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This gene encodes a homodimeric transmembrane protein which is a major glycoprotein of the vascular e
ndothelium. This protein is a component of the transforming growth factor beta receptor complex and it b
inds to the betal and beta3 peptides with high affinity. Mutations in this gene cause hereditary hemorrha
gic telangiectasia, also known as Osler-Rendu-Weber syndrome 1, an autosomal dominant multisystemic

vascular dysplasia. This gene may also be involved in preeclampsia and several types of cancer. Alternati
vely spliced transcript variants encoding different isoforms have been found for this gene.
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