
Genetic Referral Guide

Hypertrophic Cardiomyopathy

This tool helps primary care teams identify and refer patients at risk of genetic forms of hypertrophic cardiomyopathy 
(HCM), a condition characterized by left ventricular hypertrophy (LVH). Nonsyndromic HCM is most often caused by a 
pathogenic variant (also called a mutation) in MYBPC3 or MYH7, although many other genes can cause it.  

Early detection of patients at-risk for HCM is important because of the risk of sudden cardiac death, even without 
significant hypertrophy, and enables screening, prevention, and treatment, reducing HCM-related morbidity and mortality 
for an estimated 16,000+ Washingtonians.  

Important note: HCM features like LVH, dyspnea, chest pain, palpitations, and syncope can overlap with common non-
genetic conditions. Careful assessment of personal and family health history can help identify who may benefit from 
genetic services.

Patients to Consider for Genetic 
Referral
​​​​☐​ Confirmed or suspected clinical diagnosis of HCM or 

unexplained LVH.

☐​ Major adverse cardiac event (e.g., heart attack or stroke)

☐​ Heart palpation or auscultation findings (e.g., abnormal 
carotid pulse, heart murmur, or fourth heart sound)

☐​ Echocardiogram abnormalities (e.g., thickening or 
stenosis of valves, atria, or ventricles) 

☐​ Irregular 12-lead ECG (e.g., repolarization issues or 
arrhythmias) 

☐​ Close relative with a pathogenic HCM gene variant, 
including parent, sibling, child, grandparent, aunt, uncle, 
niece, or nephew. A genetic testing report should be 
available and is often required for testing. 

Or multiple close relatives with any of the following:

☐​ HCM, heart failure, transplants, conduction or clotting 
issues, arrhythmias, strokes, or sudden death (including 
unrecognized cases as accidents or “heart attacks”).

​​Important note: These features, when combined with 
neurologic or musculoskeletal weakness, dysmorphic facial 
features, hypohidrosis, angiokeratomas, or intellectual or 
developmental delay, are signs of syndromic forms of HCM 
and may require earlier referral.

Recommended Next Steps
Refer to genetic counseling to review personal and family 
history, clarify risk, and determine if genetic testing is 
appropriate. 

•	 Find a genetic provider near you (www.doh.wa.gov/
GeneticClinics) and filter by “adult.” Note: Genetic 
evaluation in children and population-wide is not 
recommended. If genetic testing is offered by the 
genetic counselor, the payer may require prior 
authorization. 

Suggested language for patients: 

Because of your health history, you may 
have a higher chance of an inherited 
heart condition that affects the heart 
muscle cells. A genetic counselor can 
help you better understand this chance 
and suggest next steps for you and your 
family. 

References and Resources 
For more clinical guidance:  

•	 GeneReviews: www.ncbi.nlm.nih.gov/books/
NBK1768/&lang=en/

Patient resources:  

•	 Hypertrophic Cardiomyopathy Association 
(www.4hcm.org/)—Spanish available
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