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Abstract: Bardet-Biedl syndrome(BBS) is a rare autosomal recessive genetic disease. In order to investigate the clinical features, pathogenesis, diagnosis

and treatment of BBS. Study the medical history and auxiliary examination report of a male BBS patient were retrospectively analyzed, and the

related literature was reviewed. The patient was a 27-year-old male with clinical manifestations of multiple finger (toe) malformation, retinitis

pigmentosa (blindness in severe cases), obesity, mental retardation, gonadal hypoplasia, and abnormal glucose tolerance. It should be improving

the understanding of BBS, to pay attention to differential diagnosis, to avoid misdiagnosis.
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