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(36) JP 2008-546376 A 2008.12.25

Fz 1
SCN1ADDHPLCT7ZytEAM 2D f-HicERsN-FF4<T—BF
I%Yy IFI—FISA4T— YIR—RTSA4=— - X (bp)

1 CCTCTAGCTCATGTTITCATGAC TGCAGTAGGCAATTAGCAGC 448

2 CTAATTAAGAAGAGATCCAGTGACAG GCTATAAAGTGCTTACAGATCATGTAC 356

3 CCCTGAATTTITGGCTAAGCTGCAG CTACATTAAGACACAGTTTCAAAATCC 263

4 GGGCTACGTTTCATITGTATG GCAACCTATTCITAAAGCATAAGACTG 358

5 AGGCTCTTTGTACCTACAGC CATGTAGGGTCCGTCTCATT 200

6 CACACGTGITAAGTCTTCATAGT AGCCCCTCAAGTATTITATCCT 394

7 GAACCTGACCTTCCYGTITCTC GTTGGCTGTTATCTTCAGTTTC 241

8 AMAAGGCAGCAGAACGACTTG GGATAGAGGAACTCAAGTCTC 322

9 TTGAAAGTTGAAGCCACCAC CCACCTGCTCTTAGGTACTC 163
10 GCCATGCAAATACTTCAGCCC CACAACAGTGGTTGATTCAGTTG 430
13(1) TGAATGCTGAAATCTCCTTCTAC CTCAGGTITGCTGITGCGICTC 306
11(2) GATAACGAGAGCCGTAGAGAT TCTGTAGAAACACTGGCTGG 3135
12 CATGAAATTCACTGTGTCACC CAGCTCTTGAATTAGACTGTC 347
13 ATCCTTGGGAGGTITAGAGT GCATGAAGGATGGTTGAAAG 510
14 CATTGTGAGAAAATAGCATAAGC GCTATGCAGAACCCTGATTIG 339
15(1) TGAGACGGTTAGGGCAGATC AGAAGTCATTCATGTGCCAGC 348
15(2) GTCTTGGCCATCATCGTCTTIC ACATGTGCACAATGTGCAGG 350
16€1} GTGGTGTTTCCTTCTCATCAAG CACTGCTGCCAGTTCCTATAC 458
16(2) CAACAGTCCTITCATTAGGAAAC ACCTTCCCACACCTATAGAATC 353
17 CTTGGCAGGCAACTTATTACC CAAGCTGCACTCCAAATGAAAG 232
18 TGGAAGCAGAGACACTTTATCTAC GTGCTGTATCACCTTTTCITAATC 234
19 CCTATTCCAATGAAATGTCATATG CAAGCTACCTTGAACAGAGAC 318
20 CTACACATTGAATGATGATTCTGT GCTATATACAATACTTCAGGTTCT 216
21 ACCAGAGATTACTAGGGGAAT CTGGGCTCATAAACTTGTACTAAC 513
22 ACTGTCTTGGTCCAAAATCTG TTCCGATTAATTITACCACCTGATC 267
23 AGCACCAGTGACATTTCCAAC GGCAGAGAAAACACTCCAAGG 271
24 GACACAGTTITAACCAGTTTG TGTGAGACAAGCATGCAAGTT 207
23 CAGGGUCAATGACTACTITGC CTGATTQGCTGGGATGATCTTGAATC 477
26(1) CAGGACTCTGAACCTTACCTTG ATTCCAACAGATGGGTITCCCA 534
26(2) TCCTGCGTTGTITTAACATCGG AGCGCAGCTGCAAACTGAGAT 504
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SCN1AFLFYavOdHPLC7vE4A SO E=HOESITERY
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2 33.5 5352 58.0 16(2) 56.1 - -
3 55.9 - - 17 57.6 60.4 .
4 34.5 55.5 '56.5 18 58.5 - -
5 60.2 - - 19 53.0 56.5 .
6 53.8 57.5 58.9 20 58.5 - N
7 56.3 - . 21 55.2 56.7 -
8 57.9 - § 22 55.5 - -
9 56.7 60.1 - 23 55.6 56.3 -
10 56.0 58.5 61.0 24 55.6 56.7 -
11(1) 57.1 60.2 61.5 25 53.8 556 56.8
11(2) 58.8 61.2 623 26(1) 55.8 59.0 60.0
12 55.3 57.3 - 26(2) 58.5 - -
13 53.8 55.2 56.4 26(3) 58.5 59.8 -
14 554 57.9 - 26(4) 55.5 57.0 57.9
15(1) 57.5 60.2 . 26(5) 55.1 56.6 “
15(2) 58.4 60.7 .
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separate invention, as specified in Table 3. However, as all inventions could be searched without significant additional

effort, all the inventions were searched.
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The claims are directed to 41 inventions, each invention being a specific variant of the SCN1A gene, as speclf' ed in
Table 3. That amino acid mutations exist in SCN1A, and that they arc associated with the diagnosis of an epilepsy
syndrome is known. (see for example OHMORYL, [, et. al. (2002) Significant correlation of the SCN1A mutations
and severe myoclonic epilepsy in infancy. Biochemical and Biophysical Research Communications 295:17-23.)
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