11

(PAH) (Phe)
(BH4) Phe
BH4 PAH (J Pedriatr, 1999; 135:
375-8) Phe 15mg/dl PAH
BH4
PAH BH4
1 Phe 2 Phe
PAH 3
(R413P/R241C) 3
BH4
Phe
4mg/dl
( 1
) DHPR
BH4 3
BH4 PAH
oA BH4
(PAH) BH4
(Phe) HPA BH4
BH4
PAH
BH4
5
(PAH)
(Phe)
(BH4) Phe
1) BH4 10mg (J Pedriatr, 1999; 135:3 75-8)
Phe 2
Phe Phe
15mg/di PAH
2 PAH Phe 20mg/dl
PCR PCR U
BH4
BH4
L BH4
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BH4 Phe
2)
BH4

Phe 12-24

PAH
reverse transcription mediated PCR
PCR

MRNA

BH4

P407S/R252W, 1VS4-1G>A/A373T,
R413P/R241C 3 R252W, IVS-4,
R413P, R241C
A407T
PAH deficiency
A373T
R403P/R241C
3
PKU

R413P
30
R241C PKU
7.5

BHA4
BHA4 PAH
BHA4 Phe
P407S/R252W
BHA4
P407S/R111X BH4
PAH
BH4
PAH
R111X
110 PAH
polyhetoromer
R252W
P407S heterotetramer
heterodimer
polyheteromer

BH4 Km

BH4
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BH4
BH4
DHPR
PAH
BH4
Diet Phe
PAH BH4
2
BH4
PAH
BH4
PAH
3
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BH4 PAH PAH
1 2

1 P407S R252W 1

2 IVS4-1G>A  A373T 1

3 R413P R241C 3
1

(4 mg/dl )

Lwe ) e | (e

(PAH)

/)
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BH4

10 10 5 5 mg/kg
|

f ¥

P407S / R111X
10 L__/

P407S/ R252W

hr

+ A
BH4
& ¥V a
v v \/ v
BH4
v v
BH4 l
DNA
v
PCR
DHPLC v v
v
L lBH4
BH4 3

55

MAD - FERNEFIER



