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Genetic testing in Cardiomyopthies:
To whom, when and how 
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üCardiomyopathies are a heterogeneous group of disorders characterized by 

structural and functional abnormalities of the myocardium that are not 

explained solely by flowlimiting coronary artery disease or abnormal loading 

conditions.

üThey often show premature death due to ventricular arrhythmia or heart failure 

ü Inherited by autosomal dominant and rarely autosomal recessive inheritance 



Inherited disorder

ÅPatient

ÅA potentially detectable underlying pathogenic gene defect

ÅFamily

ÅVariable penetranceand expressivity







2014 ESC Guidelines on diagnosis 

and management of hypertrophic 

cardiomyopathyThe Task Force for 

the Diagnosis and Management of 

Hypertrophic Cardiomyopathy of 

the European Society of Cardiology 

(ESC)

Eur Heart J. 2014;35(39):2733-79

HCM: Heterogeneous disorder
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Gene Carrier

Å Father died in car accident

Å Uncle HCM



AC

Dominant Recessive

Penetrance, age-related

Inheritance Ó50%, 

particularly when evaluating 

families



KarmouchJ, et al 
CurrOpinCardiol2018 



AC          and               DCM
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AC, 50yrs

16 yrs17 yrs18yrs, athlete

RV + LV



AC

PKP2, exon 11, 2146-1G>C

16 yrs17 yrs18 yrs



18-year-old soccer player

Holter : 1276 VES/24h

Palpitations



Sudden death

18-year-old soccer player

Normal ECHO -Ҕ 5ƛŀƎƴƻǎƛǎ ƳƛǎǎŜŘΧ



AC

PKP2, exon 11, 2146-1G>C

16 yrs17 yrs18 yrs
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Man, 43 year-old, asymptomatic



QRSf=126 ms
LAS=78 ms
RMS=11 ˃V

24-hour Holter: 
324 

monomorphic 
isolated VES 

Man, 43 year-old



ÅCMR-Late Enhancement Imaging

ÅNo TFC structural / functional changes on ECHO - CMR 

Man, 43 year-old, asymptomatic



73y 60y
CA 44y

SD 
14y

SD 55y

Family T

ÅBack to Familyé

Man, 43 year-old, asymptomatic

DSP

16yr VES>500



Recommendations on 
genetic testing in Probands

EurHeart J 2014
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Recommendations on 
genetic testing in Probands

EurHeart J 2014

HCM

AC

DCM

Under debate,
as a major criterion 



EurHeart J 2014

Cascade screening of first degree relatives

DCMAC



Boy, 17 m old 



24 hr Holter: 
no VES



4 yrs 17 m
Naxos cutaneous phenotype

Naxos gene


