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Inherited cardiac conditions
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Muscle Both Rhythm

• Arrhythmogenic 

Cardiomyopathy (AC)

• Brugada Syndrome??

•Long QT Syndrome 

(LQTS)

•Catecholaminergic 

Polymorphic Ventricular 

Tachycardia (CPVT)

•Sudden Arrhythmic 

Death Syndrome (SADS)

•Hypertrophic 
Cardiomyopathy (HCM)

•Dilated 
Cardiomyopathy (DCM)

•Left Ventricular Non-
compaction 
Cardiomyopathy 
(LVNC)

 Mitochondrial disorders

 Inherited neuromuscular diseases



Role of Genetic Testing in ICCs

• Genetic confirmation of phenotype

• May inform medical management

• Can facilitate cascade testing

• Can facilitate prenatal testing and pre-

implantation genetic diagnosis

• To arrive at a diagnosis 



5Presentation title



Considerations for genetic testing of proband

(affected person)

• Fulfillment of diagnostic criteria

• Genetic testing guidelines

• Availability of test

• Readiness of the patient & ethical 

considerations

HRS/EHRA Expert Consensus Statement on the State of Genetic Testing for the Channelopathies and 

Cardiomyopathies This document was developed as a partnership between the Heart Rhythm Society 

(HRS) and the European Heart Rhythm Association (EHRA) 

Michael J. Ackerman, MD, PhD,1 Silvia G. Priori, MD, PhD,2 Stephan Willems, MD, PhD,3 Charles Berul, 

MD, FHRS, CCDS,4 Ramon Brugada, MD, PhD,5 Hugh Calkins, MD, FHRS, CCDS,6 A. John Camm, 

MD, FHRS,7 Patrick T. Ellinor, MD, PhD,8 Michael Gollob, MD,9 Robert Hamilton, MD, CCDS,10 Ray E. 

Hershberger, MD,11 Daniel P. Judge, MD,6,12 Hervè Le Marec, MD,13 William J. McKenna, MD,14 Eric 

Schulze-Bahr, MD, PhD,15 Chris Semsarian, MBBS, PhD,16 Jeffrey A. Towbin, MD,17 Hugh Watkins, 

MD, PhD,18 Arthur Wilde, MD, PhD,19 Christian Wolpert, MD,20 Douglas P. Zipes, MD, FHRS21 



Possible results

Pathogenic mutation (predictive test)

Negative result (further testing-research, clinical 

screen)

Variant of unknown clinical significance (family 

studies or further testing-research, clinical 

screen)



The changing times…..



Over 100,000 whole genome sequences now 

available for approved researchers
Posted on July 31, 2019 at 2:14 pm

Changes in the genetic testing landscape



Changes in our understanding of ICCs



Complex genetics: from monogenic to polygenic

LQTS

Brugada
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Pleiotropy
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The KHP Model is a team approach 

Core ICC Team

& related specialties 

South London Genomic 
Laboratory Hub

Patients & 
families



Goals:

• Provide equity in access for genetic counselling and  

testing within the resources of the NHS

• Enable the highest quality of interpretation to support 

applicability to patient management and care 

• Contribute to large-scale datasets & conduct KHP 

research to enable greater understanding of ICCs

• Ensure comprehensive support and feedback for patients 

and families 



Many changes but core messages remain for genetic testing 

in ICCs:

• Define the phenotype and inheritance pattern

• Certain criteria must be met before genetic testing can be 

done/offered

• Genetic testing may not provide a black & white answer-clinical 

screening is just as important and informative

• Comprehensive genetic counselling & attendance at a specialist ICC 

clinic is best practice



For more information:

King’s Health Partners

Ground Floor, Counting House

Guy’s Hospital

London SE1 9RT

0207 188 2892

kingshealthpartners@kcl.ac.uk

www.kingshealthpartners.org

@kingshealth

King’s Health Partners


