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A case of Cockayne syndrome report and literature review

Aiping Wang, Xingyu Chen, Huanzhen Zhou

Children’s Growth and Development Management Center, Kunming First Peoples Hospital, Kunming, Yunnan
China

[ Abstract] Objective To report a case of Cockayne syndrome with genetic mutation in ERCC6 gene.
Method The clinic data of Cockayne syndrome in a child were retrospectively analyzed ,the related literatures
were reviewed and its clinical features and genotypes were summarized. Results A boy, two years and three
months old, had developmental delay. growth retardation. dermal photosensitivity and microcephaly. Gene
analysis showed that there was genetic mutation in the ERCC6 gene of the boy, c. 3774delA (p.K1258Nfs*9),

which was shift mutation. Conclusions Cockayne syndrome is a rare, automasomal-recessive disorder, clinical

manifestations involve multiple systems, DNA sequencing analysis is mainly used for gene diagnosis.
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