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Molecular diagnosis and genetic analysis of Oculocutaneous Albinism Type 2 by using medical exome
sequencing platform
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(1. Medical Genetics Center, Guangdong Women and Children Hospital, Guangzhou, Guangdong
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[ Abstract] Objective To detect the pathogenic variants in OCA2 gene in a family with albinism by using
medical exome sequencing technology, and provide genetic counselingfor the family according to the result.
Methods In 2021, a couple with infertility was referred to our hospital for IVF treatment. After several
cycles of IVF therapy, a boy with suspected albinism was born. Study was designed to find the cause of
albinism for the family. By using trio-exome sequencing technology, we found 2 variants in OCA2 gene in
the proband. Sanger sequencing validations for the two variants of OCA2 were performed basing on the

DNA of the proband and his parents. Inheritance pattern was also analyzed after the validation
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experiments. Results Two phenotype-related compound heterozgous variants were found in OCA2 (NM_

000275. 3) gene in the proband,after medical exome sequencing and Sanger sequencing validations. Those

two variants c. 632C>T (p. P211Lc) and c. 535A>G (p. K179E) , were inherited from his mother and

father, respectively. By searching the current database and variant classification, both of those two

variants were determined as a likely pathogenic variants. Conclusion By using medical exome sequencing

technology, we successfully detected two likely-pathogenic variants in a proband with OCA type 2. This

combination of compound heterozygous variants were inherited from his parents. In this study. a reliable

molecular diagnosis and genetic counseling were provided for both the proband and the next pregnancy of

his family. Meanwhile, this case supplement the insufficient clinic literature for the rare variant of OCA2

gene ¢. 535A>G (p. K179E).
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