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Fig.1 Agarose gel electrophoresis of the PCR amplified product of the junction
fragment
M: DL15000 Marker; L1: A PCR amplified product of about 2 kb from a DMD patient; L2:
Normal control
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Fig.2 Sequence of deletion—junction fragment from a DMD patient with exons 3-5
deletion
a i1s the forward sequence, and b the reverse sequence. The nucleotides between the
arrows indicate the deletion—junction fragment sequence.
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I5 (5720) TTAGTGETACAGACTGAT CACTTTTACATAGATGTCTTCTTCCAGCATCTCATAAGGEGCTTATATTTAAAAAGCA
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Fig.3 Nucleotide sequence spanning the deletion junction with corresponding normal
intron sequences
Numbers in brackets indicate the breakpoint position with respect to the first
nucleotide of the intron (12, 15). The sequence in the box is SINE/Alu repeated element.
The shaded nucleotides are 13-bp duplications. The sequence TTTAAA is underlined. The
nucleotides represented in bold is A—G point mutation.
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