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Genetic analysis of a child and his family with X-linked recessive ichthyosis
complicated with cryptorchidism
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[ Abstract] Objective:To conduct genetic analysis on a case of X-linked recessive ichthyosis complicated with cryptorchidism
and his family members,in order to identify the cause of the disease. Methods; Chromosome G-banding karyotype analysis and low-
depth whole-genome copy number variation sequencing ( CNV-seq) were performed in the patient and his family members. Results: The
chromosome karyotype showed no specific abnormalities. CNV-seq found a deletion of 5. 28Mb on the X chromosome p22. 33-p22. 31 of
the patient, his brother,and mother,which contains all Xp22. 31 current regions (including STS) . Conclusion: The copy number varia-
tion of the X chromosome in the patient is inherited from his mother,and the deletion of Xp22. 31 is the genetic cause of the abnormal
phenotype in the patient.
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