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Studies of the Haplotypes of CTG Triplet Repeat and
Alux1lkb in DMPK Gene of Myotonic Dystrophy
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Abstract: Myotonic dystrophy (DM), an autosomal dominant disease of the neuromascular system, is
caused by expansion of the CTG repeats in the 3’ untranslated region of the DMPK gene. In the eighth
intron of this gene, there is another polymorphism—the insertion/deletion of 1lkb Alu repeat(Alut
1kb). In order to help elucidate the origin of DM mutation in Chinese Han patients, and explain the
difference of incidence of DM in different populations, 60 normal Han individuals were randomly
chosen from 300 Chinese, whose CTG copy number had been previously ascertained. The polymorphism of
Alux1kb of the 60 cases were firstly analyzed by in vitro amplification; then the 22 cases in
which both sites were heterozygous were analyzed as following:the fragments containing both Alu=
1kb and CTG repeat sequence were first amplified by long PCR method; and then the CTG copy numbers

were analyzed in the Alu(+4)and Alu(—)alleles. In the 60 cases studied, a remarkable linkage
disequilibrium between CTG triplet repeats and Aluzt1kb were observed.All the(CTG)5 alleles were
linked with Alu(+), and most of the(CTG) 11—14 alleles were linked with Alu(—); one of the two
alleles of (CTG) =19 was linked with Alu(+), the other was linked with Alu(—).This suggests that
the origin of (CTG)11—14 in Chinese Han may be different from that of African Blacks; the frequency
of (CTG)19—30 /Alu—1kb in Chinese Han might be much higher than that in Europeans Caucasians. The
(CTG) 19—30/Alu—1kb and (CTG) 19—30/Alu+1kb coexist in Chinese Han in some proportion; the origin
of (CTG)19—30 in different population may be different; if the hypothesis of (CTG)5 to(CTG)19—30
is true, then the progress should have been a relatively complicated process.

FgEE BMEMENUEFREARN ASA KPCR ZEHMREHEFY AluEHE5] Key words myotonic
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