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DNA MEEEEHE Wilson's 55 ATPTB XEHE 14
INEF—RhE e

EMTEFEALFEALA(SE,230031) I F ANE FHL HEE BRY BExkX HER
%M R M B AR E (TR, 247100) ERTH
£ 2k ¥R 4R L%,200437) BER

R A, THPEAAHZERTRESA LB (ATPTB R H)# 4R Fexonld) I AKX, AR AY KRB0
FLARARE, T ARAMBAE(PCRIVRATPBER Y S 14r2F AL, Bt DNA £ B ML § & (SSCP) ik,
¥ PCR % (PCR-DNAYA A A F ot 2, X . 2 85 M IR TR AL 4 39 .2 ¥ A% PCRSSCPH ERHH K H
BRI, AN AEEPEIAF PG PCRONARABTHA, RANRXP WDELE 16 FBFEHNTRE
Al1D4GinsA) R FARBEE, KR . FEIRKTUAETER-HARLRSSHYLERE,

XERE Wison'sH EBTE PCRSSCP #AXAA

BF 5 % 8 7% ¥ (hapatolenticular degeneration, HLD), X ¥
Wilson's (WD), FE THEIE, i TRABBEBIERE
AR EENSTEERERETE FREUARARER
FEHEERRA, 97 E Hal A KR FE Y AR EER
BEpaEEEatRt, ARTEEEREY0.01L 5
E &% 0.0056, XK % 1/335002), WD RABTHH
BERZ — BARATEHESSET T TARE 358N
R, EEXR WD S TREREPHHRIE T BB
B, b¥ WD ZHATE, ATEANFR WD 2E R EXR
HMIERZAR AN ZRRTE, A RN 2B RIT A
THHER, RCETEM ATP/TBERKNE 7.0 R 18 4
BYNFE RATE 758 T8 L (Sert62Cys) >
FABTFRAIE WDERAMNTEREY, HTHT WD
HEEE 4N B TRERM, RO PCR-SSCP Mk, #5
PCR-DNA #17 TRFHR, M SR HEDOT .

HWRERE

—FEME 2BmASRRATEERB2RENR
LB WO SRR 1996 4E 10 A-1998 & 3 ARGEREE. K
R ss B, 27, TR 18.547.6 ¥, RIFH 157
£5.14 %, £BRANAT AT AR KR SN RER
R/ BAFEER, OB <02 BN, NERHE REER
SERPUBEL WD HBWIRES,

EXMEELREN P, B 276, & 126, FHER
2045.48 %, MFHEEALES>0.2 FHRUAX WD R
SHBERRE,

Z My

1. B4 DNA B8 BAMEIR 10ml, B1A 3ml ACD
FRERNSEER REREWENEREES DNA, B
ERERXR AT, HE LY DNA ST ER 4 KR

W, R AT BT 23Kb,

2 PCREVGERM&® 1R Thomas 25 A 63 B,
wi®E 14 B THI YN S TCCATCTGT-

TATTGTGGTCAG-Y M 5 .CAGCTAGGAGAGAAGGACAT-
Fo25u R R PEEEREE DNARSOng, 71 9 %
0.5pmol/L, dNTP £ 200umol/L, Tris+ CI{PH = 8. 5)20pmol/
L, KCl 150mmol/ L, MgClZmmel/L, $% F BB TagDNA XK
&R (2 E Promega LA M) 1.0U. PCR RS 30, 1
LT o7CHH:S 4, B E sOCHEMA TagDNA R4 8,
AL DBBEFM(RE MJ Research) THAT, P MEFE S
93°C /45 £, 58°C /45 BF 70T /90 B, 35 MBS, 70C B M
10 44,

3.55CP RER HXMOINENS.

4.PCRDNA HENF # SsCP WM E W AN
PCR-DNA HEM TR H 7, MFEM%H PCRDNA 8,
BB EB B The high pure produet kit{ Boehringer Mannheim
27, E )W B AT,

DNA ¥ % F SequiTherm EXCEL™ H DNA /& #
ﬁ(lEpicemre technologies, USA), & B & 0 HHEEFL
EMFICRMFER ., RETERE T 8T 6 24,8%
YRR BRI (S Smol/L BRIk, Mk K. HiR
T o0w, EThBd 3k 5.7 /T, -SLCHMEBEHERE 72 /b
i

5 R

— PCR-SSCP &R (& 1) 85# WD B&M 30 X
AW ATP7B #E#5% 14 508 THAT SSCP ks, KR 5H
FHTRYE, 43a4 3 [UHIE, IHEARKIB
#IBEME, WDHAP ] N 76 0(85.4%), TR 9H
(10.6%); ¥ B T B 38 H(97.4%), M T RN 1 #
{2.6%)(& 1),

%1 ATP7B %M Exonl4 PCR-SSCP 3R

E X201 3 WD #t *H g &it

1 76{76/85) 18(38/39) 114
1 9{9/85) 1(1/39) 10
4t 85 39 124
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Z.PCR-DNA HEMFER ATH-FRERMNHI L
B PCR-SSCP & MaL ik T B H R4 R, RITER WD A
fort W4 R S RO R DNA R B BEAT R SRR 204 (B 2),
#5335 5 CENEBANK ‘P i) ATPTB EH B 7 (B 3) Mt &

B SsCPa##d
(c; EFAE;1-4: 80, 1 I FARLHFL)

T SSCPI Bl — & WD B 1046 BB TH—THE AN
AR, SHRETHTMAFINBERYE, IR WDEET
FIAIEH AEHE 85 GENEBANK(U03464 CDS) M B ¥ —
.

B 2.PCR-DNA E## A4 X

CENEBANK (103464 CDS)ATP7B & E14 FH M T -

intron13/exonl4

tgtttetggeag/ ATAAAGACTGTGATGTTTGACAAGACTGGCACCAT TACCCATGGCGTCCCCA

1 (A)

GGGTCATGCGGGTGCTCCTGCTG GGG GAT  GTGGCCACACTGCCCCTCAGGAAG
GTTCTGGCTGTGGTGGGGACTGCGGAGGCCAGCAGTGAACACCCCTTCGGCGTGGCAGT

CACCAAATACTGTAAAGAG/ gtacgtggactt
exonl4/intronl4

Ho®

WD R BRI AE TG RS —, HRIT R
BESHTAROERENXE, TRHEH R FHET
@ AMSAHGEERANEECRESAESES T2
W, T EMARMHBRE AL R RN wD B&5 4 ELHR
RN, iFEY ARB S B K EF 5 (restriction frag-
ment length polymorphism, RFLP) A S E BT £ A EH
DESERDETRBERHHMBE WD HiEE RER R
REAERE R, BT X WD REL AR EE DS
R BANR AT, A, EERFIBEEREL L
FHREAMHERN SN EZEFER., WDEET 1993 £§
ANE=AARERE R EHT 135 RHEE
(13q14.3), KB —F P WEHE ATP B (ATPTB), 8 LR

ATPTB #H, £ 7 80Kb, § 22 MHBFH 21 MHE T,
AT B TFHRRUMEERENSRER, ST
NN ARE, R E T2 RAS T 128K, WH 1
EHBTFRASTF B/, HWIHEE, WD EEH 6 4
ARTEAKLUAEREBTFEM I AKX AR. RER
TRETENRMEMNESE B TEE. BRAUFARN
ATPHERMA, BERRTNHER, ATPIBEEY
BB E, THE AN BN TFEL EERE
HHANFEEAS, NTAFEESRM. HUHHRIAN
AHRHF WD EHEARH ATPIBEAME(—. 8%
M), FiSEMFRNA LREREARE RS
R, B AR R 2 R BN
Thomas 25 (1995)4f38 81 ATPTB £EH 4 2.5.8.10,12
R1420SHBTIHARRTHFELF S H AE B34
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BARRERE I TEUREITWEMREER2/IT
R R BV ETERER (AR, 34
AEHBE AT S 8%, — 4 & 14 5 BT HislOT0Gls, &
28%; B—1 0 18 BT Gly 1267Lys, & 10% . Rl
B E A AR, A 1/3 B AL WD s IER B2
1999 fEF BRI 134 BRET, AP LR T LA R 81
AR, O WEAEE, I RETERRE, 3L HABE,T
HEN, L R AFIGEERGFE UR 2B AR B
w5 R REM, WD AN Ba e R R HER
RERALHEH BEEUAREYE, ATETHERE
FREER B YR,

AP R exonld 47T PCR-SSCP E. RE WD &
ERMVRANBHAMEAGTE, —EMAWENTE
HBAR, WDH S I B4 89.4%, T EH 10.6%; M % B
e T B 97.4%, I R{LE 2.6%., BT SSCP HRHEKT
1980 FRB L, MANE DNAERBHHE AETHERER
B g e o e PR TE 15 BB LAY O A A A, T LA
BoER, SHEEAAME RE EAABERERAESR
A, BsSCPERFHBEETEROREMEMER, EAERE
AEBETH SRS, SHED DNA BF4#E— ik
£, RHTHEHNBAEREH SCPRAY I H, NF 1B
BAHTH BFTEEXBRYFHA Y GENEBANKG —#, it
BIE% AZEE 4 BTHAREE, XTI HE—HELE
A, T8 WD BE ¥ SSCP [ MM PCR-DNA #FEZ S IE
HARP—F WA RS PCRONABEMTER T —® &
R H RGN R 1046insA, £F T WD HH T,
ERTEANERARES EERARAFLER®., #HFH
ARERETAEMREN MEAARNEAREREHAN
ERAZRERENAFYS, £ 144 BFRET ATPTBE
HEERTHRBRLEE, ZRRNBARTHEZEN AN
F 146Gy BE R AR BREE, BW AT BN ER ETX
A BBRTRELH ATPIBBOIEHAES /M, HFHETE
HEXRE-FEE,

# % IR
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(LEE2R)
PBEPCRAREHED, B, EREATERRBAS
B¥ R RRABTERLH.

2.EXM M ASHARTRRZ XAKARAN, £ X
SEREEFRE 120 A S, B BEBHE 105, B
EHB3%, EXEBERAUBELEBTNASKEAS
83.3% 5iEst PCR-SSP# ML B27 £, L HRM g7 £
HEERRL ASHH—P BEHK LHE ASEIKER
BEH XN REEREENLE S,

3.AS SREHER DM REREL, XHERRE
UPEHE MASERELHDEWIKIE. ASBATH
87.5% BB IUIAT, AR T 80% A L 2 I B I

T, ARERARIRANERSE XE AR R FEBHR
A&, BUL, BT B B R A e B R b D B4, B
PCR-SSPHARM B BHTRBENLHMIERE, AS
FAE R BHEESRE 68.8%, PUBHS AL 827 ZER
HEE 11.4%,P<0.005, HESBEEER, Hit, 7 &
Hufh AS SRESERENPENBERE,

# % X K

1REE HASUEERFA 818 beRsiRugt,
1584 ,231,233

2. RSk . R . B3, AR TE SR, 1992.805-808

3. BT, 2ER. S HLAR7 PCREBS BB OMFEZRILE .
SEKBMmEE, 1997,10(2) .67.68



