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Tablel Clinical data for the proband and his first-degree relatives.

Famly Age Gender TG  Referencerange  TC  Referencerange LDL-C  Referencerange HDL-C Referencerange Comeal Xanthoma History of atherosclerosis

‘member (umolL)  (umolL)  (mmolL)  (mmolL)  (mmoll)  (mmolL)  (mmolL)  (mmolL) arch myocardial mfarctions
11 65  male 082 234 1.55 0.69 No No No
12 65 female 074 884 7.96 102 No No Yes
i 36 male 056 0.00-1.70 876 3.00-5.70 73 1.89-3.37 LB 1.03-1.55 Ne No Yes
12 39 mle 087 651 445 115 No No Yes
I3 35 female 064 443 3.04 117 No No No

it 7 mle 052 6.18 5.01 105 No No No
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Table2 DLCN (Dutch Lipid Clinic Network) scores for the proband and his first-degree relatives.

Diagnostic criteria of the Dutch Lipid Clinic Network Participants scores

Score 11 12 M1 M2 13 I
Family History
First-degree relative with known premature (<55 years of age in men, <60 years of age in women)

coronary heart disease or first-degree relative with known low-density lipoprotein (LDL) cholesterol 10 1 1 2 2
>05th percentile by age and sex for country

First-degree relative with tendon xanthoma and/or arcus cornealis or children <18 years of age with LDL
cholesterol >05th percentile by age and sex for country

Clinical History
Patient with premature coronary artery disease (age as above) 2 0 2 2 2 0
Patient with premature cerebral or peripheral vascular disease (age as above) 1

Physical Examination

Tendon Xanthomas 6 0 0 0 0 0
Arcus Cornelis at age<<45 years
LDL Cholesterol (mmoV/L) (ng/dL)
LDL-CZ38.5 (330)

LDL-C 6.5-8.4 (250-329)

LDL-C 5.0-6.4 (190-249)

LDL-C 4.0-4.9 (155-189)

DNA analysis

DNA Analysis — functional mutation LDLR, APOB and PCSK9 8/ / / 8 0
Total Score o § 8 13

- oo o

/represents unknown. For each category, only the highest possible score is allowed to be selected.
A person is definitively diagnosed with familial hypercholesterolemia if their score is eight or above.




