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A New Type of Deleterious SOX9 Gene Mutation: R178L. G—T
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Abstract: SOX9 gene is involved in both bone formation and testis development. Sequence analysis of a PCR
fragment containing part of SOX9 gene from a penotypically female infant with several sorts of congenital
malformation revealed a point mutation of R178L(G—T), while a male-specific fragment of SRY gene was also
amplified from its genomic DNA. These results suggest that the missense mutation in SOX9 may have caused
CD syndrome and autosomal sex-reversal in this case. This is an unreported SOX9 mutation before and also the
first report of deleterious SOX9 mutation in Chinese.
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