P281A

P281L _
P281S www.bh4.org/biopku.html
E280K ©2004 by N. Blau
T278I
P275L
K274fsdelllbp
) ) ) o G272X
[ Mutations with residual PAH activity R270K
(potentially BH4-responsive) 1269L
R261Q
. . . . R261X
[l Mutations associated with BH4-responsiveness ROEIW Y417H
(hemizygous) VoIEA D415N
Y414C
ggfég R413P
Ro4ic ~ K320N RA0BQ
R241H  P3l4s RA0BW
R111X P211T A313T P407S
S110L V190A 5310v A3V
A104D W187X A0V A395P
F55L dellod E178G B0V s00G
F66delT R68S VI7TTM £390G
L48S 1655 Al132V R176X \V/388M
L41F 165T D129G R158Q H170Q A373T
FaoL 165V P119S R158W  HI70D |a300s L367fsinsG
l l l l v \ A/ v l v < EXons
_Introns 4 3 4 6 (7|8 |9 |10]11 [12 |13
IVS1int+5g>a IVS3nt-22g>a IVS4nt+5g>t IVS7nt+5g>a IVS12nt+l1g>a
IVS1int+5g>t IVS4nt-1g>a

1VS4nt-5¢>g

1VS10nt-11g>a



