1345     Poster     Cat: Cardiac Arrhythmias and Electrophysiology
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Introduction: Several genetic mutations have been associated with atrioventricular (AV) block. A recent study by Esposito et al. (2013) discovered a unique Australian pedigree in which progressive AV block co-segregates with focal segmental glomerulosclerosis (FSGS) in an X-linked recessive inheritance. Affected individuals share a mutation in the NXF5 gene. Our case reports an encounter with a member of this most rare pedigree. Case Presentation: A 38-year-old Australian man presented to our hospital with dyspnea on exertion and pressure-like chest pain for one day. He reported a family history of cardiac conduction defects and renal disease in numerous male relatives on his maternal side. Several of his family members had been diagnosed with a rare mutation in the NXF5 gene. Six years ago, he tested homozygous for the mutation, and was found to have a first-degree AV block and mild proteinuria on screening tests. On presentation, he had a heart rate of 46/minute and a blood pressure of 135/63 mmHg. Physical exam was significant for bradycardia. Laboratory results were normal, except for trace proteinuria in the urinalysis. An electrocardiogram revealed a second-degree AV block with 2:1 conduction, which prompted his admission to the cardiac care unit. Ten hours later, he progressed to complete AV block, requiring transvenous pacing. After ruling out reversible causes of conduction defects, he underwent placement of a permanent pacemaker. His symptoms improved with pacing, and he was discharged with electrophysiology and nephrology follow-up. 
Conclusions: The pathogenesis of the conduction defect in patients, like the one described, is purported to be the same mechanism responsible for the destruction of renal tubular podocytes in FSGS. The case highlights a rare and complex inherited disease with life-long implications for the patient. Furthermore, it represents an opportunity for physician scientists to study the potential co-inheritance of seemingly independent but comorbid conditions.

