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Restriction Fragment Length Polymorphism
(RFLP) & ¥i&fTis- 1,

FRRHERIBWNL Y Yeta thhs B 6 DNA %
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NE—ECAFRy P LI, ThE2H2h %
hEhY 7 e —7% Alu e =7 TrA7Y
£A4 X LT,
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FRRHERIZE T 8 AR D 5 b 4 BRI T kA
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PERRIE @ BB (BER) B £BHRRE ThHo 1
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41010 55 3 HRLIEHR GEHREE) L2Hih
e TO5% 2 HIEEE (GER) 2IERER,
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B8l (EF) © DNA ZEIRHAEED D
carrier status DREILTE L ote, LA
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2

JEGI 1 (Fig. 1) ERBAIT 54D DMD #*
FAEL T2 BIEERES T 87-1 & Xmnl ©
#WAbe T RFLP i c&7, DMD B
M—1o~7rsA7%BH T2 XY 53>
VIR —2 i EEEZ LM & hic (CPK {i
927mU/mb, Um LHERE M350~
Tr R A TRLD LD TIEH & 2K I hDik
AR ARSI

fEf 2 (Fig. 2) FKHRAK 340 DMD 7%
RELTWBHTHD, 87-15 & Xmnl O

Table 1 Probes and RFLPs used in this study

Allele Size (kb)

Probes Fragmex;t size Enzyme

p q

pERTS87-1 1.25 BstNI 3.1 2.45/0.65
Xmnl 8.7 7.5
pERTS87-8 1.4 BstXI 4.4 2.2
Taql 2.7/1.1 3.8
pERTS87-15 1.5 Taql 3.1 3.3
Xmnl 1.6/1.2 2.8

Table 2 RFLP analysis for prenatal diagnosis

No. of fetuses

No. of fetuses No. of fetuses

Total no. : diagnosed as -
Sex of fetus of fetuses af?la%né)/sedrﬁsr unaffected/ Wc:rrxxlirt Ztatil:lsd
ected/carrie non—carrier s ecide
Male 4 0 0
Female 4 0 1
8 (100%) 0 (0%) 7 (87.5%) 1 (12.5%)




Fig 1 A family with hereditary Duchenne muscular dystrophy in-
formative for pERT87-1 and Xmnl. The X chromosome with
asterisk is demonstrated to come to the fetus from its maternal
grandfather, and, therefore, the fetus is unaffected. Squares
represent males and circles represent females.

Case 2

Fig. 2 A family with hereditary Duchenne
muscular dystrophy informative for
pERTS87-15 and Xmnl. The X chro-
mosome with asterisk is demonstrated
to come to the fetus from its maternal
grandfather, and, therefore, the fetus
is unaffected. Squares represent males
and circles represent females.
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SEf#MA L pERT 87 Y= — 71 X% RF
LP xR (HIEHER) 2 90% Lk
EEL, FARADO DMD BREHMFEETL TS
BE& (FBLC DX 5 KEMANSV) TLIER
XY@ R DBEPRIZ X b carrier status ZRET
5 EDOFEADH D, DMD D HAFT2ENL



2% ® intragenic recombination®? %%
ANt d 2T RFLP e fTic 5 itn By
HTR#EYLEE LIS,

T & H
ERFHH 9 To CVS & intragenic RF-

LP detecting DNA 7u —7 L DHlERIT X
h DMD OWARTZMEREL T2 &M T
&1,

X B

1) Golbus MS, Stephens ]JD et al: Failure of
fetal creatine phosphokinase as a diagnostic
indicator of Duchenne muscular dystrophy. N
Engl ] Med 300 : 860, 1979

2) Monaco AP, Bertelson CJ et al : Detection of
deletions spanning the Duchenne muscular dy-
strophy locus using a tightly linked DNA se-

3)

4)

5)

6)

7)

gment. Nature 316 : 842, 1985
Koenig M, Hoffman EP et al : Complete clon-
dystrophy
(DMD) ¢DNA and gene in normal and affected
individuals. Cell 50 : 509, 1987
Lau YF, Huag JC et al: A rapid screening

ing of the Duchenne muscular

test for antenatal sex determination. Lancet 1:
14, 1984

Hogge W, Schonberg SA et al: Chorionic
villus sampling : Experience of the first 1000
cases. AM ] Obstet Gynecol 154 : 1249, 1986
Davies K, Ball S et al : The molecular ana-
lysis of Duchenne muscular dystrophy. Bull
Mol Biol MeD 10 : 334, 1985

Hofker MH, Bergen AAB et al : Isolation of
a random cosmid clone, ¢X5, which defines
a new polymorphic locus DXS148 near the
locus for Duchenne muscular dystrophy. Hum
Genet T4 : 275, 1986






