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Myotonic dystrophies (DM) are multisystemic disorders caused by pathological repeat *
expansions in DMPK and CNBP leading to DM1 and DM2, respectively. Despite substantial Hairpin structure RNA (CUG/CCUG)
phenotypic overlap between the two disease forms, symptom severity and frequency vary. * A ST o)

DM1 and DM2 share RNA—diated alternative splicing pathology, largely attributed to Sequestration of MENL proteins
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Fig. T Overview of common symptoms and their frequencies Fig. 2 Molecular mechanism driving pathology in DM1 and DM2.
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Evidence for miRNA biomarker potential in DM is Proteomic studies reveal distinct protein expression signatures in DM, atfecting
growing, with increasing focus on circulating immunity, metabolism, muscle and mitochondrial function, with mitochondrial
myomiRNAs. Functional relevance has been inferred dysregulation appearing more prominent in DM2. While symptom-specific muscle-
from significantly altered expression of miRNA target derived and soluble candidate biomarkers have been identified, research has

genes and assessment of phenotypic correlation, with predominantly focused on DM, and markers tested in have often shown limitec
some serum myomiRNAs (miR-T, miR-133a/b, miR- suitability.
206) correlating with muscle wastage and functional

decline in DM1. Additionally, the mechanistic link CNS Involvement
between miR-23b and miR-218 and MBNL has shown @ : @
both biomarker and treatment potential. O

However, inconsistent detection and uncertain
nathological implications remain challenges impeding
clinical implementation of miRNA biomarkers.
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