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1. K HH&RAE Phenylketonuria

R PRIE(PKU) R T 2R N R R A &4 P B b B, DREE ) LR HE HH R R S A R
SR NS4 . PKU R IR A B rh & W —Fh, 8w e tafh kst . ok
SRR S, 290 1/ 6000~1/ 25000, FR[EAKKHEL N 1/ 16500.

AN G N R TR R . —, EW/NLEHTEENENEL N 200—
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FEML JRFE ARV RIG (R BER BE I v, [ IE P 2 T R R IR . R LR K
FLER AR FR LI R AE 55 A ™ ) 0T F PR bR o ek L AR R R S 3L 55 B AU ) 5 3
IR (R, AR R D, BUEHVRIRER . B EIR MBS SR A L.
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MRS UIERER AV 0, WTHAT R ZEh sy AR s N A, DR
PULEK Jy 388 s Rk SR 7o . BH4 §eZ A PKU B LIAHE REUER B R B ™ &
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MNEAT I e EN e, 5 R B R AR . MR N IR % 1 >0.24mmol/L  (4mg/dD),
IR FIEH S 20, A 2 ol KL 5 B RN R R AR R R . %, LI
FNREIR W] Fis 1.2mmol /L (20mg / dD) LA F.
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2. EERIRAE Homocystinuria

RRAE B R MU IR il = DERRE IS 5 RS 1T A R Rt A o o PEAT A D RRAG K
AR AL E R PR EL SKARREL O R G AR, MATEAE th 7B
SR AT AET o e R BRI I P R ), B 22 IR — S AE LR Bkl AL T T2
e P 1 72 S R
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3. PMH-$EH JRAE Maple Syrup Urine Disease

PARE 3% JRAE(Maple Syrup Urine Disease, MSUD) J&—Fh & FEIR AU 75 O, AR =
PSR e 2 R e 2R 5 U R A AT ik B2 v 7 2 SO I 1 2 &0 ) i A L =2 AL
SN, NGB A 2 X PR D e AN, i TCTE I AR, I R e R I RS,
AR L AR I, 5 3008 B8 AR P RS AT I S DR 7 - R B R TR () A

PUBE K RAE (MSUDD S0 HLEE 32 B2 i TRE IR o 32 8 i R 25 &89 ( Branched chain x-keto
acid dehydrogenase; BCKD) HJIhREA ARG, M FHRZEIK (Lew) . Rz (Tle) A&
AR (VaD) SFZIERRIHER . B B oe 2 IRIR BN 20-40 1%, Spoe2dl IR A A2 TRk
FEZIBEIM 5-10 fi5. W T RN AR R Z R NIRAT Y,  PRYp AR BE 2R ik,
DRI iy 42 BB SR PR AE o BRINEAI AR AR N+ 2 —, EZENZTH T2 —-
SEIR:

—MCREAR DR R IR . AR IR SR WLsK JBE nEeob . K SERE A S HhAE
L AU T

i AR RT3y LR PO 2R

1. 7Y (Classic): BEAYE MW Wo BERETEN IER T 0-2%; KA AT 3-7 RETHIL R
FEAR, W AR BRGSO AN 2255 s B R RE AT, WIS TFaa kit . 4 SRR KR BLG )
A TERR T 8 Bk s EOET s AT R BRI .

2. "Rl A (Intermediate): BTN IEH 1 3-8%; AR08 s AR Er (1) I AR 7% 5 2 B L 284 1y
SR VAT N R R

3. (A (Intermittent): BEEPEL N IEH ) 8-15%; W —HET 1-2 S AGHE —IRNE
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4. JZ A (Thiamine): 75 B KRR IR T 44 2% B1(VitB1 thiamine) 3 SN, (8 IR 4t iy
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