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TR B R 5iE (Phenylketonuria, PKU) J2& — F 1 1% 4 35 75 »
BH TR A E AW A R % 1k B (phenylalanine hydroxylase,
PAH) 75 4 [ A i H 4l B DY & 2E 9 15 14 (tetrahydrobiopterin,
BH4) § 2, 3 BRI 2R 17 1% 2 FR A5 52 BHL o 1L VR 20 2 v 258
VIR YR B 3 i, BUE IR v R TR R LR TR AR FL IR O B
. VR AR N IR AR E B E R AT R E MR RS,
R H A S BURILE LT AR AR R TR .
A g %6 LA R R B 2% S, B PKU i1 0% R 2
111 14487,

1 PKU Zf&HLH

PKU &2 i TR T & B QI 7 o 91 . AT R & A 1k A=
KA TR Z — EF BT /N REAE N
200~500 mg, A NKMENARLY 1/3 HTEARNS
B .2/3 75 PAH AR 4% AR R4 B AR AR 25
B AEER VB B AU B R S BT DT R A BAE .
i B JLIF 40 N B = PAH A RERE 28 9 20 MR 5 1k o i 2 R
TR AR B HACH - YR IR LR LR B AR 3L IR 45 HE Y
T AN LN I IR bkt o i R 118 R T R B L 5% i
AR 0 T R 1 R 25 A 2 2R v O e R T 5 S0 A L 45
% . BH4 Bz RSl T 5 1 = BRI K & i L 6- 79 i 5 1Y &0
WD AR B A W R O O U B 2 T B, BHA AR R
PR T T O 40 1 TR 0 e R R R 0 R O 1 R 1 el 1)
BL 1~ o HG I i 7T S S50 P PR 28 BT L2 TR 5 0 i 10 A A
W INEE M2 R G ED L 4k ZEUR L LR PKU, {YX
1% /64 A BH4A Gz 7Y,

2 PKUIGKRM

AU A — MR IIE R Bl A 5 15 i R T A R S
P W) BB W T B 3~5 D IT IR RBUER B 1 2 4
REHUE . BILAEKRFTERE, KRG A THR. & A2 A
B R RIREAE » o T R R G D s AR LSk S W ek B A
o, AR R AR . B TR AT R TY &R 5 N5 B R A
O FL IR M R 2 R — 2 T MR B PR I B T A R R Y B R
BRSO,

PKU BENMMUBETHEK K ERG, K& Z% 08K F R
e B IOR TR R m AR T R R B L. R RRR T Y
PKU £ LB 45 (1 34 K L8 ) I0F Mok Bl 8., 25 600 &
FUEE R e B A . BH4 G2 BIM A R gk R R ™
L H LUK ISR v R, E DL AR B AR B Wk S L 0
RNEWRIT - WTEY LML T,

3 PKUHE
25 bR USRS 43 AT RN 1 40 L A A A D O 1 A2 A R
BH4 Qi IE® 5w 2 kM,

3.1 BH4UHIEH M PKU AWM T 4 Fp2kH (g iRl
PKU.: 28 5 2 B ¥k B K F 1 200 mmol/L, %t BH4 3597 4.
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(2) 5% JBE 1 2% PO 208 ILAE - 1 25 P9 20 B2 ik B /E 120~ 360 mmol/
Lo (3)H i 28 TN (R I AE - I 2% 9 240 R ¥k 2 360 ~ 1 200
mmol/L, (4) BH4 it PKU. % BH4 JA¥7 4 5 PKU,
3.2 BH4 R R M PKU G 3 F2ER (1) 6- PR Y
SRS G L B 2 T ¢ RTINS U RE T i AR R VR R R
MR SRR T % BHA MR A R0, (2) 2 M08 i i il il =
R i 21 200 J I 0 R TR G T A I R T R T e s
W THE o BHA 1697 A 8% . 021 40 i = 00 05 3 J5 i 0 ok
M. (3) S = BRIR A A K i B T Bk = AL BROBT 08 W i B 2E
I VR BE 2T L LR T B B T i IR R B X BHA IR
IRl
4 PKUMTHER L

AR LI I A 2 4 R T R A ALAG LE BT A J LA o, TR
T TR0 AU R 56 O vk i — e fE R LA A fE S L IE AR
KEE . FBOLE R 8 AT 1 — L8 5 K M 9 | 3t 1% Pk e s it
AT B A0 A DT A8 L A2 G PR b AR A I DRRE IR o A7 L4 P A
b FE KT A B AR 1B R 2 W, 45 68 8GR IT .
kAo B L R IR A R IR T 6 A B DR IR L AR R A A
RBMERREENRERS . Hun3 E w9 H A JLE R ifi 75 2
1EER DA ML A T PATRES M, EMA 9200
i A B — A A e B AR LR O A AR,

PKU #2457 543 22 Fh, I 20 e A 20 T4 400 ol 3 30 Al 4
B FH A s I 23 9 A8 5 O 43 BT 1k 5 LA B B ST E 1 R B I S
A LR LA A il b F s RN R Y. BiAE LA 72 h
Je S THFL 6 WK R b CFE 2R i 2L B JC 26 1 5 67 o 5 00 R AT o R
PKU i B 5 1D o R 02 B sl M o 3 26 [ S&-S 903
L HAUEAC L TR B3 A B, B4R A 1B H AN KT 8
i, SR DAk B 6 O A O AR T D R R B
I AR 4% 92 3 58 Bl ) & 2, — MK F 20 mg/L g 0 25 FR
PE o B AR L AR T 20 B2 I B R 22 K F 1 200 mmol/L 2y & 28
SR IMAL . I A 55 2% D9 S R I AE 5 389 7 24 HE A7 BRI W8 33 3 47
I S 04 34 )5 B (DHPRO 36 M0 /2 , DL ) PAH B = E Fil
BHA4 = it . BH4 75056 77 9 B2 Wi .
5 TS
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5.1.1 BH4 [E# &8 (A PKU) | F PKU £ KN AR
FAL By AS B 5 5 5 20 B AR A > 8 Y R B OR TN &R Y
I o AR YR N =R e AR R AE B S R KOF . &R PKU
FAMMARNARKEIRIT A TR RN EARY . A FAE
1R R AR R A T R R AR E M R I 2 g -
kgt ed N 4L 1.5~1.8 g kg ' o d L EEM 1.0~1. 2
grkg ' od . MREARNEARBARLA N 0~3 1H 2~4
mgekg '+d ', >4~61H 40~60mg -+ kg ' «d ', 7T~12
ANH 30~50mg kg '+ d ', <<1~2 % 20~40 mg + kg ' -
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d',<2~3%20~35mg-kg ' ed',>3%15~35 mg -
kg ' e d . FFIRIAYT)E 3~7 d PN MR TS A ERVE K, HE 1M
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O VB E T IEM SIS U R E M E 0. PRKU EE
PP E R OO S R SE R B AN BN D R S S
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B &G R AE B0 RO & T A AF T RE A5 3 dee KRR BE i 4K
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7 PRUMGESHEHFENBDENRE
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7.2 PKU ffi &8 8 d RA ® ff AR 3T 20 it
80 AEAFIAGHT A LU T A H R . H AT E e 2 S s HE) .
M T3 E D AR —Su i XN F 23K TR A 3 R 1 [ i
LA TE ] FE A 58 3 L3t IX 22 53 2 36 L b e R M 5 22 IR A B SR
AW A B A S R 45 ) RS 4 DX 3R S R AR
LS 25 14 5 360 A 00 s R0 R0 o e 2 ST BRAA 19 £ 6 AL A
5 BRI A5 A AR A RYT REVT R AR
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S VK DAY A AT DR T R ET AT R L O I R 2R R R IR T R
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S B A

M E C(Cys OR—MMAaFREEAR. B RARE
o T ) 2 A T 0 i B =2 — AT el ML BT A A A A e e
PR REE . PRI I B R C AL G B/ BROE I BN B
I — S BB /INER U Ao AR AL B BEAR Y N TR MEAR R . LT
BT 2 C e B A 7E B 2y RE A 58 B O a0 9 L ok B
T A% Cys C FENG AR A%l B 95 vh %) 07 R 0 o AR SR 38 TLAF R
A K Cys C S SOk IEAT 0T I iR I T
1 Cys CHIEYZ4HEH

Cys C & —F Ik 4 F 52 B M AR W 4k 28 B o, A X 4 7 R
WO 13X 107, i 120 S AR AR LA A, 2 — Fh ar b A
Jo AN A B — R B AR BT IR R . 48 Cys C IR
L N 20 SO, KR 4.3 kb & 3 MM B F. 3
P Wz 45 ~50 A MR AL K tATA &F7F 5] (aTAAAA),
Wty & C HE 5" M3 X gC & B30 - 4 Sl bh 07 5 L 3iF 400
bp I g+C>70%, & % ¢C M B " I B+ 1 &K
FF LS M —3 A4 A E & gCH 72 900 bp, g +CHr it
K 73% . WXL cpG/GpC WA HE F 1. F UL IX cpG £
AL, A2 Cys C I 5" M3 1 kb FFI P RBLT 2 4 gC
£7(gGGCGG), I Xt & B T 1Y 38 F 4% O £ )7 81 (gTG-
GAAGG) . HILAT L, Cys C LN 5 3R F 515 “F K ILH 71
Jadh T X E G AR R, BB = LA cAAT &7 8 &
gC A GE T spl 551" gC &7, Wl Cys CEERF
PERB AL B e 3 [N 7 BT AT 4 U0 8 o 4R T o) ik .
northernx ENifith & B Cys C 3% [ 7E BT A 1Y Bl 0L 52 4 4 4 3%
L ALHEE L E R

Whot &3, Cys C /& B Hi & 300 %t 24U (A |G B 30 4F
R A PR R R B E R R E A A8 R AR H
B LA A M 4E A L Cys C ) — A~ 2E 324 T BE T RE 2 R 72
b SR 2 I G DT, Cys C LD 28 A8 W) S B % 1 Cys

533000)

B X AE L
TEIREG A NXEHS:1672-9455(2013)07-0858-02

C V& # #F 13 5 C(hCCAA) , T & A= fili sh Ik 1 %8 i 24 - X /2 H A1
RIUMEHY Cys C A A I RN .
2 Cys C TEMEIR IR 5 9% 1Y Il R 5L A

Cys C 24K KB RS I ReZ 8 1 R 4P pn &9, &
LA B A /N IR U o R AR 3 T LA R 4 /N A
JEL TR WS, 7 A P AT R T A PR ORUAE e B PR B
B BRI ATI 20K 5 B iR BT v R0 5 T 2 BYBE PR 1B
BRI B A T Cys C W& B 1 ATL 2Bk
EH B ET Cys CIEWH., AN, M Cys C &2 —Fik
WIS B0E B  5, bR 120 AN S B R 4 G A2 — Ry S MR AR o
B B2 A 1) PP B /N R Sk R T RE 1) 3 48 A A ATT I SEAIE S Cys
C T b B o il 40 A b = Y R T S WL 74
B PR 5 R K 30 9] 4 BRE X BR AL Cys C.Fg.C I & 1
(CRPYZ AL bR I, 255 & B Cys C e IR 4 ¥ W
BT AR R E RN, 3G Cys C.Fg.CRP /K- & i
e, GXTIEA R Cys C.Fg.CRP 2 R ¥ A i 2% & X (P<
0.05) s IEH H AR 411l Cys C.Fg.CRP /K- 5 %} B4 A Lh 22
A G L (P<C0. 05) s S it 28 1 IR 410 Rt 28 1 PR 4 il
Cys C.Fg .CRP /K- i i XA FOEH & A RA, H LK
BE P R4 E Y B (P<<0.05) . BFFE &S RNy B2 R
PEFF e Cys C IME— 28 B HEBR L L 318 5 - R 32 4R % L M 531
Mg | e g M S R R S L RIS Cys C #8000 5L 1030 PR 955 ' s
B R,
3 CysCEREBERREREAUESHERPHIGKEA

AR R (LND R 2l B H PR E &9 TURTE BN aRk A
INE R BT R B R A YT E N E R UEBUA R &Y
DU SRS & T 5 /DR IE S B S 30T B/ A8, IF 57T 2
Mo BB I /0N TR A A B /DN T BT A T o A BR R
BAL ) REHE — 25 I EE BN BR 455 L AT 51k /N R R N A





