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Molecular diagnosis and prenatal diagnosis in a Leber congenital amaurosis family
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[Abstract ] Objective To identify the mutation in /QCB1 gene and provide prenatal diagnosis for a Leber congenital amauro-
sis (LCA) family. Methods The disease-causing mutation in the proband was discovered by next generation sequencing. To confirm
this mutation, the genomic DNA of the proband and his parents was analyzed by Sanger sequencing. Prenatal diagnosis was preformed
by amniocentesis sampling and direct sequencing of the PCR product after genotyping the proband and the parents. Results In the
family, the affected proband was a homozygote for the mutation c. 1090C>T in the IQCBI gene and his parents were heterozygous for
the mutation. The fetus carried the same heterozygous mutation with the parents. Conclusion Methods for molecular diagnosis and
prenatal molecular diagnosis of LCA were established and successfully applied to a LCA family for genetic counseling and reproduction
guidance.
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