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Prenatal diagnosis in twin pregnancy in a patient with Duchenne muscular dystrophy
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Duchenne muscular dystrophy (DMD) is an X-linked recessive inherited disorder that affects the skeletal
muscles of the whole body and occurs in 1 in 3500 to 5000 males. It is caused by a mutation in the DMD gene
at locus Xp2l, with two-thirds of the patients inheriting a mutation from the carrier mother and one-third due
to a de novo mutation.

Here, we report the case of a woman who was diagnosed with DMD by molecular genetic testing based
on her family history. The woman had been visiting our outpatient department of Medical Genetics with
her partner prior to her pregnancy. Three years later, she was pregnant with dichorionic diamniotic twins
through artificial insemination; hence, the couple visited the outpatient department of Medical Genetics again
for a prenatal diagnosis.

Following repeated genetic counseling, both of them decided to continue with the pregnancy. DMD genetic
testing is not needed unless both fetuses are male; however, if it is a boy and a girl, DMD genetic testing is
considered for the boy after birth. Result of the chromosome G banding test showed that both fetuses were
46,XX, and the patient subsequently gave birth.
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