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Effects of disease-associated mutations in splicing proteins on RNA splicing
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In this study, we aimed to clarifg why amino acid mutations in splicing

proteins seen in MDS and cancer patients cause splicing abnormalities and can be the cause of

disease, using methods centered on X-ray crystallography. Although we were unable to actually

analyze the structures of the U2AF1 and ZRSR2 proteins focused in this study, we were able to

clarify the effect of methyl-modification of U2AF1 on splicing and that amino acid mutations in

ZRSR2 affect the interaction with the splicing protein SF3Bl. It strongly suggest that these results
induce the abnormal splicing related to MDS and tumor development.
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