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Identification of the regulatory mechanism of human SOX9 expression using mice
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The enhancers in the XYSR and XXSR regions are critical for SOX9 expression,
which functions in the early stages of sex determination, based on analysis of human cases of
disorders of sex development. In this study, mice in which a mouse enhancer in the XYSR region was
replaced with a human one were analyzed. The results showed that the enhancers did not function by
substitution, suggesting that species differences in the enhancer, SRY protein, and/or Sox9 promoter
would affect the function of the enhancer. Generation of mice with those substituted with human
sequences were attempted, but it was not completed. The mice with mutations in the XXSR region was
generated. XY female mice were identified with incomplete penetrance. Sequence analysis was
performed to determine this mutation, but was not completed.
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