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#& 1 Classification of hyperphenylalaninemia

Blood (mg/dl)
Type Condition Clinical Treatment
Phe Tyr
T PKU MR >20 Normal | Diet
low
I persistent HP Normal 4-20 ” t—diet
Y transient HP Normal ” ” ”
v transaminase def. Normal ” Normal | free
Vv DHPR def. Seizure 20+ Normal Dopa, 5HTP, BH,
MR
VI BH, def ” Vi Normal Vi
VI ? Seizure +10 T unknown
Ataxia
Vi transient tyrosinemia low birth | t, 4-12 t, 5-50 Vit C
weight
X Hered. tyrosinemia Chr. liver 2-8 4-12 Diet
disease
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- Pteridine compound loading test (oral load)

@———— Neopterine 2.5mg/kg

e—— Dihydrobiopterine 1.6mg/kg

20 Moad ©O—-----0 Tetrahydrobiopterine 2. Omg/kg
oal
1 ) NP /
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[ load

Blood Phe mg/dl

———> hours

B 1 Pteridine compound loading test (oral load)

#& 2 Diagnosis and treatment of
hyperphenylalaninemia

Step 1 Guthrie test

Step T 1. Serum Phe, Tyr

2. BH, load 2mg/kg P.O.
Step 1L 1. low Phe diet

2. BH4, Dopa, 5SHTP
Step IV Genetic Counseling

Step V Maternal PKU
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