WABEREPKU, KAFrmilEs 7 o =—
VT T =V IREED 1 %R
—EEFERT~O7 7 a—F —

(B#)
phenylalanine hydroxylase apoenzyme DEHIC L 3E 7 = =— A7 7 = Y [IER, ik
PREIC, TR T = =—L 7 b o RIE(PKU), SR Y = =— 7 7 = VIIE, RUH
#OHRIE T H 2 BE PKU /s b, SE, B, RAKEEOmRS DLzl
WOSERE PKU, SRS 7 = =— V7 7= v IEE Bbh s 1 TR 2EEL, €0
phenotypic heterogeneity DREIZ D SHEF MR 2D THRET %o

€:3:)

EF L. S3E6xA. BR, EBRSHEHTESNIAR) —TFTALTH 7 2 =—VT 7
SvER s AT, MEPhe 288 ~10mg/dliza > Fa—AL 3N TWAIZEhhb
5, 1RELVBMFEEESHELSERD, 3, 2REL D RELE 2 ST E
ek oTwnd,

G2 16 » A, B 1 Dbk, £ 5 BICHiTE R AY —F AL 7 22—
75 oy IERIEES Wiz, BEERT, FELE 2 BRIGRIETS 2,

2308, 27, MERHKT, L LI Phe REHTH 2,

(ER)
WEA 7Y 7 EWHE EF L. 2 &b, [IE Phe, Tyr CEARDELZRBD IV,
(2) Phe ATHEER ©
JEAFI 1. M5 Phe, 8.3 — 16.7 mg /dI(JEE, 2 BR), [ Tyr. AHE 0.9 mg dl,
B bR L, Phe/ Tyr L, 9.7 (FTE).
FEE) 2 . 07 Phe, 10.6 — 30.6mg/dl (JEfE, 2#5R#), M Tyr, AIfE0.9mg”
dl, &% ER% L, Phe/Tyr ®/EE13.1 (HIfE),
4. [0¥E Phe, 1.2 —15.4mg/dI(JE{#, 1FEH), M Tyr, 1.2 2.3mg dI(I&E
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18, 4FFf%), Phe/Tyr NVH, 1.1 (BIE).

., M¥& Phe, 1.3 —16.7mg/dI(IEfE, 1FEM#E). ¥ Try, 1.0~ 1.4mg dI(&
18, 2FFfE#2), Phe,/Tyr%E€/NLth, 1.4 (Fiff),

(3) Phe M1 :

fE 1. Phe #BHE 60~80 mg, kg, day T, [#E Phe 8 ~10 mg,/dl,

fER 2. Phe HEHUE 50~60 mg, kg day ¢, [I#F Phe 7 ~10 mg,/dl,

(E%)

phenylalanine hydroxylase apoenzyme O EEIC X 2 E 7 = =— 7 7 = U [fFICIL,
ZAH7: phenotypic heterogeneity SEET 2 Z & 28, MR L DIER S AT w5, 1986 &,
Ledley & i, apoenzyme level ¢ genetic polymorphism % &FF L, ZRWILELG T DOEL
DEAEHR-IZE YD, BEEERSHEES RS L0 REEPRIEL:, Lrl, ARRCB
W, FREAT 0EEERT, A, ROBEFEIEE—LEZS5NZDT, RHEEOHE
REOERIL, genetic polymorphism UADR T L2 bDELEbR D, KRED
phenotypic heterogeneity #3342 8F & LT, UTOREEERE L D, ORDE
MFZEEHS PKU & 32 EFFZERIC LIV RELTWwD, OBHREEHORER
HENEEL T3, @EKFKFRZ T Phe R{LEFED minor pathway O FHEIHERE T 5 2
DREEND 5,

GEEFR#IR)

(DARA L T, KM Y > Bk DNA % V>, Southern 12 & © RFLP OEHE 2%
HY 5, HIREEE (Pvulla, Bglll, Pvullb, EcoR I, Xmn I, Msp I, EcoR V,
Hind [ll7%¢ &), {full-length human phenylalanine hydroxylase cDNA 7w —7 (Howard
Hughes Medical Institute, Baylor College of Medicine, Dr.Woo & D £5) 2w 3,

ARFROEEBTTF L @OER%E T 2 RFLP 28R s unid, RFLP iz & 2 X 0 L&
RERFEERABCELT, REEORA 7Y =7, HEMBHOBEICEEZ 5,

2 #r PKU O REZF T 5MORR, RUEENEORRICEAL TRFOME LT,
RAAREOEENILEETOFEDHS, BKA L BAAD RFLP 0%, BiZE7 ==
— 7 7 = MED phenotype NE L BETFREOHBEEEE S HICT 5,

QERBEFO7 o —=r 7 2fTe, BEEVIZFEEL, BEFOBERE 2HS M
ER-D
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