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GTTTTCGTAACACCCCAGGGCCTGTAAGGTTTGGTGTTTCCCTTTCAAGATGCCACTTTCAGACTTTATTCTGGCTCTGAAGGACAATCCCTACTTTGGGGCTGGAT
start codon—guw>
exon 3

110 120 130 140 150 160 170 180 190 200 210
TTGGGCTGGTGGGTGTGGGCACAGCCCTGGCCCTGGCCCGGAAGGGTGTCCAACTGGGCCTGGTGGCATTCCGGCGCCATTACATGATCACACTGGAAGTCCCTGCT

exon 3

220 230 240 250 260 270 280 290 300 310 320
CGAGACAGGAGCTATGCCTGGTTGCTTAGCTGGCTCACCCGCCACAGTACCCGTACTCAGCACCTCAGTGTCGAGACTTCGTACCTTCAGCATGAGAGTGGCCGCAT

exon 3

TTCCACTAAGTTTGAATTTGTCCCCAGCOCTGGARACCATTTTATCTG GTAAGGTGGGGAGCTAGGGACGGCTGTGAGAG TAGAAAAG AATGATGGGAGCTGGGTTT
predicted deletion in patient—g
exon 3
cryptic donor splice site in patient c.305— gl J 5 normal donor splice site ¢.321
primer mut-r— QI silent change c.306A>T

430 440 450 460 470 480 490 500 510 520 530
GACCCATTCACTCACTCAGTTTTGATCGTTCTTATTCAGGTATCGGGGGAAATGGATTCGGGTAGAACGAAGTCGAGAGATGCAGATGATAGACTTGCAGACGGGGA

exon 4

normal acceptor splice site—glll
yorimer mutr |

540 638
CTCCTTGGGAATCTGTCACCTTCACGGCCCTGGGCACTGACCGAAAGGTTTTCTTCAACATCCTGGAGGAAGGTGTGGGATGGCACAGGCAGGCTTTCTAGGG

(§-c.399delA truncating mutation
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exon 3
CCCTACTTTGGGGCTGGATTTGGGCTGGTGGGTGTGGGCACAGCCCTGGCCCTGGCCCGGAAGGGTGTCCAACTGGGCCTGGTGGCATTCCGG

Nl E A F € T A R K NG EVETQOT NN "G I F R
GGGATGAAACCCCGACCTAAACCCGACCACCCACACCCGTGTCGGGACCGGGACCGGGCCTTCCCACAGGTTGACCCGGACCACCGTAAGGCC
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exon 3
CGCCATTACATGATCACACTGGAAGTCCCTGCTCGAGACAGGAGCTATGCCTGGTTGCTTAGCTGGCTCACCCGCCACAGTACCCGTACTCAG
R i ! P AT R R Y A W W T HR U 2 I

GCGGTAATGTACTAGTGTGACCTTCAGGGACGAGCTCTGTCCTCGATACGGACCAACGAATCGACCGAGTGGGCGGTGTCATGGGCATGAGTC

- G G
GTGGAGTCACAGCTCTGAAG CATGGAAGTCG TACTCTCACCGGCGTAAAGG TGATTCAAACTTAAACAGGGGTCGGGACCATAGCCCCCTT
primer mut-r



