
EGCUT (n=52,274)

WGS (n=2,420)

Rare deleterious variants in 
LDLR, APOB, PCSK9 gene in carriers with 

untreated baseline LDL-C level of ≥4.0 mmol/L

27 probands with suspected FH (16 in WGS, 8 in WES, 3 in EHR)
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EHR (n=47,498)WES (n=2,356)

WES (n=8)

21 probands participated

Initial appointment with clinical genetics specialist and cardiologist:
• family history and pedigree plot
• medical history and clinical examination
• blood draw for variant validation and biochemical measurements

Instrumental investigation:
• computed tomography
• carotid ultrasound
• exercise electrocardiogram

Feedback appointment with clinical genetics specialist and cardiologist:
• feedback based on genetic and clinical results
• treatment and lifestyle recommendations
• engagement of family members in cascade screening

6 did not participate:  
- 2 declined due to age
- 2 could not be contacted
- 1 in an intermediate care facility
- 1 time conflict
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159 1st and 2nd degree relatives were invited into 
cascade screening via 21 probands

Participation rate among family members:
- all invited family members attended via 7 probands
- half (54% on average) of the invited family members participated via 9 probands
- no family members attended via 5 probands (no interest / lack of communication) 
- no family members were invited for 7450025 (all potential participants had been 

invited via mother 7450018 and grandmother’s sister 7450016)

64 family members participated

Initial appointment with clinical genetics specialist and cardiologist:
• family history and pedigree plot
• medical history and clinical examination
• blood draw for variant validation and biochemical measurements

Instrumental investigation of variant carriers:
• computed tomography
• carotid ultrasound
• exercise electrocardiogram

Feedback appointment with clinical genetics specialist and cardiologist:
• feedback based on genetic and clinical results
• treatment and lifestyle recommendations
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rs Number of expected cascades was adjusted based on info received on family 

members, relatedness between families of probands, and results of genetic 
analyses of 1st degree relatives for exclusion of non-carriers among 2nd degree 

family members. Thus, resulting in the number of 112 invited cascades.
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