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2015-
age 27

•Atypical chest pain (possible mild pericarditis) at the age of 13

•Remain in follow up due to abnormal ECG

•Normal Echo

•Asymptomatic



29M, recreational athlete
Paternal Uncle died at the age of 36 after/during? sport activity in the beach
Paternal grandfather died at the age of 60 during sleep
Asymptomatic
Normal echo and stress test
Cardiac MRI- 2017- hypertrabeculation not meeting LVNC criteria

2017
Age 29





Follow up – 2023: Asymptomatic. Normal echo





V1

Intermittent RBBB masquerading an Epsilon wave





Cardiac MRI 12.2023





IIIA atypical chest pain

Cousin, son of the uncle that died suddenly





Summary

• Asymptomatic, but with significant family history 
of SCD

• ECG c/w hypertrophy
• MRI- ? (no hypertrophy, ARVC)
• Stress test revealed an Epsilon wave – sign of 

advanced arrhythmogenic cardiomyopathy 
(ARVC)

• Genetic- SCN5A pathogenic mutation



SCN5A mutations

EHRA/HRS consensus statement 2022

Missense mutation; 
recurrent VT, 
negative family Hx

•SCN5A gain-of-function mutation in LQTS type III- not compatible with the phenotype

•CPVT- very rare, not compatible with the phenotype (no exercise induced arrhythmia)

•SCN5A associated phenotype Multifocal Purkinje-related Premature Contractions 

(MEPPC)- usually with high burden PVCs increasing in exercise and  can mimic CPVT 

although

•Dilated cardiomyopathy



Europace 2018
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