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A genetic mutation research in 3 cases of Duchenne muscular dystrophy without family history
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Abstract ; Objective
tory. Methods
formed on 5 polymorphic short tandem repeats(STR) loci,including 45 CA,49 CA,50 CA,3" CA and 5" CA,in members of 3 fami-

To explore the aetiological agents of 3 cases of Duchenne muscular dystrophy(DMD) without family his-
Seventeen pairs of primers were employed to detect the exon deletion of dystrophin gene. Linkage analysis was per-
lies with no family history of DMD and only one definite case of DMD. Results STR linkage analysis demonstrated genetic deletion
at 49 CA loci of dystrophin gene in 3 patients, however,the 49 CA loci of dystrophin gene of their mothers were all heterozygous.

Conclusion Mothers from 3 families are not pathogenic gene carriers,and DMD is caused due to the patient’s own gene mutation.
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Duchenne JJl & 3% A B (Duchenne muscular dystrophy,
DMD) & H T4k [ 248 5200 1 T )L 25 4 25 11 (dystrophin) 7 #
SUMUZH L 1 2 35, 5 S0B A 3T di  fif OL A AT 1R A8 1 L SR BE
JIN R FHE B LA P R G . B RS B o 35 sh R IR 4% . B & kT
B BRI G DL 3 A 3 VLR BB (creatine
kinase, CKO{& #ETF i » O LA 52 800 . R 2 BB H TR 13 B AR
FMSATIERE ) B R TE N T L 20 % 72 47 BE T W I B Rk 3
OO RREY . AR EER AN, RRELEE™ S
WL 1/3 5005, Lo PERHR 4y Ry 54 L R AN K. DMD 2
— B X SR BRI A 1/3 MR, H AT 5 A AL
FONR YT T3 o BRI 0 S 3 AR TR 2 A8 488 5 3 R AT 4k (12 T A
AL ) AR DMD &5 2 B ZE il . 4 Y dystrophin
B 5L K2 H AT BT DMD f A — 250 JE ], 8 7 T Xp2l. 2, 4
K2.4mb, g4 KW NERREN, HAH 79 1M
T Giig 4K 14 kb ) mRNAP* . HATHIFE W] .55 %0 ~65%
1) DMD J2& & dystrophin & [ i) — 4~ 5 £ 4> §b . Bk 25 BT 8
B DR i 2 g A 22 A o A FE DR B 5 0 R4 R ke [X 44 ~53 Ah g
T, 5% ~10% M B N 5848, HoAx oy 45 A8 /N A
AR G AR AR GE X 4 8 DMD K S 3 A5
% .2k dystrophin FE[H 17 A~ S & 7~ i 5 52 55 ) 5 AR K H 42
J¥ %1 (short tandem repeats, STR) & 81 /0 #7225 . IE 32 3 MR
F 1y DMD 352 5 B B 5L 5 A8 i 8L
1 #EREHE
L1 —fgwek WEXLDMD ZIEEM 3 MR R . BIHRER
KA LOIBMEEE L LFIEF B HK. ZR1PRE TS,
HIRIEHR KR 2HEHE 6 ¥ . HAFEF XR3ITHREIS,
BHEFIES s BB RAL FAR R . 3 41 58 2 10 LG 335 1 R

EFE B R (1979~) DT BAT T 0, BN F A i ZE RS Wi ks, 2

hoo com cn .
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) B AT T T R 46 L USSR HE AR OGS T BE k), 3 4~ DMD K & &
LA 1,
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1.2 L4 DNA 40 R A H ML Chelex I & LA
SbJE bk i A B 2H DNA. KR 3 122 IR AR 20 J4 i 2R
LKA IK DNA,

1.3 SMBFERMSHT X3 AR RP SIS 1T R R4
DNA b F 85 4087 . M4 ST £ x5 17 A4 8 F (3.4.6,
8.12,13,17,19,43 .44 .,45,47,48.50.,51.,52.,53) J H:A 3 /5 %1
B sI Y DL 40 DNA SR, 37 1 dystrophin 3% B 1
17 A4hF R Bt . PCR RBiARFR N 25 pl, Hot  #4R 50 ng,
10X Gk 2.5 ply VR HESI#4 0. 4 pmol/L, =B8R Mt
A % B % 1 (deoxy-ribonucleoside triphosphate, dNTP)
100 pmol/L,Tag DNA B4 0.1 U, fEHZS%.94 CHiZ#:
3 min,94 CAEPE 30 5,50~54 CHEM: 75 5,72 CHEAfh 15 s, 4k
35 MEM s fxJn 72 CHEfH 6 min,

1.4 STR Z 750 53 0 B A0 3% 81 4 3 IO 39 43 7 19
dystrophin £ [H J& HAW 3 53 5 A& T (CAn fE2 STR 45
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x®1 3 A FK % dystrophin B E R KA 2 50 A EEE (AL EH& 4 R

P O LA (TU/L)
P ) PR kDR I 5R AST! HBDH? CK CK-MB? LDH! EERE|
(0~40)  (72~182)  (10~190)  (0~25)  (109~245)
BERHES1 7T B 48.50.51.52.53 218 1086 5901 336 1436 BUNIHE I JUL 52 Ao 20 Y v 4 5
BERES2 6 B 48.50 — 9512 601 — - LA FHE fi JUL S5 A 28 98 P 3
BEHS3 9 B 50 155 875 9 482 421 — U L2 o 22 D
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W 6] I i (creatine kinase MB isoenzyme, CK-MB) ;* . #|. i it 2 fif# (lactate dehydrogenase, LDH) ; — : i35 H JC 545 .
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FARAN B e PR 3k DN 12 I8 B i 3R TR A2 T 0 R R R

Al G . B3 N KRN M DNA S B4R # 47 PCR 1,
PCR W AR & K 25 pL. & 50~100 ng #H 4 DNA,50 pmol/
L5145 0.2 pL 10X K 2.5 pL, 1 %6 /MEMEEE A 1
pL.2.5 mmol/L dNTP 2.5 L, Tag DNA B4 HF 1 U, 1G5
Z0:94 CHAFPE 5 min, 94 CASPE 30 5,58 CE P 305,72 C
JEAH 60 s, 3k 32 ANMFEI IR JF .72 CHEAR 7 min, STR FRic)5
AT ARV 2R D 0 Tt g o5 K P U 0 T STR AR 19 S5 AL A5 B Y
2 &% S
2.1 DMD 3 dytrophin BB BLE AL 00T AT R
17 XM F PCR 5I¥IXF 3 AN KRN 3 4] 35 19 56 K 41 DNA
PEATHE B A SR L 25 R R R R 1R 48.50,51.52
K 53 fif i 1 dystrophin HEP A 7 KR 2 B 48,50
fi i dystrophin JEF SR F B s K FR 3 B 50 fii s dystro-
phin JEF AP B F 6K W3R 1.
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3" CARI5" CA X 54 STR ZEM A Lk 3 AR R KA #
T TR HT, 45 CAFIS CA Y STR EHAMEWERR 1
JEAA AR BRI X Je ik 5 B H SR R [A L H 49 CA 19 STR
T AT R W BRI R A A ER R AL B R T
Kl 2A, STR EHIHTRYIE R 2 87K 45 CA 1 49 CA 7 &4
HAG T HERE 49 CA Bk, WK 2B, STR % 814 Hr & W
K FZ 3BEk A5 CAHI 49 CA (sl A& F IR LITG 5 8%
AN BRI X e sk, BB 49 CA Bk LR 2C. I,
X 3AF R PR YA E DMD #4735 . DMD 8 & 19 & i &
HhA B RETEERELE,
3 i e

Chamberlain 27 J] 18 Xf 5| ¥ 41 PCR #:i0 , % B 98 %
) 8 E AAAE dystrophin £ [H B2k, i H AR iy DMD/ Becker fJL

Clemens 21 g DMD % [F B2k 75 & X 44.45,49.50 & T
g (CAOn A7 8 B REAT 97 1Y, 9F #E4T DMD %K & % 84
Br s KRBT S M2 5l 7200 ~93% . A HFFERIE dys-
trophin £ [H 44.,45,49.50 N & F STR L i 2 & F A & &
(polymorphism information content, PIC) 435 }0. 864.,0. 892,
0.907.,0. 7133 4 M A A& K m.FEER. EREHTH
E DMD /& # STR ki 5 ik % 843 #r . R, i PCR
ARHKEM dystrophin K& Bk 5% . [a] i) 4 By PCR-STR $ AR #E 47 %
AT T DMD 5K R A I 5 7 & i H kR R . AT e
17 X514 0 dystrophin k5 4h . F 2k . 25 & 45 CA,
49 CA.50 CA.3' CA I 5" CA X 5 4> STR £ 350 S EAT %81
G307 2B EWIAE 48 51 50 S F 7 B 19 AR AE 45 CA
5 49 CA Lk, BHER T EME 3 MK £ L DMD
KW .3 AL AR SEAE 49 CA i S N2 & 1.1 3 fir
BELE 49 CA LG A BRI o DT I X 3 6 B 2 AN 2 BUw
EE Mg S  REARE N ERZRBOR . MEm T A S L
Az kPR 9 T 850
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