Myotonic dystrophy as multisystem disorder
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Myotonic dystrophy is an autosomal dominant disorder and the most common form of muscular dystrophy in adults. Although this
disorder is commonly characterized by myotonia and progressive muscle weakness, it is a multisystem disease with ocular, cardiac,
endocrine, central, and cutaneous abnormalities. This review will focus on the clinical features, multisystemic and highly variable.
And we discuss the brain abnormalities and cancer risk in myotonic dystrophy.
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Table 1. Comparative features of DM1 and DM2

Feature DM 1 DM 2
General
Epidemiology Widespread European
Onset age (years) 0 to adult 8-60
Anticipation + Mild
Congenital form + -
Muscle
Weakness
Face +++ +
Ptosis +++ +
Sternomastoid +++ +
Proximal legs Late +++
Distal +++ hands
Any location + +
Muscle pain + +++
Myotonia + +
Calf hypertrophy - +
Systemic
Cataracts +++ ++
Balding +++ +
Cardiac arrhythmia +++ +
Gonadal failure +++ +
Hypersomnia +++ +
Hyperhidrosis + +++
Cognitive disorder +t0 +++ +
Laboratory
Hyperinsulinemia ++ +++
EMG: myotonia + +
Chromosome 19913.3 3921
Mutated gene DMPK ZNF9
Mutation type CTG repeats CCTG repeats
Repeat size 50-4000 Mean-5000

DM; myotonic dystrophy, EMG; electromyography, DMPK; myotonic
dystrophy protein kinase, ZNF9; zinc finger protein 9.
Source: Turner C, et al. INNP 2010;81:358-367.
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Figure 1. Fluid-attenuated inversion recovery images show white matter lesions in both temporal poles.
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Figure 2. Chest computed tomography shows 5.8 x 6.8 cm sized well-demarcated anterior mediastinal mass.
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