctt ctg gtt tegt ctg ate tit teg
‘Ala Ile Pro Ser Ile Met Asn Val Leu Leu Val Cys Leu [le Phe trp
[ 1335 1340 1345

[
Ecta ata ttc agt atc atg 2ga gitg aat ctc ti{t gct ggc aag ftt tac
Leu Ile Phe Ser Ile Met Gly Val Asn Leu Phe Ala Gly Lys Phe Tyr
~ 1350 1355 1360

[
Ecat tgt att aat tac acc act gega gag atg ttt gat gta age gtg gic
His Cys Ile Asn Tyr Thr Thr Gly Glu Met Phe Asp Val Ser Val Val
E1365 1370 1375 1380
[

‘aac aac tac agt gag tgc aaa gct cic att gag agc aat caa act gcc
Elsn Asn Tyr Ser Glu Cys Lys Ala Leu Ile Glu Ser Asn Gln Thr Ala

[ 1385 1390 1385
[

[
agg 1gg ada aat gig aaa gta aac tit gat aac gta gga ctt gga tat

EArg trp Lys Asn Val Lys Val Asn Phe Asp Asn Val Gly Leu Gly Tyr
[ 1400 1405 1410
[

[
ctg tct cta ctt caa gta gcc acg tit aag gga teg atg gat att aig
0
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Leu Ser Leu Leu Gln Val Ala Thr Phe Lys Gly trp Met Asp Ile Met
; 1415 1420 1425

[

Etat gca get gt gat tea cgZa aat gta gaa tta caa ccc aag tat Zaa
Tyr Ala Ala Val Asp Ser Arg Asn Val Glu Leu Gln Pro Lys Tyr Glu
E 1430 1435 1440

[
Egac aac ctg tac atg tat ctt tat ttt gte ate ttt att att ttt ggt
Asp Ash Leu Tyr Met Tyr Leu Tyr Phe Val Ile Phe Ile Ile Phe Gly

1445 1450 1455 1460
[

[
(fea tte ttt acc ttg aat ctt ttc att 22t gtc atc ata Zat aac ttc

ESer Phe Phe Thr Leu Asn Leu Phe Ile Gly Val Ile Ile Asp Asn Phe
[ 1465 1470 1475

[

[

dac caa cag aaa aag aag tit g2ga ggt caa gac aftt f{tt atg aca gaa
EAsn Gln Gln Lys Lys Lys Phe Gly Gly Gln Asp Ile Phe Met Thr Glu

[ 1480 1485 1490

L

[
£aa cag aag aaa tac tac aat gca atg aaa aaa cig ggt tca aag aaa

Glu Gln Lys Lys Tyr Tyr Asn Ala Met Lvs Lys Leu Gly Ser Lys Lys
E 1495 1500 1505

[

[

L£ca caa aaa cce ata ccf ega cct gct aac aaa fte caa 22a atg gte
Pro Gln Lys Pro Ile Pro Arg Pro Ala Asnm Lys Phe Gln Gly Met Val
E 1510 1515 1520

[
Ettt gat ttt gta acc aaa caa gtc ttt gat atc age atc atg atc cic

Phe Asp Phe Val Thr Lys Gln Val Phe Asp Ile Ser Ile Met Ile Leu
0
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1525 1530 1535 1540

L
L

atc tgc ctt aac atg gic acc atg atg gtg gaa acc gat gac cag agt
Elle Cys Leu Asn Met Val Thr Met Met Val Glu Thr Asp Asp Gln Ser

[ 1545 1550 156b

[

[

€da gaa atg aca aac att ctg tac tgg att aat ctg gitg ttt att gitt

Eﬁln Glu Met Thr Asn Ile Leu Tyr trp Ile Asn Leu Val Phe Ile Val
[ 1560 1565 1570

[

Ectg ttc act gga gaa tgt gtg ctg aaa cig atc tct ctt cgt tac tac
(Leu Phe Thr Gly Glu Cys Val Leu Lys Leu Ile Ser Leu Arg Tyr Tyr
; 1575 1580 1585

L
{

Etat ttc act att gea tge aat att tit gat ttt gtg gig gtc att cic
Tyr Phe Thr Ile Gly trp Asn Ile Phe Asp Phe Val Val Val Ile Leu

E 1590 1595 1600

L
Etcc att gta gga atg tti cteg gct gaa cteg ata gaa aag tat tit gig
~er Ile Val Gly Met Phe Leu Ala Glu Leu Ile Glu Lys Tyr Phe Val

1605 1610 1615 1620

L
L

itee cet ace ctg ttc cga gig atc cgt cti gecc agg att ggc cga alc
ESer Pro Thr Leu Phe Arg Val Ile Arg Leu Ala Arg Ile Gly Arg Ile
[ 1625 1630 1635

E

cta cgt ctg atc aaa gga gca aag geg atc cgc acg cteg cte it get
?en Arg Leu Ile Lys Gly Ala Lys Gly Ile Arg Thr Leu Leu Phe Ala

[ 1640 1645 1650
O
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[{tg atg atg tcc ctt cet geg ttg tit aac atc ggc cic ctt ctt tic
ien Met Met Ser Leu Pro Ala Leu Phe Asn Ile Gly Leu Leu Leu Phe

[ 1655 1660 1665

[

[

ctg gtc atg ttc atc tac gcc atc tit g2 atg tcc aat ttt gecc tat

?en Val Met Phe Ile Tyr Ala Ile Phe Gly Met Ser Asn Phe Ala Tyr

r 1670 1675 1680
[

[
Btt aag agg gaa git gge atc gat gac atg ttc aac tit gag acc tit
WVal Lys Arg Glu Val Gly [le Asp Asp Met Phe Asn Phe Glu Thr Phe

E1685 1690 1695 1700
[

?gc aac agc atg atc tegc ctg ttc caa att aca acc fct 2ct gg8c {gg
Gly Asn Ser Met Ile Cys Leu Phe Gln Ile Thr Thr Ser Ala Gly frp

E 1705 1710 1715

[
Egat gea ttg cta gca cct att ctt aat agt ega cct cca gac tgt gac
Asp Gly Leu Leu Ala Pro [le Leu Asn Ser Gly Pro Pro Asp Cys Asp

: 1720 1725 1730
[

[
lcct gac aaa gat cac cct g2g2a agc tca gtt aaa gga gac tgt €2 aac
?ru Asp Lys Asp His Pro Gly Ser Ser Val Lys Gly Asp Cys Gly Asn

[ 1735 1740 1745
[

[
cca tct gtt geg att titc tit ttt gtc agt tac atc atc ata tcc tic

?ru Ser Val Gly Ile Phe Phe Phe Val Ser Tyr Ile Ile Ile Ser Phe

r 1750 1755 1760
O
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ctg gtt gtg ctg aac atg tac atc geg gte ate ctg gag aac tte agt
ien Val Val Leu Asn Met Tyr Ile Ala Val Ile Leu Glu Asn Phe Ser

1765 1770 1775 1780
[

C
gtt gct act gaa gaa agt 2ca gag cci cig agt gag gat gac {ti gag

EVal Ala Thr Glu Glu Ser Ala Glu Pro Leu Ser Glu Asp Asp Phe Glu

[ 1785 1790 1795
[

Eatg tic tat gag git tge gag aag tit gat ccc gat gceg acc cag tit
Met Phe Tyr Glu Val trp Glu Lys Phe Asp Pro Asp Ala Thr Gln Phe
E 1800 1805 1810

[
Eata gag ttt gcc aaa ctt tct gat tit gca gat gcc ctg gat cct cct
(I1e Glu Phe Ala Lys Leu Ser Asp Phe Ala Asp Ala Leu Asp Pro Pro
; 1815 1820 1825

[
Ectt ctc ata gca aaa ccc aac aaa gic cag ctc att gcc atg gat cig
Leu Leu Ile Ala Lys Pro Asn Lys Val Gln Leu Ile Ala Met Asp Leu

L1830 1835 1840
[

(
‘cce atg gteg agt get gac cgg atc cac {gt ctt gac atc tta tit get

?ru Met Val Ser Gly Asp Arg Ile His Cys Leu Asp Ile Leu Phe Ala

1845 1850 1855 1860
[

L
ittt aca aag cgt git tig 22t gag agt g2ga gag atg gat gcc ctt cga

?he Thr Lys Arg Val Leu Gly Glu Ser Gly Glu Met Asp Ala Leu Arg
[ 1865 1870 1875
[

[
ata cag atg gaa gag cga ttc atg gca tca aac ccc tee aaa gic tet
0
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1le GIn Met Glu Glu Arg Phe Met Ala Ser Asn Pro Ser Lys Val Ser
; 1880 1885 1890

[

Etat gag ccc aft acg acc acg ttg aaa cgc aaa caa Zag gag gig tct
Iyr Glu Pro Ile Thr Thr Thr Leu Lys Arg Lys Gln Glu Glu Val Ser
E 1895 1960 1905

[
Egct att att atc cag agg gct tac aga cge tac ctc ttg aag caa aaa
Ala Ile Ile Ile Glo Arg Ala Tyr Arg Arg Tyr Leu Leu Lys Gln Lys

L1910 1615 1920
[

[
Ett aaa aag gta tca agt ata tac aag aaa g2ac aaa 2g€¢ aaa £aa (gt

EVal Lys Lvs Val Ser Ser [le Tyr Lys Lys Asp Lys Gly Lys Glu Cys

1925 1930 1935 1940
[
[
Zat g2a aca ccc atc aaa Zaa gat act cte att gat aaa ctg aat gag

EAsp Gly Thr Pro Ile Lys Glu Asp Thr Leu Ile Asp Lys Leu Asn Glu
[ 1945 1850 1985

[

Eaat tca act cca gag aaa acc gat atg acg cct tcc ace acg tct cca
‘Asn Ser Thr Pro Glu Lys Thr Asp Met Thr Pro Ser Thr Thr Ser Pro
E 1960 1965 1670

[

Eccc teg tat gat agt gtg acc aaa cca gaa aaa £aa aaa tit gaa aaa
Pro Ser Tyr Asp Ser Val Thr Lys Pro Glu Lys Glu Lys Phe Glu Lys
E 1975 1980 1985

[

Egac aaa tca gaa aag gaa gac aaa g8£ aaa gat atc agg gaa agt aaa

Asp Lys Ser Glu Lys Glu Asp Lys Gly Lys Asp Ile Arg Glu Ser Lys
0
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L1990 1995 2000
[

[
[aag taa aaagaaacca agaattttcc attttgtgat caatigitta cagcccgiga 6173

@Ys

2006
[

[
tggigatgtg tttgigtcaa caggactcce acaggaggtic tatgccaaac tgactgittt 6233
[
[
[
[
[

tacaaatgta tacttaaggt cagtgcctat aacaagacag agacctcigg tcagcaaact 6293

aactcagt aaactgegaga aatagtatcg atggg 6328

l—\r—11—||—1r—|r—%l—\r—|l—\r—\i—|

(2100 2

211y 20

(212) DNA

{213 Artificial Sequence

E

{220}

E(223) forward primer for amplifying exson 1 of SCN2A gene
[

E(4on) 2

tgcttttttt cectecetgt 20
O
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({210}
(211)
{212}
(213)
[

E(zzn)
{223)
[

(400)
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3

20

DNA

Artificial Sequence

reverse primer for amplifying exson 1 of SCN2A gene

3

tecageatet tagtgatact 20
[

[
{210}

<(211)
{212)
(213)
[

E(zzu)
{223
[

(400)

4

20

DNA

Artificial Sequence

foward primer for amplifying exson 2 of SCN2A gene

4

‘gaagcatcta teticatgic 20
[

[
{210}

<211)
{212}
E(213>
[

"{220)

[
{223
O

5

20

DNA

Artificial Sequence

reverse primer for amplifying exson 2 of SCN2A gene
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C
{4000 5

gctaacgatt gagtaaaagg
[

10 6

{211 20

{212) DNA

E(213) Artificial Sequence
[

({2207

E(223) foward primer for amplifying exson 3 of SCNZA gene
[

(400 6

tgaggttget gagttataga

E

{210y 7

E<211> 20

{212) DNA

E(213) Artificial Sequence
[

[{220)

E(223) reverse primer for amplifving exson 3 of SCN2A gene
[

{400y 7

raatcagggtc tegttaacag

E

{210y 8

211y 20

[
{212) DNA
O
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[{213) Artificial Sequence
E

{2207

(223) foward primer for amplifying exson 4 of SCN2A gene
[

(400) 8

rtgtacitgta aattaaccac

[

(2100 9

({211, 20

(212) DNA

{213} Artificial Sequence
[

i
1220}

E(223) reverse primer for amplifying exson 4 of SCN2A gene
[

{400) 9

gattggaaga aaactatgat

[

(210) 10

{211 20

(212) D¥A

{213) Artificial Sequence

E

{2207

E(223) foward primer for amplifying exson 5 of SCN2A gene
[

E(zmn) 10

Etcttgagag ctttgaaaac
O
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[

(210)
{211}
(212)
{213)
E

{220}
E<223>

[
[{400)
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11

20

DNA

Artificial Sequence

reverse primer for amplifying exson 5 of SCN2A gene

11

[
Ecaaagaatc aaatccatce 20

[
<210)
{211)
E(212>
{213}
[
[
(220}
E(223>

[
{400}

12

20

DNA

Artificial Sequence

foward primer for amplifying exson 6 of SCN2A gene

12

[
ccaggacaag cteatgatat 20

[

{210)
{211}
E(212>

4213)
0

13
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DNA

Artificial Sequence
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[{220)

E(223) reverse primer for amplifving exson 6 of SCN2A gene

[

(400) 13

rtcccagttaa atatgctcac 20
E

{210y 14

(211 20

E(212> DNA

{213) Artificial Sequence

E

({2207

E(223) foward primer for amplifying exson 7 of SCN2A gene

[

(400) 14

gtgaaaaate tctttageca 20
E

{2107 15

(211) 20

E(212) DNA

{213) Artificial Sequence

E

{220}

E(223) reverse primer for amplifving exson 7 of SCN2A gene

[

£400) 15

rtgagigggac teggatgagig 20

L

[
{2105 16
O

10

20

30

40



{211}
(212)
1{213)
E

{220}
E(zzs)

[
E(zmn)
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20
DNA
Artificial Sequence

foward primer for amplifying exson & of SCN2A gene

16

tggcatatat taaaacagga 20

[

(210)
[{211)
(212)
{213
E

1220)
(223)

[
E(rmu)

17

20

DNA

Artificial Sequence

reverse primer for amplifving exson 8 of SCNZA gene

17

gcaaaatgga agagagattt 20

[

(210)
[(211)
(219)
{213
[
[
{220
"(223)
L
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Artificial Sequence

foward primer for amplifying exson 9 of SCN2A gene
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[{400) 18

Eaccgaactca agagaattge

[

(210) 19

{211) 20

{212) DKA

{213) Artificial Sequence
[

(220)

[{223) reverse primer for amplifying exson 9 of SCN2A gene
E

({400, 19

Ectaatgtcaa ctacctigec

[

{210) 20

{211y 20

(212) DNA

£213) Artificial Sequence
[

(220)

{(223) foward primer for amplifying exson 10 of SCN2A gene
E

[{400) 20

cticcatatg aatgeccatt

[

{210y 21

{211) 20

{212) DNA

[
{213y Artificial Sequence
a
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[{220)

E(223) reverse primer for amplifying exson 10 of SCN2A gene
[

(400) 21

rtcatcactac tctgaaagca 20
E

{210y 22

211y 20

E(le) DNA

({213} Artificial Sequence

E

1{220)

E(223) foward primer for amplifying exson 11 of SCNZA gene
[

(400) 22

gtitttcaga atgecagetce 20
E

{210) 23

211y 20

E(212) DNA

[{213) Artificial Sequence

E

1{220)

E(223) reverse primer for amplifying exson 11 of SCN2A gene
[

<{400) 23

Zaacaaactc ccagccttig 20
O
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({210}
(211)
{212}
(213)
[

E(zzn)
{223)
[

(400)
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24

20

DNA

Artificial Sequence

foward primer for amplifying exson 12 of SCN2A gene

24

'gtgagetttt tacatctgag 20
[

[
{210}

<(211)
{212)
(213)
[

E(zzu)
{223
[

(400)

25

20

DNA

Artificial Sequence

reverse primer for amplifying exson 12 of SCN2A gene

2b

‘ccatgagita tgcacggatt 20
[
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