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Macroscopic and microscopic diversity of pathogenesis in the central nervous
system of patients with myotonic dystrophy type 1
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Myotonic dystrophy tyﬁe 1 (DM1) is caused by CTG repeats expansion, which
leads to aberrant splicing. We investigated the splicing patterns in several regions of the brain
and between the grey matter (GM) and white matter (WM) in DM1 patients. Compared with disease
controls, the percentage of spliced-in parameter (PSI) for most of the examined exons were
significantly altered in most of the brain regions of DM1 patients, except for the cerebellum. In 7
out of the 15 examined splicing events, the level of PSI change between DM1 and ALS was
significantly higher in the GM than in the WM. We hypothesize that WM lesions were caused by
Wallerian degeneration due to dominant aberrant splicing of the cell body.
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