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Identification of the responsible genes for a novel mouse model of
spondylothoracic dysostosis
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A strain (FR mouse) that closely resembles the phenotype of spondylothoracic
dysostosis, which is a skeletal dysplasias, was found in wild type mouse colonies. We started the
study aiming to elucidate the cause of spondylothoracic dysostosis and the normal skeleton formation

mechanism. First, we narrowed down multiple candidate genes such as Dnajcl9 and Lrrc31 by Exome
sequencing and Sanger sequencing. However, another approach was required because the phenotype of
these knockout mice was different from that of FR mice, such as weight loss, and there was no
mutation that correlated with all FR mice. Therefore, SNP analysis was performed on a total of 74
fetuses (13 pregnant mice) of FR mouse fetuses and wild-type mouse fetuses of the same litter. These
analyzes suggested that the responsible gene of FR mouse may be located downstream of chromosome 8.
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