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Background: Familial Hypercholesterolemia (FH) is an inherited disorder of lipid metabolism characterized by high low density lipoprotein (LDL) cholesterol since birth resulting in atherosclerosis and premature coronary artery disease (CAD) and family history of early CAD. FH is caused by mutations in LDL receptor, ApoB100 and PCSK9 gene.  Frequency is estimated to be 1 in 350.
Objectives: To identify carriers of FH mutations by Cascade screening of family members of subjects positive for the mutation and provide appropriate interventions.
Results: Mutation screening was done in index cases with suspicion of FH. Modified Dutch Lipid Network Criteria (DLNC)  criteria was used to identify subjects which led to identification of 36 disease causing mutations (9 novel) in LDLR gene in 42 FH index cases. Ten cases out of 42 were homozygous while 32 were heterozygous for a LDLR mutation. Of 42 index cases, 126 family members were screened. 86 (68%) were found to harbor the mutation and had significantly higher LDL cholesterol levels than the non mutation carrier family members. Of 86 affected family members, 71 were adults (Mean age 37.8 years) and 15 were children (Mean age 12.3years). Out of 86, 15 (17%) had CAD and 42 (48%) were already on lipid lowering therapy. 
Conclusions: Cascade screening led to identification of 71 new cases who were at a very high risk of developing premature CAD. Affected family members were referred to cardiology and hyperlipidemia clinic for lifestyle modification and drug therapy, if required. It proved to be a successful initiative towards primary prevention of CAD.

