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Abstract: Potocki-Lupski syndrome is a rare genetic disease, which is caused by 17p11.2 microduplication. The main clinical manifestations include mental

retardation, growth retardation, sleep disorders, feeding difficulties, hypotonia, behavioral abnormalities (such as hyperactivity, autism), special

face and so on. This paper reports a case of 17p11.2 microduplication detected by genome sequencing and chromosome microarray (CMA), and

discusses its clinical manifestations and pathogenesis.
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