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[ABSTRACT] Objective

(Department of Neonatal Pediatrics, The Affiliated Hospital of Qingdao University,

To investigate the clinical data of a child with SOTOS syndrome with a de novo missense mutation

in the NSD1 gene, and to improve the understanding of this disease among clinicians through literature review. Methods A ret-
rospective analysis was performed for the clinical data of a boy, aged 5 months, with SOTOS syndrome, and whole-exome gene de-
tection was performed for the boy and his parents. Results The patient was a boy aged 5 months. Clinical manifestations inclu-
ded unusual facies (giant skull, prominent forehead, long mandible, uneven inferior gingiva, and high palate arch), overgrowth of
some parts (large hands and feet and longer body height and head circumference than peers) , and developmental delay (inability to
raise the head, laugh., or grasp and no response to audiovisual tracing). Gene detection showed a missense mutation of ¢.5791 T>
C in the NSD1 gene region in the 5935 region of chromosome 5, which changed cysteine at this site into arginine (p.Cys1931Arg).
The missense mutation at this site had not been reported before, and bioinformatics suggested that the mutation at this site was
highly pathogenic.  Conclusion SOTOS syndrome is a rare genetic disease caused by gene mutation or deletion, and early genetic
testing can help to make a confirmed diagnosis. This mutation is a de novo mutation reported for the first time.
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