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[Abstract] Objective To carry out preimplantation genetic diagnosis (PGD) for Duchenne
muscular dystrophy (DMD) carrier, so as to prevent the birth of affected infants with DMD. Methods One
DMD gene carrier with a deletion of exon 10-30 received fertilization with intracytoplasmic sperm injection
(ICSI). DMD gene and haplotype were tested after amplification of genome DNA in multiple displacement
amplification (MDA), then healthy embryos were transferred to uterus according to the genetic results.
Genetic testing was made in second trimester and after delivery, and also periodic follow-up was made for
over 3 years. Results The second cycle of PGD was successful, and a total of 14 single blastomeres

obtained from 7 embryos were used for genetic analysis. The success rate of MDA was 13/14, and the
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allele dropout rate was 18.75% (18/96). Three unaffected embryos were transferred, resulting in twin
pregnancy. One healthy boy and one healthy girl were born in cesarean section at the pregnant week of 35.
Genetic results on DNA from both amniotic fluid at 16 weeks of gestation and peripheral blood after birth
were normal. During the 3-year follow-up, both 2 infants were normal in growth and development, motor
function and dynamic monitor of serum creatine kinase (CK). Conclusions Preimplantation genetic
diagnosis can help DMD gene carrier give birth to healthy infants, and these infants have normal
development.
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