In rREPLY: We thank Martin and
colleagues' for their critical appraisal
of our review on genetic testing in
cardiovascular disease, published in
the MJA.” We agree that the utility of
genetic testing needs to consider the
burden of disease, the age of onset,
and treatment options available to
individuals identified with the causal
genetic variant. We also concur with
Martin and colleagues regarding the
value of early detection and treatment
of familial hypercholesterolaemia.” We
particularly appreciate the emphasis of
familial hypercholesterolaemia being
a disorder frequently identified in
paediatric patients, and the proposed
clinical pathway for prevention

of atherosclerosis and myocardial
infarction, with consideration of lipid-
lowering treatment after maximal
lifestyle interventions from age six for
those with homozygosity.”

In the general population, current
expert consensus guidelines continue
to recommend genetic testing

as a confirmatory tool following
identification using clinical tools such
as Simon Broome Diagnostic Criteria or
the Dutch Lipid Clinic Network Score.>*
However, identification of a familial
hypercholesterolaemia-associated
variant in an individual justifies further
cascade variant testing in first-, second-,
and even third-degree biological
relatives for earlier diagnosis and
intervention.™®

As with many conditions highlighted
in our article, the role of genetic

testing in the identification of familial
hypercholesterolaemia continues to
evolve with improved understanding of
the disease genetic architecture, clinical
experience incorporating genomic
testing, and access to sequencing
technologies. Health economics,
guideline development, and policy
changes will be key to maximising

the value of all genetic tests in the
cardiovascular disease space.
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