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We showed that nuclear sequestration of alternative splicing factors, muscleblind-
like 1 (MBNL1) and MBNL2 explains splicing defects observed in human myotonic dystrophy type 1 (DM1) brain
and the contribution of MBNL2 is greater than that of MBNL1. We found similar splicing defects in frontal
cortex, temporal cortex, and hippocampus, but not in cerebellum from DM1 patients. It is probable that th
e shortest CTG repeat expansion could contribute to the lack of splicing defects in DM1 cerebellum. Also,
the less expression of DMPK protein might be related with the fact that pathological abnormalities were no
t found in the DM1 cerebellum.
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