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A 52-year-old female was admitted after an out-of-
hospital cardiac arrest due to ventricular fibrillation.
Cardiological evaluation revealed non-ischaemic di-
lated cardiomyopathy (DCM). Cardiac MRI showed
a severely dilated left ventricle with an ejection frac-
tion of 17% (Fig. 1a). Normal coronary arteries were
seen on the coronary angiogram. Her medical his-
tory revealed cataracts at the age of 48 years and di-
minished strength in her hands. Two of her sisters
had been diagnosed with myotonic dystrophy (MD).
Their children had a more severe phenotype including
clubfeet and developmental delay (Fig. 1b). Analysis

Fig. 1 Cardiac MRI (a) and pedigree (b)
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of 53 cardiomyopathy-related genes using next-gener-
ation sequencing did not reveal any pathogenic vari-
ants. Analysis of the (CTG)n repeat in the DMPK gene
(n> 150) revealed a heterozygous expansion, confirm-
ing the diagnosis of MD in our patient. A CTG repeat
length between 100 and 1,000 is associated with the
classic type of MD with muscle weakness and wast-
ing, myotonia, cataracts and cardiac conduction ab-
normalities. DCM and ventricular fibrillation are pre-
viously reported but rare features of MD [1–5].
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