H:F_L'ik*/(ﬂ‘rlli

“Wilson Disease

EEEEEEEEEEEEEEEEEEEEEEEEEEEEE



. FERETH

Wilson [hsease




g
ij
+

£ R RBER
Al¥sm FHT
TR

L} R ey

25 e
A
EHHE

b

R E A % BEX FES XBW K
S EH(UEREEBAF)

EmE
a
A
B
pULl
El#R3C
BN
R A
2P
TR
B £
B B KeER

P A¥EMBE —Ek
FRERRTARER
FILAFWEE —ER

HRERAKEHMEF —Efk

FRAEETER

FLAFHERE — B
ZHEARER

PLAEMER —ER
PUAREMRBEE —ER
FERERETARER
Pl AEMBER —E bk

fm
5;&?

( Wilson Disease

%

% GHE

PR M
[
HREH
AR
ARG
FHT
BEE
" N
B W
R
AR

FillAFHWBEE —EBR
FUAZRBE —Ek
FUAZWER —El
P AEREE Bk
EREEHTER

FUA¥SMBE —ER
FA¥WESE —Ek
T AZEHER —ER
IFHTFREaSER
Pl AFHBE —EkR
PUAFEMBE —ER

A& B % 2 B #



EHEEWSE (CIP) Mg

R M (Wilson %) /@B RS 4. —Jbtm: A
R IA: H st , 2012, 7
ISBN 978-7-117-15676-9

1.0/ 0I.0%- I.OFZREEHE
V. DR575. 2

I A B 5 0E CIP BdE#7(2012)58 101750 5

ITAM : www, pmph. com AR E W ..M L HIE
B AM :www. ipmph. com P+ Ep BB .HE
U D4 BB R

WAL E, @B

FFER%IEN

¥ R RER FAK

HARZ1T: ARIA MR (P 4kLR 010-59780011)

e b EETEHREREERE S

HB #R: 100021

E - mail: pmph @ pmph. com

Wy H ek 010-67605754 010-65264830
010-59787586  010-59787592

Rl s =R A BRI A BR 23 B

. HEHE

& 787X1092 1/16 ENe: 16  ¥BTI- 6
#¥. 379 FTF

Woe 2012467 ABS 1R 20124 7 ASE LRSS 1 AR
B S ISBN 978-7-117-15676-9/R + 15677
#+: 55.00 5T
FTE SRR EER A IS 010-59787491 E-mail: WQ @ pmph. com
JURENEE & [REE S AR E T OB RIBHD

B FENHHED



ey
X
£\ Ay
)
&ﬁ@ié
NET
S

=

RER, REPWHEA. BUEFILRERE
H—ERMHEFHFIHE, M LA RIW, 1992 £8
FRE S BREFR NG, 1955 FE Frh B 2B
PEA B MR S — EE B 2P N R ST B E A
RS —RITAEES. BN ERFURRMERIE
R AR . ERRIR A2 FLHTHEX WD
MSCEE 120 5 RE TR L EFR LRI 20 I,
HA BT 2000 £E [ &5 B & MR BGE S —
SR BX WD BB .

ZEHHE, T ARBEHILT A, EFILRFEHR
E—EEMER EEET, LRI, 1995 F3K
WERRF IR L0, NFEHERHEIR  E A
BHFLAE 20 R4, FERARFHAMERGERE
PR , A T AR T CE R/ 3L TR R 3
BRI K IR, REMNS 5%
THEZAIIE . KRMETFIRI 60 KEHKTD
AR A =S5 — T




SAE R EEA Samuel Alexander Kinnier Wilson T 1912 4E B IR & F i CIE4 iR
AP 2R A PE (Wilson disease, WD) JF Y 100 BI4E, R XN AR HT Wilson BEAE ZE#
100 E BT ZE R B SR, —E S ANEFER X WD AR KRR A B —& B 4K
ATHE, WD B — it A A B R B . HBUW R R ATP7B BEH R4, SBURTT
PBAEZ A E W AR, HIRE 7 nlE T WD, SLILFh AR, 78 100 FRTME SR, WA
AT R,

AT WD BT B AR Lk Wilson BEAEBE TORFA 70 47, (B 1F fH B 20 h 43 F A% 2%
M F AR AR CGEE R RGBT, HI RS T — 885, H4&,30 B4EELK WD
BENEINEE, ,FRITEE THRE RN, WEERPEARE NN EE WD B
KM KRRET, B4 WD K IZIEM &5 LA KR TR R A F3, LI R 2R FE R
WD MREIFT LAY WD BB EERE - ESHEMEN . £T WD SFRERENH
KBRETFTHNERER, RIMFERAERMEIHEREER N EARATREERAH., B
o, AV E T T AR SR AR U R B AR I R BRR S 2 FRN
T, A G AFIEEX WD HETEMEERR B RAEN], F2EREERE A4, LI
REAE DA RIS SR %l i A B B B RE AR 57 0 T L3 2 b S B WD B SR AR . B ik,
B T4 5 i E A2 LA R g E 7K F R A Bl A — SRR AR ESBRZ AL, ]
11— 28 ok B M BE 32 KRR FATH TAE BT 12 th gt iF A48 1E ‘

(HAR—EWE, EHZ R, ENC 2 WM WAL (LRI L E, — AR
1995 SE 1 ZRAE P RN AT R 4 5 —4 % 2006 4 ¥ s g Rl K
PR SR, £ BHNRE LB, AHENEEAIRNMNBZETREFOSENE
%7, BA T At R AR 0 IRy R

A, A TR BRBX 100 SR BT A B 58 WD 1 E R AMEAT, 2 AT 5 0 44148
BT EERFTRL BT A S INA B WS WIEE BRI TE BT MR A E = 2R T
AHBWEGE, ERMNTE % L FIRAARR S 7, A ERAR BRRETE 2012 EXNMEAHE
20 R R E) 3 5K L . .

ARG 2 AT E RS 5 WD S & AT R B A0 AT B A

5 .



WoE

=

B AR E RN 2 R A TS5 18 T B AR B AR L SR 008 7 ] ke I 9 A
BT, e AR AR R T A BT RBL I e R I A, LA A

B WAL 8 A6 KA Wilson S A= S 200552 T RS A /b BB S0 4R
he):bpdlingawir N

REW ZHM
2012421 A 31 H



R . P PO 1
A R E N E R oo oroer e 1
— | WE2E# Wilson XHF G ARALAEMEBEGTHITIER - -vvveeeerrerrermerommnrreeeniireseans 1
= 1902~1993 AE E AT IF D RIEASHERTST AT ACHEIR  cvveeerersrrrnnrnnnnnernenannnns 3
=, SN WD BRI X E AT WD BRI coevvereeereersnrnnnneneenns 5
TF RER TR T AT TE AR e veerrrreereeerereiesaaaseei s nen et et 6
— . 1980 AR LI FTR E T SORALASHERF ST IE L rvvveerrrrrrrereeremmeernnininniaineaeeannaenens 6
= 1980 AELL SR BT TURALARHERFSTE L wvvveerrrrrreremrrrrrrerrreeennnerenraeseaaeenns 7
= BIFSNAS B R BFST BT vvvrerererrerromrrnnnnrnnesessanenanns 9
e WD RSB LI +-vvvvrrerrrreerseresmssssnrrrreesssnsinneraeeessen s sstebnraraaeeeaans 9
B 137 . 2 T 9
T RIBHLBTIFEY «ooeeeereeeeerrereeraaneenae e e ee e 10
LT S T 10
T BRI FEMIIITEGY < oeoreereererersrsersasses s 11
a1 77 11
o BRED WD IR PRFIIAFFIIBIFGY --vvvvnreremreemnmmsmnnennnneaneaasarinanscanesaennanss 11
SR B RA T MR B BN vvvererrereeenrrnnreraeeseaanrar et e e e s 12
e FERABAS PRI B SR evvrererereramrsettnraensrs sttt e et e 12
o FF AL S B R BR B THEIIL, +vevevmeereererersanmnninnntrnee st 12

A

FF R A SRR BE B BTIAR  <oeevvnmmrremmemrer s ee st st s 13

VU PSR MG RTIFTE oeeeereseeesecn s s 13
BEY BRI SIIRIERGE]T - oveerererreerrererneerasearr e n e e e 14
R BRIGHLEL - e 16



H %

%—"1‘,‘ R EEREREEMFEINRE - 16
— %@B{J%#ifhﬁ{-ﬁﬁj‘ ........................................................................ 16
T BRTATS T HLE  evverrrmrrrrrrrrerre e e e 19

D ARG e e 29
e BRI R B BGHLE] ceeeereerrrrnrrrniiee e e e 29
T BRI R BT HUCHIESII] <o oeeeremee s smemememnninn bbbttt ere e e e e e e e 30

=W BHFERIBIMEL S FRIBHLE] crremrrrereerene e a e 39
B NN 24 £ s = T = 39
T ATPTBEBHEIRITEIL e 41
= . ATP7B 45 A X IR sroverrrerrme i e 41
0. ATP7B B AR SE R B TE 1 reererreerereemeernaeennmnmens s sesnn s 42
Fi. ATP7B B EIBYAEMIEETHEE -+ oecvverrerensrremretmne i e 43

MR BRI e 45

BT BEBE e e e 45

- | 46

i = L . 4 - = 47
1 LT P PP PP PSP 47
o B et 47
TS R eeeeeeeeeeeneeeeeaoateee ettt e ee e e et e e st e e e e 47

B RETBL e e 48

3 BFFE R TERIMETRES AL - vvrrerrr e 48
B O 48
T BRI TR RIETE D ceeeereeeerenrennn e et 48
SUBETEEEAR ceeeeeeeeeererereeeeeemiei e e taa e e aee e 49

S TR HARFRBETRI - cocovrrrrrerrrr e 50
. PIKGIRBUEFT WD +vreeeeereereremnernnonnnnssrrsrsssnnssmnesssansassnssannasssneeranrmmnnnns 51
T AMETIBHEIT IS TE WD creeeerereernrrnrreesesianinnnrrese s ensniiee e e e s e 51
B £ 1 7 .74 5 T T 52
VU, BB FFZE T WID ceeeervemrenranseeneerernerienenninnnaen PPN 53

= FTRAETMRGIREETRGERI oo eeenneenen e 56
- - R TTT T T LT L T PP 56



B 11 - 5 2 ] - L S 56
=. T EENEHEE - f et e e e e ee e re e et e aeteretetrntearaaas 58
D, AN B EIE B vveeeererrrroreeermiimminiiestiessiaseeeenettnisessstnnneeessssnnnneseseennn s 58
T REHEERFTIAITIERIERE v vvvvrrnrerrernereeiientreee e rreteteeeeeaaeaaseaeaasesaesesens 58
75+ HARRGEHIHAMIELR oo e, RETPIPRRS 59
%"‘.ﬁ' Hgﬁmgﬁmgﬂﬂgﬁifm Se i eusesiaeeesseiesiac sttt e st tanassnnatnantabne 60
— . IRIREERFIAA LA IRTR coeeveereereersrrnsiisiiisnstirentenenernnnneesesnerrraneseesee e 60
T MIARZRGERELR e vererr ettt e e e 61
R 3:1: 1= 7 N T T T RO P PRSP 62
O, EBEILBIREIR cvevoerrrnnrrrernsrererneeeiiii ettt e e it ie s er e eeennnseereeneeeeaanens 63
Ty IR coecvevrerererremrrire i e er e e e nan e eeeees 63
BRI OHIBIRAE o e e 65
E B GEALAREE - e e e e e e 65
e TTEHATE TR weevvvrervrrnrrrrrnnererrnineereniieeeerttee s st s e eta s e raan e eannne s 65
T IITEH e s 67
S BRE e e e 69
DU | BRIEFURAR cevvererrmnrermeeeemrermimieeeeer e s e e e s ab b e s e e s aa e s e s e b e e eaeenan 70
Fiy R ceeerrnr e e 71
ANy WD ZuG FRUSICIEREL o orrereeesereeees st 79
EH HABSTIEEERIET -ooeeererrrerere e e e e e s s 73
e, MRS R - evneenees e 74
T BRI BEREAE ooeeeereeeeeeeene et er e s rere e e e e e rner s 74
= RS INEEAISEIREERIEE -oooeeeerrrrrrerrnnnriiin e en e 75
PO, PIATIAHISCIEEARIEE verrereerrmnrmiiiiisiiieneseenneineeereas s eesesseeraeansnne 75
Fi MRBEREFEEL oor v 75
AN -1 -1 .S P 76
b B R BRI MIEE TS oo oeeeeeeeee e e e e e 76
=N R ) T 76
AN B HIIESL BB R FITETE -+ vrrr e e e 77
T ABFHTEIR reeerrrerrttntiiiiii et e a et e e s st e st e r e annna e neae 77
BIPUH  BOAREAREE o orrrreermi e e e et b e e e een e eaes 83
BN A L3 oy - OO PPPIPPR 83



H %

e

EUMREEZETI oo eevereme e e et e et e e e e es e 84
BRI R LB oot e 95

BRY FIETEEAERIRERAR orovoorererrerrerrrrrerii e e et e ettt s e e eeaee 95
o BRI SR --oeerrrrrnremeeeermrn it e e et e e e e et e e e e e 96

L HBRZEREEB R - 97
= TR BB I A - er e 101
A MHRTHEEIESN oo oeeeerrrerrrmmtiiiiiis i e e et ee s e e st nat e e e e e e e eeeeaeneeaenae 105
A BERDIEEE RS T e eeeeeeeee e ee e rieeeeae e ettt et aanaeraeaeereeees 111
1171117 o T T OSSR 111
T FBE T TIJBEAGEE - oevvvreer et et et i e e et e et e e e ett e e e e ant e aantaaaeee 115
AT EPIRI e 118
F—F EEETHERAERBLERITIET - -ororrrrrrrrrrerrerneiireirietneeans 118
— . REFPHE WD B BB ZEAS e vvvnrneeee e ettt 118
T B R R AE M ISR ZR vevernnrnnnateanreaeen et e ettt e e e e e e reeeenneas 120
= HE S HTRER UYL ZR cvrrrereaiiiinteintietiter ettt sree e e e e anerenasr s 121
DO PR R S A HEE IR I IEZE o evvveeernersenrnreoiiine e st ce et e e e e s e e e 122
T B RS I PR ALFERRIIIEZR - vvrreremeeemrernriiee e e e e rea e e e 122
Ny HABTTREEL 0 WD I BRI B ELRE o vvvrvereeseesrmnrienr e e e ssrene e e e 123
E=H R EAIEE BRI oo e 124
— . RFLP/STR/STSs/SNP-ZR R FEBIATHT overevererervrrrinmnniiii, 124
T PCRABEEJHEEAR  covveeveremee e 125
=, PCR-SSCP AMHFEEAR evreerermmsmenernrm ettt e e 125
VO, 25F PCREIARRBRITIIIE oo rrovrrerrerrrrerer et 126
T AP GIERLAR - reveeerrrrrereemniirien it e 126
75 DNA MBI cvervrrire e e 127

B RO 1 o, N T 127
FBLE BEREMBE- e eeneaseeritrrreaetarraesarnrrnannes 129
g—% HE&&;@EH@@%@M ............................................................... 129
1 L G 129
o G BRIB IR -+ vvverreeeessserrrnner e e et e e e e ee e e e e s 129
R Y Y T OO USSR 130



B TR T RSP TUIS R o vveerer e e 131
EoF R TR R RIISE - veeeererre i 132
= Tk <y P 132
T TRERETE - v e e 133
STEREHEITFAS e veeee e 133
VO, JEAEERR T »oe e emerere e 134
H YRR e e 135
75y BT FZEGIE  wveverrererarrete et e 135
Ay BB v vvvveerrrerreeneeereneernre s e e e e e e e e e e s e e an e 135
NS AL B I BETTIE v oveerrrr v e 136
JUy BHERFEEUR oo 136
I ¢ /= LT TR 136
MY B AT SR AT M IS RIS B v vereeeneeeenrinr e e e 138
— . PURIA S BRI EE R N BB RIS -+ vreererereerrrrnmrsrranane e 138
T BRI BRI v eereeeerrrreeeierreeeiiannnreeen e 138
= RAERAE R ETERIUMIIRR - ovvverreremeemere e 139
DO, LARE A SRS LT IR v vvvvrenrrrasrenmrersenssenssennnir e saaeeees 140
Fi. BRI B EABACTEEBERR  <vvvrrereeeeeemrnnrreere e et 140
BREY HKA TR TR RS ET - crrrerereerrnrirereeie e s 140
—. B ERTEEY 2D TR O T PP P P P PP TP PP PPPP PR P PP PRI 140
L U BEYIRE R EEIZIRRYISE - roreerrrererarrre e 141
=, DA R R TR TIBYBERG - v vevrerrrrrrrnnirnniein e e e eaaaea s 141
e = O N T - OO R 142
B BT RZEE TFUIIBE - oveeeererrrrerinsrres it e 142
— L REARBTIZT - v ver v e 142
£ .11 143
R T 2 g 7.3 B4 R T P 143
PEIIE yﬁﬁ ............................................................................................. 149
gE—5 =R i) | T T R T T 149
I - P PP 149
- Z@ﬁi(é}‘ﬁ ....................................................................................... 149
= ﬁngﬁ%gﬁggj%my\@ ..................................................................... 150



H =

e 1 2 G 150
e BRERATTHITIIIR «+eeverrrrernrrmiinsseaa ettt ee e et e e e e e s e e e eeaneenen 150
L HHEBBETNREIFEL e 151
BoF B REITGYF - oo rrerrerrrrseere e e e e 158
T o ORI 158
B || ] = N U U SO 158
= SRR R ARENIE - eeerrere e e e g 158
R = 1 T P 159
PUFE  BFEEARIUTETT - vvvrvrrerrrrnnseereemrmmtiiie e e et e e s ee st e s s aea e 159
e BRI e 159
= TEIGFREUFTFRY WD [JE TR cevvvvrvrrerernnenmanteeememiuniisesestntiiiainensaesnncananaees 159
=L R BTEFFR I WD BUJEIT ccovrerrerriretsieniiiiiiiie i 159
DU, FFREAL e L R EEBITETT «+vvverrrerrer et 161
EEY R R THBE TR HIINRIIQTT v v rvrrrnrrrrrreaeeeerreesier e 166
e AR P BB RIAE -+ +eeeevvrrvnrnrreeerernnrasaeseeeemmmnnieeeeesrneriueeeesssnsneeens 167
| 1B L 3= U PO 167
= ANBBITBI TR <+ oo verer e s 168
IR D ST ol =91 . GO PR PN 168
T FRIGHIFERIE AT - oevvere 169
AN BFRBRTLYT - vrvvrrreerrereerrrntiee ettt e et ie e et e re e et e eee e e e s e 171
e R e e e e 171
T IR AE AT WD (a8 S I G E v eveeere i 171
= RIS WD (T coeevrees S U P PPP 173
LI 7 25 N =g L TP PP 175
T FEAE TR SR I oovrvrrereeeririrrnressrismnarerees s s s isbnrsire s st 176
AN PR BT RURITRSS v vvverrernrnrrrrnrerniiirinieierieienieieniseesisessssnissnnssnnnnn 177
%.{:'{," = T i T T 178
S 11 21 - O 178
4 | TR T P 179
B -1 O 180
pg A%Fﬁﬁ% ....................................................................................... 181
B T - 3 = = R T P PR 182
- AN I 0 o OO 184

12



e (R B - v 184

=0 AU IF=7 =N o R 191

S AR EEHTE o ree e e e e 191
R BT EAIABIE oo e 191
BT FUGRITP - rvereerereermrmer e et 193
R I ) — R P 193
EETAT TR 194
B 23 ISR T 194

T e T RIREAR BT AR BRI e e 195

S FERTIBMT v reerreree e e 195

G 3 LET T P 197
Fﬁi 1  Wilson ﬁm%ﬁﬁiﬁﬁ”@ﬁﬂﬁ,zoog) ................................................ 213
a2 SRR B SIBITHER (2008) - rreverertrrrri s 234
fita 3 6XHH 2012 4F Wilson %5 IFEEHITI Al - rrmrmrmr e, 249

13



F—E @t &

F£—T HREZEHEIINARDAZREE

—. HE %% Wilson X4 BT 2 0 4% 35 14 8 52 By Sk

1912 4¢ 3 B , mEH E 4 Samuel Alexander Kinnier Wilson(SAK Wilson) 7E “Brain” 4%
BEERT —REDIEFZRNR N LEHTAFEMRER . “H1TE EREAE Y . &3
B9 15 PR B & PR ¥ 9% (Progressive lenticular degeneration: a familial nervous disease
associated with cirrosis of the liver)”, Z4E 51L& N “Wilson 5" (Wilson disease,
WD) , L HR AT SR 4% A8 M Chepatolenticular degeneration, HLLD) (OMIM 277900) ,

B FEZS, £ Wilson KR LR X ZH, BRYG LERBILAMLFEEFER L, 1761
4F, Morgagni BUEIIRGE T BEA TR iE R B AR M & R G NRE 6, X 25 5 1 &£
Az o} ) 7T 3 BB 2 T EI AR BE 2 KU Galen(130-—200) BY4EAR,, AR R AGE , [ HLF 19
2 REEXHX S BRI A R AT RE I . 1860 4F Frerichs ZEAb BT 5 Bl AR 36 3C“ FF AR 55~
HRH R I — ) 8 3, FO S BLR ML RI R Wilson k. 1888 4F William Gowers TEAW S #9“#14
L T a, DL w4 RURE S ( Tetanoid chorea)” MR T —1 10 S BB HE , F 4 3%
BB . BENRAERIERNNE, OAEEMKIT, HER B, EEEEE, LAZE
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