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JFF S 4R #% 25 ¥ (hepatolenticular degeneration, HLD) X & Wil- %1 HDMEEIRFERR
son %5 ( Wilson’s disease, WD), 2— & Y € (A 5 85 4R AL 1 B FFAER FCAERVER i K
BER, AAABMERER (1-33)10 7, HEHNEMT B Db Ay e e K
13q14.3,cDNA HIB—F4r T8 165Kda A9 P RIS IE ATP B S RRAST, ALTHEET R
(copper —transporting P—type ATPase, ATP7B), HLD B % i F & 7 HF
ATP7B R 227155 #2448 % A (ceruloplasmin, CP)& BT & A SRR
T O HEE 2 R, ot B OGRS B HE s AR R FE I B A S KT B S RBEFLR -
SRR, MR AL A HER M B K-F 37 (Kayser- L R AR E)
Fleischer ring )% I R B, Ftedisre ]

HLD £/08 T LIS S RZ—,  BENMERERR WEFZAER EHEHER, A 8 XiEsh)
B RTARHRIL I BRI REHAT , KEHE RIF, RZH1E TOBE , I E R
BEMELZERER, Bk, B2 R LR A IEEHRR SHERAR , M3k 7 BERS
BABTER AT 2 AR BUS ZXEEY, HE THRERR BIEFRRRE
HRPRENEENEEAR, SREEEPNERIREHE RS B N eERER
iR NEAMLRY, HT RS HLD MR WAKEHERE (" BSE
WAL, RBFEELRNEIEE ¥ A I REFT HLD B2l KR
(BEERFSHA=R2 ) MIBRMTRZ BWER. &30 i &1
TR RHERERINT o KR HHRAE

‘ W

1 EREHAR s

SR HLD BAAIBIFE R (5) 3 REAERIKE 5 L
BEARBEARERAR K-F FRESF RSN, B R SURRAER PR BRI, O A

RERG EHH, AAREMIEKE R, KERATR RN, ¥
B EABETE R R T RM A HLD FFAETEIR R TS, §
RPEE—H HLD BEMRKEATRFTRE R, HIL 114 KR
1255160 UIBKR BFXTREE MBEREHANFBRESFE
. ieiRER, BRSEHERT LN, BRER 3R
HLD 8%, £EHIEERPIFTF2 (American Association for the
Study of Liver Diseases, AASLD)HE I S REELITIEE)
(2008 448 FIE T HLD BHH R RER (R 1)0, 7 3
R AR AR AR, LRI HRRELRHR
HEBX HLD, Ferenci ZHMii T —~E@IFMRFIEAFE N HLD
GAWS RB(#2) FEILEREPHITR—IEIEET S P8
ESE T W5 RERI AT,

2 fE K-FRHAR

HEH. THEDETELSHBINHE 01043713)
feZatr. 230061 SiE TR PESBAGSREHTEMRER
WEESH: KT

B AGRE: B REEREMN, KR
OMERFHE LU, CEREFE
R %

R IR BER

R&%iE, RN, REHr=

fals K-F S5 B hi fEERAL % %K Kayser (1902) F Fleischer
(1903)5 SUE T4 42 , RO FABEZMFEEE XA (HLITERE
B, EGARFEER), BN HLD BFHEYE G R, BRTA
3, HLD B EH A ERRNEBERALHEXANEFT 4.4
HRTFABESNBEIER K-F 3, BERZRRBERND
R, UL F 4540%BIEE R AT 4 2B & 1 65%~70% 0 FF B 2 & i
Fo K LHNA HID B ¥, ATRBITREAE K-FRESH
BB R, HIL R HLD RS WUITRIm ISR, BIER
& HLD 8% V8 5% K fat K-F FHHN, Bt A K-F 7Rt
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3.1 FARBEAEE(CP 240 R MFEH) HLDEZEHT CP
AR, M CP K. 24h FREVFIIL I SRS R BHEER
R HAE A AL, B HLD B9 3 SRR &ifH) 9,
—XR AL CP 4k R 37 T e 18 R A0 AU BEE AP R BoR , 7€ 2867 Y
FRBEFRE 17 5 CPETFIEHK¥E®,—4 55 # HLD HHiz B
FHH CP ML R LA 12 HllnH CP EEXTLE"Y, MR KIE

EHRRFH T PAE 209854 Fol UM CP WK "9, Xt
24h RGN A0 IEMA SR AR B IRI L, 5350, B T RF4IIRSE
it 440 B 4 A 40 R A L BT 51 S o 6 D o8 4 R R P S8 o, HLD
BETEAR R RN B3 M4 AT SRR, A EE A
h LA HE R HLD B2 AE S 10 o 354 15 78 1 40 240 JRE2,
e, R TI bR HUD 5L 2y S K8, (BIHR R
R ERHARHBR AR BT S5 MK RAA ISR E,
VLR, Wilde %8 FHAH~ 22 Bk T 247 (liquid chromatogra-
phy-tandem mass spectrometry, LC-MS/MS)HE AR # T HLD B &
F 184 (dried blood spots ) #) CP, 8.7 T—fMtiE . HERHHA
F R R E9% 4 L HLD 7% 53k o Kenji 20 Bl —FH BT IR
CP Rrl 7K T H AL EAIX 11362 45 3 2 JLE SR ERA
1 bR CP B 53 WA , 25 VI MR R 12 % HLD, XUEEE
B CR B AR AT TR A A B HLD B i
3.2 HEMNHIRSE (penicillamine challenge test, PCT)  %f FIlfi
KEEREER HLD MEH  4EAH A LB IRRNE RIER R
KA K-F 365, PCT AR AR s — B Wk IE, —IE
JLEREPH#HITH PCTHAL R B /R, OMEFTHK S00mg 3F
12h J5# A% 500mg, A6+ BIEX 24 h FRIGIMGE 24h SR FREA>1600
pg24h(25umol24h)F & EHESWME (1 ZUiEH) "9, Muller %19
Xf PCT 4§ B4 1 R U TR — R4 R ER, W T U
FERERE TR HLD BEWN S, HRME SRR ETHER
TER AL N 5 ik, (B B 25 RIAF R EEHERR HLD RITTRE. &
RAFAM A RBRTILB RS H, BAEEMHLHEURER
H T HREE, {5 PCT 7 HLD 24 M2 BB I T —FR iR HEIL Y
TCRER I B4,
33 FASENEHFARERE RAFFRERKRNEF
R SR/ R TR AR T RN B R
Bt FENRE IR EE A AR SRR G R A R S E. B K
HANMRIEE, HFRSTE=250uy: FTFREEABENRR
¥, & HLD R8RS LI fadn (1 RIEH) . (B b T S 00E
BREAMGHRETFE, B HLD BE BMEH FFIER % Mg m L H
B ELMERERRE Y, B0 B TEIFRASREREH
BRI BN E R RAEF AR PSS AT, R2HME
WERBRG, BEFRATREAFRALEREERBERNEERR
BEHERR HLD K9 AT O,

4 HBRERTIRFTR

41 FIREAFHE BENERITHSNR HLD B &5
CTMRI S# G2 A/ MEARRPREREUREHE . E
Kozic SR8 7 BIARZIRIT AR HLD BE1THK MRI K2, 38
RBARHIES, mgBEOWE T 6 5% HLD K51 MRI
FH, FIABRENEEBERERGS, RV 40 EREERER
S, Bk, SN ARF A (R A 2B MRI 4 ) A (URT LABEAE
MR AGAER R 1 2 KR A HLD SRIF ™~ ERE , Ral
Jr3ERT HLD RS £ 1R,

42 FFRZBRFEE WLHESOEL 1200 f) HLD BEEHE
PRESR RABLEHE R ENEARRNERERE, FE8
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PR EIFE AL e 3458, B BTN KRR TR
FE BB, F5h, BT AT B AR K AR R & AEREREK
P EATAE | RO (B A 1 SRS R B . Akhan SR
FARIERAES (CT A1 MRI %308 T HLD MFFIESCE , K9 EARE
FERERERR AT FEARE, BEBEERER
WS ERE,

5 EFEIZEHWMR

7£ HLD E % 5 f8 2 A, Figus %R0 R A RFLP-% RiE 9
5387 N HLD RE B R RGEH #1T T Riig 4 Fi
BRBFST . BEE HLD EEM R, K58 HLD 35 28748 K i B AR g
FAF HLD B & EELWI A A2 A9 5 . Thomas %7 ek A
PCR-SSCP 4 DNA il Jrik & T H1069Q 7EBK £ HLD &
A B S, Maier PR B PCR-BEYIB:%F HLD &9
H1069Q RANL AT, FSC T HAE HLD B4 451 R ERET
HEELHTHNE. BERNSREMHAELE RI7SL Z2FEA
HLD B ###h8m9, HE A HLD £ & EE KR T 3
WAk, H 1A% F DHPLC 454 DNA M/F A7 4 1~ HLD K
FPEAT 2 AERVBIFEBRES, ELTEERNE
HLD F=Ri2 ¥ B A

HLD EE &/ B FREMERE, BATE X BT 300 FrfE
REFHRE, AAAFEATEIAE RS, 710 A 845 Fh3s 5 R jil £
AR HLD HiS B & T HIZEER A K 80%~90%-9, B H L
i AR T BRI BT ik, 25 R R AR E B E
B8 47 7 kU 15 4R D X 9 HLD £ 3B FE 5 s 1 TR il
DAKBIRE B 47 2870 80 H AP, FEIX 2076, DNA B SIHAR LA
HERK/MUE FTHERRER SR, 5 HLD ZEMNHRER
R A RS, ESAT HLD BHRSHT BT SE . Gojova ZPRIF
—BPRERYIN 87 RS 17 LA DNA HEEFIE R THE T
97 i HLD 8%, K 43 MELM 1S HEE, HENSERS
DNA MR 2MF, B HLD MMEESE A B AR HEi
B FHIR B, BIZIR I B8R T H1E HLD S 287 85
FRIS,

& LATA, B HLD RAR EMIERMSRE RN, BRER
IGERRBRML R S MR BSR4 34, BEi%XHT HLD &
B2E BRI, ERRERPFRESEROEKERN
TRFHIR AR, F M HLD 4 RA TS SR LA F
BHiSHR B89, BT DNA SMEEFISARBA — K Rk BT
R (RIEE MAMAR R W, — BR AT, W fERE 3T
BEIEE X £/ HLD SERFTHIS WA= T2 .
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