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Abstract

Myotonic dystrophy (DM) is an inherited,
autosomal dominant neuromuscular disease
caused by an expansion mutation of a (CTG)n
trinucleotide repeat sequence in the region of
chromosome 199g13.3. To study the genetic
characteristics of this disease in Taiwan, we

first established a sample collection, storage,
DNA purification, and analysis procedure by
combining the FTA gene guard system with
PCR methodology. To date, we have diagnosed
twenty-three DM carriers and patients who
belong to 11 families using this FTA-PCR
system. We observed that the CTG expanded
allelestested so far in Taiwan al contained Alu
1 kb insertion sequences in intron 8 of
myotonic dystrophy protein kinase gene. The
results from haplotype analysis indicate that
the DM in Taiwan could have the same origin
asthat of European and Japanese DM.
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