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Molecular pathogenesis of human disorders associated with deficiencies in the
DNA repair and environmental stress response systems
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We studied the mechanisms by which organisms maintain proper regulation of
gene expression and genomic stability in response to various types of endogenous and exogenous
stresses. This research focused on understanding the “environmental stress response / repair
systems™ and elucidating the pathogenesis of human disorders that arise from their dysfunction. We
studied the pathogenesis of AMeD syndrome, a previously unclassified genetic disorder characterized
by aplastic anemia, mental retardation, and dwarfism. Our findings reveal the mechanisms underlying
the development of AMeD syndrome and the abnormalities in the environmental stress response
associated with this condition.
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