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[Abstract] Objective - To deepen the understanding of Duchenne/Becker muscular dystrophy by investigating dystrophin (DMD) gene variants in 2
Chinese Han families with this disease. Methods - Retrospective analysis of the clinical characteristics of the probands in two families with Duchnne/
Becker muscular dystrophy and the results of multiplex ligation-dependent probe amplification (MLPA) for the probands and their relatives was performed.
Results - Three probands were identified by significantly-elevated creatine kinase levels. Two probands in family one are fraternal twin brothers with the
same deletions of exons 8—9, while their mother has no abnormality at this site. The proband in family two is the little brother in a pair of fraternal twins
with duplication of exons 48—51, and his mother has heterozygous duplication of exons 48—51. Conclusion - @ The presence of the same DMD gene
mutation in the fraternal twins suggests that the mother may be a gonad chimera with this mutation if her gene detection of peripheral blood is normal.
The mother must undergo prenatal gene diagnosis to reduce the risk of Duchenne/Becker muscular dystrophy in her offsprings. @ The exons 48—51
duplication of DMD gene is pathogenic mutation.

[Key words] Duchenne/Becker muscular dystrophy; dystrophin gene; gene mutation; multiplex ligation-dependent probe amplification (MLPA); fraternal

twins; creatine kinase
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Tab 1 DQ values of exons 48—51 in DMD gene of the proband and his mother in family 2

i — 48 BANET 49 BAET 50 BN T S1BSMET
me
e P48-A P48-B P48-C P49-A P49-B P50-A P50-B P50-C P51-A P51-B P51-C
48 ~ 51 =
6312 1 L 7I‘E%E§ 1.81 2.01 2.01 1.74 191 1.87 1.87 1.90 1.87 1.97 1.83
48 ~ 51 =
6312 2 L) ﬂ‘i%ﬁg 1.78 2.06 2.01 1.84 1.98 1.81 1.77 1.91 1.74 1.87 1.77
48 ~ 51 %
6730 1 b'e PUER Y, 2.81 3.09 2.82 2.77 3.02 2.77 2.98 2.86 3.00 3.08 3.07
48 ~ 51 %
6730 2 E'e PUES Y 2.95 3.12 3.19 2.72 3.15 2.79 2.80 2.74 3.18 3.12 3.23
papiicm! L) / 1.04 0.97 0.95 1.01 1.01 1.02 1.00 1.04 1.03 1.07 1.06
X 2 G / 1.03 1.06 0.97 1.01 1.01 0.94 1.01 1.03 1.00 0.99 1.09
X 3 L / 0.98 0.99 1.09 1.00 1.01 1.01 0.98 0.97 0.98 0.95 0.96
SR 4 L / 0.90 0.98 1.03 0.97 0.97 1.04 1.00 0.97 0.98 1.00 0.96
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Fig 2 Family maps of two Duchenne/Becker muscular dystrophy families
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