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FF SR B P AR Wilson 55 (Wilson’s disease, WD), f—
HREERIER SRR B BBIERE, KRN 1/30 000~1/100
000, WD ¥ BT LIRS RERZ—, BENREAE
RFBHSEERATH NSRS GR RENRT  KEFE R, K
Z REEH M ER B R A, BRI WD BE R IRARIE
HIEREZAR TR FFARBRESARLN, BiFLEERHE
REZZH, BEFRS IHAERD, FERBRE EERAY
BB RY, B, A% LS EE R RER TS M=ET2
WBE AR, KAILLR , NS ZEE - ERERASHER L
Wi BAR X WD B A BEATER AT R PR 2, B E BT WD
HIRMERSMBERZRIT
1 RFLP/STR/SNP- REZEHIHF

X FHHEREBR RS WD RARR 5EIEE R DNA #
FEPRCHEATIE AT , 8 ST EE AT 2 M oW 7 WD &
BT Z R, Figus %9 1980 SEEIR FHFR I A BKE £ 54
(restriction fragment length polymorphism, RFLP)-FK R ZEH 7 H
X WD RRBARCEE HIT e ax s Tk, BN
REE, TWMEF o WXHELF WD HE TR MR
D13S301.D138316.D13S133 I D138314 4 52 B & & ¥ 5 (short
tandem repeat, STRYFH T, IEE T B A ATATHE, HX
SRR AR DNA {54505 WD SR, B4%ER. 2
W G Rl — K R SEEA HEAT Hode B, RRERE T WD Z ik s 5,
RAPERIEZDICT- AR5 WD BEHI TSN, £ WD HE g
=fat UV R

2007 4E,Gupta % ® %8BT 44 WD REM A B FREAME
(single-nucleotide polymorphism, SNPY s XTEDEA WD R RZ#1T
Kl 7€ 28 BIR R A5 A 25 BB A& 5 ik 4 4~ SNP (LA
AR RIA AR, SRR 90%. Xh WD AR SR 41
T—#FHE: fERE 3 RO FHEHE. NP HEBERE.
EHLEER A, RWH S RLUFP REAM FREEER, A
=5 WD EE 25 %R0,

2 PCR-SSCP ##f

BB -RERR LS (polymerase chain reaction—
single strand conformation polymorphism, PCR~SSCP)/ i R R
B Orita SO & , FLIR TR B W% DNA 27381 J5 B0 4% | #h S5k
FEAETEPE B PR BB R A ol Bk B TS SR B AR SR B T % A i
2, N2 IRIE MR, SSCP MR MERE A EXGTR/D
ATLA Y — AR, AT TR Rk AR B R

TEESAr. 230061 SHE LRSS EH ST RS

e,

1995 4F , Thomas UMY e R FIZ B AR IH45E DNA W ik
%t 58 PIEKHIET WD BESS B FHATEM, LEHT 25 e,
oo 20 MORHTMIRE, ENERSMHHEREMEA WD
BERRTHTHTHRET EEWH . PCR-SSCP BABRAEAMXT
o728 HL 3 AR, (B T BB ey AR SR A AP IR, EL5) H BLALRR
HREALER, BNEATREON®, HRAGRFL DNA
PR RIS,
3 PCR- BIf%¥% PCR HA

i T AR RS R S I R B BRI R I R, B
TEEST B MA RN R kAR MR RE N IR Y 24,
Maier'S' 7 56 5% FIRGYI 35 X His1069 Gln ZEF BH 7RV M, iFH T H
7 WD BEFIRERHBHZHPHNE. BEADISEFSE
FEMR A B R B % B WD B E AT MR, B AR
VOB aE R B AR , (B R BEAG I R RO AR AL A, HLIR
REFZE T —E R &Vt PCR B AR, EAEHH A
HHAAT WD BEETRRE, BEHBSKARRSBRECH
ReAF (o 5 A BT R B RE
4 THEREEEIEDHPLC)SH

20 4 90 HEAK HBLA MR BORM AL (denaturing high
performance liquid chromatography, DHPLC) T A EFUTE
., SRR S R RIANEE 4 T PCR P2 ST 1) 05 30U
FURRUEE , BT 2 2 8 XU 5 R B (Te) B 25 S0 FUTE 1R 8
588 A RIR R, T R R A £ 0% , AT 2K 4 B A A 2
ARSI, Vrabelova S FRIZH AL RLFP # DNA WP %
HARN 227 FIHREKA WD BEHTRE, BILR I 40 FrzeEm
18 FpE2s , Kt Bk 80.3%, EMGEET S 2% H DHPLC %f 74 4
HE WD BFE#HGTTRM, L2 RHARTEMUMHEE. 2
DNA BFFIES HA 4R 100%. 16 0—MEERIE% DNA 5
FREF AR, DHPLC B BUR 6 A4 a, B
Fikt SSCP —HRRIAM R EMAAER, #ER T RAEAR
HELHBRMET,
5 DNA BFHR

B 5 T RN A5 DNA TR ES B S & . 5
EEL AT AR, BT eE s BN RS Mk, Xt
WD B EH1T DNA 5 B HATERER . WTHRMFE, B WD
BEBEHN St . MRS AT wo Z2E BN
HEERIRE DNA BIFFHKUESL, Waldenstrom ZPW i 5 17
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FF(manifold sequencing)i R 7€ 24 MEHLA WD RETIEH 16
s, K 10 RichHE I, REREPR 65 MRRK 84 4
EA WD BEMTE 21 MIEFHTHE, LERP] 18 P
M17TREE, HPaFETHHREMS LS, HARERE
WD ERRERUSEULMAS BN BHAENTERRE N
ik, AAFEXAREARKF REERE  FETE-RERPHE
JREF s B WD 2R 2K 4 80 kb, #5h B FREHR LR LHE, ¥
Fra B FE—HTMF LTS . Ak, —REREHEUE
%,
6 DNA #BEFI#HA

AR, PERE R A R H B & R A2 9 DNA MPFEFIR AR
UREAR/NUE, FTHERRERSNS, BEYXFRHEEEK
BARSIRA YRR A NEUF EEZSHENE RS ENE
RIS AR B TR R AR, hF DNA M A
5wp EEEE#RERRENHSERES, B—MHIREEBIM
WD REKE TR, 2003 4F, Baner Z5PU5R B4 1 2 45 Rt 2 EA
R4t (allele-specific padlock probes)%&-& DNA BFEFIH A XS 75 i
BRXH WD B 13 M EEREREBLLEIHITRIN, 2 DNA
FHEFIELHAER R 100%, BWIEEL TIZEARRKTF WD £Ri2
W nI i, Harmut ¥R T —FTT KR 60 # WD BEERE
B9 DNA SRESES A BN BB & — 80 LB A0 5T 2 TR AY 26750,
Bk, ZE A B R AL TR R B, N2 8. DNA PR35
REEBRARIE, HmmWa R M TR H .
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