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31 October 2006

Dear David,

Genetics White Paper: Three Year Review
In 2003, the Human Genetics Commission (HGC) warmly welcomed the publication of the Genetics White Paper.  The document demonstrated the Government’s commitment to genetics and set out its vision to develop genetic services within the NHS and to promote the integration of genetics into healthcare more generally.  This commitment was further demonstrated by the provision of ring-fenced funds for genetics, which accompanied the publication.  

In light of the hopes that the Commission had for the implementation of White Paper initiatives, we welcome the opportunity to input into the review of the Genetics White Paper.  We discussed this issue at length at our plenary meeting in September and this letter summarises the discussion at this event.  The discussion was structured around the four questions that Dianne Kennard posed in her letter to us and we have attempted to answer them individually, although there is inevitably some overlap.    
Firstly, the Commission was asked what the benefits have been to patients and the public to date from the HGC’s own work and the White Paper programme as a whole.  
HGC’s Achievements

We felt that one of our key achievements was the production and publication of our report on the use of personal genetic data, Inside Information: Balancing interests in the use of personal genetic data (2002).  Although this report was published over 4 years ago, it has stood the test of time, the issues it raises remain up to date and it is still regularly referred to, both inside and outside of the Commission.  In addition, this report has influenced policy development. The recommendations made led to the inclusion of the DNA theft clause in the Human Tissue Act and greater scrutiny of the work of the National DNA Database Strategy Board, which now has two HGC members and is about to establish an ethical oversight body.  Further, the report set out the Commission’s commitment to the values that this document covered and this has continued to give reassurance to the public that an independent body is continuing to consider their interests.  The level of reassurance is difficult to measure, but it is an important piece of the Commission’s work.  
The Commission has also produced three other detailed reports (Genes Direct, Profiling the Newborn and Making Babies) following consultation with the public.  The work that was completed jointly with the UK National Screening Committee, considering the case for screening babies at birth and storing information about their genetic profile, led to the publication of Profiling the Newborn: a prospective gene technology?  This work began following a recommendation in the Genetics White Paper.  Through the reports such as Profiling the Newborn, the Commission has been able to provide information on a range of issues to the Government and the public.  It has also been able to use the documents to provide important messages, for example in Genes Direct, the Commission was able to highlight lack of evidence for the clinical usefulness of some genetic tests that were available directly to the public.  
The HGC’s Consultative Panel has been a particular success and has had a large impact on the work of the Commission.  The Panel is made up of about 100 people with direct experience of living with genetic disorders and it acts as a sounding board for our reports and recommendations, as well as giving us insight into their concerns about genetic issues.  The Panel has been a valuable resource for the Commission and they are the first level that we have to touch the public.  Since it was set up, members have assisted us with several consultations, meetings and the overall work-plan of the Commission.  The successful format of a stakeholder group such as this is demonstrated by the fact that, as time has gone by, we have observed policy makers developing similar groups.  

The open and transparent way that the Commission conducts its work has been a great success and has provided a template for other bodies to copy internationally.  For example, the recently established Australian Human Genetics Advisory Committee has been in close contact with the HGC and has mirrored many of its operating procedures.  This body has had significant investment and will receive $7.6 million Australian dollars over four years.  The open and transparent operating procedures of the Commission have been very important in maintaining the public’s confidence in our work and this lesson can be applied wider than the field of genetics. 
The arm’s length and independent nature of the Commission has also ensured that there is public trust in the work.  The Commission is able to make bold recommendations to Government and has easy access to discuss issues and raise awareness with Ministers.  The constitution of the Commission has also been praised because people are appointed by merit, as individuals and not to lobby for a particular viewpoint.  The breadth of different backgrounds of the members of the Commission is another strength as it brings professionals and lay members from a wide range of fields together and not just ‘the usual suspects’.  This ensures that there are a variety of discussions and perspectives. 
The Commission discussed whether there was a way that their impact could be measured, but concluded that this was a difficult thing to do.  However, we are proud of the press coverage that our reports and our meetings across the UK generate (particularly when they are held outside of London) in both newspapers, on the radio and on television as this helps to raise awareness about the issues in a measured 

and accurate manner.  In addition, the Commission’s work is regularly cited in articles and papers and the HGC website receives a large numbers of visitors.
Benefits of the White Paper
Although the White Paper gave an over-optimistic assessment of the place of genetics in current health care delivery and a too eager and insufficiently critical anticipation of future developments, it was correct in many of its assertions and recommendations for future investment. There is a strong recognition within the Commission that the White Paper had a positive impact for genetic services and provided welcome investment in laboratory equipment, training and increasing staff capacity.  In these respects, the achievements of the White Paper have been very considerable.  

The White Paper educational initiatives have set in motion developments in the education of medical and nursing students and the postgraduate training of doctors, nurses, pharmacists and others that will lead to a long-term improvement in genetic literacy within the NHS.  The fostering of research, development, innovation and engagement in primary care, gene therapy, the Genetic Knowledge Parks and UK Biobank has given a boost to all these areas.  The Commission is particularly impressed by the work of the National Genetics Education Development Centre and the steps it has taken to set curriculums and increase awareness of genetic conditions amongst healthcare professionals and has recently written to the Centre to this effect.  The Commission wondered whether there might be a future role for the Centre, or for another body, to pass information onto lay people about the interaction between genes the environment and people’s lives, as developments continue. 

One part of the NHS that the Commission identified where genetic knowledge is still needed is primary care: here we felt that the lack of dissemination of genetics awareness and expertise has been disappointing. More work is needed as healthcare provision becomes more primary care focussed and as awareness of genetic testing and its applications spread through the general population.  Individuals will often use primary care as a further source of information.  

However, the Commission notes with regret that despite the welcome investment made as part of the White Paper initiatives, the benefits of the investments may not be realised because of uncertainty about future funding.  Training molecular scientists and investing in state-of-the-art laboratory equipment will not lead to sustainable improvements if the trainees have no career positions into which they can progress; equipment will lie idle if the scientists have left their laboratories when funding ceases or when clinical teams have no budget to request the relevant investigations.  In a similar way, the investment in two cycles of trainee genetic counsellor posts will not increase capacity if the support that was being provided for genetic counsellor education is cut back and if clinical services subsequently have no funding for the additional career genetic counsellor positions that could make use of the skills gained by the trainees.  Such a pattern of stop-start development will be enormously wasteful in that the skills gained by scientists, counsellors and clinicians in their training will not be fully utilised.
The Commission was concerned about the timing of a 3 year review and the fact that this opportunity may be used to mark the end of the initiatives developed as a result of the Genetics White Paper.  While much of the HGC’s work is enduring, we felt that without continued investment, much of the benefit from the White Paper will be lost.  The short-term nature of genetic initiatives such as dedicated funding for genetics research and the Genetics Knowledge Parks (GKPs) gives the Commission cause for concern.  The GKPs have conducted important work to raise public awareness of genetic issues.  Much of their most successful work was innovative, for example, the projects relating to public consultation and involvement.  It would be disappointing if these pioneering and novel approaches were lost because the work does not fit easily into current academic and NHS funding streams.
As a second question, the Commission was asked to indicate possible new discoveries or technologies that could make a substantial difference to health outcomes and/or lead to major new demand, cost pressures or raise new ethical or social issues.
Upcoming Developments and their Implications
The Commission recognises that there will be increased demand for genetic services as techniques become more advanced and as patients become more aware of genetic testing and its applications.  The Commission recognises that there is an important role to play in managing the expectations of professionals and the public on what these services can deliver, as an accurate picture is not always portrayed in the media.  
As genes and tests are identified that help early diagnosis and prevention, commissioners of NHS services will increasingly need to consider how to balance the cost of spending money on prevention and early diagnosis now, to save money on the cost of treatment later.  This was a common theme throughout the discussion and members of the HGC felt that the NHS was better at providing treatment, than taking preventative measures to avoid the treatment being needed at a future stage.  These decisions will become increasingly difficult if the current financial situation in the NHS continues and this is an area that the Department of Health should give further consideration to, as it is not unique to the field of genetics.  
Increasingly, genetic information is becoming relevant to many conditions and genetic information will become part of all medical practice.  This has implications for both pre-qualification training and continuing professional education.  This will become increasingly relevant in the field of pharmacogenetics, where the goal is to develop medicines that have improved efficacy/side-effect profiles, and hence patient outcomes, across a wide range of diseases.  In order for patients and healthcare providers to gain widespread benefit from this innovation, the healthcare infrastructure and framework will need to evolve beyond that of existing genetic service provision and to embed genetic applications into mainstream care. 

The White Paper foresaw the arrival of genetic tests on the GP’s desk and this has not yet materialised.  However, this situation is becoming closer to reality with instant biotechnology analysis moving forward. This is partly driven by security concerns and the need to rapidly analyse biological material.  If this technology is transferred to a healthcare setting, it will have an impact on how and where genetic testing and counselling is delivered. This will continue to have implications for the competencies necessary for primary care professionals. 
A further development that is moving from research to patient application is the ability to test a fetus non-invasively and the potential application to antenatal screening.  As this technique advances, this will lead to social and ethical questions including who 
should be offered screening and what conditions should be tested for. The Commission supports the role that the National Screening Committee has in addressing the efficacy of screening programmes and would wish to continue to work in partnership with this body.  Developments in micro array testing now mean that it will be possible to test for multiple genes and genetic variation in a single test, this will have implications for screening programmes, the consent required for testing and the evaluation of the clinical utility of such tests.  
The Commission feels that disease susceptibility testing for common multifactorial disease is not yet sufficiently robust for clinical practice. However, major single gene effects are being elucidated and the ability to identify subgroups of individuals at increased risk will become more accurate. Despite this, the Commission felt that with many complex common diseases, the known environmental and behavioural risk factors might have more impact on the risk of disease.  Public health initiatives should continue to address these risk factors.
Another area that is currently under development is the National Programme for IT.  It is unclear what impact this will have on genetic services and the Commission is currently monitoring this situation.  At this stage, we have concerns about the technical and consent problems of record linkage across families and whether the system will be able to address the practical, ethical and confidentiality issues this raises. 
The Commission identified two key ethical areas that it thought would need further consideration over the next few years.  Firstly, we felt that the public were not generally aware of the issues surrounding chimeras and mixing the genes of species and this was a potential area for future concern.  Secondly, there may be increasing public demand for, or concern about, the potential for genetic advances to be applied to enhancing abilities such as sporting prowess, academic achievement etc. rather than ameliorating what are normally considered to be genetic diseases or defects. 
The Commission also expressed concern about the transfer of material between countries where different regulatory and ethical systems may apply.  For example, a stem cell line might be created in a way that would be illegal in the UK and then imported into this country for use in research or treatment. The Government will need to look at this issue closely over the coming years as different countries take increasingly different approaches to regulation.  
Thirdly, the Commission were asked whether there were any social, ethical or regulatory issues that need new or additional work. 
New and Additional Work
In addition to the new work that is implicit from the previous question, the Commission identified several additional issues.  

The Commission’s 2003 report Genes Direct: Ensuring the effective oversight of genetic tests supplied directly to the public predicted that genetic tests would soon be available directly to the public in significant numbers.  While this development has not happened at the predicted rate, and the prevalence of such tests is low, we feel that 
this may change in the future.  The provision of direct to consumer genetic testing is increasing in America, and trends have a habit of being repeated from there into the UK.  We continue to feel that the oversight of such tests within the UK may not be adequately addressed by current systems.  While mechanisms are in place to assess the technical validity, systems do not seem to be in place to provide the consumer with the information necessary for an informed decision as to the potential usefulness of such a test.  
With regard to regulation more generally, currently most genetic services in the UK are provided within the National Health Service and are subject to its governance processes. If there was a move to more private provision there may need to be a review of the regulation covering such services. A move to greater regulatory oversight in this way has been seen since the monopoly of the Forensic Science Service was disbanded.  

In the medium to long term, the collection of large cohorts for epidemiological research such as Biobank will lead to discoveries about the interaction between genetic and environmental factors.  Many of these discoveries will have important messages for the public, but they may also be complicated or open to misinterpretation.  Consideration will therefore need to be given about how this information is passed to the public.
We continue to feel that the law relating to unfair genetic discrimination could be reviewed and perhaps strengthened.  The current review of the discrimination law provides an opportunity for Government to consider this issue again.  
With new ways of delivering healthcare and the inevitable move to the mainstreaming of some genetic services there will be issues for the Department to consider about how the plurality of providers are engaged in genetics.  The Commission also expressed concern about whether there was equity of provision for genetic services across the UK, especially in light of current financial constraints within the NHS. 
Finally, the Commission were asked what the future priorities might be for government, the Commission itself and others (such as the NHS, academia, professional bodies or higher education) to facilitate appropriate uptake of genetic knowledge and technology as it becomes available. 

Future Priorities

The Commission felt that there needs to be continuing emphasis on improving knowledge, skills and competencies relating to genetics in primary care and that investment is needed to do this.  
The Commission felt that there was no clear mechanism for translating genetic (or indeed any technological) advances from the research laboratory into healthcare practice and that as such this transfer is not strategic, is slow and is an ad hoc process.  Once again, we feel that there needs to be recognition that with some of these technologies, short-term costs may give rise to long-term healthcare and financial gains. In addition there is a development process in the transfer of technologies from research to service and this is not currently adequately addressed 
by existing funding streams. We feel that further thought should be given to this issue of how innovative developments are transferred to practice and have recently written to the Health Minister Andy Burnham about this general point, but we hope it will be addressed explicitly in the White Paper review as well.  
We have also written to the Health Minister to ascertain what the Department’s current position is with regards to intellectual property and patenting.  This is an area that has the potential to impact the field of genetics significantly, but it is not clear at this stage what these effects will be as there are unresolved issues as to the status and enforceability of current patents.  The Commission hopes that this issue would also be considered as part of the review.  
Finally, the Government, along with the HGC, has an important role in providing information to the public about genetics and managing their expectations effectively.  For example in relation to the targets set out in the White Paper, while there is a recognition that target setting can improve standards, the Department needs to consider carefully how any future targets regarding genetic testing should be set.  There is expectation within the public that targets should be deliverable however there may well be scientific and technical reasons why this cannot be so.  If this is not communicated effectively, failure to achieve targets could lead to a lack of confidence in genetic services, in the NHS and in the Government that funds it and this would be undesirable. 
Other comments

One comment that received strong support from the whole Commission was that it seemed too early to be reviewing the impact of the Genetics White Paper.  It was felt that the time taken to allocate investment, procure equipment and provide training meant that any benefits are only just being realised. A major concern expressed by the Commissioners was that there was a real possibility that developments would not be sustainable and would dissipate in the next financial year.  Cuts in the resources being provided to clinical and laboratory genetic services around the UK are now becoming manifest, as the initial three years of ‘Our inheritance, our future’ have passed.  These cuts are threatening the long-term future growth of genetic services across the UK.  The shape that this threat takes differs between the four countries of the UK as their systems of health care are funded separately, but centralised (regional) funding in Wales and local (primary care trust) funding in England are both in effect imposing cuts in service budgets and therefore cuts in the services that can be provided.  At a time when services are being criticised for not quite or not always meeting the ambitious White Paper targets (for example in laboratory reporting times), the capacity of the services to meet these challenges is being eroded.
The HGC is very concerned about this position and as such we have written to all genetic services and centres to ask them to provide an assessment of their financial situation at this stage.  The issue will be discussed at our meeting in December.  
I am copying this letter to officials in the Devolved Administrations as many of the issues that we raise are relevant in England, Northern Ireland, Scotland and Wales.  I am also copying this letter to Lord Sainsbury and Andy Burnham.  
I hope that this contribution is useful.  I would be happy to discuss any of these issues with you if that would be helpful.
Kindest regards,
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