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=y rey F—ERROEEREYE~ AL, ZOEFLY, BE EBEL TV IR
~NEWEE & LTHRY 5—F, BAEREHERE~EHSN TV AIRENT— 4 — L bRE LI,
T ORER, 55E, EAERRTRYT 7 F— 2 MEIRITH 724, KR, 1 B galactose
1-phosphate Uridyl transferase RiBFETHt 2 (£ 5 & 1 BIIFEL ), TR galactokinase KIAFE
H1F D ki ->TaY, MEO UDP-galactose-4-epimerase KIRMER 4 #l, ©Z Y D126
FEECHHZLAHHA L, chh6RESRE T, IHILNEE TRH LT, RERKI, 490,23
Bl 7 1/ 212,860 L7420, 170 transferase KB 2 HIT, 1/745,011 L%, 7TAUHN
- YN1/35,000 it L TE LLEHEETH S,

APEEETREFLTOWTEREEITTWEH T 7 b— 2 MEROBEIOKATHY, EER
B ARIRRE, BUEK, KBRS SORBE RBRHSIA, LATA, REFX, WUR-+ReE ESZml

bt FEEHRAR S5,

FrIEe FubEr757Y v (BH:) fiREZECLD
Se Febexr75 Y v AkEESE ( DHBS ) XBED
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HENSELE L, bAbiil BH, 0ESEOREC L ) AFRELPEL LGB TS Z et T
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MRH*

MR THRBLOIBRENARC, DHBSKHELBH & hicE. BH, i10.5 ~ 1ng/kg/day %
BOsyc, BB EERRE L,

® R

1 ( 7EBR ) it Phe fEEE 100 ~110ng/kg/day <, BH, #:5#fo fuiE Phe (I 8 ~12ng/ dl
T# 72, BH, lng/kef B # & Tl Phe fiiX 4 ~ 6ng/dl & #91/210fEF L7, & 502, PhefEm
B60ng/kg/day T BH,lng/kg A E Lic & =AM Phe {132 ~ 4mg/dl &7 h, Phe %6k
NERALREZRD-. BERA L BEbh 2 Lo shiho7a. (HBR)

FER 2 (153 8R) 2 Phe & 110ng/kg/day <, BH,#E# oM Phe ix12~16ug /dl &
BiETdh -7, BH, 05ng/kg % A5+ 5 &, Phe $H# 140 ~ 160 ng/kg/day TifiiE Phe i310
mg/dipLF &4 0, BH, lng/kg OREHE#H 5 T, Phe & 170 ~ 190 ng/kg/day Tix, M Phe &
12~16umg/dl Td -7z, Fthic BH, lug/kg DE RS T2, Phe ik 100 ng/kg/day T fi{if Phe
122 ~4mg/dl L4 Y, Phe BEEOERALKEERVH, BHERRBO R,

® B

BH, i P87 N REEAR DT, L-F— ¢ 5-t Ruxo M7 b7 7 P BREISETH D, &
EBLURBEIC L > TR LVRELARAEFRER, BYEOBH, 2BAMICEA2F LI VRETSZ
LHEETH D, BH, REEODH LIGEN Iz, BH, 2EATEEL, £EICHBEs N3 Z L
yLEan3,
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BLOOD PHENYLALANINE DURING BH; THERAPY

FOR BH; SYNTHETASE DEFICIENCY (Case 1)

20 BHs (-)
BPIgOd Folate. 20 mg/day
e. ®
mg/dl ® b4
10 4
[ ]
L ]
0 4
______ Phe intake 110 _mg /%q/0 —
B/V 10 12 14 16 18 20 22
20 A
BH4 10 mgs2days
0 -
1 ° .
® o ® e [ ]
*
0 4 BHq + + + + + + 4
] . 'Phe rinmke } 1'00 1mg/'kg/o . .
30/V 1/\” 3 5 7 9 11 13
20
BHa4 10 mgsday
10 4
* °
° .
° ° ®* o b
0 'BH4’ 4 * + + + t + * + + + L4 L 4
Phe intake 60 mgskg/D
m}lv "1z 14 18 18 20 22 24
A
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