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Elucidate the pathophysiology of a novel syndrome caused by genes involving ATM
signal pathway
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In this study, RNA sequencing was performed to evaluate the functional
changes of downstream genes caused by variants identified in two genes on the ATM signaling pathway,
but there were no significant expression changes.
We conducted exome sequencing for 45 families with similar neurodevelopmental disorders with or
without immunodeficiencies, focusing on genes on the ATM signaling pathway, and detected pathogenic
variants causing neurodevelopmental disorders.
In addition, somatic variants of the UBAl gene, strongly associated with the ATM signaling pathway,
cause VEXAS syndrome. We established efficient detection methods for these variants and clarified
the characteristics related to autoinflammation and hematopoietic disorders of VEXAS syndrome.
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