Tk 2 SRR EETE

TREER - WAREED AR 7 ) —= 7,

EATRIER O RMERICHEY 557

PC RtV 0uchenneMBY A b7 ¢« —OREHEHILOOLT
(IR AR Y =2V 7OV SIER E TOEEELR
BLURIY =2V AUR (2) )

WAl 92 ®iE W5

AM B T

T ETHBY A M7 —QIEEY A0« VRARTIREVTEE T h. ZOMET
LRALTOMITHEATY S, Ui UARIBT S 0uchenne® (DND) DI &. i FHJRIG00AL 1
AEHIEDFTVIELR TS 3 b b S>3, TORYRGHEGRVEER BERLEITHET
B3, TORBHBUWNVILLVEMBWE 23, BERANY ik Y iU RONART L,
PERTBTHEY A b 117 4 ViREEFT I 4 T—R{EM L. RIETIBWEiE (PCR) %N\ f2RFLPS ST
2TV, TORBHEBUHRVLENBE 2R LOTHET 5.

RWUHE: T HGY A O7 ¢ — BETHURE (PCR) . RIDHFBW. RELPs

Uizeiik X% ! DuchenneMAFY A b1 ¢
— (OMD) + BeckerR!AFY A PO 4 — (BMD)
SRR (Familyl-5) OMEE LV ANY M
S5-10mI IR U Tk L VONAR B, & 2BMDR
Fo (Familyd) Tl thEMTRETOLHFKIER
iz (10cm dish1155) 2S0u DNy 77—
A (50mM KC1.10mM Tris-HCI(pH 8.3) , 2.5mM
MgCla. 0.1mg/ml getatin, 0.45% NP4O, 0.45%
Tween20 7’07+ —¥K 1U) 1ITT. 50°C 18§
99°C 35 MIRIEE. ORI E U T L 2,
Family |1 BICKIE. EZ0MD. probandid ¥
17 TBRL

Family 2 (BCKBIE. Mfidv. ®37 (99 i
AR TOND. W1 (5Y) LREERGER. H27
(£0) CK&GIA. BMd Y. BEIRCTEY Ay
NE—>, BObk. CKIEF. HERRU.

Family 3 proband. BMD, proband® @5\ &
RUHIRET SR (na—, BT
1) pdpiistioad g, MECKEIE. FCKIE

e BOXBDTIEL, BMOFHERIMCHHY,
Family 4. proband. BHDF /2 120MD. ZRHEMEA L

EICKIET. WER2L,

Family 5! proband. BMOZ /2 ld0M0. SLIRCKIEW.
iR L. BICKIEES. BERLL.
TH5LR=ANIIIVATFFDER: T54
R=AVIXIVLATFFOEKIL Applide
Biosystenl MO ERIERTITL. To#k
FINT NEN) R VIRBL R, EL T
54X —1%. 1989¢FRoberts > 1§04 U 72 pERT
STHIOMI T . BANVIRRMEL HABEHY TR

HUZ%. C(AIpERT87-15/Bamil,  B:pERTBT-8/
Taql, C:pERT87-15/Xmn! ) 1G4y SONALL

A (226bp) B (155bp) € (740bp) TH 5,
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DNAGOIRG & WIREE FEIS & 2581k 7 F — 3D
YART7ZI—IREUIMDT I IR0 T

ONAZZIHR U foo PCRZFELX. 100mM KCI, 20mM
Tris-NCI(pll 8.3). 3mM MgClz. 0.2mg/ml ge-
latin. dNTPs 200 M. 7' 4 T — 25pM, DNA
0.2ug. AmP1i Taq™ L.5SURMIX. %MK 50
RIEU. RNDIT 4V W0u I RS, 95°C
35}i&. 95°CX0.55}. 55°CX0.54}. 72°CX 35}
[RIDIncubation®304 4 7 WiTF- hik. 12°CT4)
RHMBU 2o FkIBRMAER IO RIBE. DN
WHESO 1 120 1 B O TRIRIE Tl o e R
ICHG 1 2 LV L.SY7 O =25 N (Mupid .
LFIILTOIA 0. T5ug/m) TR

TR Uy BNYE T BUREOMERHIEU .

SXYORUSIER 7 = J — N —H ackn L.
LY /= )VIKR&. A% 10nMTris-NCH(pll
7.6) 0. ImMt EDTA. 20 HSIEAT. SBI0g ¥ D
% & WPREY 7S TI0FIRII D5 1L (Bamitl. Xmn
37°C. Taql 85°C) Ulae il§ILif. BUSIGLLRE
ULSul&EY 1.7 /a—2 L (Mupidiing.
ITVILTORA FRIE0. 5 ueg/ml) T
SUKEIU oo R AI0bpLISMC IR D E 2 DT
3154& allele(-). 2KICh b 31EBallele
MEMELR.  (Aiallele(+)166450+10bp,
a:(-)21G+10bp, B1(+)TA+T1+10bp, b;(-)145¢
10 bp, CI(+)52421+10bp, ¢i(-)730¢10bp) F 12.
tHAERIBW % 1T > 2 Faml 1y3 T Ddeletion 5} F
OWLTUW. PEFIE U f2Chamber1sin D75k
PREY.MOTILI—NOTITo

A B

2 4 3 1

2 4 3 1

WAL OBMDER T (Fami1y3) TaLidpisst &
(RIS Bt
Ddclebionf}4fi proband Tlte (exon 45) ok
KEREDL MR, B, FkaRa T RKEIR
Highola,
2)RELPSSIIT (1) Ajproband allele(+). ¥k
Hilgallele(-) TUE. BHIANTO. Bl ~
Tallele(-). Ciproband allele(+). Akt
allele(-)TIEL. Fltallele(-),

Pl DD &Y SEDIKRICO>VTI, K&k
IBH I RFLPHTO M Bproband & 58kt v iEH
DEMEEME VLD EWEL 12,
QT DMOFEN TDORELPs (2)

DEEEOS 3FH Familyl:Fdalleless ¥
—> &proband DN Y — I M~—F U T W,
Family2; F}DallelenNy —2idtR 280
ML THEY. HBONY -2 &/ —FUT
W HTERORVCBOE I RZ > T2,
DFBEROROER:  Fami YO BON Y~
BiprobandiTRFHEM N 12 T L UXFEM SN, BFps
MCTNTTRERRT L LV FREDE D
SREREIRYET b o e Family5 RO Y
=2 OD—Fldproband LW EH V&S —Hld
ROGER) LLETH >0 THMFRETS
SUMEIEM TR X e,

BPEEYFani B RV RARFIE SV T, S0

DPCRIEIC & BRELPSSMTI & BIMRIEE T
5 STIMEEDTRE & v 1,

C

2 4 3 1 M

Bl Family3W B 5P CREMLERF L P 3ok

ISERHRE 2 proband

3 4 Wi

ALpERTT-15/Bamil | RFLP B pERTHT-8/Tagl RFLP

C,pERTBT-15/Xmnl RFLP
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Family 1 Family 2
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I 1
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a A A Al A ae
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1 2 3
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Family 4 Family 5
t 10 ¢ ——0
3 A A A Al Pa
0| 4 4] il =

. mdh
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cy
&2

HER L OO/BMOO IR H B0 E U T, DIRLAR
MR TOINY A PO T ¢ fUkiein 2)DNARY
DI RECAHTS NS, DITDOLTIE. UMD
FROREHEHA S hIREOERGTOE
YA IR —VOENPIIC R VERETH DM

EEYTHY. MRRTIRTEETS S, £k
MoV TIE. Odeletion(+H)DIF S
70y TR exon 45(FiEddeletionfilic
ST, cosmid clone £V
hybridiization *! Htilits X h TW S H. RIP

cosmid clone® I, in situ hybriclization
E WV R IR IR Y S AT A M IRI
ELTHYdN B, 1. Qletetion. dup-
lication& LI RVIFGIZIIRFLPS BT hselnts
&%, SlE. IRAHHT 2 laPCRIEIC & BRFLPS
TlE. intragenic marker 3O ADIMT T
&S5, RIZMGIEHTEC. ST T Urork
REMIIMTH Y. RAOIRBU L5FFefR
NT. AHHMRIEETHIUNELRRET 32

EMT X, FiRobertsd b, (RINH TH S
DT LM TOIDDRFLPDH B ED

12TAFOERTEVEL TV S, U LX

in sity

FHEROS 5FHR (familyl,2) RVEF (fanilyd,5) TORFL PR

Betnfk LWL 5B R A MTFTEL D B
Lips, s Blighee L Aid. flan-
king markerDEM LB I XETHY . KA
LEHARALOBESUT Ol leledfiEDELHE
UZes primerdBIRIFRIMSECHILEHAS
h5, fZlE. FU {Robertss Ht RAAGDprimer )i
W2PCRIEC & B A H BT R ME L THYS .
PCRIFE & SITHUL PRGN & . JLE IR
LI BMBBNHEL LTIENEh T {boE
#x oG, SRXSEHMBETMLaNS.
WIS & ORI U. deletion. duplea-
tionDHZFERIL2VTIX. YV 70y} 4}
FrEodlbie oL THHBELTLERL,
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