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[Abstract] Objective To study amniocentesis in prenatal gene diagnosis of spinal muscular atrophy by
ultrasounic guidance. Methods Amniocentesis was performed by ultrasonic guidance on a total of 21
pregnant women who had given birth to children with a clinical diagnosis of spinal muscular atrophy
(SMA). Forty milliliters of amniotic fluid was obtained to extract DNA . Polymerase chain reaction with
restriction fragment length polymorphism(RFLP), and short tandem repeat(STR) linkage analysis were
used to detect the deletion of the telomeric copy of survival motor neuron gene (SMN1) Results None of
the 21 cases had complications of amniorrhexis,spontaneous abortion,infection, amniotic fluid embolism or
fetal damage. Of 21 fetues, six fetuses had the SMNI deletion and were aborted . The other 15 fetuses,3
carriers and 15 normal individuals were born. The 15 born babies were all normal, Induction and the fetus

after birth were confirmed by further genetic analysis, the results fully consistent with the prenatal
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diagnosis. Conclusion
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Amniocentesis under ultrasonic guidance is a safe and effective way of prenatal

diagnosis of spinal muscular atrophy (SMA). Not only prenatal diagnosis SMA and exclude maternal

blood contamination, But also prenatal diagnosis gene carriers and perfect the system of prenatal diagnosis

of SMA by combined with the technique of PCR-RFLP and STR linkage analysis.
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