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Newborn Screen Follow-up for Elevated Phenylalanine

Newborn screen result: Elevated phenylalanine

Order AAQP / Amino Acids, Quantitative, Plasma

Elevated phenylalanine/tyrosine ratio Normal
Begin low phenylalanine diet STOP
Perform:

= Urine pterin
= Erythrocyte dihydropteridine
reductase (DHPR)

Consistent with Consistent with Consistent with
phenylalanine tetrahydrobiopterin DHPR deficiency
hydroxylase deficiency deficiency

Order PHEGP / Phenylalanine
Disorders Gene Panel, Varies
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