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Functional analysis of AMBRA1 a new candidate of Cowden syndrome
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We detected "AMBRAL" as a new candidate ?ene of Cowden syndrome. Patient
AMBRAL had amino acid change which was conceived as cause functional severe defect. Actually,
patient AMBRA1 was dysfunction. So far, AMBRALl had not been analyzed in physiological condition, we
made Ambral conditional Knock Out mice (here in Ambral cKO mice). The organ size of this mice is
larger than that of the control mice, which is considered to be an dysregulation of cell
proliferation. And tumor sensitivity were high. In addition, abnormaly proliferation and
infiltration of myeloid cell was detected in liver and lung of Ambral cKO mice. Therefore we
uncovered that AMBRAL suppresses tumor and regulates blood cell differentiation correctly.
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