R158Q
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H170Q
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R243Q
R243X
V245A
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P314s
K320N

L367fsinsC
A373T
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E3906
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R408Q
R40BW
P470s

Mutations Detected in Patients with 2008 N B
BH4-responsive PAH Deficiency
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PAH Source: Erlandsen H and Stevens RC, Mol Genet Metab. 1999 68:103-125

blue = mutations with residual activity (measured or proposed)
* inconsistent phenotype



