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10T o TEA I & BUR A2 )L 284 T R IR
i A TR bR W R T A R A [ I A
SR, BT OGS S A I, R IF AR YT, L
TEVRINE o X T AR 03B AE L, Ui A 48 b 4
F A, A R LR A A R A G R 0, FRIE A
B LARITRET

2.8 AR LI A BHE S, AR AN [R) 1 e A o
AR A ARSI, F 435 i L PR AL HAR R D RE L FL
figp I Lo AT BB R R R SRR e R
BRI DRE ol s | g FLRR WUIR
VT | 1M 22 HER | 1ML 3% 25 Y B (free carnitine, CO) | Ifil
P 5 PR B PR A HILIR | [R] AL e 22 R (homocysteine,
HCY) H R 14

3. 0 A B 28 b R A I i s AR Y 352 4% A 344
I, AT S 012 W AN RS W L B AR DGk ()
BB PR S0 A

4R SRR A b 02 e BB B A
HOr N 235 5, Bl Ak PRUAS DN R B S0 722 S v L AT
iZW .

()BT L A B 167 S5

1. i s BH BT 2R L — B2, 75 2R PR YT,
TRTT R P ROR

23697 B A BEAR A P9 5 5 AR ARl i A
F A i b L5 B AR 7 ) b FE Bk Z 7
Dol 0k 6 A T SO R IR S0 5

3IRYT I A AN () 1 g 1 T AR T
A BRI EIRTT AIRYT BTRIT AR E &
MR AIRYT RIS .

4.8 B LT A B R e R4S A 2 SRR R
JL, ange KA B R e i3 A2 9 (congenital adrenal
hyperplasia, CAH) | Jit & P P B& 6k = 4 (primary
carnitine deficiency, PCD) U PR . H JE 9 iR
1 RE (methylmalonic acidemia, MMA) | N fig I 4iE
(propionic acidemia, PA) | 5 J& /& Ifl %iF (isovaleric
acidemia, TVA) B 1< 5% 15 5L A7 1 A J5E 220 il ke = A
(very long chain acyl-CoA dehydrogenase deficiency,
VLCADD) S5 , o 17 K AL AR b, 72 AT A G
S R A RIS, S B EEATIR YT o

5.7 EAREIRST RN 167 AR T AR
PR R L S M o R TR VA B | TR R B R A
X B o IR s X LR RS T

6. 7 A= LI A5 W 12 B et A% A RIS HE o0 7 2
ZEIRYT IR R P SR WIRE DT , W AR R
J1 KB KA FCHPAR DL

(=) A LT A s Bl 7 J )

1. Ui A5 12 58 L 2 R I B U5 S B
U7, LAOR B Y R AP , R AR B e U

2. Fifi Ui AR AR 0 AU 17 5 B g . 2%
T 28 R 3R 10 4% Ui A i 1 R s 1, 22 0~3
WA A BT — K, 4~12 A48 34 A BT —IK,
1% LUE R 3~6 D H BT —IK .

(P AR AR Z 5 e 4 i )

I T A= Lt A A B 60 35 &+ R, A3
PR R L P SR AR5 1Y 20 MBS HEAT A4

TR AR TN AR AT

5 R TN & R Il AE (hyperphenylalaninemia,
HPA) J2& i T 2K N & 2 7% 1k B (phenylalanine
hydroxylase, PAH) B H: H§ B 10 & 2k ¥y 4 0%
(tetrahydrobiopterin, BH4) il = , 5 2 1l 7% N 2 IR
(phenylalanine , Phe) RIS LR FRFLIR SR N B TR
38 v B — 2 LAY SRR R AN . R SR LT R
PN 1k BV G , BHA B Z 0 B LAEA WL BRI
T

(— )3 Az JLi A5 B A [ A e

1. EB IR TS AN 7 325 < 1l Phe Y€ & >120 pmol/L
1 Il Phe 5 B 2 12 (tyrosine, Tyr) [t {H (Phe/
Tyr)>2.0o

2. B PE AN Ty 125 - 1l Phe ¥ B >2 mg/dl.

(Z) Ll

il Phe # FERFZE>120 pmol/L(HRIGE BT 384G I 77
WA &2 HAJIE ) Al Phe/Tyr>2.0 %}y HPA, T
A HPA B ILE R AT PR 1% A | i S A
ifs i it (dihydropteridine reductase, DHPR) i 4 il
FE AL RGN, LSS PAH 2 5iE F1 BH4 Bl JiE .
BH4 {7 far 105 il B2 W, B R A T2

1.PAH i}t Z SiE 43 A4« 1fil Phe=1 200 pwmol/L Ay £2
MR K T R PR GE (phenylketonuria, PKU) ; Ifil Phe
360~ <1 200 pmol/L A ¥ & PKU; Ifil. Phe>120~
<360 wmol/L N2 HPA

2.BHA i = HE 73 Y e UL 6- PN A 7 DU S0k e
B I Bk 2 A (PR RN 3G 55, AR Wy K
W LLAIREAR ) , JLk S DHPR k= SiE (DHPR 3 14 1]
R HAt AL

(=R77

BT IEN . — B2, Sr RINR YT, B IR T
b AR AAEIRIT

LPAH B Z 0 - 75 1L & R EAR L, 1]
B — J& 1. Phe & J& >360 wmol/L W YR LA I3 34 1% 45
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TFAK Phe TR EI477 , 1Ml Phe ¥ ¥ <360 pwmol/L & A
T ERIT o IRIT S AT ERYT 0 LI T i W Rl
P Il Phe ¥ JEE , B3R 2 (1) Il Phe 3% 2 W5 I - 1K Phe 1K
BVRYT QNI Phe ¥R BE 52, B R ARG — 5 4 i
Phe ¥ J 42 il 76 BRAEE B O , B H R 1~2 9k, L
T Il Phe FRARVE ] : 0~1 % 120~240 pmol/L, 1~12 %
120~360 wmol/L, >12 % 120~600 pmol/L. (2) 5E
TR KB VA 1618 2% 3% .6 Z I iifT
HREE B AL . Q) IBLAIRYT . (4) A PKU %
P FB IV A VR > AF RS ™A% 4 ] 1l Phe Y FE 7E
120~360 wmol/L, B & /35>,

2.BH4 il = iE : 4% AN [R5 P 245 -7 BH4 B(AIL Phe
REIRIT AR A TRA (L2 E 5-R AR
i) SFR AR

= SR HUR AR T e DR AR

Je KPR H IR B B fig sl 1B AE (congenital
hypothyroidism, CH) J2& 1 T FAR IR 45 4 5, 5
ARBRZR G 5300 SR AR S B0 — 20 o 1R
FR BRE5#4 K DI BE S8 B0 CH Ay i & 1 FEIR A
DIREIERAE , i TR ST B 5300 CH A 44
K MEHUIR BR D REVGRAE , BRI R B b R /N
KRBV o A E Py g 48T i 5
AR AR IR T & (thyroid-stimulating hormone , TSH)
i i DR R ) R R A

(—) A LA B A [0 A

I TSH =5 i A 5255 % 1 VIE.

()L™

12 46 o5 TSH FiiE 25 B R R &R (free
thyroxine, FT,) ¥¢Ji . TSH ¥ & (FT, %1%k CH; TSH
B FT, 1E % K 7 TSH IMLAE ; TSH 1F 3 5% B 1% .
FT, B A AR P BEOBR AR D e R A

(Z)IR97

BTN . — B2, 5 BV T HOR IR Z AR
IBYT AR DT R R T AR AR K R F T

LRI R B RIGYT W0i2 L0 IR A2 Jig
RIEZR (L-T,) , DI 4R 7k 5~15 pg/(kg-d) , B H —
WK AE FT,7E 2 JE N JTSH 75 4 J8 A 3 TF 3 .

2. % TSH IfiL i : TSH K T 10 mIU/L, 45 T
L-T,JA¥7 . TSH 6~10 mIU/L, Bt [A]F& 1 > H & A
HUR IR D BE , i 4E 5 7E 6~10 mIU/L Z 0], AT 45
TN LT, 2R TT -

3EME AW REYIGE VRGBT R 2 &
A, AR I FT, TSH ¥R BE & 6 7 57 &, 4 1 F'T, 4
RV A 2% L RRVE N , TSH 4R 76 1B 3

Bl HORIRTIRE 1 2 W 2~3 A B4 — Ik,
15U E3~ 4N HEAE—K,35 0 ERe N HE A
—

4 EWIARSE KRBT EE 1S 28 3% 6 5h)
TR e R B 1A -

5. FURIR & B 50 s A BT I BER Y CH
LT BLUEIRYT s MG R K R B T B R AR
WEF A CH LT B AR . Hifth cH UL
AIAEIRYT B A ol R I R B i, L2
1525 . 525, IBE DT FHCIR R T B8 1E A B s
P FUDR MR ) REVRAR AE o B 7 Ao ] g T 28 /> B 452
Ja 14E

M .CAH

CAH Y e R Btk st A2 AR, i T2
P R A I R v B R (i 21- ¥R AR 11 B- 721k
ity 3B~ [ Bl S G55 ) I S R MR B G, S 30
R BT REVEGE L 40 BB LT AT Ha A T SR L Ak
W% & 5w . B AuE N LA 17- 2 42 R
(17-hydroxyprogesterone , 17-OHP) i #% i (19 21- 2
Fh R = AE L2 5 CAH B 95%

(— )3 LGS BH A [l A e

Il 17-OHP X T i £ e 40 % i VI fH . Tl
17-OHP §ifi & YIHE 5 8 A= LG A ¢, 45 i A 52 56
i BT AN RS VA

(Z)CAH 2

LW AR (1) 1 17-OHP ¥ J3 5 22 14 5
(2) I i s ) S s 5 (3) IR ' b R R ok
M AR R 5 (4) 2 AR I B AR i R 3
(5) S PRIAG I 21 A8 S5 A7 557 5 (6) I PR BLALHE 2 ik (2
FULE , wEBIJLAFE K, 4 (1) .(2).(3)
(DFS) AT LLS T,

(=)CAHIAYT

— B2 N G MR 21 -5 AL Bl = 9 , 7. BT
UG R TR RTT

L&Ak Tl B R JF IR R AT e K, 25~
50 mg/(m’d) , DI PRAE GG ZETL . 6 ARRE IR 47
LN N TN e O ey VRS P N A S S
JLI 8~12 mg/(m’-d) , 43 3K, & 8 h T lR—K, LUJ
R HRE 1 PR A6 I 6 s ] 8 51

2.0 UM ER e MR (R R A S el A
) UL, JE A B A LI R LA, S/ Rl 45
TR R DG R EDIRES . 9a- S 0] I
0.1~0.2 mg/d, 43 2 YK 1 il , 38 & i 97 50 H S A
KT IEH , 4E 554 0.05~0.1 mg/d. R ER I
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JUEE H AN SEAAL I 1~2 g

3. NLHCIR S AL B - AE R A i 38.5°C I TE 1
K AR T ARMIEGR LA, SE B LU, Al AN
AL T AYFA I % 50~100 mg/(m?+d) o

4N FE AT IR TT X B A ALK X B il &
B BOL, AU R AL WS RAE AR S 3~
12 A RS TR

5. 6877 RSN B OIRE DT, A2 A A= 1
BT —K . RIRRER <2 H3ITH K >2 %
B3~6 1 H . H3~6M MRS K/G 5, &5
PEAR B o ST AL TR U Y Y B AR AR R
17-OHP BN B | S2 A b AR R

T 2 -6 - B PR I Bk =

7] 7 W -6- B B2 i % M8 (glucose-6-phosphate
dehydrogenase, G6PD) it = JiF J& FH T£L 40 iU G6PD
BRI , BN HT A B DRE T R , BT An e a
PRI M ) — Mgt AL o B JL R R R S A&
o AR PR AR R TR B B R L AT R A A L
PR AT 2R IUAE , SRR A PR R A F R 5 DRI AL

()3 Az Lo A B 1 [ s v

1L GOPD {if P 5% GOPD/6- Wk i 7] 4 1 It 1 il
(6-phosphogluconate dehydrogenase, 6PGD) Ft H 1i%
T A SR E YA

()i

1. 1fil G6PD 7% 4 58 G6PD/6PGD HE(H A .

2.GOPD HE PG B AL S 07 1

(=)IR97 LT

LAY AR I EF IR YT o A B e
ARORIERLLR KA ML, 45 TREIHLLR BT, 30
I B i A GOPD I PEIE # A MLHARTT

2. TR - A B P A 5 b LA it e A 422 fiph
IR AU H B R e Sl T S A B 25 ), ) 456 B
PSR R JHE L IE i S s kg PR 226 52
BT E] EARAE 254

S AR F R Z A

A AR 1 ol Z 0 2 ph T g A R A R4
TR 2 A 1 (A PR AR 11 ) 35 PR o T 5014 PR 2R 1
PRBERFPA , Ji T8 G R PEAL e o I IR 322
PR G B IR A IUAE AR B fE
BB 2 o HR IR SBT3 7 A 95 b5 o VR (citrulline,
Cit) , A3 LT AR J LG A I i, Cin 1EH , 4271 $ 3k
JoT i i 2 ] LR B

(— )3 A= LA A B A [ s e

I Cit 34 &, AL A AR Z R (methionine,

Met) .Phe . Tyr SK5 24 % (argine , Arg ) 3 5 .

(2

1ML Cit 3G &5, FE SO FEA Met, Arg Tyr & Phe
il HB AT LA 22 A PR B

2. PR A-FRHRFUIR S 4-F2 FOR TN I PR 5

3 HABA ALK TG 1 B E G  , H IR
ZLZERE R ARG 5 OB R L 1 H BRI
S e D RERE %

4.SLC25A 13 e el G I 1) 28 S o7 45

(=)3R97

T ICFLNEE O rh R IR E TR A
FERREVEAEAE R ZHURIRATLE 1 2 NGER

L U PRI

RO JAR ok e Y 3 Sl e T TR I 0 g 52 5 A e
T 1M 5% 2 R (leucine, Leu) | 57 5% 24 R | 4l 24 R
(valine, Val) F1 1] 57 5 20 R AR 52 BHL | SCHE oo 2
TEVR N R R B 2R AR s i T e A B
PEB G . IR - EZ R VERE | B2k R L
5K 338 5y BRAE RR H BE AR U | RV BT RO
TR

(— )8 A= Lo BH A 1l bR o

Ifil Leu . Val .Leu/Phe & Val/Phe ¥4 %5 . Il Leu
J Leu/Phe ¥ = 75 2 A 0]

(Z) iz

1. 1fil Leu.Val .Leu/Phe X Val/Phe 3 /5 .

2. PR 2-F2 B S IR\ 2- ) S IR 2- i -3- FY
TR 2 S O R 1 o

3.BCKDHA .BCKDHB . DB B¢ DLD & [X 6 1 )

(9T

L AMEIRT  REBIE AR A AT A S
Leu ., 57452 248 e Val WRFIRE FRMIRYT , i ki
Lo RJETT e R A ae . X 4EA R
B, 100~300 mg/d , f134# Leu 7] F % 50% LA 1",

2 FEINAYT (D BREIE A A AT A
Leu ., 5752 28 J¢ Val BURFIRE 28, DRIIE 2 98 A
FE R, 2 ARSI S 4% 2 MR vk B B A% RV )
B QAR A RIEIT RgEEEB (A3
£l

3 A W T T R R AEE ] 5 IR IF RS
L AEN BB A M 45 15

I\ ) B e 2 R 1

[i] 784 22 Jife B I 2 Met £ 158 30 2 rp il e =
FEUM HCY W 21w 0y — Fh 2 SER AR o [W] Y
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e 2R LT 43 3 8, 430l T IR Bk B i
(CBS H: M gmtg)ge= (1 #) B i & R & ki
(MTR 3[R g fith ) ke = (11 7Y ) J V. F 35 U 4 1 iR
JR B (MTHFR LR gt ) e = (TLAY) e, s 18
PR IGPEB G . IR 3 23R R AR A i
EIE B SR A R B R

(=)A= Lot A PR A Rl bR o

1. Met }2 Met/Phe 3 = , 5 Met [ .

(=) izl

1.l HCY $4 5

2. 1fi. Met }% Met/Phe 3 155 , 5% Met [, 1 %05
LI Met 3 55, 10 ASFN T Y 8L L Met BRI IE

3.CBS . MTR 5 MTHFR & [K K61 £1) 48 5457 15,

(=)3Ryr

1. BRI KSR B T BEA &, Met 38 5 LSS 7
TG Met iR E FEMIRE

2. 25 WA YT - FESEHH 100~250 mg/(kg-d) (4E4:
% B, 300~600 mg/d(/DEUE LA MR 5~10 mg/d
KV 1 mg/do

JU e H B 2 R IR

e P B 20 IR IR 32 R T AR P H B AR S-
e B Wty e = BT 25, o Tl H R N- B L5 A il
Bl = Ko S-M ot R Y 2 bt 2 R K Al ik = 5 1 . R
5wk RN G e S I Ok RS SN N TR C U3
o BILBEHE IR, DT AR ) G5 s KR
ZEMA R

(— )ALt A A [l hr

Ifl. Met Xz Met/Phe 3 5 .

()

1. Ifil. Met 57 22 % &5 ( >60 pmol/L) A Met/Phe
.

2.0 HCY 1E % s B

3.MATIA ,GNMT.,AHCY 5 ADK & [5 4 I 3]
AR SR

(=)3Ry7

1. PR Met 2 AH .

2.3k i i A R AR ECE S Met 122 L
Fedh o

3.Met BH & 7 55 19 2B LR A AIC Met 19 R B 5

+ ORI AE 1 %Y

JNE R IMAE T B2 DRORS 208 5% FA R A 1 il dile
BT 250 e TN R IMUARE S e 2 LA 8 T e i
B Pkast (2 o I R IL AT 40 Stop A L s 4

AR (2 iy 22 MEESR IR K kK b g | Bk
) GRE R GEURAR DG FICRE IR T

(— )BT LA B A3 [l e

mCit\Cit/Argi%O

(—)izhr

1. 1fiL it Cit/Arg 34 55 .

2. DRI 2 0 bR g W 38 v BT

3. ASST F PRI 1) A48 5457 15

(=)RyT™

L 2EIARYT - (D) BRI A BT A 5 (2) B
B, PR RN  Avg 2R JETT , T B ML
W AZ AT B R BB MR T 5 (3) 2 TE /K H fif i 25 76L
PR L A A

2 FEWNAYT  (DIRE VKR PR AR 2
AR AT R T 25 () KWWV Arg K TR
R RN S 2R YT -

e OREER I

i 2R IAE 2R R 1 = S B H Y
R L s, M LR A LR R, e
BOR BB IR B 3 e E 3 i o LI 2 2
191 % 95 19 BB LAE IR B2 2% , LA 1 Fis 3 & B RS
TR R FREERI . AR IR B i IR, 2
LBUYEBIRTE R , W RIS T PR 28 PR e 2Lt
RVFARBIRGS, 2Em iz,

(— ) A= L B A [l hr e

I Arg  Are/ = 23[R BH B3 & o

() iz

1l Arg ZK-F3 5

2.ARG 1 BE PRI A 2] 25 57257 A5 o

(=)IRI7

LARE YT« BRI AR B A FIRb FE A0 75 22
iz A% Arg IRE

2.0 20 R I E T R A R R AR T
FREN IR E 2 I HEH

R I T A

P SR LAE T 292 T Tyre 0 Gt 28 R
1k 2 15k 2. 12 /K fige Bl = S 350 5 b Ty 385 785 B 3L,
Sy e CARBR AL , LU R ST D) R 5 2
PEA B9 A B B RARAE .

(—) A LA BAPE A mlf e

Il Tyr Tyr/Cit  Tyr/Phe A 3 FAM P B 8 48 &5

(=) izl

1. Ifil. Tyr, Tyr/Cit. Tyr/Phe K B% ¥ 82 P4 B W .
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2. RBFFAR IR | 4-Y2 FEAR N B IR 4-F5 3R 7L
iR S A- Y2 BRI 5 o

3. A A= AN - 45 P 7 S RN A A S R
rhEESE R I PG AR R R L IR

4.F AH BE PRI A 3] 25 53457 A5 o

(=)iR¥T™

1. 41X Phe AKX Tyr IR & o

2. VI RIGYT AEFER A R A 1 me/ (kg-d) ,
53 2~3 IR .

3 AMBEIRTT

4 IRE MR IT AMER P AT IR AE .

+ = MMA

MMA 32 %22t F 5L PR A8 S S 30 B9 Ikl
fity A 72 {7 it B o S it e 2R A QI B s , 4 P HR
BEN MR R OBE A Q8 32 BH L N BE A B
(propionylcarnitine,, C3) \ I FE 7§ g | 3- 72 FE N iR
R M 2 S A QU ) S 8 3 RS Lk Y B DL 1Y
A PLRRACHNG , A e ARV 0 o I IR 53R
LA A MMA (I HCY 7KFIE S ) K G JF 8 MMA (it
HCY K3 ) o L EZRBON K g IE 50
WK iz S ) R IR T 2 R G 8iE .

(—)H A= LA P A [l

1. 1. C3. C3/Z B A % (acetylcarnitine,, C2) 3%
B

2.1l C3 1EH, C3/C2 5 C3/Met H i

3 AR C3 38 5 , 0 C3/C2 Bl IEH VI R R

() izl

1. i B ST AR I - €3 K% C3/C2 3 i, B X
A7 C3/C2 88w . A TR MMA 5 147 Met /K F R,
C3/Met Hi 5 .

2. PR (3 T RS AG I - S DS R e =, T
PG AR IR | 3- Y2 55T R B TR L H R 3 v

3. HAb A= AR A I - 5 I B MMA & L il HCY

4. FE PR U . BR 4l B MMA K U MMUT,
MMAA , MMAB , MCEE, SUCLG1 } SUCLA2 % %t
W5 & Jf A MMA £ Il MMACHC, MMADHC,
LMBRD1 .HCFC1 %% ABCD4 %5 5L

(=)3R97

1 2 ENAYT BRI RAR R AR A S TR
T RS ER Val Met S 702 R 1 FFR B 78y 4 7S
AR IR i FLALRE , & IF iR b i K R R 2L,
FIKE 22 RIETT o KA AEIR 4G T AR E B, 1~
5mg VRS, B H —Ik,iELE S5 d, HEA T A #E1T

I C3,C3/C2  JRA MLER A , ) iy 4 A= 3% B, & 75
o

2. 2 WG YT : (1) FRali R MMA 7] 43k i A &R
B, CAA RV 4E A 2 B, AR . 4EE R B, TORUH
AR MMA B LT ZRH KR E AR AR, 4
TG AR IR  Val \Met M 75 2092 1 R 04 8 50
R, PR T Ol ol P R R O R R R R Y LT
SHEMTEIRMRRZ , WAL S d, 25 5 KK
FEAFIRAWEARED, WA BTELETERREIT
50~200 mg/(kg-d)JRI7 . 4EH: K B, A 28 s gl 7Y
MMA LT ZREIRIT AR IRITIRYT , W 45
THAE R BLIRIT - (2) /I MMA B LE X 4k A=
B AR, HACR B, /T LR PIREIRYT A
TE 2V B SR T W T IS Y 48 TR ER YT R AT
T BLYE A RB,, R MU T H A S 7 1 4 A
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