Points for consideration in the genetic counselling of people affected by genodermatoses

1. Introduction

1.1 The particular burdens of skin diseases

The Geneskin subgroup of ethical experts wishes to highlight the particular burdens experienced by people affected by the genodermatoses. The human skin is of fundamental importance as it is constitutive of our very nature as human beings. It is necessarily through the skin that people establish lifelong physical contact with their environment and with other human beings. Skin is a means of non-verbal communication and is akin to a bridge between the body and the world. Yet at the same time, skin is a boundary or a frontier. It protects us from the dangers of our environment. As an organ visible to others, and conveying to them an impression of the person, skin can be a sign of youth, of beauty and of health. Therefore problems with the skin can lead to psycho-social problems: affected people often suffer from rejection and social isolation. All these factors may help clarify and account for the very special burden felt by many of those affected by genodermatoses. These factors have to be taken into account by all of those involved in the process of genetic counselling or in ethical reflection upon the role of the counsellor and the process of genetic counselling.

1.2 A call for social commitment

A form of “social commitment” is needed to support individuals with potentially stigmatising conditions and their families (in health, social services, education and employment). We must recognise that it is sometimes not just the physical manifestations of genodermatoses that can be a problem to the affected person but the whole context of stigmatisation, discrimination and social exclusion can also negatively affect the well-being of families. It is a duty not only for the members of Geneskin but for the whole of our society to campaign against bullying, stigmatisation and discrimination in general. 

2. Consensus draft: The process of genetic counselling 
2.1 Concerning the goal of genetic counselling

i. The goal of genetic counselling should be to enable individuals affected by genetic conditions, and members of their families, to make decisions and adjustments which they can accept and integrate into their lives
ii. Affected people and their relatives should be provided with accurate and unbiased information
iii. It should be recognised that the information provided, as well as the condition itself, may be stigmatising for individuals. A person may fear an inadvertent disclosure of his or her diagnosis or carrier state; or may have concerns about how to reveal the information to prospective partners and other family members.

iv. Patients are sometimes well informed about all the different aspects of a disease because of personal experience (maybe they already have a child affected by the disease). Even if some decisions seem to be already taken, patients should be helped to reflect on the personal, moral and social aspects of their decisions (e.g. family, stigmatisation, financial issues,...) including the issue of informing or not informing other family members about the condition (e.g. the right of others to be aware of relevant information that may be important to them; the right not to know; how to communicate the information within the family).

v. Concerning reproductive decisions, couples will require more support the more severe their situation is: Fundamental social support mechanisms (e.g. financial, psychological and organizational support by trained social workers) should be provided. (See the introduction 1.2.)

vi. It is important to make a distinction between the burden of the disease and the burden of the diagnosis: precise diagnosis is often a major benefit but can sometimes be perceived as an additional burden; often, a diagnosis can be ambivalent or non-determinative. Moreover, diagnosis establishment requests keen eye, experience, time for elaborating on and for exchanging own opinions with other colleagues. Sometimes, patients receive several different prospective diagnoses before obtaining a correct diagnosis. This is a major cause of frustration, anxiety and loss of assurance in the medical profession. There are always benefits and problems associated with any diagnosis attached to the individual and the family. This should be mentioned and discussed with patients before they receive a diagnosis. The possibility of referral for psychotherapy should be mentioned by the counsellor where this might be helpful;

vii. In some circumstances, couples may choose to have prenatal diagnosis with no intention of terminating the pregnancy, e.g. to make specific arrangements to minimize harm to the fetus during birth. Professionals should offer a careful and considerate discussion of the situation; they should listen to the family’s views and anxieties and provide appropriate information, so that families base their decisions upon a realistic assessment of the facts. Professionals should support the decisions made by these couples as long as they are consistent with existing guidelines (for example, principles for predictive genetic testing in children) and are grounded in sound clinical facts.
viii. The inevitable uncertainties that will arise in the course of testing for genodermatoses and the variation between individuals, and perhaps between professionals and families, in attitudes to and interpretation of risk should be recognised. Physicians and patients should talk about the possibility that they may have different interpretations of risk.

2.2 Concerning the role of the counsellor

i. The genetic counsellor must be aware of the particular burdens of genodermatoses, as mentioned in [1.1] above.

ii. Genetic counselling should be provided by appropriately trained and experienced professionals. The psychological and social implications should be addressed with the support of professional psycho-social expertise. Merely providing medical information is inadequate. Communication skills should be appropriately improved by professionals directly involved in genetic counseling. 

iii. Health professionals should be encouraged to reflect on the moral dimension of their work – and perhaps to research the place of ethics in professional case discussions and consultations. This is an area where professional training and development could usefully be established.
iv. Concerning patients’ autonomy; For professionals to implement a couple’s reproductive decision responsibly (e.g. PGD, PND, TOP), they must ensure that the couple has been given all the relevant information as well as space and time for reflection and emotional support. The ultimate responsibility for the decision under these conditions is the patient’s.

v. In preimplantation diagnosis, professionals assisting couples who would like to implant an embryo with a high risk of having serious health problems may decline to do this on the basis of their personal morality.
vi. Couples choosing to continue a pregnancy with a seriously affected fetus should be supported even if some professionals may perceive this decision as wrong.

vii. Couples considering termination of a pregnancy may need help to understand the medical, social and psychological consequences. Professionals may feel challenged when a couple requests the termination of a pregnancy where the fetus is affected with a “mild” [see the discussion in the appendix.] form of disease; they should explain this to the couple and refer them to a colleague if they decide not to treat them.
viii. Clinical geneticists and any professional involved in the diagnostic process for rare diseases should arrange for specific time to formulate and communicate to patients a diagnosis. Usually, the first diagnosis, although wrong, is firmly fixed into the mind of the patient. Therefore, trying to erase it and, possibly, substitute it with another (more correct) diagnosis may be an extremely difficult task. 
Appendix: 

In the last part of the ethical considerations the ethics subgroup wants to publish the discussion process within the group about contested issues requiring further consideration and research. 

There are different opinions concerning the demarcation between mild and severe forms of genodermatoses and the role of the counsellor in these cases. It is not just a discussion about a clinical diagnosis dividing between mild and severe forms of disease. The problems for the group were the moral implications of this demarcation, which is of course highly relevant to the debate about what constitutes a worthwhile life. What are the conditions that make a life worth living? Are they the same for everybody? The discussion of these philosophical questions has to take into account the social aspects of life and the social impact of any health-related problems. Any consideration of a specific disorder will depend upon the particular interpretation of medical information and will demonstrate the complexity of the whole counselling process. The majority of the group stated that the counsellor should remain somewhat detached from the details of this debate, especially for the cases that fall into the large, so called “grey zone” where, at the end, every decision in favour of or against the termination of a pregnancy is subjective.

The two roles of the genetic counsellor
One formulation of the problem the group discussed suggests that it is rooted in different interpretations of the two roles of the counsellor: On the one hand he has the duty of providing couples with medical information. On the other hand he might see himself confronted with the situation of already interpreting and putting a moral value on this information by speaking of “mild” and “severe” forms of diseases.

Moral implications 

As soon as the counsellor speaks of rather mild or rather severe forms of genodermatoses, this could possibly have moral implications for the couples. This demarcation, even if it intended to provide merely medical information without any interpretation is likely to be understood by the couple as conveying an implicit moral judgement. It may therefore have a weightier influence on their decision making process concerning PGD or the termination of pregnancy than simply through providing mere ‘facts’.
Two opinions within the ethics subgroup and possible solutions

The discussion did not completely resolve all the perspectives of group members into a single agreed position. The ethics subgroup is divided, with two principal opinions: Position A states that this demarcation into severe and mild clinical conditions can never be made simply on the basis of “objective” medical information. 

Position B argues though that it is possible for the counsellor to draw the line objectively in many cases. This is based on the possibility to demarcate medically between very mild forms (e.g. a mild form of ED) and very severe forms of genodermatoses (e.g. a severe form of EB) This position also holds that in these cases the counsellor has the duty to make this distinction between mild and severe forms and to communicate this explicitly to the couples/families.

Conclusion

One possible resolution of this tension is to accept that the condition in a family in some cases may be an objectively milder or a more severe form of that condition. At the same time, it is necessary to acknowledge that this is a different matter from the family’s judgement as to whether or not their form of the condition is sufficiently severe for this to affect their reproductive decisions, perhaps leading them to seek PGD or a selective termination of pregnancy. 

The group further agrees that the decision for or against an abortion or PGD because of the severity of a disease should not be actively influenced (deliberately led) by the counsellor to a predetermined conclusion of the counsellor’s choosing. It is up to the parents to decide this.
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