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Table 1. Tetrahydrobiopterin Loading Test (BH4 Responsive Classic PKU)

Basal 1 hr 2 hrs 4 hrs 6 hrs 8 hrs 12 hrs 24 hrs
Patient 1(mg/dL) 11.9 14.6 136 9.7 9.3 74 3.8 4.1
Patient 2(mg/dL) 17.2 144 77 0.2 05 0.9 0.5 0.3
Patient 3(mg/dL) 11.58 11.12 10.13 9.6 82 4.09 347 3.34
Patient 4(mg/dL) 14.63 15.12 13.67 12.71 6.0 6.39 6.19 7.95
Patient 5(mg/dL) 6.43 7.58 10.81 5.79 4.88 4.07 3.06 4.17
Patient 6(mg/dL) 12.12 8.73 7.81 6.66 6.89 712 3.97 417
20 - o] X8| Fo] 354 mmol/mol creatinine, 1.86 mmol/
—&— Patient 1
—&- Patient 2 mol creatinine® 2 Wl ZHHo] &kt ZrtE A7 B
—_ —{F Patient 3
B 15} & P:t:::t 4 S HTable 2).
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Basal 1hr 2hr 4hr 6hr 8hr 12hr 24hr
Time

Fig. 1. BH; loading test (BH4 responsive classic
PKU).
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Table 2. Urinary Pterins Analysis Results & DHPR Activity Test

B-1 B-2 B-3 B-4 C-1 P-1 pP-2 P-3 P-4 Reference
Neo 1.45 3.54 1.82 1.58 0.98 0.64 6.95 0.61 2.03 0.29-2.61
Bio 2.36 1.86 2.09 1.18 3.24 0.36 0.42 0.12 0.84 0.35-2.67
B% 62 344 53 43 77 35 58 16.3 24 42.7-75.9
DHPR 34 48 3.2 3.1 3.1 0.8 49 nl 2.04 - 36-84

B-1, 2, 3, 4: BH4 responsive classic PKU - patient 1, 2, 3, 4

C-1, 2:Classic PKU - 1, 2
P-1, 2, 3, 4:PTPS - patient 1, 2, 3, 4

Neo : Neopterin(mmol/mol creatinine), Bio : Biopterin(mmol/mol creatinine), B% : B/(N+B)%, DHPR : DHPR ac-

tivity(nmol/min/mgHb)
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Fig. 2. Aromatic amino acid hydroxylases and function of tetrahydrobiopterin.
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Table 3. BHy Loading Test (Classic PKU)
Basal 1 hr 2 hrs 4 hrs 6 hrs 8 hrs 12 hrs 24 hrs
Patient 1(mg/dL) 23.26 24 23.26 24 24 24 224 2214
Patient 2(mg/dL) 22.83 22.83 23.58 251 251 251 21.48 23.58
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Table 4. BHs Loading Test (PTPS Deficiency)

Basal 1 hr 2 hrs 4 hrs 6 hrs 8 hrs 12 hrs 24 hrs

Patient 1(mg/dL) 35.5 23 14.76 3.27 19 14 1.36 0.95
Patient 2(mg/dL) 145 89 34 29 0.9 05 0.8 0.6
Patient 3(mg/dL) 3.88 24 1.38 0.1 0.1 0.1 0.1 0.45
Patient 4(mg/dL) 31 26.2 166 3.77 2.3 15 1.29 151
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12 hr 24 hr

Time

Fig. 4. BHy loading test (PTPS deficiency).
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