
Genetic Referral Guide

Hereditary Hemochromatosis

This tool helps primary care teams identify and refer patients at risk of Hereditary Hemochromatosis (HH), a genetic 
condition that results in excess iron in multiple body systems. If untreated, HH can lead to increased skin pigmentation, 
chronic fatigue, diabetes, cirrhosis, hypogonadism, heart failure, and heart rhythm problems. 

Early detection of patients at-risk for HH enables screening, prevention, and treatment, reducing HH-related risk and 
related morbidity and mortality for an estimated 40,000 Washingtonians.

Important note: Many HH symptoms are common and nonspecific. Careful assessment of personal and family health 
history can help identify who may benefit from genetic services.

Patients to Consider for Genetic 
Referral
​​​​☐​ Patients with a combination of symptoms related to iron 

overload, including liver disease of unclear cause, chronic 
fatigue, painful or stiff joints, diabetes mellitus, increased 
skin pigmentation. and Lab findings seen with HH:

☐​ Iron studies showing fasting transferrin saturation ≥ 
60% in males or ≥ 50% in females   
Normal: below 45%

☐​ Ferritin concentration ≥ 300 μg/L in males or ≥ 200 
μg/L in females 
Normal: <200 μg/L in males and <150 μg/L in females  

☐​ Persistently high levels of liver transaminases

☐​ Complete blood count showing higher hemoglobin, 
mean corpuscular hemoglobin, and mean corpuscular 
volume and elevated transferrin saturation or

☐​ Close family history (first- second- and third-degree 
relatives, including parent, sibling, child, grandparent, 
aunt, uncle, niece, or nephew) with two or more of the 
following: iron overload, liver disease, type II diabetes, 
arthritis, or heart disease. Note: Absence of family history 
does not rule out HH. 

☐​ Close relative with a pathogenic variant (also called a 
mutation) in the HFE gene: A genetic testing report should 
be available and is often required for testing.

​​Important note: The American Academy of Family Physicians 
has published recommendations (www.aafp.org/pubs/afp/
issues/2021/0900/p263.html) for suspected HH.

Recommended Next Steps
Rule out secondary causes of lab findings (e.g., infection, 
inflammation, or cancer) 

Use genetic counseling to review personal or 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 hereditary 
hemochromatosis, a condition that 
causes increased iron absorption from 
food that can be harmful over time. A 
genetic counselor can help clarify your 
risk and guide next steps for you and 
your family. 

References and Resources 
For more clinical guidance:  

•	 GeneReviews: www.ncbi.nlm.nih.gov/books/
NBK1440/

Patient resources:  
•	 JAMA Patient Page: What Is Hereditary 

Hemochromatosis? (jamanetwork.com/journals/
jama/fullarticle/2798168)—Available in Spanish

Adapted from GECKO HH resource. Tailored for United States professional guidelines and WA systems of care.
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