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Two Families of Andersen’s Syndrome with Cardiac Arrhythmia,
Periodic Paralysis, and KCNJ2 Gene Mutations
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Andersen’s syndrome is a rare autosomal dominant disorder characterized by periodic paralysis, dysmorphic
features and cardiac arrhythmias. This syndrome is known to be a type of potassium channelopathies with a
mutation in the KCNJ2 (Kir2.1) gene. Here, we present two families with genetically confirmed Andersen’s
syndrome through clinical and electrophysiological findings. They showed all features of the triad, and one of
them had a novel mutation c.307G>A (Met307Ile).
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Figure 1. Pedigrees of Andersen’s syndrome families. The available DNA samples are indicated by asterisks (*). The open symbols
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stand for unaffected males ([]) and unaffected females (O). The filled symbols represent affected males () and affected females

(@). The half filled symbol (® ) shows a possible affected female. The arrows indicate the probands. (‘A’ is case 1, ‘B’ is case 2)
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Figure 2. Prolonged exercise test. Significant increments of compound muscle action potentials of ulnar nerve after 5 minutes

exercise and then subsequent declines are noted. (‘A’ is case 1,
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Figure 3. Sequence chromatographs of affected individuals with G to A transversion corresponding to Arg218Gln (‘A’, Case 1) and

with G to A transversion corresponding to Met307Ile (‘B’, Case 2)
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