FAMILIAL HYPERCHOLESTEROLAEMIA – DISCUSSION DOCUMENT

THE SCOTTISH FAMILIAL HYPERCHOLESTEROLAEMIA WORKING PARTY

NICE have recently recommended cascade screening of families with hypercholesterolaemia using DNA testing. Current recommendations suggest the use of Simon Broome criteria in identifying patients with probable or definite Familial Hypercholesterolaemia. Following a recent meeting of the Scottish Lipid Forum, a working party was established to propose a framework for implementation of cascade screening.

The Scottish Government Health Department has provided the resource for DNA testing for these patients through funding the Scottish Molecular Laboratory in Aberdeen to do these tests.

At the moment, genetics departments are resourced to deal with opportunistic identification of affected patients, however, if in the future systematic screening is required, funding will be put in place. 

· Referrals will be accepted from patients who fulfil probable/definite Simon Broome criteria, as laid out in NICE Guidelines. It is essential that secondary causes of hypercholesterolaemia are excluded. (See laboratory proforma sheet).

· An information sheet to act as an adjunct to pre-test counselling is available for patients. (See patient information sheet) 
· Patients with probable/definite FH should 1)be given an information sheet about the condition and 2)have 6mls blood in an EDTA tube forwarded to the molecular genetics laboratory for DNA testing, with accompanying laboratory proforma sheet filled out.

(See laboratory proforma sheet. The required documents should be available for printing from a website – in progress)

· The sample is first tested for the common ApoB mutation and the common PCSK9 mutation (by sequencing). If this is negative, the sample will be tested for duplications and deletions of LDLR by MLPA, and a full gene screen of LDLR by sequencing will follow. A report will be issued at each step.

· Once  genetic testing is complete, the referring clinician is informed, and if a mutation is identified, predictive cascade testing for members of the family will be made available through the clinical genetics service. The genetics service will take a pro-active approach in contacting family members. 

· The FH Cascade Testing Reply Form will have several options for the relative: a) would like to receive an appointment in the post, b) would like to be telephoned by the FH Nurse to arrange a convenient appointment, c) do not want to be contacted at this time and would like to be contacted in 6 months, d) do not want to be contacted now or in the future. If we do not receive a reply from the relative, we will phone them up. 

· If the relative accepts the offer of a genetic clinic appointment, they will be counselled, consented and have DNA testing plus baseline cholesterol level at clinic. If baseline cholesterol is raised, they should have fasting cholesterol with GP.

· Identified gene carriers in the family will be referred to appropriate lipid services for ongoing management.

In the longer term, group members will work with public health, as resources permit, and we would hope that there will be better education available for primary care physicians and patients about this condition.

APPENDIX A – Laboratory request form (a combination of Simon Broome, Dutch Criteria and family history information) 

APPENDIX B – Patient Information Leaflet regarding FH and its testing

APPENDIX C – FH Consent Form 
APPENDIX D – FH Cascade Testing Form
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