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I F NAIMNEZEMRSIWES XG4 ¥4 2 553 ¥ Duchhenne BIYUE 5 A R AE (DMD)YEH
IANMREIHINE F X, 9 4 DMD BAUE 55 F R iE (DMD)FK #f1 1 4 BMD K %3¢ 13 4] DMD/BMD &
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Duchenne &I Jjl & 3t R B 4E (Duchenne
muscular dystrophy, DMD) I Becker &l JJi
B 7 A B 4E (Becker muscular dystrophy,
BMD) R AR B H Wiy X HYRERERZ
—, B thAE BHEEEE 1/3 500(DMD)
8 1/30 000(BMD)™"), DMD & — 4844 i
MU AEE,3~5 YK, 12 FaTE
RIGTMITERE N, 20 3 ERET L HER
BRI (HE 8 S8 BMD RNEK,
FERERER RERR Ko 8FTHLER
B, —MRAE 16 B R RAWLMITERSN,
WIEE 30 %, EEFE KM@, DMD #E i
EWoBR BHEIRE—BERRE
DMD/BMD JJ i 5> 38t e 2 Bl . Frp iR
KRERE L 60%, K444 fE DMD £ [H
5’ X (4 FiAH % T DMD % [H 4
BF 1~11 f1 44~52 Z[H KO, KIE
iX ff B & H 4 A 4 0, Chamblain & F
1988 4F & Beggs % 1990 443 5K 6 #t,9
Xt K 18 &3t Bkl ket A KB EZE
#3514 % DMD/BMD & % % H 4 DMD &
By, FREVHABENEAEERED

O JERENZHRNESRHRE,

T 3 B %t S Sk Y B ZE H S W AY B 89, AT
KX el R R R R A3 E S WA R TR
$THENKEY. SEEHBRREER
LW HE A DNA B35 2438 (Southern blot hy-
bridization)# ., & A FERT &, HE # , &5
A H 5 2N, B oy E WA & DMD
ERGBRBRTHERTE,

ROV 9N EZITFRRSIPE S5 ME 4
Mo 2ERET ONDMD REM 1 A
BMD K %3t 13 #l DMD/BMD H# . &R %
R7THEELIAIENMIBF.EE I
EFHREMFBRET K, NTTAEH5H
TREBEERGH S FRITERENER,
i B9 763X # 5 4 K DMD/BMD K & Fit
EEAMEHEECH TEOFREET &
FHIER.
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BERERE,
1.2 FEEEES |t ivIRER

T o @ R4 2 b B B IR R AT i
& E (H: Chamblain B X PO FBEH
%&)[t-i]g
1.3 Z%EH#H DNA §I&

IEEH A BE 10ml FF 2% 5AENE B
m.#¥HECLH K HiERFERMR, TE
EREE ICRE.

1.4 #HEPCR FHETH#&=HivEeH

5 %154 B K PCR § 3§ .50ul PCR B &
W A& Tris-HCI 12. Smmol/L pHS. 2;
MgCl; 22 mmol/L; gelatin 0. lmg/ml;
(NH,),SO, 25mmol/L; B BLE 5% .5 X &
10 £3|9 & 25pmol.0.'5pg 3:H H DNA,
16mmol B9 ANTPs, in 50ul AW, 98CTHE
¥£ 10min, B 1 Taqg DNA RSB SUL
M EAEAFEE™). B DNA 3 # (% (Perkin
Elmer 2 &), ¥ 94°C30s,56'C30s B 70°C
2min 3¢ 30 W ER, |G — W I 70°C E
10min, FHEP ACRE: 4 3 UHEK
PCR # 1.5 5 3| R 4HA.

I 10ul £ PCR §F ™= RHETF 2%
SHRZEN TSR . ik 3b, 13k
SBWREEE /MW LIRS R EA.
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2.2 4%5|HEXSEPCR
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kT sXMPELEPCR ZAABHES
wEE kT 4 351 LEPCR 4 R B.
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BRI, [E % B A DMD ZEETREE S
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ZAF, H4 114 DMD/BMD BEEEH 4
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2.3- 9X45|Hh= % PCR
MAIXMIImEsER4EN 2ELHE

PCR & T 10K &3 # 13 4 DMD/

BMD ¥, &R A3 7 58 &8 DMD 2H

RETHAMER,FHEFREEN 945
BFHZEBRELNIEFR 48/ 51, K
AR E A M.

M3 104FEF 134 DMD/BMD B¥E 9 B[4 L E PCR &£ 8

KR BE VHIBTF
RE &5 4 8 12 17 19 44 45 48 51
1 1001 + + + + + + + + +
2 1002 + + + + + + + + +
3 1003 + + + + + + + + +
4 1004 + + + + + + + + +
5 1005 + + + + + + + + +
1006 + + + + + + + + +
6 1007 + + + + + + + - +
1008 + + + + + + + - +
7 1009 + + + + + + - + +
1010 + + + + + + - + +
8 1011 + + + + + + + — +
9 1012 - - - - - - - - -
10 1013 + + - + + + + - -

7R — "0 Bl m NS B F e i B BT A R IR
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Chamblain %5 i — R B # Fl kB EK
RA BB F S P17 PCR 3%, KB Y 1
RLTh 5 7 ikt DMD £ B A B 355 47 9 7 75 A
Bk 2k W\ T 3K 8 Gk 5 B DMD/BMD B & i &
HisW™. HALE PCR £H 2R E &,
*E K/ DMD/BMD B EEH2BEAHEE

FARLEEREREEECEH A ERE
ARt

RFRIFIERH 9 X519 H Cham-
blain % 1990 4E FF ikt & M. ATV
DMD E[E gk B4 R R E &I B FHE
MR IEHEREN S M3 MAREE
5 % PCR, Mifl T ERMA 4 M3 PNA
.55 —% 4 ® PCR, §— DMD/BMD £ #
HER2EPCR RE RV HERA
DNA, B & 4 18 5L 3k 18§k X B DMD/
BMD BEHEF K. MEXMBEEES
# PCR M1}k % 4 & PCR % DMD/BMD
EMERERBLKSHH 41 %8 8%, FF
PEAEES EPCREEELE 41%
DMD/BMD 8 &, A HE 5 E PCR X
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KW E S T+ A B 4 B PCR HAD,

MABFFLH 10 4~ DMD/BMD % £ ¥
B 7BREUNEENERSHEETH S &
PCR iR X B, MERK 4 EPCRHEARAR
ELRBRRBEEFRA 2HEELEFE
DMD £ [H 3 #3847 49 8 5 (1012 1 1013),
I LA B B R 2 W i £ BE SR S DNAER A T
8K 4 E PCR BB A XHH BN
— DMD/BMD ## DMD #FE & M Bk
MK E, MBEF X 4 E PCR 8 A DMD &
ARTEHELRAGELREN T #.

5XM 4 MBI P AHAELHT 24
BREABAREBMEZTERS Y. T DMD
ERGBRAYUREEFEERIBRE A6
Fedh s W 5 B 4 HPCR PRk ALK
o EAT34A PCR 338 K 1T B 0 it 2k 30
{ PCR $3¥ey PEPERT B . BF A, DMD Z:[H #y
SEMA4EPCRERLEFEREMEXR,
BREABUMPCRYTHMBERNBREE
PCR § 3 &y P XS BR

ZH PCR AL SEFTHRK PCR &
AIEEEANEEA A B, (53 3k JoFR i i 7T
R EHA B, 7 DMD 2%FH £ HE PCR
MEETRL% 11 E PCRY, BH T34
AZ,BXREMTHR, FEIPXZEY 18
BESERF, . VYR kFRERR—,
BT R, EE AN, El,EER
ZH PCR BT3P BRMAE — S
EH. PEHEXRSREMEEF RIS E
% B Y8 Chamblain % 1990 4Ef iy 9 H
PCR M B E 5 EfMIKE 4 H PCR R,
e Rk T REW SRR HTA
Wit R B RAE LaR EAL B — R T Y
WEFFVKTHNHAEE, HE M PCR

P HAFI BNV e £ E PCR ¥ 3, HB#S
R
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RAPID GENETIC DIAGNOSIS OF THE DELETED-TYPE
MUSCULAR DYSTROPHY BY MULTIPLEX
POLYMERASE CHAIN REACTION

Hu Donggui Hua Xiaoyun Ling Qundi Chen Zheng Du Chuanshu

(Department of Medical Genetics,Sun Yat-Sun University
of Medical Sciences ;Guangzhou,510089)

One or more fragment has been found to be deleted in five DMD and two BMD patients
by multiplex polymerase chain reaction in a survey of ten muscular dystrophy pedigrees in
which thirteen males are affected (only two BMD in a single pedigree). The genomic DNA of
all the affected patients have been analyzed by multiplex PCR involving a two-step method in
which five fragments were firstly amplified whereas the next four in another absolute eppen-
dorf later. OQur results revealed that exon 45 and exon 48 are the more frequent ones involved
in the events of deletions in the dystrophin gene. With these results we can take a direct and
accurate pregnant diagnosis in these five deletion-positive families.

Subject headings muscular dystrophy/diagnosis; polymerase chain reaction
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In the presence of 1 mmol/L extracellular Ca?t,thrombin (0.2U/ml) induced an influx
of extracellular calcium and calcium release from intra-cellular stores, [Ca?* ]i increased to
770. 3+27. 3nmol/L(z+s:,2=15),and then declined to a plateou still well above the basal
level within 4 min. Calcium release was studied in the presence of 2mmol/L of EGTA in the
incubation medium, the peak level [Ca?* )i reached to 321. 24 17. 8nmol/L, and then re-
turned rapidly to the basal level within 4 min. After preincubation with 400umol/L of TMB,,
an intracellular calcium blocker.[Ca®*" Ji reached a peak of 443. 7+ 27. 7nmol/L,but did not
decline back to the basal level.

Subject headings calcium indicator; calcium; platelet



