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Clinical and genetic characterization of patients with intellectual disability
caused by chromosome structural abnormalities.
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We performed clinical and chromosomal analyses of three cases with intellectual
disability (ID). Case 1: the chromosomal inversion of 5pll-p15.1 was found to have no association with
the severe ID and growth retardation (GR) of the patient, because the inversion with the same breakpoints
was also observed iIn her healthy father. Case 2: we identified a translational breakpoint in SOX5 at
12p12, and thus, this is the second case of SOX5 haploinsufficiency caused by de novo balanced
chromosomal translocation presenting with mild ID, characteristic facial appearance, and autistic
features. Case 3: Nager syndrome is characterized by retrognathia and radioulnar synostosis, and is
mainly caused by the haploinsufficiency of SF3B4. We identified a 347-kb microdeletion that included
SF3B4 in 1g21.2 from the patient with Nager syndrome. The deletion contained 19 genes and those genes may
be associated with the uncommon features of Nager syndrome, including moderate ID, GR, and profound
deafness.
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