Main findings and recommendations on screening from the National
Clinical Audit of the Management of Familial Hypercholesterolaemia

While DNA testing programmes were funded and running well in all the
devolved countries, DNA testing was lagging behind in England.

The majority of sites had no formal policy for the diagnosis and cascade
testing of FH, or an integrated care pathway or clinical management
strategy for the management of FH.

While many sites have shared care arrangements with general practice,
cardiology, obstetrics, etc, most of these are informal.

Only 15% of sites had a designated cascade testing service, and the audit
suggests that very little cascade testing is systematic, instead being carried
out on an opportunistic basis. Half of sites had some arrangements in place
for DNA testing although only two sites received funding for this.

The majority of sites do not currently have adequate facilities for children,
although the one paediatric centre that was audited was providing
a good service.

There is a lack of trained genetic nurses with the skills to take and draw a
detailed family pedigree, or respond to any issues of confidentiality that may
crop up when dealing with sensitive family situations, e.g. non-paternity.

The audit report makes three key recommendations:

NHS Trusts will need additional resources to find the undiagnosed cases,
in particular more specialist doctors and nurses and funding to pay for
DNA diagnosis.

Systems need to be developed to carry out cascade family testing and
follow up families as well as setting up an FH patient database.

Clearly defined and agreed care pathways for FH patients are needed in
each NHS Trust, including better facilities for seeing children and young
people in appropriate settings.





