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Table. Analysis of pterine and DHPR activities
serum Phe urinary pterine DHER activity PAH gene mutations
t M . N
at screening neopterine biopterine neftb in dried blood paper  paternal allele  maternal allele
(mg/dl) {nmole/mol creatinine) (%) (nmole/min/disk)
Case 1 16 1.0 0.9 53" 089 T R252W P407S
Case 2 4 1.3 2.0 39 0.81 V-4 A373T
Case 3 8 3.9 42 48 0.94 R413P R241C

* ne/tb = 100 X neopterin/(neopterine + biopterine); normal range, 37-82%.
T normal range, 0.8-1.2.
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