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Identification and functional analysis of responsible gene(s) for Mongolian blue
spot
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A Mongolian spots is dermal melanocytosis which is a benign, congenital
birthmark. It normally disappears five to eight years after birth. It is common among persons who are of
Asian, and African descent, while rare in babies of full Caucasian descent, suggesting that genetic
factor(s) might determine the condition. Then, in order to identify responsible gene(s) for Mongolian
blue spot, we found 4 segregation families that had both babies with, or without Mongolian spot in the
families, one Japanese and three Mongolian families. And, we collected 41 samples from the families, and
extracted DNA. A linkage analysis to identify the locus on chromosome was done using the DNAs. However,
we could not specify the locus which was statistically significant through the experiments. One of
reasons why we failed to identify the Mongolian associated gene(s) would be ascertainment bias, which we
depended on the uncertain memories of the parents about the Mongolian spot on their Kids.
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