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5C50.0Y HoAth$8 52 0 2K 79 B R SiE
5C50.0Z IR PRAE, A 1568
5C50.1 BB E EEL

G G116 T - g RE 2 P N LK 1R RS (8A02.11)
Oculocutaneous Hib 1A% (EC23.20)
Oculocutaneous H4b 1B %Y (EC23.20)

5C50.10 JRIETR IR
Alkaptonuria (47 FUZREIE (HGA) KILAU AR 42 (BQA) IR, HE
BB S FBURGAZR R, ARE UL R KW A HiZ g% & (ochronosis)
RIBE B fli A A4 9635 Cochronotic arthropathy) SR P 56 1550

5C50.11 1 B Pt 2 R AL
1 RIPER IMAE 2 AR B SR BN RFIE 0 R AR I S0 R AR . i I R R M=
AT 15 RE 3 MBI, WULE & —Fh g WA FEARE. B/
B IIRERNG KA I 5 IR SR 45 IR I RE M R A o . IR T A R AE AR,
RO BB /NS ThRE RS 5t it 4k A R BT -

5C50.12 P& % LE 2 7Y
P =R MUAE 2 7R A2 I TR A QU 1) S R PR R, HFEAE T 3 IS &0 R TURE A5 FIR B ik 3R
M OCRIG AL, £56, DEMZRAE, EiRAMEE) , FHFHERLBEN FEEH

JIERBG .
5C50.1Y AR 72 1R T 2 R A R 2535
5C50.1Z FE BRI L, AR
5C50.2 HEARRRBEEL
G TG 1 77 - Formiminoglutamic aciduria (3A02.Y)
5C50.20 Histidinaemia
2H R IURE 2 A SRR BB 5 iR M A 2R 2L, IF BAE R 2 H02 52 m A Ak
AP A R
5C50.21 PR PRI PRAE

X R R Mk = 518 1A e AR B AR R L . B R RR AU IR A R o

5C50.2Y HoAth 45 52 I A BRI 228
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BHHE, FREES, EEHTT R, UESE, 1EHE. By =oneCabala

5C50.2Z HARARUTZREL, KI5
5C50.3 BRRAE R

FEBR: Hartnup 7 (5C60)
5C50.4 BRBRAEBERAB R

HEBR: Refsum #§ (5C57.1)

Zellweger Z751iE (5C57.0)
Glutaryl-CoA it &l = 5E (5C50.E1)

5C50.5 V- B EBEEE I EEL
G TR A1 T - B H kA s = 5] A e 7T (3A10.0Y)
V-7 2 A R S R B = 5 v L 3T I (3A10.0Y)

5C50.6 2 F R L
5C50.7 HEBRAEEEL
5C50.70 HZ IR v

73 5 W AR BRDAE e H URR IUAE /2 H BRI S KA, R EH 2RIl A
Bk, TR RILGK SR, LR 2V R AR AN/ SRR, 30 A J D R R A g i A
WA AR S

5C50.71 Sarcosinaemia
WV R MURE & — Fh AR 2L, FLARFIEAE T i T LEER e SR R = 3 S50 S AN PR L
SR PEI I . A Lim A TR o Zfiil oy 1. 28,000 % 1: 350,000, W
ILYE B P B A2 — Fh G BRI R 1] R ) R . & LA e kBt oy e #k . 7 T 4
R 9q34 1 VLSRR i S 2k K] 11 R A 5 IR e B A Ok

5C50.7Y FoAth 45 € i H = A AL
5C50.7Z HEBRAH AL, R
5C50.8 R R IR B R R B AN AL
5C50.9 BRBRAWEL

G IB R I T - R RUSE - REUE - [F75JRFEPRAE (5C50.AY)
YA MR E I P S 2 i (5C50.AY)
5C50.A REEIEEREL

FESR: B ZEL (5C50.9)
WA TR R RN 52 (5C60)
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5C50.A0 A S DR FH I PRAE
Arginosuccinicaciduria 52— Qe AR R MR A RS E IR BRI MR R ARG, — =5 IR
RUEARORE, W ECHE LB LN I ™ m a U B, N, AR KRS, R
FORE IR i BT ARG o R S AT R A v A B RK BSADURS B0 AT 9 B

5C50.A1 I TR & G R Z A
A PG BERR & BN B = E 2 A BR T IR AN 0 1 PR R A RS, B R
S MAE AT R B R R -

5C50.A2 Argininaemia

RS R IR B Ok ZAE % — M LR 3 e (AR MR R R IR AN 1AL, R IEAE Tl R b A
IR M MG, WKL) 3 DI A RE, IF BAERATRIT NGO S8R E 2
REMRAT 22 (AT R 2K

5C50.A3 TR R I AE
5C50.AY HoAt i 52 R R IR ZR L
5C50.AZ PREEAAC L, R
5C50.B EREREN R ERERAH EEL
HIFASE: VBt R £ S ALl Bk 2 0

GG RN - W T B G R B = SR A E A& T EZh 2L 4n 2 (3A01.00

5C50.C B LB K Ah R BRI EL
HEbR: 4-F2FE TR JRAE (5C50.E1)
G TSGR HE T - v-2 3 T R = iE (5C59.1)

5C50.D SCERERABFEEL
FEfR H B R IYE (5C50.E0)
R IME  (5C50.E0)
Fe IR IAE (5C50.E0)
3-FEE R M IKAE (5C50.E0)

FH T 2-F T BEA R A it SRR = 3 30 R H IR 2%
(5C50.E0)

3RS TRIRAE (5C50.E0)

5C50.D0 WK PR S
WHERE (MSUD) & —Fi Sz B2 R 8L #ik TR R, Breg k(e
WA G RIUNERE, RIFA RFME PR BARIT G AR 2 PR AELE T iR
TR RIRBE R RSk, WA MSUD JEoREIU RN, Rk, feEk S
R, SRR RN SR, JEEECE G R, MSUD 1] ERCHE A 3R] e AEAT AT AR s
HEE RULE S P EERR R B BZE RN MSUD 2 —FEER L E K,
FURHIEAE T 18 i 2897 1 o AR A AR AIE
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A EHLE,
5C50.DY
5C50.DZ

5C50.E

5C50.E0

5C50.E1

5C50.EY
5C50.EZ

5C50.F

5C50.FO0

5C50.F1

5C50.F2

5C50.FY
5C50.FZ

5C50.G

5C50.Y
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FoAtuRs E B S BE A SRR AU AL
SCRER LA ZAL, RIEH

AR IRAE
Fe R R R BN IE W R AR, Rl R SCRER AR, SERIMR, X
LR H AN AL

2 A LR PRE
SARTEF T SR IR SRR AR 1 — LA 3R L, Rl R S B U, SRl
AL IR R

GG RN T« B~ it frk Bk = 5 S KR AE FRHH#  (5C50.DY)

AT LR PR AE
GARTE T 0 B IR 8 A SRR A O — LA AL AT 028, el B SO IR, =
BOBF AR R

HoAhA8 RE P HLER FRAE
AHRIK, RIEW

ARG EL
FRACRAR U A ) 2 R M R R
FHEBR: v-2IE TR AL (5C59.1)

Prolidase k= i
Prolidase 2 /& —FrAE® A0 KA 85 R, AL &5 2 7™ 5 10 57
AR, RRRRAERE, FEE, NRFEE, BLR A nTARRHIE

Carnosinaemia
Carnosinaemia s&—MAEH F WA IS ZHEL, RICAMEIIKEERZ, AW
FEEEMIE J18k b, A WA N A E, A BUEE TTREIR .

Homocarnosinosis

A B L & — AR R R B, HRRAE AT PSR 2R I OORE, 7 R B AR DX i € 3R
A, PEiE, XM IR A RAETE N KE, N —4 0L =4T%. 5
TN, AT B A RER . BRIk, ANHE AR AL SRR AN RRE IR 2 8] 2 5 A AE K
Ko FRIE SR B AL AU 2 Ytk B g A% .

FoAt Ry s kAR L
IRACEE AL, RG]

Trimethylaminuria

=R RO AU AL, R AL/ T 5 R 1 S SR AR L S A R
H T IR ER SE

HAtdR R e R EE R AR EHIR
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5C50.Z SRR AR EIRARB R, RKWH

FREBRAN SR GHEER
HEBR: i v ML 25 WA (5A42)
BRI (BlockL2-5A1)

{&ILFE NOS (5A41)
¥EZFEFUE (5C56.3)

5C51.0 PR IR ISR EEL
SR IG5 7 : ] 2] HRE - G- 152 ot Ut B = B1EL A I E FE 0 (3A10.00)
5C51.1 HmAHEREL

5C51.2 BRI AL
5 v R R B PR A P A L 3L, DA L AR Bk e I A =A%
B, 418, BRI 28, MONFEIL. mRRREORE 18Rt T S e T
L-NER: CBREILEBE (AGT) MIBE. SRR 2 BWAFEN, 2l TH
TR B S BBk = 515 .

5C51.20 SRR VE R B ER IR 18
BT S A YIBE AR L-NE R : CREAELEE (AGT) MskkE, 1 25k R
R JRAE A LA R Bl ) LR ARIEAE Tt T KR E SRR IR VTR S BN E M
W, EHAREE T, JRAEFEBEREYL, MR, E4Mmoih T eeHESRatEE
MR R LR ET, 15 5 AR ALK T =ik, I H I S g R
g SR 3 S ECOLE ALY, SECOD L S, SR, @imINE, BARORTT

T SRR
5C51.2Y Foffi 5 (1 2 R AR R AL
5C51.2Z CIERRACH AL, RIEW]
5C51.3 B SR AR

ARAEHE AR 2 e AULPAT, PP M E A 4 P A 78 v R D Rl o g o e o AR sk 51
2 18— 2L 5 BRI (R RFALE o

#HER: JT Al 12 A TR =2 A
5C51.4 FAFERBEEL
5C51.40 2 FUHE- - TR R T I 6 7% g e =

25 i [ 2 LR HRE A& — b s o A an OAR T, AR LR . 2Ll & B
FEIRIME, MR AN ™ 5 AT

5C51.41 - FUBE O SR = 5
e LR B = R 2 — R LR R 2 AN I, R AN B R R AR R B =
SR PR FURE IRE, BRI A, (AR, WEREAN R,
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A ERHLE

5C51.42
5C51.4Y
5C51.42

5C51.5

5C51.50

5C51.5Y
5C51.5Z
5C51.Y
5C51.Z

5C52.0

5C52.00
5C52.01

5C52.02

5C52.03

5C52.0Y
5C52.0Z

5C52.1

HREATE S, AEE TSR, UESE, 1HIER. By =oneCabala

A ) LA 2 B B LB AN 52
HoAtRy 52 A~ FURE QU 2L
IR L, RIEY

SR EEL
TR I I A IR SRE WL A O B - X AR AC 2L, AT R T
JPIE A B A

G TR A1 T - BRREA R (5C61.40)

BN RN 2

T A% P W AN TR AE R — i G R B vk A% 0 B T ok = RO - 1- T R I 4 Pl
P, SEUIFE, B EAT D i h RORE-1-BRIR A AR R, FURFE ™ R, SR E
SROBRE- - TR QA ) SRR b X ek AR L

#EER: RHERACA R (5C61.40)
FoAdr R E 1) SRBE A 2R AL
FHER AL, R

HoAtFR 52 M e RAEBK L & PR IR

SER MK A WAREGREE, KR

Se IRk e B AU R B
SR FR B IR E AL B R A AR R B
R FULIR) PR 5B e P e 2 s = i

GitF RN - B LIRS SRR (8A44.1)
VA T3 B A 5 A 75 B 2 P
Lohi R RE MR AL Z AL

Pl A QO 2 L
GG - YRR R LB O A B RS = E (5C50.DY)

Sjégren-Larsson A1k
Sjogren-Larsson Zr-& ik — P H 26 R MR B A M4 2 51 A 48 J T, HARRAE
SRR MEfEE, B sk fE AR,

Ho At 7 56 R A I 17 R S A B A A 3R
S RN NG 07 IR SE A B AR A R, R A W]

SEAARB AR R
G G 16 77 X EB fa i (EC20.01)
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5C52.10

5C52.11

5C52.1Y
5C52.17

5C52.2

5C52.Y

5C52.Z

5C53.0

5C53.00

5C53.01

42

JIEL ] P 45 R P

H IR A T - HAMEREAR, XEBEM (LD24.04)
Ak KEAR (LD24.04)
Je Rk hemidysplasia 5 SR 21 B2 o5 AR AR B IE (LD24.04)
JIEL [ Pt i 2 i 2 R = S B m IR B 1 IE - (5C80.3)

HET IR BRI A JELTTHIR AR

BT BR R W 2L, JLE MR A RET IR & B B ok = 51 1) — H S R AQA 3
fl, HERWEAZE, SRR, 2 RGHEBAIETREAR . SR 8
AR R, 7 ASSEUT AR, Qi 3-B-FRIE-C27- KRR AL I
BEEh=ZAE (18, 04-3-AMEA-5-B iE RS ZAE (2 A1) , S[ERE 7a-FRib Aok
ZIE (3 AL, 2-FIELMEE-CoA JHielgsh ZAE (4 ) , JHITER CoA JEFZAER = IE
AN 22 4 1 TR o JIEL [ B 7 - P P T R =2 5 B30 DL ] T I T 93¢ A TR DA AR

HoAt A 52 5 R P S A A R
A R e RIEER, RiEY]

HH 1 i R T AR
HE i AR (NLSD) J&de — 25,  JLARRAEAE T 40 M 5 H il = B8 i B il = &
HAER PN R Z B LR s B i i s AR R . 2R B M ATRAX A%
B (NLSDI / Dorfman-Chanarin J%) ) NLSD FIEA WL NLSD (NLSDM /4
BIRAEENLR)

Fofthfi 2 B Se R AR B B AR R
SFaRVERRBRAC BRI, R IR
SeR ke R UE R
[ZLEL W E N

R T P D ke = i
KRS RN . TR S BRI BE NN ER (PEP) ¥ %] ADP,
PR TR A — 231 ATP.
Fi TN 77« JULPA) TR T P i 5 = 5 B2 ) B S5 I AR (5C51.3)
1200 it P R BRI Rl R = 5 R RV I 22 i (3A10.Y)

LR B A Bk = E

KRR THFAEY CAIEHEYASIY) FIREEREZ . XAAE T DR E RS
e Hh Rt R o Mositely, & B/EHT D-FLR (EC 1.1.2.4) B L-#AMR
(EC 1.1.2.3) . BAFFZ NAD (P) IK#itEEs, & EHIEH T D-I (EC
1.1.1.28) 8 L-AR (EC 1.1.1.27) . AZEKT NAD (P) fK#itE: L-FLER Bt A5G .
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A ERHLE

5C53.02

5C53.03

5C53.0Y
5C53.0Z
5C53.1

5C53.2

5C53.20

5C53.21

5C53.22

HREATE S, AEE TSR, UESE, 1HIER. By =oneCabala

PR T P S Bl 2 5 W =
PR B S BBk 2 5E (PDHD) A& —Fh 5 WA AR AL, AR AE T HATASR™
FRE AN A 1) 2 IR ARAE . RIE NS iy, M=, B )LEE
RKANEHIPPLE R G

PRI PR PR A g i 2

XA E LB SRR M BRAE, HARA (R TR I B R AN RT3 (R A R B R
(OAA) .

FoARE 2 A PR R A 2L
R AC L, RiE Y]
FERIR B RS

SRR EALBERR L I RS

LRRLAR TR YR BTN CRALBEERIL) I Ide KRR R, Hbh— RIE AL B TR R 3
SR AEERE ATP

GG R A I 7 - PRARAT, Lo A R MR 4 (8C73.1)

2R ki DNA FE35 25 &1k

2B Rk DNA (MtDNA) FEIBZES4E (MDS) 2GR L SR b is i, HERE

ET 3220 23R mtDNA #2 UL 982, 1 miDNA %A R4 s EHE. MDS #£3£
B ERSEF, RIONIFRIE, WURES BRI o U T 2

GG RN - JUEHRI I G i AR 22 2545 (9C40.8)

L PR K DNA Bk 2561k
KA TS P2 E DNA, FROLRRLM, A% 400 P (1 45 M AL 2 RE N e
R gm i AT LA F T K, B SRR IR (ATP) .
Fi TN 77« BEATVESNIRMURR S, o Yt PR (9C82.0)
BEATPEAMIRUBRER, & ekt ife (9C82.0)
YR RS E YR N A E (9C40.8)
H#E - M E452551E (LD2H.Y)
e S A 4 YR B A I (9C40.8)

c

G Q10 = JE

R LA-KEIIEREE, Hh Q ZfaERiLAHER], 10 Z45HLEMK T ML
FEIECE . XA I VELE AR AR AR AE TR B, BB A A T ARk
o BTSN AR Y, S5 AR, B ATP IR A

=

Ho

GG RN Ty : NG - SRS - R E (LD90.Y)
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5C53.23

5C53.24

5C53.25

5C53.2Y

5C53.2Z

5C53.3

5C53.30

5C53.31

5C53.3Y

5C53.3Z

5C53.4

5C53.Y

5C53.Z

44

LR RIAR B R B
X S A8 & T /K R I 5 BB B, ) R AR T R T DA AL 0 5 I i 3 0 F
F4 o
G TSR AfHE T - Pontocerebellar & & 44 6 & (LD20.01)
PEA R I M 2 I O 2R R AR L (3A72.0Y)

Leigh Zi&1E

Leigh Z&&1E B S E IR B Il 58005 2 — Pl AT MR 2 0, i 5 I R R &
995 A5 % R B A 200 BEAA AR AR S8 o I8 B AR R, Sk IR B AaK 1R
B, E KR E g A L YIRS IR o i Ok 4 S EE B & B R R A RIE
AR, BRERFEG, PORREAG, BRAUBRFADJE B o 2 A . AR A L. Leigh 275
TEH ZMER, BT IX e s R A AR = A Bk, MR I S 2 AP 24
TR B 1R

GG RAMH T - BERIBAEE Leigh Z8 41 (8C73.Y)
GBS ATP & BB = iE

LA AR 58 1) BORE A S B TR K P i

PR EACBERR L I 35 8L, ARAE ]

LR B 12 G

2 or A TR R T RAR U S R AR, TR 0 AR H Al R 2K D e N R 4

E

LR AR R R L

GG R A2 T : B Y AR S P o A P ORIt S, PRk B HE VA
(3A72.00)

LR A ER 1A R 1 R

X FE B P CRRE JB T K A S, R IS e 1 T R T DA Ak 0 R 5 R3S Bh 1)

T8

SR IGR A T s H%#& - Wlok JIPEms i & E 45441 (8A02.12)

LA R 52 2R 1A 5 12 B g
LR BERIZ IS, RG]

BRI AL

RUBRACH e REERER, (R ATP 72 (040 s R ATP BT 2 1
B

SIS RIS R R AR

SRMEREABEIR, R
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5C54.0

5C54.1

5C54.2

5C54.Y

5C54.Z

5C55.0

5C55.00

5C55.01

5C55.0Y

5C55.0Z2

HREATE S, AEE TSR, UESE, 1HIER. By =oneCabala

FeR BB EAL IR B AR RE 1 B B R A1
S RIERERALIRRG (CDG) ZRa k2 — 4B s A&k bEnG, HARHEE T 5 2 Eds
2 FAHRIIME R CDG LEEE S5 AR IBGHR A AE K

HHR N-FEEL RS
W AR N-FEREALERRE 1 56 RSN Gl N- ZBEEREIZ I 7k S L- R & B
B 2 18] ) B-SRE TR 5 2 IRBEIE RO KBS .

BAR O-FEEAL KRG
WA RIEHT O-EREFEIAL (e RAEGONT, 8% B RPE 5 & A5 L i L Z R ETF
RRIRIE I FR T a PR A

G iR A1 T - Z RMEEHER (LD24.20)

2 FobE AL B AR AR R
G G F 16 77 WAL PEAMANL R (4A41.20)

oAt Rr € B Se R AR BE AL AN R B R B AR A
S RVERERANE B REmERS, Ri§H

NS, MEREEZE AWK e RS IR
FElR: Xeroderma pigmentosum (LD27.1)
B4 (GB70.0)

Fi TN 77« JER MR (FA25.0)
JiRE Aot A M 5| R A i 7T 1 (3A10.1)
WA A F A 1 R = 5 S ) S s BRI (4A01.1Y)
H T i it e 5 =2 3 30 7 E I S s R T-B-
(4A01.10)

Xanthinuria

Lesch-Nyhan 25 4E

Lesch-Nyhan £Zi&1E (LNS) 2 REEMEN - SIS EEIRAZ I M (HPRT) St=
PR E I, & —Fs e M R AL, 5RRI &4 (UAD) , WM& RGE
TFIAT N A OG . B3 HAERT IEH . RIS NIEIEE 3 & 6 MH N ERIE, ki
SCHEERIAAT, 5K 798GR RIS Ko AL IZ B IR o FRAf HH (190 R B PR % A5 B (1) &5 4 PR
e LRI Bl R B = P AR I, IR R UA T
E B R AR MIE S IR, B W, AN s se AN (LLanAE, AT 4Ed
JD) FAREIRT IR HPRT BEUE A1 F 8 A% A ME S T 1207, e 2 X &8k
P,

oAt Ry s HRER A 3L
IR AL, KRR
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5C55.1 e e AR L
G TSR AfHE T - WAETEFLERR RE (3A03.0)
WENE 5L IREF SR = 51 & i i #Ef (3A10.Y)

5C55.2 BHBRAREEIL

G G2 77 - RRTFF = BERR G = 51 1 7T I (3A10.Y)
5C55.Y HAbTg e e, mEne s E R ERERER
5C55.Z RS, mEIE A ERAE e REER, KW
IRER TR

HEBR: LAMP-2 = 5| i 5 A% (5C51.3)
5C56.0 Sphingolipidosis

G FFRMH T - SEhi A (8A44.4)
Je% - 7 C B (5C56.0Y)
Niemann-Pick 7§ A %! (5C56.0Y)
Niemann-Pick 7 B #! (5C56.0Y)

5C56.00 MATH R

5C56.01 1A B
FEAT B (FD) & —Fh T ML 0 2 R GG BEAR I AR, HASAEE T4 2 o
2, Rk, B, O, HbE - AR AR i R .

GitF RN - 5 IR AR /N ERR (GB4Y)

5C56.02 BN EREREAR
YRR TS R A RS MR BT, HRHIETE T 00 R SR I AR AL
(BRI, DU R FURE PP AW i St I 2L ) MR R o A7 AE =
RPN : B, FAERBA .

5C56.0Y Al Fi5 72 B 7
5C56.0Z e, AR
5C56.1 MWL TUIERE R4 R UTERE

PR TCRERE R AR BUTRE (NCLs) & —H s AL PR AT PRIRAT PR IR B , I R R I A
FERMIEARLRE /0 R B, R AL AR PR SR AL e 2k, USSR BE 2 B i AR
ST, WEIRAEAE R A A0 M A AR R o T A AL X 6 P F) A 22 T 4 i

5C56.2 Glycoproteinosis
X 2 H ¥ A T R B 51 RS 1) S e R £ 3 VA AR I AR o 1ZORTE A IR T
FH R AR ) 2% A
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5C56.20

5C56.21

5C56.2Y

5C56.2Z

5C56.3

5C56.30

5C56.31

5C56.32

5C56.33

5C56.3Y

5C56.3Z

5C56.4
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i I BRERE
FER : MER R (1AK% ) (5C56.21)
Hi IR T 4 BIE AR (5C56.0Y)

K/REH; (5C56.0Y)

Oligosaccharidosis
HoAt 8 7€ POBEE ER
PR EUORUE, RIEH

e b
A CTE: W fr SR AR 2R L
2 B RUE 1 7Y

PHZRERYE 1 8 (MPSL) &M IRAEBHATAR., B TR s, 6=
FhARA, HOUEAEEZERNRK, Hurler Z&ME (57% IR H])D &S HE I, Scheie
CEAE (20% W) B iR Hurler-Scheie Z41F (23 % [l 45 Hir ] 3
A,

k2 Bl RURE 2 B

FiZ BRI AUE 2 8L (MPS 2) 28 TR 2 08 AR (VA B A A0 o I R SR IS LA
e G IR 5 RS sh IR, R (EEE, ARk,
FRERAAED , IR, ARIKTIES), MELSREE, 2 RMEE R, /MK
L, AT RIS ARSI 3 S 8O IR0, B2, O ERTIR IR 28 45500 DL K R JRAIE K
MH, N GEFE ), BERIEZA dysostoses) .

I CT: KNSR EiE

K2 BN AURE 4 7Y

i Z BEICRUE IV 2L (MPS IV) 28 T8 2 B A0 A B AR, HARREE T8
- - THmAKEAR. B FAT 2RHIER A B fF7E. MRMARE
(KS) P& FT T B P FR g i —Fh = /& MPS IV IER R : MPS IVA Hf) N-2
T2 LA % -6-BR FR R A BR BRI, A MPS IVB H (1) B-D-- LT

k2 BEIC BUIE 6 1Y

K2 HEIBUE 6 B (MPS VD 52 —MuARE RN, BAITHE 292 R, 577
ILRIRNRNE B (ASB) SRZ K, SEURMEKRIRR . 2RI M2 IR
i e A 2 AR -

FoAtFi 52 (R 2 B I ARUAE
R 22 BECRUAE,  RAE W]

ROEIRMA IR N-2 O-BURATAEM KM AL, MAaEmZERAE 9 M lMH
W o
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5C56.Y FHAth#8 52 H¥E B R R
5C56.Z WEFIREIR, R
T EMN B IR
o SE AL Mg A RE AR 2 B A B R T RE B P SR A — 2B S 2R . X AR T
Sop i SE A P A Th e B A AL Y B R R — BB b, PEX JE KR ED AR A R
Sof IE W i A B R L B A A R A B,
G TSR AfHE T - JRRMEEEIRIR 1% (5C51.20)
T EIRK AR E AR (8A44.1)
HRIRZEHHKEANR (LD24.04)
TR PRAE 3 7 (5C50.E0)

5C57.0 T E A B A ) R A R RS
AR AR ARG (PBD) f4% Zellweger & 1EiE (PBD-ZSD) FfEZ:
HHRERKEAR 1 8 (RCDP1) . PBD-ZSD f\E& — R5%H, W% )L Refsum
Wi, B L R B E SR AN B Zellweger 458 1iF. SISk, PBD &% Yefafk
FabE Rk & YER R, S B e e e, FIhReRRe, AT s S VT T

SR AN A B 25
5C57.1 TENBEHE a-, B-ER w-EILKIZEEL
G TG 15 77 e RVERHIT R & Bt 4 B (5C52.11)
5C57.Y H A it S EER BOR
5C57.Z TEIB AR, RS
R ER I 2T AR B S R kA R
7 o AR P U A 3t SR D T P SR

G iR HE T : XOES R M E 2 M, I EERUER (3A72.00)

5C58.0 i ZRA R AW 2 =2

5C58.00 Crigler-Najjar £ &%E
Crigler-Najjar ZE& 1 & MH AT 2 AR 1 Yt R Btk st AL 5, HASAETE T TR =4
PEIS I B L B IS I T 6 = S B R A M m A R M. AR T AR,
CNS 288 1 fil 2, BT HEgsh = & 58 A2 35 IRRRIUAH N AR AL . &3 AN
SCPETOE, IR R AV IR e B AR A M R R R U, A IhREAS
WIEH . IEEAG A (Gl X 28, CT Mol AERE) AT 4 246 A 45
1B . W% 3 R4 DNA 73l s i .

5C58.01 HORAERR SR G
T RAAR SR B AR A — BB AL I, FLARRAE 2 H TR 45 & 1) v I 20 3% IfAE 51 6 10 3%
JEL, 30X T MIE 0 2R e R A e R I 1 03 2 B = BT
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A ERHLE

5C58.02

5C58.03

5C58.04
5C58.0Y
5C58.0Z

5C58.1

5C58.10

5C58.11

HREATE S, AEE TSR, UESE, 1HIER. By =oneCabala

M3 - A8 sR G e
Dubin-Johnson ZZ &1L (DIS) & —Ff VRS AL PERF TSR, FHARFEAE T iln R b g
P, EBREEE R L3R MUAE AT ZH 2005 312 1 1) JBAR (0 £ 3 TR AE S B4 i v

EAT PR S B 9 BB PR R

HAT PESOG MERE N BEY IR AR (PFIC) A48 LR G th Ak Ba i 18 A% 1500 10 7 B 48
TR AR TE Bt B 4H Bk IR IR R A, 2% e 7 =MW PRIC, JEH
W RS A R A 12 RGFER ) RAE . PRICL #1 PFIC2 @ HILAE
AU, T PRIC3 FIRAER AT R AR 7R 22 ) LI, ) LEE A 2 e 4.

RAER R AT N IE R AR
FLA T RE 1 AE 2L 2R AU Bl b
AELZL A B R ek, AR 3 W

Al AR

W ROIE A B — 2 DA TR A 28 P IE R B, BB 22 Bl P 3 45 & DR I o« T Ik
WRSRE 8 2 FH 0L 21 38 AR ) O A2 10— Fh g sk = 51 10, S 5wk R /B T 4 7 T A
BCEBER AR R o XIS A I AR PROE H B R, (H — SRR RRE 2 o JLE .
MWRRE T AR5 AU S o 1) A B AT 70 2K . ELAR BRI PR BRIk T e R B R
SR BALNENAE )RR W gtk JF HRA 395 BRI B s R A g 24 B
HMIBENE o 2 T2 T TR WA il A Ik S AR (0

Porphyria cutanea tarda

Porphyria cutanea tarda (PCT) /& i F7ERIMIRE I 2B (URO-D) /KF bk H
TE W L2103 6 s A5 BEL IR ML 2R - PR P bk AR 22 . K 22 B0 2 UK PRI 3F B2 0 5 8k
BT %, PCT RN R 55 F7E 2 52 T2kt i b igife, R EEFY
b, DLRZEIE.

F T RIMBRE 51 7S 8 JHE
NI A — 2L L0388 s PSSR I 3 303 25 1 2% 07222
KRB IR, IRk e AT IEAE . B AR I JR G0 H A BRI 7
SRR o AR I 2 3 A0 A 7E JHF 0 el R AN 2L b AR R AL R, B SR A RNH
JIFE B 2T 4 A A
G G2 77 - Porphyria cutanea tarda (5C58.10)

Variegate porphyria (5C58.13)

Hepatoerythropoietic porphyria (5C58.1Y)

ZL20 M A e SR AR R (5C58.12)

Je R AR LL A AR PR R IRE (5C58.12)

SMERRIRAE (5C58.1Y)
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5C58.12 2T 2 0 A P I TRRORE
ZL 2 A A M SRR 7E IR PR L 5 e AR O, I HLAE AE WAL 2 1 5 20 41 B wh n bk ) =
AR RAH I EATVERE LY AR T IR N A A L PR Sl TR 41 40 Al T
JiE o

5C58.13 Variegate AMBRSE
Variegate porphyria J& — i GPEFMAE,  HAFAE R A BN EA R Bm AR CRMEME
AR B - WAERAERI R

5C58.1Y FoAty 5 % Y I pE

5C58.1Z Porphyrias, A

5C58.Y oA B R ER L AT R AR IR S R A R
5C58.Z AR ER L 2D R AR IR e R AR, RIBHA
LB FRAB KBRS R

5C59.0 WA L

5C59.00 JLZR Mg i A

HI R BE L6 & R Lo B SR B AR AT RE o A S Y00 1K

5C59.01 WA A 2R 5L
HH oK B8 IE AR A 104 5] S A AT ART 05 E .

G iR HE T : 2 B N LK JIBRS (8A02.11)

5C59.0Y AR 2 B AE M AR 2L
5C59.0Z AR T AL, SRR
5C59.1 v-2ETRABELL

G TSGR HE T - 4-F23E TR JRAE (5C50.E1)

5C59.2 L i AR 1 3K L
G TSGR HE T - I A AR SRR (8A61.00)
L % A4 st VRO B Ptz R RAE (8A61.0Y)

5C59.Y H A48 2 e Rt s AR R
5C59.Z M RARE AR SR, RBH

o-1-HiBRE H R ZAE
a-1-HUBRER (IREE ZIE (AATD) J2—Filifebhsons, I, FEL, 1D
WL R MR BRI A, FLRRAE R AAT RSP, R P B A )
(PD 1L,

oAl s S R B AR R
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A ERHLE

HREATE S, AEE TSR, UESE, 1HIER. By =oneCabala

RAERFHRABMER, R

BRI S FfE TG (Blockl2-5C6)

FELFR W Bl s 15 B S

FH = R W RN 32 B e 5 kS AR AT 9 i
HEBR: ERBRCYZREL (5C50.3)
G TSR AfHE T - ke &9 (GB90.42)

5C60.0 Oculocerebrorenal ZE&4F

5C60.1

5C60.2

5C60.Y

5C60.Z

5C61.0

5C61.1

5C61.2

Lowe #] Oculocerebrorenal Z541F (OCRL) &—Fh% RS0, HAFMF &4 Rt
B, FHOLHR, B kEeS, AR KR /NS T RE R L e v T RE T .

PEER

PR A — P AR, HLRFIEAE T H T BRI g 4 b 3 R TR AN [ 4121
HIE B A N R EIR. A =MlRRE e 2L, FOEMRE. 2R ENL
RGP, i NE ERCRE 25, TR - RSP, B AR ES R
ERRRITIRAM 6 2 5B IRe st . HAOFEMEARWELIE 8 ¥ itr, JFHAL
]I PRI, A AR B AR 15 LR . IRES, MOEAERIH 6.

PEER
PR R FRAE A — R B NVE BRI G, HARFEAE T B IR IR A A R B A

FoAih e R )RR R BB B AR
BERBRRFEE G, KRB
Bk AL SR RS G

BENE - FIREREAR

HEE - LRSS R ARFE R RS ™ B R A LK . 1245 CEd 7K%Y 300
NG EARTE TR R IR, (ARBEOS IR . AR - IR RO R
SLC5AL LA RAZ G, b HAEME - M AT SGTLL. 1Ry e # 4
AR R 8% o G TR0 5 7 R~ LR PR ) P T LA S ik A £ AR ) B Ja R

HEBR: A ) L & e E - FUBEARTE (5C51.42)

K HEEE - FRE TR B AR
R B Ao Il e = SRS PO 08 P RS PRI A T 28 ) L3 B30 ) L 8 I 390 45 o 9 7 o Il ke =
AR TERS .

SR VERRPERR - AR AE

e RVERERERG - 722 MR ZAE (CSID) & —Fik/K ik & Wi 2 A R, AR
AEAE TARIRBEA BRI R . CSID 1 G R RSEVEIR G4, RPRG S
EYIRERERE - RN (SD MURARSIE, T R 70 g R P A 5 E o
Sl k= FEA N RN R, SIEREEERE. BENHUR RIF, ROV A2
HH AR AT Y] LEE TEIR,  JF ELRERE AN 5238 5 B A R e T 250
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5C61.3 o, o GEEREEZAE
Qs O I G RE )RR AR AE T BN T S IS A RS R i, i o O AR AR TR
T XREORAE R Z BT AEFE T, BTSRRI RE DN 113, &
B AN 57 2 ) T M RE RS (TREH; 11023.3)  (RPIRZEREE ) ShZ
o

5C61.4 RAEEEREAR
R PRI PERR,  Horh fiE P AN BE BN — Bl B A SR A A0, - FLBE R
Kb, X PRI A e AT R A EOR 70 HE 2 A .

B AE R B IE IR -

5C61.40 RPER A R

5C61.4Y FLAth 48 R I SRAS PE B RO R
5C61.4Z IRIFIE IR R, AR A
5C61.5 R 32 7 0 W e 2 O P

G IE R A1 T - GLUT2 &= 5| & rpE I A% (5C51.3)

5C61.6 FLFEASTHIE
FUPEATAE S T 5 = SURERE (R ILRE ARG T AL FLRE (e 2 1 An
— BB FL ] TP R IR o 4IURIRE AR, FUREARTNZ, DR BEA

B M
5C61.60 JEUR M FLRE B R = A
5C61.61 S R A FURE B R =

KRR ASERG S ZE (EC 3.2.1.108) , 4% Ay —Fl i G (o fd Bt 0 A5 45
fib, FE%28) L BRI i F ok AL SLRE 1T S 2 K BOKEIRYS . ARR Ik
AR BE R AE W AT A S o B0 SRBOH IR TP BR LR, XA DL AT E S

BUHERIBET .
5C61.62 A R FURE B R = A
T 2P LR B GR = E A2 FR T BT R S 5 i B S A R G
TEE: ARAG 2 B 1 R 261
5C61.6Z FABEANTAE, AU
5C61.Y HAh R 5E BB KA A PR WCER I F RS
5C61.Z BB YRR EIZ MRS, RIBH

R R S
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BHHE, BRETES, FETHOR, UMESE, LR . By =oneCabala
A REAEER A K B TR R I B B RS
G TR A1 T - ALK F X B =5 (3B14.1)
Bz i 4 & K R gE A T (3B14.2)
5C63.0 #A R B12 R eEHES
G G2 77 WAL R B12 Bt = 3T (3A01.0)
i) LA R BL2 k2 AT I (3A01.1)
FILPH R JRAE, 44X B12 M (5C50.E0)
ST E A L4EAE S B12 = 131 (3A0L1.Y)
5C63.1 MR B Bz M AR
G TR A2 77 - Formiminoglutamic aciduria (3A02.Y)
5C63.2 #A R D R HkERS
5C63.20 RS MAE4EAE B D R 2%
A MEAE AR D RIIEMER (VDDR-) & —Fh R e g 4E 2 D /R
Bl HARAE ™ BEARES MU S SUE AL A R B R AR, DL b B I .
5C63.21 Hypocalcaemic 442 D HitEfa 95
A MAE4EE R D Hitb s R 445 D MR e g, R AE7E TR0 1
i, TR I R 2 LR R
5C63.22 ARGl IILRE T4 A1 995
R 2% XL 2 A0 428975 A — 2L ARG B XTJRE , A 428 0 AR I 5 L V75 85 7K P AR AR ) 3 A
P o
5C63.2Y HoAh 48 & 44 2 D AR EE HifE ng
5C63.2Z e & DA B Eg, A
5C63.Y e 4 REEAER A R FE B A IR e 1 RS
5C63.Z #ARBIER AR E FRRIRESE G, KEH
B0 5 T A BRE d fAS
Ao TR A A AR S A R I LR B 2 B T RIS O TR, IE %, fE AR AR
AEBR:  FUIRSS R ER FFUR 55 IR K R 405 (BlockL2-5A5)
ik K D B2 E (5B57)
e Y ish = iE (5B5K)
5C64.0 HRBIEEL

AT 2R B8 1 B A QIR 11 5 S AR AT 5 000
G BRI T - X-linked cutis laxa (LD28.2)
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5C64.00 JE R IR
Wilson Ji A& —FRHIAC I 15 Ge iR R ks A% s, HAMEE TR s8R R, EEAE T
FIFHRFRE RGH, ATRERINE, & B0 H5 -

5C64.0Y Hoh R s B AR AR 2L
5C64.0Z FAIH AL, R
5C64.1 BB

XSEFR R MRS — RPN SN AT AR RS o 428 il X Fb o BAE A VB AE 35 PE 1)
W5 NS AR R RN 14 22 T A B B 2 IR 40 o
HEBR: Yok g EST i (3A72)

ekt (3A00)

5C64.10 QUSSR

B A7 g A A P L P R R B B 8 R bl T AR A e TR O i A
FIEkm R AR, oA R T RO AL T ML R YUEAE . R 7 k7t AT B oAt
WAGRIRIIERIE, FFERMmInGTT, REENBIMEGIERAS. T2k
A7 38 5 AL A PLIR P B ZH U R38R /N3 (ST Bk RUTERE™) - W
ARG, BRERETTEMRRAEAS b, WL, BRAR, OEAEE, SEmaRIiE
JiE o

GG R A I 7 - o B A SR F R (8A03.10)

R AIME (3A00.Y)

T 1 2T 1A FEIE B 947 (3A00.Y)

5C64.1Y HoAths w2 A BRAR U 258l
5C64.17 AR AL, R
5C64.2 SARBIEEL

HI TR BE LM A B SR RIS AL IXETAE T RES R, IRIE, A, faA
IR, KRN, P2 0B AR B G BB SR SR R

5C64.20 Jn 98 P iz 9%
¥ 9V Bz ¢ & — b 27 DL 1 Ji o 3 R AL o s AR B P B A 0 o MARAAE 3 5 L BLTE A A 1) B
WILAAW, BHEME st EEA T RO (O, ALT1AEREZS LKL
Sk R Fze vt DU JB o IR SRR 28 0 RS B G o AZ R RE A D AR R S B, A ZITE
A i R R R

5C64.21 LA
GG RAHE T - R YER % (5C64.20)

5C64.2Y HoAthFi5 & A 2L
5C64.2Z PR AL, RIEW
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BHHE, FREES, EEHTT R, UESE, 1EHE. By =oneCabala

5C64.3 BEAR U R L U TR G

A AU 5% Tl TR A 12 52 AT R

H R P B R Tl 5 =
FRMEAR B L

FER : RN EBACEE (FB83.2)
R FARE (FB83.1)

H IR A T - I MLAE PEA 9% (5C63.22)
IR 62k KB MAE (GB90.48)

5C64.4 SHERBIEEL
i T R RS EAAC I BE T 5 B AT AT 15 100

5C64.40 R R MLE
TR — A AR 2L, A IR BB KO S T e B X 2 S EUA N BT &

5C64.41 e ML AE

KoM AR AL, R s BT R AR MAIER RS B 1.5-2.5 &
ST IR @ MLEAKCHE T 0.7 mmol / L A/EREEMEN S % CEREIMAE,
TR IR BV FEFIRITF RS B .

G IER A1 T - A JREEUE (KB61.0)

5C64.4Z B AL, R

5C64.5 PR AL
XA AG B i R R S A KT BIAL A A B EL . XA L B 2K L S B0 IAE SR A 4 1
i, X T e R A E R
HFBR FR S5 IR ThRE TLEE (BABL)
BEESUTELE (FA26.2)
Fi TN 77« FIEMEARA RIE = 85 LA (5A51.2)
= RAE (MF98.0)
B UTHEAE (GB57)

5C64.6 AR IEEL
Gt R A1 T : RPN B AR 18 FAS (GB90.46)
S RMANIETE (DA90.1)

5C64.7 SHREEEL

GG R A T s S RMEFALYIIETE (DA90.1)
5C64.Y HAtRr 2N PRMCR 2 30 I RS
5C64.Z YRR E RS, KigH

FoAtr E FA R 2 AR
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REIRBR RS, Fia]

TR, R BRI R 1T VR EL (Block L2-5C7)
MAERAR

FHER B LK (KB63.1)
KA EARE (MG40.1)

5C70.0 Bk
YR N K EA R BRI 20, e RAERIK. XA AR B TR, B§I5, KB, f#
FAFIPRFA, K VB OK &b 51 Y

HEBR: ALK (KB63.1)

5C70.1 k3=
TR I 75 T D AR S AR UG, D i 3 AR R . TR, B R AR R 4 6 o
P CElER T3 G H i s K 2 2K E’J%%ﬁﬁﬁﬁzﬁﬁmﬁi%ﬁﬁo , B, BFew
BB M, BN R E 1T i R A -
R BIETEARTE, RIFETHAhH T (NFOA.4)
KRBT, (MG40.1)

5C70.Y FAhFE S BRI
5C70.Z AL SV
RS MR R LA
LA FE S 145 mmol /Ly 7 i PEAURE 9 35 74 18
A 5 Hinalid &
F[na] i

(9558 I RIS L5
BRI LT 135 mEq / L; FFAR IS IE 15 P FUkL 14 0 37 o i

A na)ih =
HEBR: PIRRIL R A 12 51E (5A60.2)
B

T v 25 2 I 3R 4 2R 1) S R bR 465
FEBR:  WEIRERR T E (BlockL2-5A1)

5C73.0 SRR R
KRR, HAEARED GESRAR) SEULE S AR RN pH FRE GEHE
HNRHEE) o A SPGB =R, tn SR A G iE I i 18 S 78 7 HE
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A ERHLE

HREATE S, AEE TSR, UESE, 1HIER. By =oneCabala

B, RO R . R, AN L SR Paco2 BN (FRONEIRRER M)
PaCO2 I N it 3k P&k HCO3- / PaCO2 EE# I FAAIK pH.

5C73.1

5C73.Y
5C73.Z
5C74

5C7Y

5C7Z

18 M PR FR

RS R, HP@ESEs GRSAE) SRR SR IR pH BRI
GEERNRFPE) o LSRMGIMERE, S AbBORET 4, o SR A i fili
WA HE, A RN Rk, IR AN L S8 PaCO2 N (B
KR INE) o« PaCO2 [ N it >k £l HCO38/ PaCO2 Lt % Jf:F#{% pH.

FA BT R BRA AR R o 2
RARBHERR M AR TR A . SBGRBTE 7R
T2 rh B I 2577031 R 5 SR L 75 58 IR 22 57 O 25 70 51 R AR AUERE iz .

HAebts w IR+ &

B, RiH

W

o 5 2 I RN 4 4 () S AR A

BRP-PHrR & XL

TR A P T e S R P — b DA R X L A 3 B O T (KRR

=47 IRE

FIHATE: K]
BRIK] L4k

R4 MRE

kLS UK =2

R & A I 2 WA RO AR IV OLAR A B AL, R IR AR AR

/o HT A B B (N AN I S 1 AR SN PRI I, I P I e R A AR
MERAE. ZHUEEE IR T AT MO S5 (CHF) RS sm A S5 3 P BT L ¥ 64
AL TSI 5245, BB AT RERE B P RN, ERAKEES (VD B I,
LW AL WG R 51 RS

Fofthia s HOVBUAA, PSR R R BT FE L
Bidk, HARRAMBRECT R, RIEY
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e B AT 2R AL B R Lo e I AB PUIMAE  (BlockL2-5C8)
H: a7 (5C56.0)
G G215 77 KM k15 % (FA38.Y)

5
2 1 PR 1 5L 5 S B L o R K

5C80.0 10 L [ JfTURE
5C80.00 TR v [ I A i

XA T DA v L B 7K ST R ARAAE P38 A 0, A1) A LR B 0 I 7B 5095 o 11 i
HEENeE N (LDL, “HRHEEE") .

G IER A1 T - Ak (5C52.1Y)

5C80.01 24k SR Ak v I I e LR
HER: ARHS 2 T E 1) 26 A
5C80.0Z e LT LS, AR F A
5C80.1 o H i =R fURE
BRI, SURFELE T UL B A H = RO R AT BT . S L
P KR RS TH = A 9K o
HHEH: R IMAE, B 4H
PR w5 IR IR
Hyperprebetalipoproteinaemia
5C80.2 1B-E 1 R LAE
M LDL I [ B A E Vi = R 7K~ T 5
A a: 2 BB Y betalipoproteinaemia
e N 2 1 ML 5 i 1 2 1 e
vt HEL ] P I o A 92 v LA AL
g InYE, C 4
HR: Fixi IH 954 I 2% [van Bogaert-Scherer-Epstein] (5C52.11)
5C80.3 Hyperalphalipoproteinaemia

ML i P B A T R A o

5C80.Y FL A 52 B 6 B B B IMLAE
5C80.Z mAEE A ME, REH
Hypolipoproteinaemia
FFAEAE T ML P AT R 2 (AR K T i 2 R
T o PRI R
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