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UK NATIONAL SCREENING COMMITTEE 

 

Policy Review  

 

Screening for Familial Hypercholesterolaemia 

  

17 November 2011 

 

Aim 

 

1. To agree the UK National Screening Committee’s (UK NSC) formal policy 

position on screening for familial hypercholesterolaemia (FH). 

 

Background 

 

2. A review of screening for FH against the UK NSC criteria for appraising the 

viability, effectiveness and appropriateness of a screening programme was carried out 

earlier this year by Dr Anne Mackie, Steve E Humphries and H Andrew W Neil (on 

behalf of the Simon Broome Register Committee).  

 

3. The review concluded that full population screening for FH in adults does not seem 

on the balance of available evidence to fulfil the criteria for a screening programme.  

 

Consultation 

 

4. A copy of the review of screening for FH against the UK NSC criteria was placed 

on the UK NSC website for consultation for three months. The consultation closed on 

30
th

 September 2011. A copy of the consultation replies are available at Annex A. 

 

Recommendation 

 

8. The UK NSC is asked to agree the policy position on screening for FH as follows:- 

 

A national screening programme for FH is not recommended. 

 

9. The UK NSC is asked to agree that the policy should be reviewed in three years 

time unless there is significant new peer reviewed evidence in the meantime.  
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Annex A 

Consultation Replies 

 

Dr Trevor Cole MB ChB FRCP 

Consultant in Cancer and Clinical Genetics and Chair of the JCMG 
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Simon Land 

Royal College of Physicians 

 

Dear Anne 

 

Please take this email as confirmation that the Royal College of Physicians wishes to 

endorse the comments submitted by Dr Trevor Cole (Chair of the JCMG) with 

relevance to this consultation. I would be grateful if you could confirm receipt. 

 

Best wishes 

Simon  
  

 

Dr Alan Fryer 

Consultant Clinical Geneticist 

Royal Liverpool Children's Hospital (Alder Hey) 
 

As a clinical geneticist in Mersey region we see few cases of FH and when we do get 

referrals we pass them to our colleagues in lipid clinics. Our lab set up DNA testing 

but the numbers of samples received has been low - partly this is a funding issue and 

partly because some lipid clinic doctors feel that DNA testing does not add much to 

cholesterol levels. I am not clear from the NICE guidance if the authors were 

advocating DNA testing for both definite or possible FH cases or just the definite 

cases on the Simon Broome criteria???  

 

A big issue for lipid clinics is cascade screening - our colleagues in these clinics have 

been seeking funding but I suspect they are struggling. 

 

Reply from Dr Mackie 
 

Thanks for your comments. I assume you mean that you're content that the 

recommendation remains as cascade screening rather than population screening but 

that cascade screening isn't terribly effective? 

 

Further response from Alan Fryer 

 

As a clinical geneticist we are very much geared towards cascade screening and it 

seems a sensible approach compared to population screening. My comment was that 

some of our lipid clinics are not geared to offering cascade screening and do not/have 

not achieved the funding to develop it. It could be very effective if there was adequate 

funding and training.  
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Dr Christine Patch  

Chair 

British Society for Human Genetics 

 
Dear Dr Mackie 

 

The British Society for Human Genetics strongly supports early case identification 

and appropriate treatment in familial hypercholesterolaemia. There is acceptance 

across the world that there is health benefit from early identification of cases and 

subsequent adequate treatment. There is evidence that cascade testing in families and 

appropriate DNA based diagnostic testing is cost effective. We wait for the outcome 

of the development of diagnostic guidance from NICE as to the methods of molecular 

analysis.  

 

As noted in a preliminary report from this group the NICE clinical guideline 71 

identified DNA testing as the recommended method for confirming a clinical 

diagnosis of FH among people with a possible or definite diagnosis and allowed for 

accurate identification of cases amongst relatives. It is disappointing that the 2010 

audit of FH services suggest that these recommendations are not being widely 

implemented. This audit found that 97% of sites have access to an accredited 

laboratory for lipid measurement, but only 15% have access to funded DNA testing.  

 

As the cost of comprehensive genetic analysis comes down the cost effectiveness of 

DNA based approaches to diagnosis and cascade testing can only improve. There are 

undoubtedly barriers to implementation which include funding for molecular testing.  

It is extremely disappointing that, despite this strong evidence, family screening is not 

yet happening across the UK. 

 

 

Dr Devaki R Nair 

Consultant Clinical Biochemistry 

Royal College of Pathologists (SAC in Clinical Biochemistry) 

 

Familial hypercholesterolaemia in UK is hugely under diagnosed in spite of this 

condition being recognised as an important health problem. To date, few 

commissioners have taken action and FH remains something of a “Cinderella” 

condition. When diagnosed, FH can be effectively treated with statins. It is estimated 

that if the detection rate for FH was improved to 80-90%, the potential saving to the 

NHS in terms of reduced premature morbidity/mortality would be of the order of 

£20m. The expert review recommends cascade screening to allow cost-effective 

primary prevention interventions and accepts that this is not implemented effectively 

as recommended. Resources for this activity has not been identified for the primary 

care or secondary care organisations with reference to staff required to screen the 

relatives and also the cost to the clinical biochemistry departments for the additional 

tests that may be required. Unless resources are identified this problem will continue 

and FH will remain to be under diagnosed. It is not practical for the primary care to 

organise cascade screening as a number of relatives who need to be tested may live 

outside the territory where the index patient is seen. Specialist centres can develop the 

capacity by training a multidisciplinary team including nurses and health care 

assistants to work alongside the primary care team and the lipid specialists. 
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Although it has been shown that DNA testing has not indicated any major impact on 

psychosocial problems during the UK RCT trial, the support provided may not be 

available if DNA testing is rolled out to all specialist clinics if appropriate support for 

counselling is not provided.  

 

Resource issues have also been the reason for not accessing the DNA test that can 

identify the mutation and confirm a diagnosis of FH in spite of the possibility of 

identifying a mutation in 80% of cases and the test being available in many accredited 

UK laboratories. The National audit on FH (RCP) confirms this problem. 

Lack of data for cut points for certain population such of South Asian ethnicity should 

be recognised as the levels from Simon Broome criteria may not apply to this 

population. 

 

Many patients with suspected FH may already be on a statin for a considerable period 

thus a diagnosis may not be considered in these subjects. It is unlikely the these 

subjects may have any tendon xanthoma as they have been treated with a statin from 

young as per the earlier CVD prevention programme by intervening a single elevated 

risk factor i.e. T cholesterol >8mmol/L . It is unlikely that these subjects would then 

be picked up for cascade testing. This gap in screening family members of FH has not 

been recognised. 

 

The expert review recognises that it is important to distinguish polygenic 

hypercholesterolaemia and possible FH, the only way being offering genetic testing.  

The possibility of identifying a mutation in this group is much lower increasing the 

cost. Prioritising the subjects with definite FH to improve cost effectiveness of DNA 

testing is likely to widen the gap in management of those with a diagnosis of possible 

FH and may have a mutation if offered DNA testing. Specialist clinics with the 

necessary skills are more likely to make an appropriate decision to offer DNA testing 

and the expert review considers that this condition should be managed by lipid 

specialist. 

 

There is also a difference in cost of genetic testing depending on the centre where it is 

offered and also depending on whether a complete screen or partial screen is available 

and this will complicate commissioning the service. If we are to aim for a national 

register uniformity in the offered tests and pricing is important. The review considers 

this difference but does not include recommendations. 

 

The NHS Health check includes recommendation to consider a diagnosis of FH in 

people with a cholesterol concentration above 7.5mmol/L, but the success will depend 

on appropriate referral to the specialist. Some programmes do not include a 

cholesterol measurement and some programmes are provided by non NHS agencies 

without the results being updated on the GP system thus missing the opportunity to 

increase the pickup rate. 

 

Unless this service is commissioned, for both cascade screen and DNA testing the 

guidelines and expert review as this is unlikely to impact on the total number of FH 

screened. It is important the laboratories, both the routine and the genetic labs are 

involved in this process from the beginning. 
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Dr Mike Knapton 

Associate Medical Director – Prevention and Care 

British Heart Foundation 
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Alastair Kent OBE, Director & Nick Meade, Policy Analyst 

Genetic Alliance UK 
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Reply from Dr Mackie 

 

Thank you Nick, for your comments. 

  

I have covered adults only because that it what Steve did in his review for me. I will 

need subsequently to look at children. I take your (and many other stakeholders) point 

about the NHS Health Check and have removed it as part of the document. 

  

Anne 
  

 


