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Abstract: Objective One case of Hutchinson-Gilford progeria syndrome in a child was tested by using whole exome sequencing (WES) and Sanger sequencing for the
LMNA gene, and the prenatal diagnosis was performed for this family. Methods WES was used to find pathogenic variants of LMNA in the proband. The
parental origin of variants was assessed by Sanger sequencing. DNA was extracted from the peripheral blood of the proband and parents, as well as the
amniotic fluid of the mother. Sanger sequencing was used in the prenatal diagnosis based on the identified variant. Resufts A known heterozygous mutation
€.1824C>T, p. (=) was detected in the LIMNA gene in the proband, but not found in his unaffected parents. The prenatal diagnosis based on the amniotic
fluid revealed that the fetus did not harbor LMNA ¢.1824C>T, p. (=) mutation. Conclusion WES combined with Sanger sequencing can be used to detect the
pathogenic variants in the diagnose of HGPS, and prenatal diagnosis of this syndrome is feasible. This method is fast, accurate and cost-effective.
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