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Comprehensive genetic analysis of idiopathic short stature in search of novel
responsible genes
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In this study, patients with short stature were divided into two groups
according to their symptomatic status. 6 participants with short stature as a partial manifestation
of a syndrome were identified as having SHOX abnormalities in 2 participants and other chromosomal
abnormalities in 4 participants. 35 participants with short stature without visible external
malformations were identified as having no SHOX abnormalities and other rare variants in 3
participants. 2 participants with SHOX abnormality had LeriWeill syndrome with Madelung deformity.
These results demonstrate the importance of copy number analysis in patients with symptomatic short
stature, but also the importance of further analysis in patients with idiopathic short stature.
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