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[Abstract] Objective Mutations analysis of the pathogenic variants of a family with albinism by next-
generation sequencing, to detect the genome variants of the fetus and provide genetic prenatal diagnosis.
Methods Next-generation sequencing was used to detect and analyze the pathogenic variants of a family
with albinism. The gravida signed an informed consent for amniocentesis, amniotic fluid was used for
analyzing the genome variation of the fetus by Sanger sequencing. Results The proband had two
heterozygous variants of OCA2 gene, one was c. 406C>T(p. R136 % ) (derived from father) ; another was
c. 1560_1562del (p. L521del) (derived from mother). The variants of the fetus were the same with the
proband, and both parents showed a normal karyotype. Conclusion The major hazard of albinism are eye
damage and skin cancer. Next-generation sequencing provides technical support for prenatal diagnosis,
genetic counseling and marriage and childbearing of patients with albinism, and also it can effectively
prevent and control birth defects.
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