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Recently, we have identified an erythroid cell-specific regulatory element

(+5.8-kb site) in the first intron of the human ABO blood group gene. In this study, we have concluded
that Bm is caused by a reduction of B gene expression in bone marrow cells by in vitro erythroid culture
of Bm-derived CD34+ cells. A 5.8-kb or 3.0-kb deletion including the +5.8-kb site was observed Bm and ABm
individuals. Moreover, RUNX1, GATA-1 and GATA-2 are bound to the site through their recognition motifs,
deletion or mutation of which were involved in subgroups Am, Bm and A3. Genetic studies of common ABO
ﬂhenotype of Japanese have demonstrated six haplotypes of the +5.8-kb site consists of six SNPs. Each
aplotype was mostly linked with specific ABO alleles with a few exceptions, possibly as a result of
hybrid formation between common ABO alleles.
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