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Identification and functional analysis of a gonadal Sox9 enhancer
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SOX9 is essential for testes formation. Sox9 expression is regulated by an
enhancer distal to Sox9 in the genome. In human, the enhancer is located somewhere in 32.5 kb region
on 0.6 kb upstream to SOX9. Using mice and murine sequence corresponding to the 32.5 kb region, I

identified 711 bp sequence as a responsible sequence. In this research, I tried to unveil the
enhancer function of the 711 bp sequence by generation of transgenic mice. On the course of this
analysis, another group reported that a fragment in the 711 bp sequence contains enhancer function.
Next, | tried to map a responsible sequence in it by generation of mutant mice with microdeletion in
the sequence by CRISPR/Cas9 system. The responsible sequence was successfully mapped at 9 bp. |
generated mice with single nucleotide substitution in it, and single nucleotide was identified as
the responsible sequence. Finally, | estimated a binding factor which binds to the single nucleotide
by database search.
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