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We are interested to find out how you feel about using PGD to test for lower penetrance conditions such as inherited breast cancer. 

To help put your views about this in context, it is important to understand how you feel about PGD for fully penetrant conditions such as cystic fibrosis or haemophilia.

Do you agree with the use of PGD in general? For example, for fully penetrant conditions that are present in the child. Please give reasons for your answer.

GeneWatch UK is a not-for-profit public interest group that monitors developments in genetic technologies. Our aim is to ensure that these are used in a way which promotes human health, and respects human rights. Ensuring public involvement in the decisions that are made about if or how genetic technologies are used is an important goal. Therefore, our instinct is to welcome a consultation about the use of genetic testing for PGD for late-onset, low penetrance genetic disorders. However, we have reservations about the framing of the HFEA’s consultation and the way in which it tends to restrict comments and prevent some of the wider issues being raised easily. Whilst the HFEA and IVF professionals consider that the degree of penetrance, age of onset and treatability are the relevant criteria upon which to judge the whether PGD should be available, these may not be the same as those of the public, or may only be some of them. Other factors, such as the information provided to parents making these decisions, and the social context in which they are taken are also likely to be important.

It is also confusing that the Human Genetics Commission is currently in the process of preparing a report on genetics and reproductive decision making and how they interact is not clear. The scope of the HGC report is likely to be wider and with a different framing. It is likely that it would have been useful for informing any specific consultation on PGD. Therefore, we are not convinced that isolating PGD for late-onset disorders in a consultation such as this is appropriate at the present time.

We understand that the HFEA only has a remit in relation to genetic testing and PGD, but by seeking views more widely about genetic testing and the criteria that should be considered and proceeding on the basis of these, society may feel more comfortable in allowing PGD in certain situations. At the very minimum, the HFEA should have sought the views of people on what they considered relevant to the decision. If the public attitudes work being conducted as part of the exercise is similarly restricted in its scope, the value of the findings may be of marginal long-term benefit.

GeneWatch also has some concerns about the use of terminology in the consultation document. Firstly, we believe that the use of the term ‘choice’ rather than ‘decision’ tends to turn the process into one of marketing, not serious deliberation (although we do not believe people considering PGD would see it in this way). Secondly, the consultation document wrongly refers to PGD as ‘treatment’ on many occasions (see e.g section 4), when it is not. PGD may help people have a child which does not carry a certain gene, but it neither treats the prospective parents nor the unborn child – it attempts to exclude the birth of a child carrying a certain gene. Penetrance is also presented as having a known value, when considerable uncertainty surrounds it – asking people to specify a penetrance level neglects this complexity (Q3). There is also considerable uncertainty about age of onset and future options for prevention and treatment. Whilst this uncertainty also exists for early onset, low penetrance conditions it is likely to be considerably greater for late onset, low penetrance ones.

In relation to PGD in general, GeneWatch believes:

· There have to be clear rules preventing its use for purposes other than serious genetic conditions. Therefore, sex selection on non-health grounds must not be allowed. It is also wrong to allow the use of PGD for conditions such as hereditary deafness, where an affected person’s problems can largely be overcome by changes in society. Hare lip would be another example where PGD seems completely unjustifiable. If it were allowed, people with those conditions are likely to feel and be discriminated against and prospective parents may feel a sense of obligation to avoid unwelcome births.  At the other end of the spectrum, are conditions unquestionably  involving serious suffering, like Tay-Sachs disease. In these circumstances, women at risk from having a child with this condition should be able to use PGD to decide whether to pursue a pregnancy or to terminate it, but at the same time it would be immoral to pressurise such women into using genetic tests.

· That screening of embryos should not be allowed and testing restricted to situations where there is a clear family history of the condition being tested for. The screening of embryos for genetic disorders is unlikely to be of benefit in situations where there is no family history because they are so rare. If it were allowed it would add to social stigma around genetic disorders because people may be expected to have ‘avoided’ having an affected child. Because much IVF is in the private sector and the pace of technological developments means that more gene variations can be tested for on smaller samples, there is a potential economic push for women to be offered more ‘choice’ in avoiding a baby with a genetic condition. This should be resisted.

· Rules needed to be introduced to prevent genetic discrimination by employers, insurers and others. Removing this possible route of discrimination would reduce overall anxiety about where all genetic testing may lead.

The HFEA guidance to PGD centres states that PGD should only be available where there is significant risk of a serious genetic condition.

Given the lower penetrance, later age of onset and potential treatability of inherited cancer conditions, do you consider them to be serious genetic conditions? Please give reasons for your answer.

In some situations, some inherited cancers may be considered as serious genetic conditions. The criteria include whether a family history exists; what their experiences have been; the nature of the cancer and its effects; treatments; future prospects for improvements in treatments; what other factors influence the development of the condition and how these might be managed; other options for the people seeking to have a child;  and what effect the decision may have on people with the condition. There are likely to be other criteria to take into account.

At this time, it is not possible to produce a list of those inherited cancers which fall within the definition of ‘serious’ where there is a late onset. GeneWatch believes that there needs to be a process which involves the public, people affected by the condition and interest groups, including disability groups, in developing criteria by which conditions should be judged. This needs to be an iterative process and conducted having established the wider controls necessary, for example, to prevent the use of genetic testing for non-medical purposes. It would differ from the current process which has not give an opportunity to deliberate on the proposed criteria and consider whether they are appropriate and the weight that should be placed upon them (see other answers below).

The HFEA guidance to PGD centres states 'that PGD should only be available where there is significant risk of a serious genetic condition'.

Does the penetrance of the condition affect whether or not you consider it to confer a significant risk? 

In your opinion, what would be the lowest penetrance (in percentage terms) that would confer significant risk? Please give reasons for your answer.

The penetrance of a condition is one criterion that needs to be considered. However, it is not possible to put a number on the lowest penetrance that gives a significant risk in percentage terms. This is partly because of the considerable uncertainty that surrounds penetrance.  For example, a genetic test alone cannot quantify a woman’s risk of familial breast cancer. Mutations in known genes account for only a small part of this risk and the risk associated with the same genetic mutation may be significantly higher in families with a strong family history than in the general population (Begg, CB (2002), On the Use of Familial Aggregation in Population-Based Case Probands for Calculating Penetrance, Journal of the National Cancer Institute, 94(16), 1221-1226)

In terms of the ‘risk’ and the uncertainty surrounding penetrance, the nature of the condition in terms of its severity becomes of greater importance and will also affect how the level of pentrance is evaluated.

The HFEA guidance to PGD centres states that the views of the people seeking treatment should be taken into account when considering whether to offer PGD.

There needs to be a balance between the views of those people who would seek to use PGD to avoid passing on a condition and the views of wider society that may have ethical concerns about them doing so.

In your opinion, how much emphasis should be placed on the views of those people seeking treatment? Please give reasons for your answer.

A couple contemplating PGD with IVF are not seeking ‘treatment’, they are considering whether to make a decision about which embryo(s) to implant, based on genetic information. This is an important distinction because calling it ‘treatment’ disguises the decision making process over embryo selection. The views and experiences of people contemplating PGD are important, and we believe that people take these decisions very seriously, but there are dangers in leaving such decisions to them alone because, in reality, people never make their choices in a vacuum. People are always heavily influenced by the values and attitudes of society, the systems in which they make their decisions, and their immediate circle of friends, family and acquaintances. The following factors will also have a major influence: 

· Commercial pressures: Companies keen to create and exploit a market are likely to influence which tests are developed and therefore which genetic tests are on offer. Because much IVF operates in a commercial context, this is an important issue to consider for PGD. Advertising and marketing within our consumer society might create desires and demands for certain tests which people hadn’t wanted or thought of before. The technology might lead to developments and solutions that no-one ever wanted. 

· Social pressures: A lack of social support, combined with financial concerns and a lack of opportunities for disabled people, makes it much more difficult for parents to see the decision to have a disabled child as a positive one. Widespread discrimination is seen as reducing disabled people’s chances and limiting their choices in life. Despite some improvements in the provision of physical access, disabled people remain among the poorest in society throughout the world. Simply have a gene for a disorder which may not manifest itself may also become a basis on which discrimination takes place and people may be anxious that their children should not start life with genetic ‘baggage’.  Without significant social change, this barrier to making a free reproductive choice will always remain.  

· Social context: Individuals are currently asked to make reproductive decisions even though they have usually been given limited information about life with a genetic condition from health professionals who may have a medicalised view of disability. They have to make such decisions within a service in which reproductive genetic tests are presented as routine. To make a fully informed choice about whether to have a test in the first place and then how to respond to the results, individuals need balanced information and specialised support. 

· Institutional pressures: Couples may be further encouraged by professionals to use new reproductive genetic tests, in order to raise the profile of particular clinics, or to justify and gain acceptance for controversial research. 

· Shifting attitudes: Given the increasing availability of PGD, individuals may end up believing that they would be irresponsible if they chose to have a child with a genetic disorder. Others may feel disadvantaged if they do not have access to tests that they see as bringing benefits to other people. If society’s acceptance and valuing of difference is reduced by the dwindling numbers of births of disabled children, it is likely that demands for tests would increase and a new standard of ‘normality’ would be established. Individuals would be under increasing pressure to conform, and therefore less able to make ‘free’ choices.

What becomes apparent is that much of the professional support for individual choice applies only to decisions that professionals believe are sensible and ethical. A double-standard may operate where ‘individual choice’ is promoted only when this policy helps to support the agenda of a dominant interest group. 

The consequences of any policy that allows parents to access every available genetic test for PGD could be harmful to society. It could:

· Affect what is ‘offered’ for prenatal testing: precedents are set in both directions for offering PGD and prenatal testing. Currently more tests are available for prenatal testing. Allowing a free-for-all in PGD would further increase pressure to expand testing in other situations. A joined-up approach to genetic testing is required that cannot be left to individuals.

· Change our attitudes to having children: The sum of many individual decisions could profoundly change the way we, as a society, view reproduction and having children. While an individual might benefit from making a particular decision, e.g. selecting the sex of their child, social problems could arise if everyone made the same decision. Some believe that the damage goes further in that unlimited access to reproductive genetic testing promotes the casual treatment of a human embryo or fetus and thus becomes an offence to human dignity. The numbers argument is not strong for PGD, but the interconnection with other genetic services increases the potential.

· Lead to a neglect of the welfare of the child: Parents could make decisions which may not be in the interests of their future children. This could involve choosing to implant an embryo known to have a serious genetic condition. Without any regulation or ‘state interference’, the limits to reproductive genetic testing may be eroded and allow parents to select out embryos predicted to have even the most minor of impairments.
· Result in inequities in service provision: Without agreed limits, providers are likely to develop inconsistent policies, which might make it difficult for prospective parents to find the services they need. 

Prioritising individual choice represents an easy way for policymakers not to take decisions themselves on difficult moral issues and, secondly and more importantly, it allows the professional and commercial interests in reproductive genetic technology to remain unchallenged. As passive consumers of the technology, individuals are given no say in what tests should be offered or even developed in the first place. The rhetoric of individual choice may be used as a smokescreen to introduce policies that actually benefit other, more powerful interests.  

We believe that ethical decisions can be made only by including a wide diversity of interest groups and ‘disinterested’ citizens in the decision-making process. This is the only way to ensure that the decisions remain grounded and truly reflect the public’s values and preferences. Therefore, there is an urgent need to involve the public in decision-making at all levels, not simply to regard them as passive end-consumers of the technology. This will require engaging the public in a debate to inform policy in this area as well as involving them in subsequently implementing that policy to inform practice.  Below we outline how we think this should progress.

(A) Engaging the public in debate

The content

In the first instance, the public needs to be engaged in a debate at the most fundamental level, a debate that honestly examines how we want to use this technology and under what circumstances society considers genetic testing to be an appropriate choice for people to make. This is likely to involve a discussion as to the quality of life available to people with particular conditions and therefore must include those who are directly affected by a genetic illness or impairment – they are the only people who can provide a truly informed opinion and help to correct many of the current misconceptions about disability and their condition. 

The supporters and the critics of a reproductive genetic technology must have an opportunity to discuss and explore whether there are any areas of common ground. The debate must also lead to a better understanding of how powerful intellectual and commercial interests can shape policy and practice. Such a debate needs to precede any future decisions as to which tests for specific conditions should be included in screening programmes or offered to affected families. 

The process

In order for this debate to be meaningful and to influence policy, the process needs to: 

· Give people sufficient time to consider information from both supporters and critics of the various options, which might include actively seeking the opinions of various experts. This is essential because people need to explore different arguments in order to clarify their own views on new and complex issues. 

· Provide opportunities for deliberation and discussion with other members of the public and include a diverse range of views in the discussion – this is important to give everyone involved a clearer sense of the diversity of opinion. Such a group approach also encourages people to focus on common collective concerns rather than individual issues. 

· Enable participants to address the issues that are important to them as well as to answer preset questions from those commissioning any consultation.

· Seek to identify areas of common ground between different stakeholders.

· Build-in capacity for ongoing consultation so as to revise decisions in the light of new evidence and in the face of new developments – this is important as social and ethical issues relating to reproductive technology will always be changing and in a continual state of refinement.
If the process is to have any wider legitimacy, it must also be: 

· Transparent - so that people who are not part of the process can easily understand how opinion has been sought and considered.

· Accountable - so that the people consulted and other groups can see how public opinion has been taken into consideration and how policymakers have responded to the findings.

· Directly linked to the mainstream policy agenda – so that it moves beyond being simply an academic exercise to genuinely influencing policy. 

The outcome

The outcome of such a debate would be to establish the boundaries of reproductive genetic testing and to define a set of conditions as to when the use of the technology is socially acceptable. It would not lead to a list of ‘approved’ genetic tests, but rather provide guidance to inform subsequent decisions made by policymakers and practitioners. 

This is consistent with the role that the public has advocated for themselves in other contexts requiring ethical decision-making. They have no wish to be responsible for setting policy or adjudicating on individual cases because the consultation processes they take part in have no public accountability. (Staley, K. Voices, values and health: Involving the public in moral decisions.  2001. London, King's Fund). However, they do want their opinions to shape policy and practice. 

(B) Involving the public in implementing policy and shaping practice

If the public’s views are also to make a practical difference, there must be additional mechanisms to allow ongoing public involvement in the development and implementation of policy within a broader framework. This means creating further opportunities for the public to influence the direction of genetic research as well to influence decisions about what new technologies are introduced into medical practice. They should also help to shape the context in which reproductive decisions are made by helping to define what information should be provided and how genetic services are developed and run. 

A role for Parliament

New legislation could set a limit on the use of reproductive genetic testing and establish the necessary safeguards to prevent abuses. We do not believe it would be appropriate for legislation to define which reproductive genetic tests are acceptable, but we do think it should prohibit the use of those tests that are widely agreed to be unacceptable and/or to define situations where certain tests, e.g. sex selection, may not be used. There is already a precedent for this in the ban on reproductive cloning. 

This new legislation would set clear boundaries within which clinicians and parents could operate and that could be enforced through the courts. The public could be involved in setting these limits through the usual processes of Parliamentary debate and through new opportunities to participate in more effective forms of public consultation (see above). 

A role for a new regulatory authority

We believe that the issues relating to reproductive genetic testing need to be considered within the wider context of how increased genetic knowledge and its various applications are having an impact on society and the potential for harm through genetic discrimination. We are concerned that these wider issues tend to be overlooked. 

We are also concerned that issues relating to genetics are dealt with in a piecemeal and fragmented way. For example, the HFEA makes decisions about PGD while the UK National Screening Committee considers prenatal genetic screening; the Gene Therapy Advisory Committee considers gene therapy while the Genetics and Insurance Committee looks at genetics and the insurance industry. Many issues fall though the gaps, such as the use of genetic tests by employers, the assessment of the clinical utility of genetic tests and matters of genetic privacy. Whilst the Human Genetics Commission may give advice on any or all of these issues, the overall picture is one of a lack of co-ordination. Therefore, there needs to be a single regulatory authority to oversee all issues relating to genetics and to monitor the use of all genetic technology for unintended and otherwise adverse outcomes.

The policy and practice of this authority needs to be shaped by public opinion obtained through transparent and accountable deliberative processes as described above. GeneWatch believes that this would best be achieved by establishing an overarching advisory committee with wide representation. This committee would have the responsibility for ensuring that the Government was informed of the views of a wide range of interest groups, including the general public, those affected by genetic conditions and a broader range of health professionals. There has been a precedent for this in that the HFEA’s policy to prohibit sex selection was based on the public’s strong rejection of this particular use of genetic technology. However, we believe that the process should go one step further in enabling the public to determine when reproductive tests should be made available and to whom; for example, they could consider what criteria have to be fulfilled for a genetic disorder to be defined as ‘serious’ and could also consider under what circumstances people should be given access to testing. A wide range of groups need to be involved in this process and care taken that undue privilege is not given to professionals’ opinions.

What are the implications for an individual couple’s decisions?

The decision as to whether or not to make use of reproductive genetic technology best lies with the parents who have to make this difficult decision. However, these decisions need to be made within a regulated system as described above. It is for society to decide which tests should be offered, and for individuals to have a free choice as to whether to make use of any particular test. For this choice to be genuinely ‘free’, we believe couples must be given balanced information, including advice from those people directly affected by a genetic condition. Couples should not feel coerced by the attitudes and culture within the medical profession. This may require providing more training to develop greater skills in non-directive counselling amongst a wider range of health professionals.

In summary, we believe it is possible to maintain people’s rights to reproductive freedom, without allowing a testing free-for-all. The time is right for society to set clearer limits to reproductive genetic testing; the general public as well as affected couples will welcome this development.

The HFEA guidance to PGD centres states that the use of PGD should be consistent with current practice in prenatal diagnosis.

Do you agree, with respect to lower-penetrance conditions, that the availability of PGD should be determined by current practice in prenatal diagnosis? Please give reasons for your answer.

There is a need for a ‘joined-up’ approach to genetic testing across the board, including for adults. The Government should take steps to manage genetic testing and genetic testing more holistically (see process above). Without this, there will always be fears that the genetic testing envelope will be gradually widened by precedent setting in one domain or another. However, this does not necessarily mean that a test that is used in prenatal diagnosis should always be made available for use in embryo selection.

The HFEA wants to know where you feel the boundaries for the use of PGD lie.

Considering penetrance, age of onset and treatability, what type of condition do you think should never be tested for in embryos using PGD? Please give reasons for your answer.

Our concerns in this area have been partly answered in relation to Question 1. However, GeneWatch also considers that caution needs to be exercised in relation to emerging claims that it is possible to test for genes for susceptibility to certain common conditions such as heart disease and cancer. While a small proportion of such illnesses have a considerable genetic component, the role of genes in most is extremely limited. Environmental conditions and interactions between the environment and our biology are much more important. Despite this, much investment is being made in findings genes that give an individual a ‘predisposition’ to a condition. Political support is gathering for the view that adults will be able to be tested and their future health determined. Most of these claims are spurious, but that has not prevented an industry in sales of genetic tests beginning to emerge, particularly in the USA. There may be efforts to extend such testing including to PGD. The regulation of genetic testing for its clinical validity and utility would be one way of preventing misleading genetic tests being proposed or offered for PGD or in any other situations and we ask the HFEA to recommend this.

