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Location Mutation Base Change Reference

Exon I MIT 2T>C Goodman et al, 2002
A12P 34G>C Goodman et al, unpublished, 2002

Intron 1 - - -

Exon II Truncated protein 36del A Olsen et al, 2003
Truncated protein 45-46insC Olsen et al, 2003
F16C (Neutral) 47T>G Goodman et al, 2002
Truncated protein 51-52insT Olsen et al, 2001
P27S 79C>T Goodman et al, unpublished, 2002
I31T (Neutral) 92T>C Goodman et al, 2002
R41X 121C>T Goodman et al, 2002
Y49C 146A>G Goodman et al, 2002

Intron 2 - - -

Exon III S82P 244T>C Goodman et al, 2002
S82F 245C>T Goodman et al, 2002

Intron 3 --- IVS3+3A>T Olsen et al, 2004

Exon IV L138R 413T>G Goodman et al, 2002
Truncated protein 427del7 Goodman et al, 2002

Intron 4 --- --- ---

Exon V W182X 545G>A Goodman et al, 2002

Intron 5 - - -

Exon VI D218N 652G>A Goodman et al, 2002
Q222P 665A>C Goodman et al, 2002

Intron 6 --- --- ---

Exon VII G234R 700G>A Goodman et al, unpublished, 2002
L262F 786G>T Goodman et al, 2002
Q269L 806A>T Olsen et al, 2001

Intron 7 - - -

Exon VIII

Intron 8 - - -—-

Exon IX 1L334P 1001T>C Goodman et al, 2002
H346R 1037A>G Goodman et al, 2002

R358S 1074G>C Olsen et al, 2003



Location Mutation Base Change Reference

Intron 9 -—- — —
Exon X - -—- -
Intron 10 --- --- ---
Exon XI R452K 1355G>A Goodman et al, 2002
P456L 1367C>T Goodman et al, 2002
Truncated protein 1392del2 Goodman et al, 2002
G472R 1414G>A Olsen et al, 2003
L486P 1457T>C Goodman et al, unpublished, 2002
Intron 11 --- --- ---
Exon XII Truncated protein 1623delT Goodman et al, 2002
P562L 1685C>T Goodman et al, 2002
Intron 12 Skipping of exon 12 IVS12+1G>T Goodman et al, 2002
Exon XIII G546X 1726G>T Goodman et al, unpublished, 2004
G611E 1832G>A Goodman et al, 2002
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