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The relative research between gene deletion with DMD and

carrier screening
CAO Jun—juan,et al
(Department of Clinical Research Center,the First Affiliated Hospital,Chongqing Medical University)

[ Abstract] Objective:To understand the distributional characteristics of dystrophin gene deletion in Chinese population and to
search the linkage analysis of STR polymorphisms for DMD gene carriers. Methods:Contrasted with internal standard primer, A
multiple PCR system was established according to the multiple sites of DMD exon deletion. The multiple exon deletions were
examined in 40 DMD patients; At the same time,6 suspected carriers were detected using the linkage analysis of STR
polymorphisms. Results:The thirty-tow of the 40 DMD patients were identified as having gene deletion,In this study,56%,
56%,16%DMD patients could be detected in exon 45.48.51 gene deletion, so the three pairs primers could be used as best
combination for detecting the gene deletion;six female relatives were diagnosed as carriers of the genes. Conclusion:It is
important clinical value of allocating gene mutation sites in Chinese population according to the choosen exons and It is an
effective approach to applying the linkage analysis of STR polymorphisms to detect carrier.
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F:5'-ACGGGAGAAAACAGTAAAGGCAA-3';R:5'-CT
GCAATTCTTCGGCAGCATCTTC-3 ; § 34748 287bp, 4 4
STR % 753 /5 (STR44 ,STR45 .STR49 .STR50) 5 | ¥ £ 51 & %
CER(TICRR L& 1),

DNA marker : 100bpDNA , pBR322DNA/Hae T # pBR

322DNA/Msp 1
1.3 Fik
1.3.1 DNARGHIE& BUMEIM 3 ~5ml EDTA $i¥E, A
TR IRISMA M DNA,
132 PCRY FHLEHPCREAY I DMD BE . 4MEF
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WXt 24 A B WRR R Y 1, KRR 250, 1
A KRY I ex8.48,.51 SRY;B K& 1 ex17.45.SRY,
Hy 18 &4 RS HCH 50 ~ 100ng FE 4 DNA; BEBER
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Fi PCR-STR J7#5 4347 DMD (K #% % . dystrophin

B NER 4 4~ STR RLES YT &M RSEAT : A ER
43011, 50 ~ 100ng 2 [F 41 DNA, 13pmdl 1B 514,
10 x 22/ 31,13 1 MgClL(25mmol/L),0.5 1 DMSO(
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FISMNE F 8.17.45.48 .51 51¥¥ 1 52 & ke
xR Ky SRk 100% , Y B H B R BL L %
B SIS | R .

FANE F 8.17.45.48 51 5| ¥ ¥ 1 40 & &
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#£1 DMD EHE 5 X34 41 STR B AS IS

Gb/EA 7S EWFHI(5°-3") TUFFI(5°-3)
ex8 GGCCTCATTCTCATGTTCTAATTAG GTCCTTTACACACTTTACCTGTTGAG
ex17 GACTTTCGATGTTGAGATTACTTTCCC AAGCTTGAGATGCTCTCACCTTTTCC
ex45 AAACATGGAACATCCTTGTGGGGAC CATTCCTATTAGATCTGTCGCCCTAC
ex48 TTGAATACATTGGTTAAATCCCAACATG CCTGAATAAAGTCTTCCTTACCACAC
ex51 GAAATTGGCTCTTTAGCTTGTGTTTC GGAGAGTAAAGTGATTGGTGGAAAATC
STR 44 TCCAACATTGGAAATCACATTTCAA TCATCACAAATAGATGTTTCACAG
STR 45 GAGGCTATAATTCTTTAACTTTGGC CTCTTTCCCTCTTTATTCATGTTAC
STR 49 CGTTTACCAGCTCAAAATCTCAAC CATATGATACGATTCGTGTTTTGC
STR 50 AAGGTTCCTCCAGTAACAGATTTGG TATGCTACATAGTATGTCCTCAGAC
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