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A Novel Mutation of the Plakophilin-2 Gene in a Child with Early
Onset Arrhythmogenic Right Ventricular Cardiomyopathy
and Intractable Arrhythmia
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To the Editor: Arrhythmogenic right ventricular cardiomyop-
athy (ARVC) is an inherited progressive fibrofatty replace-
ment of the right ventricular (RV) myocardium. Heart trans-
plantation (HTx) is the final option for ARVC patients with
the risk for cardiac death associated with either end-stage con-
gestive heart failure or recurrent ventricular arrhythmias [1–4].

We present a boywith ARVC, initially manifested at the age
of 10 with exercise-induced loss of consciousness caused by
sustained ventricular tachycardia (sVT). Cardiac magnetic res-
onance demonstrated paradoxical movements of the RV ante-
rior wall, increased normalized RV end-diastolic volume and
decreased ejection fraction (130 mL/m2 and 39%, respectively)
(Supplementary Fig. 1). The diagnosis was based on the two
major criteria and confirmed by genetic analysis, which
showed a novel mutation of the Plakophilin-2 gene (c.269–
272 Del; pN89fs110X). Upon diagnostic confirmation of the
ARVC, implantable cardioverter defibrillator (ICD) was im-
planted. During the clinical course, progressive dysfunction
of the left ventricle was noted (end-diastolic diameter z score
of 3.9 and ejection fraction of 36%). Cardiac ablation was
performed three years after ICD implantation because of recur-
rent arrhythmia. The patient was treated with propafenone
(6mg/kg), amiodarone (6mg/kg), and propranolol (1.5mg/kg).
However, arrhythmia remained to be untreatable and patient
had an episode of 20 min lasting sVT during regular school
activities, without appropriate termination regardless 8 subse-
quent direct current deliveries. Consequently, the boy

underwent HTx with uneventful course at the age of 15. The
histopathological finding showed fibrofatty replacement of the
myocardial muscle in the RV outflow tract and left ventricular
subepicardial region.

Rate of the cardiac mortality and the need for HTx in
ARVC patients are low (6% and 4%, respectively) [3, 4].
Independent predictor for HTx is young age at the time of
the first symptoms [2]. Transplantation is rarely indicated in
ARVC patients younger than 20 years [2, 3]. To the best of
our knowledge, this is the youngest patient with ARVC who
underwent HTx due to untreatable arrhythmia.
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