Clinical study of a family with autosomal dominant limb girdle muscular dystrophy and cardiomyopathy
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Autosomal dominant limb-girdle muscular dystrophies are rare and heterogeneous. Recently, genetic localization of a newly recognized autosomal dominant limb-girdle muscular dystrophy with cardiac involvement (LGMD 1B) has been ascribed to1q11-21 (van der Kooi et al,1997). We describe a four generation Croatian family in which ten individuals were diagnosed as having  a slowly  progressive, late onset, autosomal dominant LGMD . Symetrical weaknes started in the proximal lower limb muscles , and gradually upper limb muscles also became affected. Contractures of elbows and Achilles tendons were either moderate or late. A marked  limitation in flexion of the whole dorsolumbar and cervical spine was late or absent. Serum creatine kinase activity was normal to moderately elevated. Electromyogram was consistent with a mild muscular dystrophy. Cardiac abnormalities were found in three male members of the family. Clinical picture included dizziness, palpitations, vertigo and syncope, due to verified intraatrial conductance disorder and/or sick sinus syndrome, demanding pace maker implantation . In two of three cardiac patients,  still alive, we have also found a slight left ventricular dilation with mild reduction of contractility which could be compatible with incipient dilated cardiomyopathy. Research focusing on linkage to 1q  and other candidate genes is  in progress.
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