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Investigation of lymphocyte differentiation defect caused by aberrant
transcription programs in pathogenic IKZF variants.
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In this study, we investigated two missense variants of AIOLOS 3
unctional

identified in the patients with inborn errors of immunity (IEI). We conducted in vitro
assays, immunophenotyping and transcriptome analysis of knock-in mice harboring disease-causing
variants, as well as lymphocyte subset analyses of the patient and transcriptome analyses of

patient lymphocytes. Through these approaches, we elucidated the molecular pathogenesis by which
these missense variants lead to lymphocyte differentiation defects observed in AIOLOS-associated

IEL.
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