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L EER: FFEREAN, 4 Wilson i (Wilson disease, WD) , &% et e bk ik f% i 18
AT RS REYE R Y o BORIER ATPZB LT 13q14. 3, ATP7B 3 PR 5878 S B0 1 2R 194 R Bk K% 4 76 I ¥ v
ARt RReS, B RMRUTOARAE IR JERTT . A, BIESESR T, CEHEME T A PUR WD B e b R
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VD993 15 M BT ROUL 4R AR o ik 95% K 4l & 1~ A1 20% G Il AR AER 4 2% & 7 £ IV 4 1 J 1 << 200
mg/L; T %28 G T, LA A 50%A ™ 5 T A% =B LS B i 8 AT AR IR R L, T RE TR D9 AR
HEANRMENHES, BT RIEEA, WD BFEA YRR NN TR T mEIEE, HRAENRE, M
i H T LR R R R AR AT

b L A AP S 0 I AR A B 5 55 5 LA A A R S R R, R 2 A S A B T TR
S5 IR I 75 P, WD R LIS A R A lE <<0. 2 35 T A /L

o) MiEHT: IEH NIMIEHA 14. 7~20.5 pmol/L, WD &% MIE4HR PG, (HiS W SCRAR I & A K. 1
TR AR 5 PR T AT ROE K .

d) 24 /NIFERAR: K ZHOWD B 24 /N PRARTHENE R RS 0, A SR 2454 i PR R R R — 2D 5
BB RN BB R EHE L, 24 /N JRAJHRM R IZHT AR, DRIE 24 /N PR FR Rl VR i ARG 2 47711
RIHRKEESHRAR, RN TR0 AR ZAR ML E 1% AR AR, WD 3 — i 24 /I PRER > 100
Wgo X — L8 BRAT AR AN ARG AR BE Y WD 8, AR B BOR R IR,  AF AR I — Rl Bhis Wiy
%, IR AR LE SR SR

e) FH: BT R 2 Wi A (I E 2 by, AR EASGERRZ 105 B0 AT A B2 L 22 . WD BB E AT & &
HW250pg/g THE (IEWAN/NT 50pg/g TH) , (HEDN— L8772 LR 44l . TS BT 4a o i /3
FFAR & Bt il b, 0 AR AR R s A AN 5, DRIk, RIVEE TN AR & B (50pug/g T E B ANRESE
EERINZI, WA E NGO E, HOARERONIZET WD K G & .

4.5.2 MF M PRGISE: =5 WD BE A FFE AL FF D) e T CRE i e i 5 B0l BL /MR 4 AT (B0 £040
Jgsl s RIS E R WG MR SR & AR

4.5.3 FrEhaetedl: N7 wo SR AT DhRE R H . BT AL WD R LI R E AT Dh RE S s R R
L AT A FIRE R LTS 5 N R R . A S T A (B0 F AR B

4.5. 4 AR KA U CT o XU SRS IR LR A S W 8, % PRI 240 Ui MRT AT 2R3
NECRIZ OCHFeRZ) « AR AT Fefisi s /N S B B BT T1 DB AR A 5 A0 T2 IR =ifE 5,
G RIRALAE T2 TG B s iR E 5, AT AR A 58 =8 K55,

4.5.5 RFAEEE A R . Fn R P A AR 51 S W S8 ) 7P 22 ST 253, BT AR R T 390l 2 DA Z P T
HEHE P R AR A D . AR B A R AT 8 T oA I (I R B 22 T-BL, T HL WD AT AL 3 BB S 2
A b5 FuAl JE R P SO AR B, A — SRR AE PR AR I

4.5.6 FEFIRLI . AR BONF e ORI IR AL M RIE RN, BT AR NEGRERAE, HEERREK
DT B AN W3t 20 RUET (0 R AR s AT A B, A T 1000 N RASLL RIHARIE, e DI SR A2 i A B
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HEhF W, HRRMBBAGETEEHERRAR . H1069Q S48 74 77 [H K 50% LA b B vh i WK RAR, M
RE WD BE M ATP7B RN 3 AN FRAEHH, R R778L. P992L Al T935M, (5 A h S4B () 60% 4 45 -
4. 6 PHEL 121K

WD B LR JUA IR RS £ O 5 @R S s AE /AR IR RAEIR . AAAE: @PIHR B
BEUKT IE S A BBEAT K—F PR 5 (@ HIL 375 4 a2 13m0 i) S A BT 0 7K~ 4 28 PR AR (B0 AR 34 1« PR > 100 pg/24h
(>1.6 pmol/24h) ; @FI>250 pg/g (T-H) . FLAK LIRO-@8O-@WiE " #i25 W IGKRMAL; H
#B-OHE-@UHF BRI NAFO. OO, @UWHMIEEAR, FHik—DBRi.
4. TR
4.7 1 IBAAEIE: FREE, SWEEW, ERME, R, R, DAk, 0Esa, kA
SIZ, BAE, MACER, WAL, SOwm, Seks, &RMOma, HEHR, iz
4T 2R EEEE: SAREE, AR, SRR, KRR, AR, BRI, ME, 4R
RS, W FARSL, fildieyomi, WUBRFRES, SRBRSCERBE, B, ko2,
4.7 3 FFAARGEUE: REPHMAR, RBLREL, RIERM, SRR, QBRSR, REKE, BikEE), B
SR, EFEEW, ok, e HK, R B R, BRI, SFORAEH, HKiZ.
4.7 4 B TR BREEh, ToRErs, RZERG KR, DR, RESE, RERERE, Fib
W, ERRRRER, Sk ERL, DT, L0, BIHER, &4, DB, PRz
4.7.5 MG BHREIE: KK, AUR(ENE, BUMA4, SRSH, 2%, WHEAR, mama, B840
P TR, BRI, AMERD, FRbE, &AW, BRIGREA.
4. 8 IR L VEA
4.8.1 5K Goldstein IR
0 Zk: THIBIGAIEIR RAAAE, B 1EH E3E A LA,
[ %: WRMEB. JUBE, HHE ARSI ERTE.
% BEPEES. JURE, KKENE, W@ bR, IR EmE, e A FrE
B> HH AT
M. hEEREERE D MR, BEPEERABA (SE8E) , it e, HEAmEKH
SN .
IV i rEBek ™ A2 m S s B (BREE) , FFShRE™ EHal, 5847 BIAH B g
IRA I
V% MYNREEUT SR, U EEZEg Y, TEsME. SOREEK, EFD R F.



4.8.2 %i— Wilson HiEEREF (the unified Wilson disease rating scale, UNDRS) "": ZE 34 HIM
MZThEE . AR BERURE R IR = AN J7 T WD B b AT VA% . 7E VR WD BB P AR S a7 R U7 1,
BAEBIME R & TIRR IS FREET A

WEPRIEIRE 1. WISl N\ 3 75 L8 07 25 WD 2

HEFF R X 3~45 ZAHEHEM T D Re R FFEE L. BRMOR. SRS RAIR . RSl s . WIS
BB ISR AN, AT H S A . WD BPES0 S S (1B) .

UEHEMEEE: WD B 4ER 24 5~35 & o SCHRIRIE H T2 10 WD BB Rl BB 9 M, BEEK#E 80 &
10 % LRI R # 2 LA 3 . AL . R O B RAEAR, 10 2 BLJE R # 2 A SRS A B A5 R KRR
W, AEUEF BRI E R R R AR S M, A E R o Re % . AL B R, HEfkAh R
REDR RS0 L VA I 2T 1l e R U R 75O WD K43 TE I ACREBR (7 WD 5 25 (¥ ) i 5% M s 25 v
W RN

WEPRIEIRE 2: K-F B2 52 21 WD 1 42

HEFE R L K-F R0 WD A4 s A etk , AU 400 M ARRHES A= FH BT R 2R, L3R AT LT L P-4 38
AL WD B AN E BT R WD B, R AR R AH K-F SR PEASBERRSH WD 20T (1B) .

UFHEAEEE : K-F PRI BA 92 WD B AORRAE MR DL, (H K-F SRR ) W5 oAb, 5 ek R - -t
T BRURPERFIEAL . 18 PRV S VR IR AR A2 LI 6 55 . kA, 29 50%FFAL WD g vl T Ue3k . HRF AN
924 5l WD o, S oARFAL. BRAL. RN-pIATRY, b K-F RRBIME WD B (130 f1, 14.1%) , FEIREFEN
(14.9427.3) ANH, K-FIRBHPEWD B3 (794 i, 85.9%) , “FHFifEN (32.0+£50.5) MH, HEZ
4G Giit 2R (F=34.69, P=0.00) . K-F 3%t WD 12 Widg s BE A S, (H K-F FRBHPEASRERR A1 WD 27
[12]0

R PR e R 3= L7 A 5 2 U R B AE WD 2 Wi AN (A

PEFE R ML R U6 2R PRSP AR (50 mg/L) & 12 W I SR AR PR sy e o I3 4R U6 2R I T 130
mg/L & [E WD EE SN AR AT, AW A I A REHERR WD 12, R DR A RIA R A
WD C(1B) .

IEYEMEEL: HEgeithmid 9% ali&F1 20% I AR 1) % &7 J o L% 4 6 B2 11 <200 mg/L; i 5% 4l
EF, HEEE 50%AH ™ E A 0% A LA IS R (AT AR RS L, R R D B 1 o R A
RN, BT RMUEE A, SR R LS & A R T R AR . — T H AT IR B AR
[ WD £ KRB\ SO T L A 5 R B, SR AIN 3861 22 IE, Git iR

24 135 H 8 B P <130 mg/L I, FUFARH w0 R . FF A EAAERG R, HAESSIE A P th BT IR
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WEPR IR 4:  JRAFIHEI0LE WD 12 Wi i AT {47 12 2

HEFE =L BRI 24 /NEF PR > 100 pg XA IR I 8 38 2 — MR A B2 e s, 1>40pg $275 nT HESN WD,
mit— b EA (1B .

TEFEAE L WD B3 — i 24 /NI RAR > 100 g, SR PRAFHGINZ WD FR) B BERFAE, H 2 PRAR G 00 - 3F ke 47 .
SRS P T 0 [ B S P AT 48 24 /NI FRARET K 100~200pg. — AT ST 49N 49 4] WD £ A1k WD 2% 282
B, WLIFHLL 24 /NSFRAR, Hodt WD 41 24 /N ERAR 791. 941423, 6ug, JE WD 41 92. 5+101.5 pg, MAL%E
FAG R R REXT WD (il EE AR, BT WD 5 A PR AR A B R
OSUE PRATEUE A AR € BCHERR WD, WFFER A, FREMACHEEE, X WD 2 s 7 PR

BEPRIEIRE 5: X T M ANRERAS WD B3, 5 RO I S W e a0 T 2

R X BES WD L T T BRI, T2 5 IR i 500 mg (RE AN, 12h /5 ik 500 mg,
2 HWCEE 24h REJIE &, W1>1600pg W7 WD HNME . BN EF LIRS B A R m s R, AeH
Ti2Wr (1B)

UEHR MR S 1 SCRRATE 78 R T B ORI 5 B T WD (RS, SR IR L 5 85 M5 P AR 24 /N R4
i, PREKT 1600pg/24 /NES X WD BEi2 B A S Wi B IF 5 HAR TR A B AR 1 S5, Eitad
SRR 5 — W S9N 17 91 ) L3 WD BB, 2 3R U 7 2 e ORI 57 1 98. 2%, BIURRE Ay 8. 2%,
FFHE 24 /NI FRER KT 1600pg, XF WD A H I WA, IS XA 2 AN U3948 H 4510 5 BGOSR
TERN—FI IR A, ARG MR R GURYE, 5 T8, T4, X WD s a3l )L wp Bl
IS BT S N . DR 24 /NRERHT < 100pg A SEAL WD A8 mT AT 5 B R iR 560, Dkt —58
WA AR o

IGPRIE] R 6: WD &5 I s A5 2 2 Wi i {8 ?

WREEN: W THMERGERIUNG WD BH, (EIRTTRIINEATIE RGPS i 5 18 A6 A, iy A
MRT; XJTCHHZE RGUAEIR ) WD S8, (0 RIHEAT LI 25 (1B) o

TEPEMEEL: — AT 330 51 WD £, 20T roiii MRT G E s, 45 3R w330 38 R AN 15 B MRT &
I, 315 Bl IR A — . FREEAN R L SR A5 5 . b 5e R w 275 9] (83.3%)

M 189 ] (57.3%) . FIRAZ 126 %] (38.2%) « el 124 4 (37.6%) « MiZE4E 112 %1 (33.9%, )

S

N
FIBR 45 5] (13.6%) « MERAl 116 (3.3%) « /NI 7 6 (2.1%) « Hfb 5 44 6] (13.3%) o Wi+
SN 145 41 (76.7%) Kb 89 Bl (47.1%) . ZERE 2 ] (1.1%) , 3154 WD 3 kiR E A S5

291 B R W R SO R AR I TLARAE 5, T2 M5 5, 24 BRI MG 5 . WIEE L 2R, SERUIR.



PEAUIR. 2R AT SIS T IFAL (97 1) FIJCHEIRAL WD (28 ) fHif MRT F3H, 45 R & 125
BB FE A 108 B (87.8%) AMKHSARHE T, FEEPEFRL, BT8RN T1R(E 5 M
T2 WfE5, WEEMT. MK, RFERSEZ. BaBk. BRIZME . RUFRFIEAER S WD
PR BTCANE RGFRI, (BRI B CAF R IR ARIR S, PN MRT SR 5 5% . TR Tof
LRGN WD B3, W RCHE AT UK MRT 4G 2 .

G ER I RR 7. JHF RS 1R 4 234 2 G (12 I WD 3 S e 2

HEFE S AR A 2 2300 7 e (0 L ey WD 2 TR SCRFIESE (2B)

UEHEMEEL: — I R SRR Y i (LR ERVE . BRI Timm ARYLIED S RAUE I 34T 4
Qett oy at, 243 BIFFGARACOFE 29 BIFF RAZAVER 214 15 PERRA VIR 5%, 20 SURR T2 i PR
142 %5 (58.4%) , v wp21 4 (72.4%) , JFURMERHVTHVEIRE ¢ 121 6] (56.5%) : ZFH7iLFHYE 136 41
(56. 0%) » Hrfr WD20 ] (68. 9%) , JAMEMLIPEARAE ¢ 116 4] (54. 2%) 5 Timm FRYLEFAME 155 451 (63. 8%),
Ho D23 6 (79.3%) , JFERMEAAPEE & 214 (61.7%) B, Timm 8550 4B H i m, (H3 4
I BA P 26 22 e B G ik 3 L (2=1. 705, P=0.426) .

I PR 1] R 8 PIAG M AE 12 It WD rp B AR AT b £ €02

HEFERE O FEDRAS I 9878 (R I BT WD I A2 I, (ER R IR AR BRI 1 AN AN RE 58 A HERR A o
HEFE ATP7BHH AL Sy T A RIS WHREG,  ASCRFIREER WD B3 1 WD 1201 (1B) .

TEHE R . — TOURFF SO v [ 30 AN AIHLIX. 1302 Bl KHf 12 WD B2, R A Sanger Wil 77t 4T ATP7B
SERGRAR T, FEATIE R AR AR M. b 1167 AN B R BB AN 9AE, 115 ARSI 1 ARAE, 20
ARGIARKILRAE Z2 W] 1167 41| 35 7l Sanger P A IR A5 1 PR WD 2 W, 4 135 41 A Al Sanger
WP 732 5RAESE WD, Rl Sanger AR R I RARSASUR I 1 DNRA, A8 EHBRA . (6 R v E
WD R 116 DNRAR, BRI TR AR (VUK RS RREL. R, WME RS, B RED
RN R . BEROH 7R ER XK ATP7B #G5 RAS M 04T 26 57, 8L RSS2 M B 1 14
Bl R ATP7B RARRARL G RIAEIRIAR N, BB T ATP7B 8 2R SR AE i
WEPRIEIRE 9: WD H R IF A 22 3 4 5 7 12 S b R IE Y 4325

AR WD AEMR B FHFE 2% (R AR E B K brde o ISR IT R1E < BB, 4ie (PiE
Wree) A RTMEANIE. Ry My B B K. KL 'L EL IR R SRR X SRR BRI
WACRE s, il T WD UEAR B3 VP bt o A4S WD I PR WAEMERRAE, o AR B4 . 1B ZL . ST
g5, MUEPHRE. AR 5 MHERY (1B) .
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UEEREEE: — I FUR I R FAT I A R & 0578, DA EE R OB Je s, NI B Geit Jria X 348
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