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Craniosynostosis is a feature of CHD7-related CHARGE Syndrome

CHARGE syndrome is a rare genetic disorder characterized by 
the presence of multiple malformations involving the cranio-
facial district, in particular eyes, ears, heart, and genitourinary 
tract in association with delayed growth and development. Its 
phenotypic spectrum is highly variable. The syndrome is caused 
in most cases by heterozygous variants in CHD7 and, more rare-
ly, SEMA3E. Craniofacial alterations involving eyes, ears, nose, 
and mouth as well as the upper airways are typical of this con-
dition, however, to date, craniosynostosis is not considered 
part of the clinical spectrum. We report a newborn affected 
by CHARGE syndrome confirmed by the identification of the 
de novo heterozygous c.6157C>T, p(Arg2053*) CHD7 variant, 
presenting with bi-coronal craniosynostosis and found two 
additional subjects in the literature with different craniosynos-
toses and distinct CHD7 alterations. We suggest the inclusion 
of CHD7-related CHARGE syndrome within the group of rare 
causes of syndromic craniosynostoses.
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