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[Abstract] Objective To detect the pathogenic genes of a family with albinism by next-generation
sequencing and provide genetic counseling according to the results. Method Collecting proband and family
members peripheral blood and extraction of genomic DNA , all exons of the 18 albinism related genes were
subjected to deep sequencing. The mutation sites were analyzed by bioinformatics and then verified by
Sanger sequencing. Results Sequence analysis was carried out on the coding region of related genes. The
proband genotype is OCA2 gene c. 406C>T (R136 % ) heterozygous complex c. 1922C>T (S641L)
heterozygous. Parents have normal phenotype, the father genotype is OCA2 gene c. 406C>T (R136 * )
heterozygous , and mother genotype is OCA2 c. 1922C>T (S641L) heterozygous. Bioinformatics analysis
suggests that the above mutation is likely to be a pathogenicity mutation. Conclusions With the help of
the next generation sequencing, we can detect gene mutations more quickly, it also provide scientific
guidance for albinism family.

[Key words] albinism; next-generation sequencing; OCA2 gene; genetic counseling
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