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1.5  Aim of study

FH is a largely underdiagnosed disease and therefore most affected individuals are not
treated to prevent unnecessary early deaths due to heart attacks. Studies are ongoing to
identify the disease-causing mutation in index patients being referred for molecular
diagnosis, and tracing of the defective LDLR genes in families would enable accurate
diagnosis of FH or exclusion of the disease in at-risk family members. Most importantly,
it would identify those family members at high risk of developing CHD, so that

cholesterol levels can be lowered or normalised by dietary and/or drug treatment.

The objective of this study was to screen relatives of molecularly-characterised FH index

patients for a known mutation in the family, to incorporate this data in the MED-PED

database. The specific aims were:

(1) to identify FH-related mutation(s) in clinically diagnosed FH patients and their at- risk
family members

(2) determine the best age-sex specific lipid/clinical criteria for diagnosing FH in the
South African population

(3) use DNA data to determine what percentage of FH patients could be diagnosed by
clinical criteria

(4) determine the rate at which specific genes for FH are unexpressed in lipid tests

(5) determine whether clinical criteria need to be different by country/population.
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