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(PKU). S RME FRREFEAE (CAD., HEE-6-%E A
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E LA (HCY 1) % 15 kR E 2T i &,

=, IMAR&E
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(=) Z&EREAFE2R
REFERFALNBFEREELNEE, T ECEBET
P KA NE L B AT TN ERAAE T FELNTRR
%,
K RAERAE LR 77, HEAEBRMEXSTHAA k&
BEAT 0
(W) BEZXK
1w =ERE2EULE, 260 FFXK;
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R G 7Y N S N L S - WR o
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WK (55 F) 5T, BEWAE-200CH&H THRAEERNKT mFA.
(B) BMBRF &
K R A B xR & CH. CAH. G6PD % 3 FH ik i .
K JF| & Br i vk & PKU. MMA. PCD. NICCD. MCADD. PA.
IVA, GA- 1. MSUD. VLCADD. CITI . HCYI % 12 f % )7,
1.PKU
(1) PR F A A A8, (Phe) & E1E X R EHIR,
(2) Phe>120 v mol/L % Phe 5 B & 8 (Tyr) M &
(Phe/Tyr) >2.0 1& X & & FH 1,
(3) FFJ)L. kBRI, FRERBIINLTHIASEAREAR I
E (HPA) BEEME, ¥ @A oy aem &, o & s g 247 Ao
EHSMHATEAN;, mAXEREXREZER AL, T H
DB FA P
2.CH
(1) DUERRT o B R R R (TSH 1E 4 9% E 4847,
(2) TSHFEMERE LR ERERANRANEH#E, — KA
8~10uw IU/ml, & T 9184 % & FH 1,
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(3) KEAREILBREEEREILTELEF 2~4 BBk
EA 25008 R EFT R M B &, LA E R IF A Ak I ey B A
{2

(4) LLTSH A i & de4r, W EFHFRKRGAED, ZH KK
FARFEMELNECH, MEERKTEMGERTII RN LT
CH =k TSH R+ & & o gt HALBIAME, FEIRL X 5%~10%, &
MHEEFWELR, FEFXDER, TEZFHTDEFRESE
oS

3.CAH

(1) DUEK Tt g 17-% 28 (17-0HP) 1 4w &4, H
NEREENGER 21-B B = 5 38 CAH,

(2) 17-OHP FEHEERE LR ERXFE AN RAA&#HZ, IE
W o E & JL— M A 10~40nmol /L, %%m%ﬁﬁémﬁoﬁ
17-0HP & & % fe e 2w A, ¥ Z LAl fe e 57 & LRI P
&,

(3) MR, B/, REARKRE. REXRKF. BH. it
K% Z 2% CAL & BIaM; Z2ESRHEILEERBEBTES
5 2 CAH 1 2 18 A %

4.G6PD

(1) VLVEALT i A GOPD JE M 1E 4 1 & 4547 .

(2) GBPD yEMYIE—#x # 2.0~2.6U/gHb =% 15~30U/dl,
18T 9718 4 9% & P

(3) LLGOPD vE M 4 i B4 ir a4 & T A8, ZHI
A, GOPD VEMAMER % i R&E . #HEATE . 5E T
E. mARGFLAHEEZ MBI EEE, EFchtBrnRF
{%%ﬂi&/ﬂﬂo

5. BRI EN S HRERIF

(D FEETNEER . JF 5 RSB E A



(2) FEARRAE T X RAT £ s AT £k
(3) 7~ [l & J 4 2 3 A v B B LU (B Y BRI U B AR 98 - 52
I = BB R IR 2 A
(4) 7, KAEE, BEERR. WEETEA. mHKRRF
PR AR MR EFEH 2 PmmEE R, &I R E A
.
B R IR 12 FE 1 ROAHR AP R A A U FE AT

e T A A A P4 AT
1 PKU Phe. Phe/Tyr
2 MMA C3. C3/C2. C3/Met
3 PCD (0]
4 NICCD Cit
5 MCADD C8. C8/C10
6 PA C3. C3/C2
7 IVA C5. C5/C2. C5/C3
8 GA- 1 C5DC. C5DC/C8. C5DC/C3
9 MSUD Leu. Val. Leu/Phe. Val/Phe
10 VLCADD Cl4:1. C14:1/C8:1. C14:1/C16
11 CITI Cit. Cit/Arg
12 HCY T Met. Met/Phe

E: C3 HABLAAR, C2 HZEBEAH, Met AEAR, CO M BB AR, Cit HMNE
B, C8 WFBLA A, Cl10 % BB A, C5 957 RBLA#, C5DC A /R —BEW A, Leu X
TAB, Val YHEAR, Cl4:1 YU EZEBEAHR, C8:1 HFEBEARM, C16 A%
HABE A A, Arg AR AR,

(X) REEH
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HETE, R R0V 410

(Z) LBTRETT

VHTRN: (1D Fra LIFEMEE, REAERRFLEMX
A, (2) REFERETAEFEE, TRXMLAFEE, A
OB, #TEXZRERN., (3) FHEMEEEFZ LR NRE
AN R R, EWHATER S A EE O, HsAEKE
FHWEREL IR, () RrrEEtEREEREE, HHEEK
HEFERMNER, REARMNAAHAZFEZRLL, 712
7

BITEN: (D HEMEFEIL—E#HY, FERRIET,
BITBE, TRBRT, (2) #nEFREHEIL, EHTHERE
o Fw ey E B, MABI#HATIET. (3D BT ENAEKERS
R R A o e R 7 - A 7/ BN 8 -
Wi, IR R M ALRIE T E . (4) BT KRR
AR RFETEREER AR, GFERRIET. HWIEIT. EAT
BT, BERARMEERTY. REETF. (5) FERBIEBITH
KU, BT RFREERF S S CH N A ERKE. AR
KE, BRXEY e MR smd g Rk aEE. (6)
PUOMBE KA FELEET, ENHETFELHME, K
MEAE . 2 7 R E AF AR AR I

EEEN: (D HEHLCEIILFERFKYAME. Ak
o (2) MAMARERFFEREHAL, ZN0~3 AlkE
MNAWET—R, 4~12 ARE3NAMT—K, 1 Z2UEE 3~6
N BET— K

AR A L3R 1E RO I A B R R e 15 A

1.PKU

(1D 5 & H B AR

Phe ¥ £ >120 umol/L #2 Phe/Tyr>2.0,
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(2) iy

11 Phe & E #4:>120 umol/L #0 it Phe/Tyr>2.0 # 4 HPA.

Br A HPA B )L Z W #H AT R &K% E 2 4. I = 4 ¥ v € )R B

(DHPR) & Ml & fu ZE EHAC M, LKA KE AR~ (PAD
ez E A S A S (BH4) $hZ JE . BH4 SR I ¥ th B 5
B .

(OPAH $: = JE 4 & . 11 Phe=1200 umol/L A £ # A PKU; i
Phe 360~<1200 rmol/L %% & PKU; 1m Phe>120~<360 pmol/L
H % £ HPA.

@BH4 Z JE 42 : =% W 6- W EABE W 2 v A R 2 F
(RIS T, EWELS R AENEL SHESLPIER), H
JK 7 DHPR #: = JE (DHPR v&M A B 1K), HMKA DL

(3) #77

(DPAH #+ = J£: 47 4% i Phe>360 nmol/L, = 47 f# Phe>120~
<360 umol/L #, & Fg— J& i Phe % E >360 umol/L # i % F 1%
Phe "X & 3677, 11 Phe 3k E <360 umol/L H#H A FEIET. BT
EXREEZLTHEILY T Z8 BN o Phe ¥ Z: (K Phe k8677
%‘ w0 Phe R E R %, &R KM—K; twoin Phe 3k B = | & #

MEEAN, FAKLMN1~2%, JLEmDPhe BEFEEH: 0~1 %
120~240umol/L, 1~12 % 120~360 pmol/L, >12 % 120~600
pmol/L. EHEAHATHRE LT WE, #1 ¥, 2%, 3%, 6 5
HATERRAIMG. RELEET. RFPKU oM BH NETE
I F 4 A 7 A% 35 ) o Phe 3k B #£ 120~360 nmol/L, H Z 4 #..

@BH4 #£ Z JE: # 1 [F % H % T BH4 (1K Phe th £ 367 . #b
FHERFEHAER (FL£E, 5-BEEAR) £BHAEIT,

2.CH

(1) & &% A B AR
it TSH>8~10 1 1U/ml.
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(2) ¥itr

#1947 4 M vE TSH An s & ORI ¥ (FT4) WK E . TSH i
. FT4 %X % CH; TSH#¢ & . FT4 IE% % & TSH mjE; TSH E#%
s fE K. FT4 R MK 7 F AR M 50K AR o g R IRE .

(3) #&I7

OFRBHEEERET: AR ORAERFREER (L-
T4), WEFREH 5~15ng/ (kg+d), EH—K, FFT4 72 A
A, TSHZE 4 AREEER,

@& TSH 1% : TSH>10mIU/L, % F L-T4 3677 . TSH 6~
10mIU/L, ZWEfR1ANMAEERRESGE, W KIALERFAE 6~
10mIU/L Z [8, ®[% F/Nil= L-T4 BRIET

OEMELEFRKESGE: WRETE2AZE, RERD
FT4. TSH R EHZEEITTH &, Fim FT4 #REFHEZER LR
BN, TSHEFEEEREN. FRENGE 1 ZRNE 2~3 4 A
EE—R, 1 FUL3I~ANABE—KR, 3FULEENMNAEE
”‘7);(0

DEHEE LT TE, E1F. 25, 3%, 6 FRHATEHE
X H I,

GCH £ JLEE 77 1 12 F 4K 48 W IR 2h ge ol 48 R L-T4 7
g, 0 RIIFELEBT, EMBEILTEHRKE, HEFH,
FHEER 15, FREDEMIEREH T LILFET,

3.CAH

(1) fFEMEET B

M 17-0HP A T &L EWi{E. & T i 17-0HP & & 471
E#HAEILERE X, ERELREFEZETIREBRATIE.,

(2) iy

O 17-00P R E#F & E; QmEE _—Wm. 2FEss; G
mEE FREFRBEEEGRIET; @K A oMK, g
b



s OFFERMAZRML; OKEACELRKETNE, %
HRILHFZE A, 60, @. @HOMOT LU,

(3) &7
—H@ip AZ BN 21- 2Bz E, TS E ERER
HEERIET

QAT WA: FHEANETHA, 25~50mg/ (m* «d), DA
Rbetma|Rut 8. WHRERTH., BMFETEURKELY
WO EHEFEE, BILE 8~12mg/ (m* - d), 4 3%, F8h Ok
—K, VUEARIEIE R B AR N3 AR A £,

@# F s E: 288 (KHEAREGEFTHENE) BIL, £
HEHFAILBAEILES, HFERSTHAFTEE, UKEX
HRA, 9a -BATHA0.1~0.2mg/d, 4 2K DR, BEHEIET
HHEEMPKTFETEY, #F =5 0.05~0.1mg/d. k#HA
BILEHAAmAMH 1~28.

@M B AR E: £AHMIT 38.5C. BMEFRA. 2KF
AffZ L E, RAEERLT, THHALT RN EZE 50~
100mg/ (m* * d),

DI EFEHEFHHEIT: SHAFRAEAERE L EEIL,
ERHEALERGE, NEHABI~R2MARBLHWENFR.

OW: BITMHEZ T, 2 A2 1 MABET—K.
RéREE, <2FH3NHA—K; >2583~6 1M MA—R. &
3S~6 MAMEEK/ &5F, EFEITHEEH. SUTHRAEREY
B BEFEAr Y 17-0HP, #8)& —BF . 2K A KHEE,

4.G6PD

(1) fFEFEWE BT

i GBPD vE R T &Ll E911E .

(2) i

1 GBPD 7% 1 =% G6PD/6PGD H 18 F£ 1% .
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@G6PD # [ A6 M| | 2% AL & o
(3) 3697 B Il
BT : TERNLFET. ZHIERER, R\EELE
BAMBE, TWHEBLEIRT, % m/™EF% )\ GOPD /& £ iE
MR IET
@W: BEeR BT RAR S, BEeEMBERNALE HEA
wm, BEEREMMELGY, CFEKTFA%R. BRI, #KR
T eRH LR, LR . [ E LA A,
5.NICCD
(1) fFEMEMEF B AR
mR A& (Cit) e, HHAHAE Fmas’ (Met). Phe,
Tyr K48 (Arg) ¥ &,
(2) ¥ itr
i Cit ¥, £ F#H Met. Arg. Tyr X% Phe # &,
A BILHER S HBEAREE.
QOF A-BEFIABRE A- B EXHEHRIE
@HMEMN: FREOEZHE, HEMEIE, LT
B FIRTEE A MAEMREK. BE MR Dk ES,
(@SLC25A13 A [ o | 2| & L 1
(3) 77
LT TLIBES TR B ERTERR, HalBEkgEs
, ZRERYAE 1 ¥ AEME.
6.MSUD
(1) fFEMEEF B
& (Leuw. Leu/Phe &, R IHFHAR (Val),
Val/Phe ¥ &,
(2) Ly
M1 Leu. Val. Leu/Phe % Val/Phe # &,

-14 -



@QF 2-ZHF KK, 2-TF XK. 2-B-3-F XL XK. 2-
FOREE,

(®BCKDHA. BCKDHB. DBT = DLD & [ 46 il 2| 2 = i &

(3) &7

OaWET: REEZEEGREN, £T7 14 Leu, RRAR
B Val BWEFFRE SR IETT, FIEEALAFRIT. HEE KA AL
FIBEgE . &% 4 £ £ Bl 100~300mg/d, &R # Leu 7 T [ 50%
PLE,

@B EHIET: R EZEGREN, 4T T4 Leu. FREAR
B Val (WEEBRE 7 l, LR B EME R, EHRN LA HE
BRI ERBBRE N RE; it EFRITRELEEZBL (B

gﬁlﬁjt)o

@ HHE: FIETE. RELZEZFT 5 RFEHE, E1fE
g R

7.HCY I

(1) fFEMKEE e

i Met % Met/Phe #5 .

(2) ity
O 7] & ¢ fr & B2 (HCY) # .
@1 Met & Met/Phe ¥ & .
(®CBS # [H 1o 5| 2 7L &,

(3) %I
OREAREEFENE, Met ¥ E B LA T T Met &5 E
FAR A

@b T XM 100~250mg/ (kg « d). % 4 £ B,
300 ~600mg/d (> # B IJLA ). "B 5~ 10mg/d X ¥ & &
lmg/d,

8.CIT 1
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(1) fREMEE EFE

i Cit. Cit/Arg ¥,

(2) ¥l

O Cit. Cit/Arg # 5,

@) & 5L 7 BL fn JR v e i B IE R

(DASS1 # [ &l 2| 2 F 1 &,

(3) #77

OrEHET: REZGFREAN; BoA, NAKXFRY.
Arg REFRIT, PTEXEFTENRENRFBEBEENIET; HIE
AR EEL, B ROREE A

@B EHIET: REGRE, RIEAE. FEFFHETE
FEE;, KN Arg, X TERAN K FRAEHIIEIT,

9. MVA

(1) R &M% E E ik

O ABEAH (C3). C3/ZBERAR (C2) HHEF.,

@1 C3 E#, C3/C2 5 C3/Met ¥ 5,

@i C3 ¥, EC3/CQQERTFENETR.

(2) Vi

i C3 % C3/C2 ¥ &, =HHXH C3/C2 ¥m. A4 MA
WA Met AF T, C3/Met #E,

QRFEA_MHEE, AHAFEMGER. -ZEARLA
Bt H &R 5.

@A A WA &)L HCY ¥ & .

@ H M. %47 MVA & 0 MMUT. MMAA. MMAB. MCEE.
SUCLG1 % SUCLA2 % A [ ; 4 JF A MMA 4 U MMACHC . MMADHC .
IMBRD1. HCFC1 F ABCD4 % # A .

(3) &Iy
OeMEHET: REARXAEZEGRBENRSL T4 TAR.
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Val, Met B A& BRI FFRE 77y, AT EE I HILERE, Y
FBRYEREMRELL, BREEEFRIT. REFBATHA
% B, ~5mg LA ES, ®H—k, #45d, AZwEH*TH
C3. C3/C2. EAMNBRAMN, HWrdEE B, &EF Lo

@ FHEIT: a) BB MA T4 h4%EEZE B, TR A g
EEB,ERA., HEZB, LRAEEHA WA £)LF EEH A%
FHREBENE, DT 12 RZEA®R. Val. Met X AR WK E
MRt HKFEBERARKEARBEANEILTRERINEFA
AWz, —HIAHELd, 255 RAZTaRBEAEER. W,
HREESF £ FRIT 50~200mg/ (kg +d) &7, #4E% B, AL
e A MA BILFERRIET R AFRITIET, BSETHA
Z B, ) AHFEMA BLHNELEZTB, AR, ARXER
¥, UL TRERREET, U4 THEER B2 (BREEAR
T HEMEAWEEFE BI2), AFRIT. #ER., LR
BRE 6T, Met (K E % T Met 677, H% TE R IHF.

10.PA

(1) fFEMREE EFE

M1 C3 #v C3/C2 5.

@1 C3 IF'%, C3/C2 ¥,

@i C3#E, EC3/C2EAEFHEGTR.

(2) Ly

O €3 & C3/C2 ¥ %5, s #HMF C3/C2#¥E, ¥1H+HAR
g

QF 3-ZERRE FEMGRIE S, IHFF RGBT ARET
ACEBHARE .

(®PCCA = PCCB % [F 46| 2| & =L & o

(3) 77

ORMEHET: RAZARBARTERFRT AR,

17 -
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Val, Met, BARMWKEHRE RN, HERTEH, BETIL TR
T, AR EEE, BHILA, (R RERHRF.

QB EHIET: REURXAKEZEER, thnFh r R a&K.
Val. Met. H&ABRWEHRE RN Eah; BEHETHLEFRL
FEEARBZ, HTERERE; AFRITHFRNEN 50~
100mg/ (kg * d).

11.1IVA

(1) ff A S E E

15 R EE A B (C5) & C5/C2. C5/C3 5.,

(2) Ll

L C5 & C5/C2. C5/C3 ¥,

QR FRABRHEARYE S, JHI-AERRREE,

@IVD £ [H 6 M 2| & B L &

(3) &Iy

ORMEMET: REEZGRRR, LT T eRARNFRE
T, BREELFRIT, MEASBMRAEI, BHEZHEE
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