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Using Genetic Testing to 
Diagnose Familial Cardiomyopathy 

Indications: • Clinical diagnosis of Cardiomyopathy  

• Family history of Cardiomyopathy 

• Family history of sudden cardiac death, especially in individuals 
under age 45 

 

  
Benefits: Genetic testing for Familial Cardiomyopathy can: 

• Confirm a clinical diagnosis of Cardiomyopathy  
• Differentiate between different forms of  Cardiomyopathy 

• Identify family members of an index patient who harbor the familial 
mutation and should undergo extensive cardiac screening at 
regular intervals 

• Identify family members of an index patient who do not harbor the 
familial mutation and do not need to undergo extensive cardiac 
screening at regular intervals 

• Facilitate accurate genetic counseling for family members 

• In some cases, predict the type/severity of manifestations based 
on the exact mutation found 

 

  
Background: • Cardiomyopathy, with an estimated prevalence of about 1 in 1000, 

is generally characterized by impaired contractile function of the 
myocardium, putting patients at high risk of arrhythmias, embolic 
stroke, and sudden cardiac death (SCD).1 

• Prevention of stroke and SCD can be achieved through treatment 
with drugs, implantable cardioverter defibrillator therapy, and 
lifestyle changes.1 

• Different forms of cardiomyopathy may have different prognosis.1 

• Familial forms of cardiomyopathy account for between 30% and 
100% of all cases.2-5 Different forms of cardiomyopahy are often 
associated with different genes or different variants within the same 
genes.1 

• Genetic testing can help to identify familial forms of cardiomyopathy 
and allow timely diagnosis and treatment in family members.2-9 

• Genetic causes of cardiomyopathy tested for in this 
Cardiomyopathy evaluation account for about 60% of familial 
cardiomyopathy cases.1-9  
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Ordering Information for  
Familial Cardiomyopathy Testing 

Indications for Testing 

• Clinical diagnosis of Cardiomyopathy  
• Family history of Cardiomyopathy 
• Family history of sudden cardiac death, especially in individuals under age 45 

Ordering Information 

Test Code 190860  

Test Methodology 

• Protein coding regions are selectively enriched by hybridization to specific nucleic-acid probes or by 
PCR and sequenced using next-generation sequencing technology. All variants known or predicted 
to be pathogenic are confirmed by uni-directional Sanger sequencing. 

Sample Requirements 

• For blood samples: 
 o 2 mL whole blood in EDTA tube (lavender top)  

 o Samples can be stored briefly at 4°C, but should be shipped on day of collection  
• For DNA samples: 

o Minimum requirement of 15 µg DNA, preferably in 10 mM TE (if different, please specify) 
o DNA concentration should be clearly indicated 

• All sample types should be shipped overnight at room temperature  
• For all sample types, a minimum of 2 sample identifiers are required on every sample sent to 

Correlagen 
• To request a sample shipping kit, please call 1-617-851-5798 
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For more information, please contact Correlagen Diagnostics, Inc., at 1-617-577-0152 

or visit us on the web at www.correlagen.com. 
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