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Genetic analysis study of syringomyelia

Sasaki, Hidenao
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Since syringomyelia is often associated with posterior fossa and spinal
deformities such as Chiari malformation, it is estimated that some genetic factors may be involved
in its onset. Therefore, in order to clarify the frequency and clinical features of familial
syringomyelia in Japan, we targeted 4,158 departments advocating neurology, neurosurgery,
orthopedics, and pediatrics nationwide. An epidemiological survey was conducted. As a result,
responses were received from 2,791 facilities (recovery rate: 67.1%). A secondary survey was
conducted at a facility that responded that they had experience of treating familial syringomyelia,
and five families were found to have familial syringomyelia. Based on the results, we proceeded with

the gene analysis study of this disease.
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