
Genetic Referral Guide

Familial Hypercholesterolemia

This tool helps primary care teams identify and refer patients at risk of genetic forms of familial hypercholesterolemia 
(FH), a condition associated with high LDL cholesterol and early cardiovascular disease (CVD). Early CVD is defined as 
onset before age 55 in men and age 65 in women. Men with untreated FH have a 50% chance of a coronary event by age 50, 
while women have a 30% risk by age 60. 

Early detection of patients at-risk for FH enables screening, prevention, and treatment, reducing heart disease risk and 
related morbidity and mortality for an estimated 32,000+ Washingtonians.  

Important note: High cholesterol and CVD are common diagnoses. Careful assessment of personal and family health 
history can help identify who may benefit from genetic services.

Patients to Consider for Genetic 
Referral
​​​​Personal or close relatives (parent, sibling, child, 
grandparent, aunt, uncle, niece, or nephew) of any of the 
following:

☐​ Persistently high LDL cholesterol, especially if present 
from a young age.

A
D

U
LT

S ☐​ LDL levels ≥250 mg/dL or

☐​ LDL ≥190 mg/dL with a close relative who has 
high cholesterol or early CVD, or an unavailable 
family history

CH
IL

D
R

EN ☐​ LDL levels ≥190 mg/dL or

☐​ LDL ≥160 mg/dL with a close relative who 
has high cholesterol or early CVD, or with an 
unavailable family history

☐​ Physical signs of FH, such as corneal arcus, 
xanthelasmas, or xanthomas.

☐​ Close relative with a pathogenic variant (also called a 
mutation) in the APOB, LDLR, PCSK9, or LDLRAP1 gene: 
A genetic testing report should be available and is often 
required for testing.

​​Important note: Clinical diagnostic criteria for FH are 
available. The American Academy of Pediatrics recommends 
lipid screening at ages 9–11 and again between ages 17–21. 

Recommended Next Steps
Rule out secondary causes of high cholesterol (e.g., 
hypothyroidism, kidney or liver disease, diabetes, or alcohol 
use disorder).

Refer to genetic counseling to review 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” or “pediatric.” 
Note: 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 be at a higher chance for familial 
hypercholesterolemia or FH. It’s a condition 
that can raise LDL, or “bad,” cholesterol 
levels. A genetic counselor can help clarify 
your chances of FH and guide next steps for 
you and your family. 

References and Resources 
For more clinical guidance:  

•	 FH GeneReviews: (www.ncbi.nlm.nih.gov/books/
NBK174884/)

Patient resources:  
•	 WA State Department of Health: Familial 

Hypercholesterolemia (doh.wa.gov/FH)—Spanish 
Available
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