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Two Children with Saethre-Chotzen Syndrome Confirmed
by the TWIST1 Gene Analysis
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Saethre—Chotzen syndrome is an autosomal dominant craniosynostosis syndrome, usually involving uni—
or bilateral coronal synostosis and mild limb deformities, and is induced by loss—of—function mutations
of the TWIST1 gene. Other clinical features of this syndrome include ptosis, low—set ears, hearing loss,
hypertelorism, broad great toes, clinodactyly, and syndactyly. The authors of the present study report
2 children with clinical features of Saethre—Chotzen syndrome who showed mutations in the 7TWISTI gene,
and is the first molecular genetic confirmation of Saethre—Chotzen syndrome in Korea. The molecular
genetic testing of the TWISTI gene for patients with coronal synostoses is important to confirm the
diagnosis and to provide adequate genetic counseling
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Fig. 1. Pre—operative 3D CT images of patients with Saethre—Chotzen syndrome. In the
anterior, vertex and lateral volume—rendered images, arrows indicate bilateral coronal syno-
stosis in patient 1 (A) and 2 (B).



Fig. 2. Partial sequences of the TWISTT gene show the muta-
tions detected in the present study. (A) In patient 1, a hetero-
zygous insertion of AAGATCATCCCCACCCTGCCC between
nucleotide 417 and 418 leads to a change of protein sequence,
p.P139_S140insKIIPTLP. (B) In patient 2, a heterozygous in-
sertion of GAAGATCATCCCCACCCTGCC between nucleotide
416 and 417 leads to a change of protein sequence,
p.P139_S140insKIIPTLP.
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