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[Abstract] Objective To investigate methods for prenatal diagnosis of spinal muscular atrophy (SMA) ,
PKU and achondroplasia (ACH). Method Different test methods are applied based on different muta-
tional pattern. The chorionic villus of 1 fetus with SMA positive family history was collected. The exon 7
of telomeric survial motor neuron (SMN1) gene was detected by DHPLC. Normal member and SMA pa-
tient were selected as controls. The hot mutation in exon 10 of FGFR3 gene and PAH gene were detected
by DNA sequencing in patients, normal phenotype individuals and pregnancy fetus. Results ¢ Homozy-
gous deletion of the SMN1 exon7 wasn't detected in pregnancy fetus. The pedigree diagnosed as negative
continued to pregnancy, and gave birth to a normal baby. c. 781C>T (p. Arg261Ter) and c. 842C>T (p.
Pro281Leu) mutations of PAH gene were detected in patient with PKU positive family history. Fortunate-
ly, Sequencing analysis revealed the fetus shows the mutation of PAH gene as same as his mother c. 842C
>T (p. Pro281Leu). The pedigree diagnosed as carrier continued to pregnancy. The mother of the fetus
diagnosed as achondroplasia had G1138 A mutation, but the fetus had normal nucleotide at nucleotide 1138
in exton 10 of FGFR3, therefore were excluded from achondroplasia. Conclusions The application of dif-
ferent test methods is efficient and practical ways in different monogenic disease.
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