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Significance of a new endothelial gene TMEM100 in vascular development and disease
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Mice that lack the ALK1/Acvrll receptor die before birth due to severe
abnormalities of vascular formation, and the defects of ALK1l-mediated signaling are implicated in the
etiologies of human diseases including hereditary hemorrhagic telangiectasia and pulmonary arterial
hypertension. We recently identified TMEM100, a gene encoding a previously uncharacterized transmembrane
protein, to be an endothelium-enriched gene activated b% the ALKl signaling. Tmem100 null mice showed
embryonic lethality due to the defects of vascular morphogenesis virtually identical to the abnormalities
observed with the Acvrl1/AIkl deficiency. In this study, we examined mechanisms of embryonic vascular
expression and molecular functions of TMEM100 using various experimental techniques such as RNA
measurement and transgenic mouse analysis. Further studies are ongoing in our laboratory to clarify the
significance of TMEM100 in vascular development and disease.
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