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BSHG response to the HGC consultation on a framework of Principles for Direct to Consumer Genetic Testing

This response is submitted on behalf of the council of the British Society for Human Genetics. The BSHG is an independent Society representing professionals working in the field of human genetics. The BSHG is formed of a number of individual constituent groups and societies who along with individual members may have made their own responses.

The excitement about the potential benefits arising from genetic research leading to the potential to offer personalised and predictive medicine, together with the development of an essentially unregulated market in the offer of ‘tests’ directly to the consumer has proven to be extremely challenging. It is timely that the HGC has endeavoured to produce a framework of principles in this area to provide some element of assurance to the consumer. This framework would seem to be an appropriate and pragmatic response which attempts to provide a level of assurance without being overly restrictive. There are wider areas of concern in the regulation and provision of laboratory diagnostics which are not part of the remit of this consultation but which do have a bearing on the provision of genetic testing services. The focus of the recommendations on quality assurance of laboratory processes, evidence of scientific and clinical validity and the need for appropriate information applies more generally across testing service as well as in this specific area.

Questions in relation to the levels of support that should accompany genetic testing.

1. Do you believe that recommending individualised pre- and post-test counselling to accompany genetics tests in the context of inherited or heritable disorders is the right approach?

For certain categories of tests as outlined in the consultation document there is agreement that individualised pre and post test counselling is desirable in order that people may make an informed decision and be supported in the consequences of that decision. Some potential qualities of genetic information in the context of heritable disorders are the implications for the extended family and also the prognostic information that may arise. For example diagnostic testing for the breast cancer predisposition genes BRCA1 and 2 used to be offered without much pre-test counselling. It became apparent that many women found the knowledge of a genetic fault very difficult as despite the fact they had already had breast cancer they were not aware of the family implications and the implications for their personal risk of future new cancers should a mutation be identified. It is important that the counselling should be provided by a suitably qualified and experienced person.

2. Do you believe there are certain genetic tests that should not be offered direct-to-consumers?  If so, which categories of tests?

If the principles in relation to levels of support that should accompany genetic testing are applied and if it can be assumed that responsible providers would want to comply with those principles then the genetic tests should be provided within accepted international and national guidelines. There should be consistency in standards and care across all providers. However there are some problems in relation to how the tests are defined by the current providers in the market. There is confusion as to whether the test is simply information in the form of a sequence or SNP analysis or whether it is health related information such as a mutation in the BRCA gene. There is scope for test providers to argue they are not providing a medical service and therefore standards applicable to medical services do not apply.  In this scenario it is useful that the Framework attempts to provide a context based justification for the level of oversight required. 

Questions in relation to stratification of the principles

3. Pre-symptomatic and susceptibility/pre-dispositional health tests are distinct categories in the draft of the Principles.  Do you believe that this distinction is both valid and robust?  If not, do you believe these two groups of tests could be stratified better?

This is a very difficult area in which to make clear distinctions. Although in a naïve way it can be seen that there is a clear distinction between susceptibility and presymptomatic as outlined in the question it is difficult to establish where the division is actually made. The ‘risk’ associated with any test in the sense of potential harm is a complex interaction between the epidemiological risk, the consequences, the consumers experience and characteristics and the potential interventions that may ameliorate those risks. Whatever the actual lifetime risk it is important that the consumer is given the appropriate information in relation to the clinical and scientific validity and the possible utility of the information they receive. If commercial providers are willing to endorse a common framework of principles  then they perhaps would be able to stratify the ‘seriousness’ of the test and as part of the compliance with the principles only offer the ‘high’ risk test with appropriate pre and post test support. 

4. Should the Principles recommend that pharmacogenetic tests only be provided to consumers with individualised pre- and post-test counselling and should they fall into the bracket of ‘genetic tests in the context of inherited or heritable disorders’?
Once pharmacogenetic tests have established utility they will be part of effective prescribing in routine practice. DTC tests may be taking place outside of this linked intervention however the information provided should strongly endorse the necessity of discussion with a medical practitioner before changing prescribed medication. In reality non-compliance with prescribed medication is more of a problem and while the results of a DTC test may provide an additional justification for non-compliance recommendations for a medical discussion may encourage compliance with an alternative therapeutic regime.

5. Are the impact criteria listed in Principle 10.1 (in addition to the categorisation of tests) a helpful additional way of stratifying genetic tests? Should a list of test be included in the Principles that determine to which genetic tests the application of Principle 10.1 is relevant?

It is helpful to characterise the qualities of the tests that drive its categorisation. This would make the framework more future proof as a list could quickly become out of date. However the decision making process would be aided by including examples of specific tests with each category. If there was a mechanism for agreeing a list of tests within such a framework then addition to that list should be possible providing the framework was consistent. If tests are being performed that do have implications for extended family, significant risk to future health or possible interactions with other drugs and diseases then it would be preferable that this forms part of the consumers’ medical record. Clearly however this would have to be at the instigation of the consumer. 

6. Are there any principles that are applicable to certain genetic tests that you consider should not be applied to that test? Specifically, do you consider the amount of information that test providers will be expected to provide to consumers to be excessive for some tests?

The framework should set out a minimum standard of core information that applies to all tests and this list in question 6 would seem to be appropriate. This is analogous to the prescribing information provided with drugs. If the framework is adhered to then the categorisation of tests according to their impact together with the provision of appropriate pre and post test counselling support to the higher risk category would provide an extra level of information over and above the minimum standards.

For governance and consumer protection if the test is providing medical information it would seem to be essential that there is accountability to a named person to whom appropriate sanctions might apply if they fell short of professional standards.

Questions in relation to consent

7. Should  Principle 5.10 be included?  (Genetic testing of children?

There is a general agreement amongst the genetic community that although there is a move away from a very prescriptive position, a child’s autonomy in relation to their potential future should be protected. If the test result provides no benefit now then the decision would be the child’s when  he/she is in a position to make it. Therefore principle 5.10 should be included and the presumption should be that childhood testing should not be performed unless it is to the child’s benefit. In clinical genetic practice where childhood genetic testing may be performed for the benefit of the child e.g. testing for the polyposis gene in order to avoid unnecessary screening, the challenges of providing age appropriate information and counselling is well recognised. It is also not clear whether in fact there may be the possibility of a future claim by a child should the result of a test lead to some harm such as misinterpretation of the result leading to undue anxiety or investigations or even failure to access insurance or difficulties with employment.

8. Principle 5.3 states: “The test provider should take reasonable steps to assure themselves that a biological specimen provided for testing was obtained from the person identified as the sample provider.  They should obtain a signed statement to this effect from the person buying the test”.

What do you consider to be ‘reasonable steps’ and should the Principles state what these steps should be?

As stated it is always going to be difficult when testing at a distance to absolutely ensure that no fraud has been carried out.  While a signed identity statement may seem to confirm identity it would be relatively easy to circumvent and it is difficult to know how any measure would prevent fraudulent testing. However that does not mean that the issue should not be raised in pre test information and counselling and that consumers should explicitly be made aware of any legal sanctions applying in their jurisdiction.
9. After discussions within the working group the following principle was not included:  “A test provider must take whatever measures are necessary and appropriate to ensure that an individual has provided informed consent and has capacity to provide that consent for a genetic test.”  Do you think this principle should or should not be included?

If principles 1.3 and 10.1 are included in the framework then this would appear to be redundant.

Other questions
10. Are any of the principles impossible to apply in your jurisdiction given existing national legislation or regulatory constraints?
We are not aware of any regulatory constraints that could affect implementation of the principles.
11. Do you believe that test providers should sign up to the Principles and what costs do you expect will be incurred by complying with the Principles?
The main costs to the provider may be the provision of face to face counselling and potential liability for harms caused by failure to apply the principles. There is the possibility that there will be extra costs to health services as a fall out from these tests, however this is difficult to predict. In order to ensure equity of access it would be important that a mechanism exists to introduce tests of proven benefit into health care systems in a timely fashion. The exact mechanism for this is an issue outside of the scope of this framework however.

The provision of this framework of principles would seem to be a flexible and pragmatic approach to this issue. Whilst legislation would provide the greatest protection it is time consuming, would not apply across all jurisdictions and given the fast moving pace of developments ion this area would very quickly not be fit for purpose. The advantage of a pragmatic framework that is not unrealistically restrictive may be that reputable DTC providers will see a commercial advantage to a mark of quality. The framework could be used to identify gaps in for example existing consumer regulation that may be more amenable to legislative processes.
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