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EXECUTIVE SUMMARY

The rapid scientific and technological advances in the field of human genetics have created
an ever-widening gap in knowledge and understanding between those specialists who are
involved with them and the general public who are the intended beneficiaries. Genetic
counselling services are seen to be an important way of addressing this gap. As a result,
there is a growing body of literature considering genetic counselling services in a variety of
clinical settings. This literature encompasses both predictive and diagnostic testing, from the
viewpoints of service providers and recipients. It also embraces a wide range of conceptions
of the nature and goals of genetic counselling. However, research in this area has been
criticised for a focus on outcome rather than process, and it has been suggested that this
focus limits its practical use. The purpose of this review is twofold: to describe the varying
concepts of counselling which appear to be utilised in published work; and to discuss the
possible applications of this work to practice. The review is not an exhaustive survey, in the
manner of a systematic review, but examines examples of the types of study which have
investigated genetic counselling and represents the limited range of methods commonly

used.

Genetic counselling is a process through which people affected by, or at risk of, a hereditary
disorder are told about the possible consequences, the probability of developing or
transmitting it, and the ways in which this may be prevented or ameliorated. Whilst this
definition evidently underpins most of the research which is discussed here, there are
significant differences in how the definition is practically applied and what is considered to fall
within this remit. Existing research has been largely informed by a fairly basic, quantitative
psychological paradigm, relying on psychological tests and scales, attitudes to testing,
questionnaires, or post-counselling interviews. The limitations of these methods in relation to
understanding the process of genetic counselling is discussed, and the review concludes
with suggestions drawn from other medical settings for broadening the methodological

agenda.



INTRODUCTION

The rapid scientific and technological advances in the field of human genetics have created an ever-
widening gap in knowledge and understanding between those specialists who are invoived with them
and the general public who are the intended beneficiaries. Like any discovery, this new information
may be used for good or for evil. In the light of the historic abuse of genetic information for eugenic
purposes by authoritarian governments, this ethical problem is well recognised and has been the

subject of considerable philosophical discussion. Counselling is seen to be an important part of the

answer.

Within the setting of the clinic, ethical problems are implicitly present but may not be explicitly
addressed. The counsellors' job is defined in terms of neutrally summarising and passing on sufficient
information for clients to make their own decisions. The ethical responsibility for those decisions is

thus transferred from the providers to the users of genetic services.

Itis, though, far from clear how users are to make sense of the genetic information that they are given,
having arrived at the clinic with little or no previous knowledge. Similarly, they are expected to make
significant ethical decisions without prior preparation and in a context where experience may have led
them to expect that professionals will make recommendations for them. When we move to these
issues about the delivery and receipt of information, we are moving from philosophical to social
scientific questions. How is information to be given in a neutral fashion? How are users to be
encouraged to give appropriate moral consideraticn to the implications of their individual decisions?
How is prescription to be avoided in a setting where people may be searching for it? Ethical
pontification comes in the end to very practical questions about the way professionals and clients, men

and women alike, talk to each other.

This review first seeks to establish what is known from empirical studies about the actual interactional
performance of genetic counsellors. It then moves on to consider the state of knowledge against the
background of theoretical possibilities offered by the general research literature on professional/client

interaction. In the conclusion, we set out some of the directions which might profitably be followed by

future research in this area.



Search Strategy

In order to present an accurate overview of the existing literature in this field, a comprehensive search
was carried out. The following databases were searched from 1980 onwards: Social Science Citation
Index, International Database of the Social Sciences, Medline, EDINA Biosis, and the Biomed Core
Biomedical Collection. The search terms used were genetic counsel(l)ing, genetic counsel(lor), and
genetic testing. All of the articles which were located through this search and which constitute
empirical research have been reviewed here, regardless of study design or methodological rigour.
However, on occasion, this presents difficulties in making comparisons between findings: few studies,
for example, are designed with a control group, and some studies give only very limited
methodological details. A further issue is that whilst the majority of the studies that are reported here
concern themselves with prenatal testing, there is also a sizeable body of work on bredictive genetic
testing. Evidently, these are distinct activities which raise different issues and implications. These
differences aside, the choices of study tools in the work presented in this review would seem to
suggest that this is a research area which is strongly influenced by a quantitative, social psychology

paradigm.



1. COMMON THEMES IN RESEARCH

Existing research has relied mainly on psychological tests, questionnaires or post-counselling
interviews. A significant body of this research is concerned with attitudes to testing, often asking
people to put themselves in a hypothetical situation in relation to a specific genetic disorder, and
aiming to discover how they think they would act if they were to be in this situation. Whilst there are
clearly problems with assuming a simple link between hypothetical attitudes and actual behaviour, the
validity of those methods which attempt to analyse actual counsellor/client interaction can also be
called into question on methodological grounds. The fundamental issue here is that any kind of post-
counselling analysis depends largely on the recall abilities of subjects. What these studies do show
is a great deal of variation amongst perceptions of what counselling is supposed to be and what it is
intended to achieve. Genetic counselling may be broadly defined as the process by which patients or
relatives at risk of a disorder that may be hereditary are advised of the consequences of the disorder,
the probability of developing or transmitting it, and of the ways in which this may be prevented or
ameliorated. Whilst this definition evidently underpins most of the research which is discussed here,
there are significant differences in how the definition is practically applied and what is considered to
fall within this remit. Where these studies do concur is in indicating a very low level of awareness,
even among populations who might be thought to have particular reasons to be informed, about either

technical or policy issues in genetics, let alone in genetic counselling.
1.1 The Impact/Effectiveness of Genetic Counselling

Relatively few researchers have attempted to evaluate the actual effectiveness of genetic counselling.
This reluctance may be explained in part by the fact that how efficacy might be defined in this context
has been the subject of much debate (Clarke, 1991a; 1991b). The studies that have been located and
discussed here use a variety of methods to tackle the problem of efficacy, both directly and indirectly
in terms of impact. These studies also demonstrate the variation in what is actually meant by

“counselling'.

Frets and her colleagues (1991) analysed the problems people experience in making reproductive
decisions following genetic counselling. Counselling was given to couples following a positive carrier
result. The investigators followed up 164 couples, between two and three years after their initial
genetic counselling session. As many as 43 per cent were shown to be experiencing problems in
reproductive decision making. For couples deciding to have children, fewer decision-making problems

were experienced when prenatal diagnosis was not available. This is particularly important when we



consider that one justification for investment in the new technological advances in genetics is said to
be the choice it offers to at risk individuals. If people experience fewer problems when there is no
prenatal test available, this argument loses some of its force. We should not necessarily assume that
genetic counselling is a straightforward means of helping individuals to reach a decision, since the real

likelihood is that additional information will make this decision-making process more complex.

A further finding of Frets et al is that problems for couples often become apparent after rather than
during counselling. They suggest a structured follow up three to six months after the initial counselling
session so as to identify those who would benefit from additional supportive counselling. They also
encourage counsellors to explore other feelings and emotions in more depth in the first session. Here

counselling is seen to have a psychosocial element rather than just the giving of information.

Another study by Lynch and Watson (1992) reported responses to counselling by their patients who
were at risk of hereditary breast or ovarian cancer. Responses ranged from objective acceptance to
disbelief or confusion. More genetic and/or psychological counselling was needed for some. A fear
of disclosure of information was a common concern. Although many expressed relief at knowing,
some of those shown not to be carriers expressed disbelief, which was dealt with in counselling. The
authors conclude that physicians must know how to interpret molecular genetic and gene linkage
findings and how to inform and manage high-risk cases. These authors appear to regard counselling
primarily as the .interpretation of technological information with a psychosocial dimension being
distinctly secondary, since they stress emotional impact as an issue which will need to be dealt with

at a later date.

Other studies discuss and assess counselling in terms of its impact on reproductive decision making,
e.g. Somer, Mustonen and Norio (1988), D’Amico, Jacopini, Vivona et al (1992), and Czeizel, Metneki
and Osztovics (1981). The difficulties associated with this choice of outcome measure in the context
of public perception of the aims of the new genetics are perhaps best illustrated by a paper entitled
'Impact of Genetic Counselling After Neonatal Screening for Duchenne Muscular Dystrophy' (DMD)
by Hildes et al (1993). The authors report a pilot neonatal screening programme which offers the
opportunity of prenatal diagnosis for future pregnancies in at risk females. As a result, prenatal
diagnosis is carried out in only 2 out of 7 subsequent pregnancies. Some thoughtful points are raised
in consideration of this: for example, the authors raise the complex psychology behind the decision
to request termination of an affected pregnancy. Nonetheless, they conclude that highly accurate -
carrier testing and prenatal diagnosis, very early carrier identification, and genetic counselling after

identification of DMD males in a population based neonatal screening programme "may not be an
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effective way of decreasing the number of repeat cases of DMD within families or the overall
population frequency of DMD.” It would be easy to conclude from this that the aim of the programme,
and of the new genetics as a whole, is the reduction of births with genetic disorders. This is not meant
as an accusation of eugenics, however: it may be that the number of births of babies with a particular
disorder becomes a kind of default goal for these kind of programmes, since it is a concrete outcome
measure. Nevertheless, it is easy to see that the perceptions this may create are potentially extremely

problematic.

Although this paper's primary focus is on the impact of genetic counselling, rather than the
effectiveness, it is still possible to draw some conclusions from the results along these lines. For
example, it would seem that the results are suggesting that genetic counselling does not have any
particular impact upon high-risk individuals' reproductive behaviour. In which case, if we were to
assume that one aim of genetic counselling is the reduction of DMD births and to define effectiveness
as an actual reduction in births, we could conclude that genetic counselling with regard to this
particular iliness is not effective. Counselling in this study seems, implicitly at least, to be evaluated
as a persuasive act, where information is communicated in a way intended to achieve a particular

goal.

A different stance is taken by Swerts (1987), who looks at the impact of both genetic counselling and
prenatal diagnosis for Downs Syndrome (DS) and neural tube defects (NTD). The information given
during counselling was reported as influencing more than half of the parents of a child with DS, and
more than 80% of a child with NTD to plan another pregnancy. For more than half of the families of
children with both disorders, the availability of prenatal diagnosis was considered to be of crucial
importance in the decision to plan future pregnancies, which suggests that they intended to make use
of these services. In terms of genetic counselling alone, a significantly better recall of the relevant risk
figures was found in the counselled group as compared with the group who had not received any
counselling. There is certainly no suggestion of any kind of goal of reduction of affected births in this
study, and it appears that counselling here is treated as straightforward information delivery. As a

result, its efficacy can be assessed through client recall.

Effectiveness in terms of knowledge acquired or information recalled after counselling appears to be
a commonly used proxy in this literature, demonstrating the emphasis which is often to be found on
the educational aspects of counselling. A number of other studies were found which compared ‘before’
and ‘after’ knowledge of genetic factors (e.g. Seidenfield and Antleys’ (1981) study amongst mothers

of children with Down’s Syndrome, Michie, McDonald and Marteau’s (1990) study involving an



unspecified group of 32 counsellees) or of risk and diagnosis (e.g. Sorenson, Kavanagh and Mucatel's

(1981) large scale study of 2,220 counselling recipients.

The reported findings of Watson, Mayall et al (1992) are consistent with those discussed so far.
People who were counselled following screening for CF showed a reasonable knowledge of the
disorder and its inheritance six months later. However, this study takes a broader view of screening,
by assessing its effects on anxiety levels, attitudes and actions of participants as well as knowledge.
It is not clear what form the counselling component took, or how it was carried out. In conclusion, the
authors report that varying degrees of anxiety were found to be associated initially with a positive
result, but most of this was allayed by genetic counselling. Unfortunately, however, this study did not
have a control group, so it is difficult to know how much weight to attach to these findings. The
concept of counselling here, then, combines information-giving and some form of psychosocial

intervention.

Highlighting another issue, Tibben et al (1992a; 1992b) report how, within the confines of service
provision, counsellors tend to pay less attention to individuals who participate in pre-symptomatic DNA
testing for Huntington's disease but test negatively. However, the authors reported the existence of
long-term numbing and survivor guilt amongst those at risk individuals receiving a negative test result.
Having shaped their lives against a background of possible Huntington's Disease, the emotional
effects of a negative test could still be considerable, and some of those testing negatively reported
feeling that their siblings would now be more at risk, or that they now had an obligation to help
sufferers in their family. The paper concludes that carriers, non-carriers and partners must all have
their specific needs attended to by genetic counselling for at least one year after testing. Here the
emphasis goes back to the psychosocial meaning of counselling rather than the information- delivery

aspect, and encompasses all service users, regardless of their eventual status.

Apart from the advocacy of further or expanded counselling by some of these studies, and the useful
findings of Frets et al, there is little one can conclude about the effectiveness of genetic counselling,
beybnd echoing Clarke's (1991) suggestion that it is very difficult to define efficacy in this setting.
Indeed, the studies are most useful in illustrating the inconsistency and/or reluctance to define what
a particular counselling programme actually consists of and what it is intended to achieve. Much of
this reflects the evasiveness of the new genetics about its goals and the standards by which
effectiveness could be measured. Unless it is possible to specify an intended outcome more clearly,
it will be always be difficult to evaluate the effectiveness of the counselling process. Is it to be

assessed by the level of understanding achieved, by the resolution of psychological distress or by a



specific change in behaviour? Each of these implies something different about the nature of the

counselling process itself and the skills that would be required to carry it out.

Other research has attempted to tackle this problem from a different viewpoint. Clients’ reported
satisfaction with counselling has been used as a proxy measure for effectiveness, e.g. in Bleiker,
Aaronson, Menko et al's (1992) study of 36 individuals who had received genetic counselling for
cancer. These individuals were asked to rate their satisfaction both with the care provided by the
clinical geneticist they had seen, and with general procedures at the clinic. Zare, Sorensen and
Heeren (1984) used similar methods in asking clients to rate counselling sessions in terms of clarity,
depth of discussion and clients’ willingness to raise issues; their particular interest, however, concerns
whether the sex of the counsellor affects these ratings. Interestingly, both of these studies
acknowledge their limitations, stressing the importance for findings such as these to be related to or
validated by qualitative analysis of the actual counselling session. Reported ‘satisfaction’ is highly
questionable as a valid or useful measure of the counselling process, since it does not necessarily
provide any information about what has actually occurred during counselling. Indeed, this problem
seems to be common to most of the literature purporting to look at effectiveness of counselling: whilst
the research focus has been on outcome measures, effectiveness is also fundamentally related to the
delivery of service, or process. Clarke, Parsons and Williams (1996) highlight this distinction,
suggesting that whilst outcome measures are valid in a research context, they are useless in practice;
this is echoed by Kessler (1997) who argues that outcome measures are methodologically inadequate,

as well as inappropriate, alone.

There are studies which go some way towards meeting this call for a focus on process when
examining effectiveness, for example by comparing different methods of counselling and assessing
the outcome in some way. Whilst this does not entirely solve the methodological problem, it does
address questions about how counselling should be conducted in order to be effective. Strategies
used here include the use of videotaped information alongside counselling (Cull, Miller, Porterfield et
al, 1988), or the use of differing counselling ‘formats’. Work by Fisher, Rowley and Lipkin (1981) and
Rowley, Lipkin and Fisher (1982) reports the use of 3 counselling formats: ‘conventional’,
‘programmed’ (again using video tape) and ‘patient structured’, and uses outcome measures of recall
and satisfaction to assess these. Young, Jorgenson and Shapiro (1986) also compare three formats
(in this case they are group, tape and individual counselling), and in assessing recall, conclude that
none of these are significantly more effective at conveying information. Similar studies have
incorporated other process variations, e.g. Loader, Sutera, Walden et al's (1991) use of dramatisation

and role models, but all have in common the outcome measures used as assessment. In addition, in



all these cases, there is limited information on how thesé differing kinds of format were interactionally
achieved or carried out, or indeed how the client’s recall relates to the actual counselling session. The
only study found here which attempts to address the latter part of this problem is by Michie, French,
Allanson et al (1997), which compares counsellors’ summaries of consultations and the information
recalled by clients with tape recordings of fhe actual sessions. For their sample, the authors concluded
that counsellors’ summaries were a valid baseline against which to measure patient recall.
Unfortunately, this still fails to address the more fundamental problem of assessing the interactional
process of counselling, since the process component here is used indirectly to validate a particular
outcome measure, rather than as a resource in itself. It seems that while the importance of the
counselling process has been recognised, the search for effectiveness measures has yet to fully

incorporate this.
1.2 The Role of the Genetic Counsellor

At least part of the problem of defining a suitable measure of effectiveness, and finding ways to
analyse this, appears to stem from broader debates on the role of the genetic counsellor, particularly
in relation to the complex ethical considerations that are an integral part of the genetic counselling
process. A clear definition of what counselling, and the role of the counsellor, should consist of, is an
essential basis for any evaluation. There is already a recognition of the need to research what occurs
in the process of counselling, and also to evaluate counsellihg on the basis of process factors.
Fundamental then is an agreement of what should characterise this process in order to evaluate it.
Unfortunately, there is a clear lack of consensus, and much debate, concerning how the counsellor
role and counselling process should be characterised. Furthermore, there must be a recognition that
often, ‘taken for granted’ terms and concepts relating to role can carry a multiplicity of meaning, and
involve contested definitions. Which definition is being used has important implications for the

assessment of any study.

The key area around which this conflict appears to revolve is non-directiveness. A significant amount
of literature focuses on the role of the genetic counsellor in relation to the guiding principle of non-
directiveness, and generally, research suggests that directiveness is not uncommon (Michie, Bron,
Bobrow et al, 1997). However, as Kessler (1997) notes, the issue of definition of this term is critical,
since it may be invoked to incorporate anything from solicited advice giving to persuasive coercion.
Once again, the interactional dynamics of counselling are a fundamental issue here: whilst a clear
definition might make the task of evaluation easier, the situations arising in counselling sessions are

too complex to be easily suited to rigid adherence to particular principles. Indeed, some of these



principles, such as client autonomy, may not be desirable to all those receiving a counselling service.
Just as there are differing professional perspectives on what a counselling session should constitute,
so there are amongst clients. The next two sections of this review consider the research examining

these lay perspectives.
1.3  The Lay Person's Knowledge and Attitudes

Lay perspectives do receive some attention in the literature, with the majority of research focusing
specifically on lay knowledge and/or attitudes to genetic services. The research studies which fall into
this category have used a variety of survey designs and strategies for their data collection. Again,
actual genetic counselling clients, members of a client's extended family and the general public have
all been used in these studies. Both prenatal and predictive testing have also been considered. These
studies can be seen as a way of defining the baseline knowledge about genetics in the population
which may come for counselling and of the attitudes with which potential recipients approach the
encounter. However, there seems to be no work which deals directly with the non-professionals'
specific knowledge of or attitude to genetic counselling, as opposed to screening in its most general

sense.

We will look first at different populations' attitudes towards carrier testing and prenatal diagnosis (see
Decruyenaere et al 1992a, 1992b; Hildes et al 1993; Mitchell et al 1993; Watson et al 19923, 1992b)

and then move on to look at levels of knowledge about these services.

Decruyenaere and his colleagues (1992b) questioned 169 women aged between 21 and 35. They
were asked to state what their attitude to predictive testing for Huntington's disease would be, if they
were to have a 50 per cent risk of developing the disorder. The use of such hypothetical exercises is
not unproblematic as a research tool, since they rely on the respondents' ability to imagine themselves
in the specified situation. The validity of this assumption frequently goes unexamined. These
reservations aside, however, the results are typical of this type of study in the field. Half the group,
although expressing interest in predictive testing, would be reluctant to tell their employers and
insurers if they received a positive test result. This shows that people are aware of the dangers such
knowledge about one's own condition can bring. Having ascertained attitudes towards predictive
testing, the authors go on to establish whether prenatal testing would be acceptable. The study also
found the typical response that, despite a high acceptance of prenatal testing in theory (50%), only
one quarter of the women thought they would terminate a pregnancy following a positive result (see

Evers-Kiebooms et al 1993; Denayer, Evers-Kiebooms et al 1992; Decruyenaere et al 1993). It would



seem that the efficécy of genetic counselling as measured by a reduction in affected births is likely

to be not only unacceptable, but also inaccurate.

Denayer, De Boeck et al. (1992) and Denayer, Evers-Kiebooms et al (1992) both looked at
reproductive decision making, risk percepﬁons and attitudes towards carrier identification and prenatal
diagnosis among aunts and uncles of a child with cystic fibrosis (CF). Again the findings were
consistent with similar studies. About three quarters would (probably) make use of heterozygote
detection and would (probably) ask for prenatal diagnosis should they become pregnant, but less than
half thought that they would opt for termination given an affected fetus. The intention to use prenatal
diagnosis was significantly associated with age and educational level. Other studies which found a
correlation between education level and age with knowledge and/or decisions made include Tibben
et al 1992a, 1992b; Wertz and Sorenson 1986 and Decruyenaere et al 1992a, 1992b. Despite the
correlation between an apparent willingness to utilise genetic services and educational level, however,
Decruyenaere et al draw a more general conclusion: that the rate of technical advance in genetics
contrasts sharply with the slow diffusion of information on this subject to the general population
(Decruyenaere et al, 1992b: p189).

Three other studies have looked at people's attitudes towards carrier testing and population screening
(see Mitchell et al 1993; Watson et al 1992a, 1992b). Mitchell and colleagues looked at what young
people (i.e. between 15 and 17 years) think and do when the option for CF carrier testing is available.
There was a high participation in the screening and the authors found that carriers had positive
attitudes towards the education and testing experience. Parents of children with CF were targeted by
Watson et al to study their attitudes towards both prenatal diagnosis and carrier screening. They
discovered that as many as 92 per cent of their sample would support the introduction of a population
screening test to detect carriers of CF but only 19 per cent thought it should be mandatory. 64 per
cent would not choose to have any more children if it were known that they were both carriers, 74 per
cent would have a prenatal test if pregnant, 44 per cent would not and 23 per cent were unsure.
Overall, by whichever means, 72 per cent would seek to avoid having another child with CF. A second
study by Watson, Mayall et al (1992) examined the psychological and social consequences of
_ community carrier screening programme for CF. Over 3000 individuals were screened. All those
involved were reported to be in favour of screening and were glad to have been tested, suggesting

that screening may improve understanding of CF among the population.

From these surveys of peoples’ attitudes towards, or perceptions of, particular services we can see

some common findings:
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1. People are generally in favour of the idea of prenatal diagnosis, but are less clear about
whether they would opt for therapeutic abortion in response to a positive result. Since many
of these studies have been carried out using members of the population not known to be at
genetic risk, it is easy to see why they find it hard to make decisions involving a hypothetical

situation that may be far removed from their realm of experience.

2. People would usually want to keep the knowledge about their own condition within a close
network of family and friends. This also raises issues of personal choice, and an individual's
right to choose not to undergo testing. Issues of ownership of knowledge are also pertinent:
if an individual's family may also be at risk, who has the right to tell or withhold this

information?

3. It appears that people's level of education and age are significantly associated with whether
or not they find particular genetic services acceptable as an option for them. There is also a
proposed correlation between class positibn and attitude towards genetic services (Wertz and
Sorenson 1986). It is unclear if these reported attitudes are related to an individual's perceived
understanding, and hence usefulness, of a service, since if a person feels they will not be able

to understand or apply information of any kind they are unlikely to seek it in the first place.

The following two examples focus more directly on people's knowledge about genetics, again looking

either at the general public or at the extended family of an affected individual.

The first example examined community knowledge about carrier screening and prenatal diagnosis for
CF (Decruyenaere et al, 1992b). The findings show a very poor knowledge of the nature of CF and
an even more limited awareness of its inheritance by the group. Again, knowledge was mainly
associated with educational level. Varekamp et al (1993), in their retrospective study of women who
were possible or obligate carriers of the haemophilia gene, found four factors to be statistically related
to their sample's knowledge about carrier testing for haemophilia: information via the media; an
affected relative in the nuclear family; medical severity of haemophilia (three levels of severity); and
information from patients' organisations. The last two factors were related to usage of carrier
screening by those with knowledge. The following three factors were also found to be related to
usage: attitudes towards abortion due to haemophilia; educational level; and marital status.
Respondents stated that relatives, especially parents and sisters, were the most important source of

information about both genetic counselling and carrier testing.
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Extended family members have been the target for much of the research in this area (see Denayer
et al 1992a, 1992b; Evans et al 1993; Suslak et al 1985). Perhaps because of their family status, it
seems to have been assumed that this group of people should be better informed than the general
public. Studies have looked at the way in which information has been transmitted among family
members and the degree to which counseiling has been understood. Only one asked direct questions
about the transmission of information between family members (Suslak et al 1985). The authors
interviewed 12 balanced translocation carriers who had 36 siblings and 21 parents between them. Out
of these, four siblings had not been informed (from two families) and only 16 of those informed had
had tests. Of the parents, 14 had been informed and three couples had been tested. This again raises
the question as to whether genetic professionals have a right, or indeed a duty, to disclose genetic
risk information to siblings or other individuals at possible risk. Results from the work of Denayer et
al (1992a; 1992b) show a very poor understanding of CF by aunts and uncles of the affected child.
Only a small proportion of the respondents (around one quarter) were aware of their approximate risk
of being a carrier of the CF gene and/or of the risk of having a CF child. However, almost one third
used their subjective understandings of this risk in reproductive decision making. So, whilst the
general conclusion seems to be that the majority of the respondents were not reluctant to discuss their
condition with family members and friends, it is not clear that they did so in sufficient detail to establish
that relatives understood the implications of the information for them. Again, there are implications

related to the ownership of knowledge here.

From these studies it is apparent that knowledge about genetics generally, or particular genetic
services, is quite poor even among individuals who may either be at risk or thought to have special
knowledge due to their kin relationship to an affected person. However, the subjects in these studies
had not had any prior direct experience with a genetic clinic or genetic counselling. The literature
dealing with this latter group of people can be divided into those studies which are carried out before
counselling, those which are carried out after, and those which make comparisons of findings from
both situations. In some cases, ‘before’ assessments are used as a tool to develop appropriate
counselling, e.g. Hallowell, Murton, Statham et al (1987), whereas in others it is unclear whether the
preferences or expectations elicited are ever carried through into practice (e.g. Audrain, Rimer, Cella
et al, 1998). Michie, Marteau and Bobrow’s (1997) study, focusing on expectations of counselling
among people who have not yet received the service, actually presents an evaluation of how these

expectations are fulfilled.

Other studies have more in common with the ‘satisfaction’ surveys previously discussed here, e.g.

Shiloh, Avdor and Goodman’s (1990) examination of satisfaction levels, and determinants for this
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satisfaction, amongst genetic counsellees; some research combines this with an assessment of
knowledge post-counselling, e.g. Markova, Forbes and Inwood’s (1984) study amongst those who had
received counselling for haemophilia, or encompasses more broadly social aspects such as attitudes

to dealing with the knowledge received (Tyler and Harper, 1983).

Obviously, attitudes and expectations of clients are important for service providers, particularly with
regard to satisfaction. This becomes even more important if satisfaction is to be used as a fneasure
of effectiveness. However, lay attitudes to how counselling is carried out is only one part of the
equation: as Tyler and Harper's work suggests, lay perceptions of the information given during

counselling and the ways that this is dealt with are also fundamental.
1.4 The Lay Person’s Perception of Risk

A number of studies have attempted to elucidate and understand lay perceptions of genetic risk.
These studies fall into two groups: those which examine this issue in the absence of counselling or
before it takes place; and those which examine the issue post-counselling. The former group, in the
shape of aunts and uncles of children attending a cystic fibrosis (CF) clinic, are the subject of the
study by Denayer, Evers-Kiebooms et al (1992). Their finding was that only one quarter of their
sample of aunts and uncles of a child with CF were aware of their approximate level of risk of being
a carrier of the CF gene, and/or of the risk of having a CF child. However, at least 39 per cent of the
total sample used their subjective understandings of this risk in reproductive decision making,
underlining the importance of lay knowledge in making reproductive judgements. These findings are
fairly similar to the other studies considered here. Interestingly, the study is inconclusive in terms of
future use of screening services, with 75% of the sample saying they would (probably) ask for prenatal
diagnosis, and less than 50% saying that they would terminate the pregnancy if they found the fetus
was affected. The authors suggest that those non-respondents to their questionnaire tended to be the
relatives of those newly diagnosed with CF: there may be important issues here around attitudes

towards coping with CF, as well as issues of recall, which are not discussed in this study.

Evans et al (1993) looked at the perceptions of risk in women with a family history of breast cancer
before a counselling session. The questionnaire asked how women perceived the risk of breast cancer
in the general population, as well as their own personal risk. These estimates were then used as a
basis for the counselling. They found that only 11 per cent were able to identify the correct population
risk. Over 50 per cent of these women were unable to assess their own lifetime risk. Whilst there were

both under estimators and over estimators, the under estimators tended to significantly underestimate.
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As a result of this study, the authors raise an important issue which is easily overlooked: for a
significant proportion of these women (the under estimators), the counselling could have been a

worrying or threatening experience.

Returning to the generally poor assessment of risk, Huys, Evers-Kiebooms, and d'Ydewalle (1990)
explain similar findings in a pre-counselled group as the result of the difficulties people have in
understanding risk expressed in terms of probabilities. More than half of the women in their sample
gave an incorrect answer to questions about their own risk. Some reformulated the risk of an affected
child, framed by the counsellor in terms of a healthy child, into a risk framed in terms of an affected
child.

The final studies considered in this group are by Parsons and Atkinson (1992) énd Parsons and
Clarke (1993). The earlier study looked at lay constructions of genetic risk and found fundamental
differences between medical and lay understandings of the statistical issues involved. The authors
express concerns over the possible important consequences these differences may have for the
women's reproductive behaviour. The later study reported the same significant differences between
lay and health professionals' perspectives, especially regarding the thresholds used to distinguish high
and low risk. Some of the women, when quoting their risks in mathematical form, confused their carrier
risks with their reproductive risks, and several did not retain their risk in numerical form at all. These
women had translated their risk into a descriptive category which resolved it into greater certainty, e.g.

not so bad.

This last finding highlights a concern expressed by Barbara Katz Rothman (seminar 17-5-95
Nottingham University) regarding the ambiguity of prenatal diagnosis and genetic testing more
generally. Many of the respondents in her research had disclosed that they would only consider
therapeutic termination in response to a positive result from prenatal testing if the disorder was
'severe'. It could be argued that if clients find risk difficult to comprehend, the ambiguity of testing may
well be involved as a causal factor in this confusion. Mary Seller (1982b) warned about the potential
misinterpretation that can be caused when talking about 'risk' or ‘abnormal child'; "...it is important to
remember that what one person thinks of as 'risk' or 'abnormal’ is not necessarily what another may
believe". This problem is surely only going to be heightened with the added problems of clients
misinterpreting what health professionals actually mean, and the ambiguity surrounding severity which

comes with testing for almost all disorders.
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Once again, little research appears to exist on how risk is presented and received in actual counselling
sessions, i.e. the process influences. However, there is a growing body of research which adopts a
more theoretical psychological approach to this problem, discussing what lay risk assessment actually
is, and attempting to elucidate the processes or cognitions that underlie this assessment. As in the
previous section, some of these studies deal with research subjects asked to place themselves in
hypothetical situations, whereas other use actual counselling clients. Kessler and Levine’s (1987)
study falls into the former group, using undergraduate students. The authors examined the subjective
assessment of risks provided in fake counselling sessions as both percentages and proportions, and
found that there was a significant difference in perceived magnitude between these two presentations,
so that percentage figures tended to be seen as greater. Interestingly, the group of subjects that
reported using a ‘person strategy’ to assess risk (i.e. visualising mental images of persons or parts
of persons) were in contrast to the rest of the group, perceiving proportions as’having greater
magnitude. This study highlights the importance of linguistic framing, and the influence this can have
on the processing and understanding of risk information. Similar results were found by Chase, Faden,
Holtzman et al (1986) in relation to the influences of the numerical frameworks used. Other studies
employing similar theoretical paradigms stress the importance of context for processing and
memorising genetic information (e.g. D’Ydewalle and Evers-Kiebooms, 1987). However, all these

studies use fake clients in artificially manipulated situations, and so their practical use is limited.

A study by Wertz, Sorensen and Heeren (1986) is one of the few found here which examines issues
of risk assessment using counsellees in relation to real counselling sessions. This study also
compares clients’ subjective or qualitative assessments of risk (e.g. high, low) with the numerical risks
presented by counsellors. Once again,' discrepancies were found across the categories, but
importantly, counsellors were also asked to make a qualitative assessment; the authors found that
this discrepancy remained here, with clients’ modal interpretation of a 15-50% risk figure being
‘moderate’, while for counsellors it was ‘high’ or ‘very high’. Ekwo, Seals, Kim et al (1985), also
working with a group of female clients in relation to actual counselling situations, also found a
generally low correlation between objective and subjective risk estimates. These studies might be
described as process research in that through using psychological models of learning theory, they
attempt to show how as well as what risk perceptions are made, and to gain a deeper understanding
of the mental process. Once again, however, how this information is conveyed interactionally is lost

in the reporting of the studies.

To conclude this section there are four observations to be made. Firstly, it would seem that all these

studies, whether pre- or post-counselling, have found that there is a minimal understanding by clients
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of actual genetic risk. This is true even of those populations who might be thought to have some
genetic knowledge through contact with family members with genetic disorders. The second common
finding is that there is a high rate of confusion amongst lay people when it comes to translating
medical information into something they can understand. This is evident in the different vocabularies
of lay and health professionals when discussing issues like risk. The third point concerns the confusion
which arises from different types of risk (e.g. carrier and reproductive), and the ambiguity that comes
with the results. The fourth is that, in common with many of the studies in this area, no information is
provided concerning how or what the clients were told as opposed to what the counsellors knew they
were supposed to tell them or reported telling them. Does the confusion arise from a confusing

message in the first place?
1.5 Psychological Effects of Genetic Counselling

The psychological effects of genetic counselling receive greatest consideration in the literature in
relation to diagnostic testing. There are two distinct sorts of genetic test which may be carried out:
predictive testing, where an individual is informed if they have inherited a gene which will cause them
symptoms in later life (e.g. for Huntington's Disease); and prenatal testing. Prenatal testing may be
further subdivided into two groups: those performed specifically for couples known to be at risk of early
onset severe genetic disorders, such as CF; and routine antenatal screening tests which can identify
abnormality in the baby. In these latter circumstances, delivery of the diagnosis/prognosis and other

information is rarely in the hands of the geneticist, and will not be considered at length here.

Mennie et al (1993) researched the psychological effects of prenatal screening for CF. 1798 women
accepted the offer of testing, and 64 were identified as carriers. The major finding from this study
reveals that, compared to control groups who were identified as non-carriers at testing, both carriers
and their partners showed a significant increase in generalised psychological disturbance which could
be attributed to anxiety and depression. This was during a four day period when they were awaiting
the test results of the partners. After the results had been disclosed both parties returned to their

control levels.

Two further studies also report anxiety in their samples. Evers-Kiebooms et al (1988) investigated the
psychological impact of amniocentesis in three different risk groups: mothers of advanced age,
mothers who had a previous child with DS, and mothers who had a previous child with NTD. They |

found that anxiety levels in relation to the test differed between the groups, but also showed
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considerable variation within the group. Overall, however, the evaluation of the procedure was said

to be positive, and a high subsequent uptake was both stated and carried out.

Watson, Mayall et al (1992) examined anxiety in those being screened to ascertain whether they had
CF carrier status. They report that this anxiety was mostly allayed by genetic counselling. However,
since the screening process was simply to determine (asymptomatic) carrier status, which is not
necessarily problematic in reproductive terms, this seems likely to have had an impact on expressed
anxiety. Similarly, Livingstone et al (1994) detected no anxiety among a cohort of the population they
screened for CF carrier status. In addition, they found that 99 per cent of the questioned participants
expressed satisfaction with the concept of couple screening for CF. Clearly, different screening or
testing programmes have different practical, moral and temporal implications for the participants, and

so there are no easy comparisons to be made or conclusions to be drawn here.

However, what these results do imply is that, in any kind of testing, anxiety can be great during the
waiting for results and following a positive result. This echoes one of Barbara Katz Rothman's
concerns, that prenatal testing creates an unnatural and unnecessary 'emotional hell' which is caused
by the availability of tests. As she points out, terminating a wanted baby due to unfavourable test
results is not the same thing as what she calls an 'un-pregnant' termination, where a pregnancy is

terminated regardless of genetic status because it was unwanted from the outset.

If we return to Tibben, Neirmeijer et al (1992), it is evident that the authors are reporting similar
emotional problems in their subjects. Tibben and colleagues questioned those people who did take
up the opportunity of pre-symptomatic DNA testing for Huntington's disease, and those non-
participants who were at 50 per cent risk. They found that the ones who did attend were the ones who
had predicted that they would not be emotionally affected by the outcome. They were also highly
educated and had anticipated that the results would help them plan and control their own future.
Overall, the non-participants had more fears and more negative attitudes about the possibility of a
negative result. Whether or not emotional stress or anxiety is directly related to age or education level
is unclear, and is not an issue which is addressed in the majority of the literature, but it may be an

important factor in the kind of psychological reaction an individual will experience.

The final study to be considered in this section relates to the issue of what clients themselves report
to be their influences and reactions to genetic counselling. Wertz and Sorenson (1986) had 628 clients
complete questionnaires six months after their genetic counselling session. 273 (43.5%) of these

reported that the session had had an influence on their reproductive plans. Again, it was found that
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these clients on average had a higher level of education than others in the sample. However, the
change and stability of reproductive plan patterns of both groups - self confessed influenced and not
influenced - were similar. The authors discuss the possible reasons why some people report expert
influence and others do not when their behaviour is similar (see Strong, P, M. 1980, for an interesting
addition to this debate). They conclude, émongst other suggestions, that this response is related to
social class. The problem, however, is that it is virtually impossible to measure the actual utilisation

of the medical information given during counselling as a factor in eventual decision making.

Although the majority of literature in this area appears to relate to genetic testing, there are also some
studies which focus directly on the counselling experience. Fisher, Rowley and Lipkin’s (1981) study
has been préviously discussed in terms of its assessment of the impact of different ‘formats’ of
counselling. However, this study also examines the psychological impact of counéelling on mood.
Mood change is assessed by using a psychological scale, both before and after counselling. The
authors conclude that the use of different formats made no significant differences to mood changes,
although there is no discussion of what these mood changes actually were. Cull, Miller and Porterfield
(1988) carried out a similar assessment of differing counselling formats using the Spielberger State-
Trait Anxiety Inventory, and also found no significance between groups. Similarly, Michie, Marteau and
Bobrow’s previously discussed study examines not only clients’ expectations of counselling, but also
psychological impact, again using the Spielberger Inventory. Here, the common sensical conclusion
is drawn that there was reduced adverse psychological impact when patient expectations were met
in the counselling session. All of these studies, however, are concerned with comparisons of
counselling methods rather than the counselling itself. The only study identified for this review which
has as its explicit focus anxiety levels as a result of counselling is Lloyd, Watson, Waites et al's (1996)
work on familial breast cancer. The authors found that counsellees had higher breast cancer specific
distress rates after counselling than before, despite being more informed. Once again, the potential
for counselling to be a worrying or threatening experience is underlined. Yet to consider an issue
which has not yet been raised, as Jarman (1982) points out, counselling can also have an adverse
psychological impact on the counsellor. The interactional dynamics of delivering uncertain or
unwelcome information are a two way process, and it is to studies considering the counsellor’s

perspective that we now turn.

1.6  Counsellor/Practitioner Knowledge and Attitudes

Despite the recognition of the psychological dimension of counselling for the counsellor, most of the
work that appears to exist in this area focuses on the examination of professional attitudes and

knowledge of genetic issues as they relate to service provision. More specifically, the focus is on
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ethical issues arising in practice. Holtzman’s (1993) study of practitioner knowledge and attitudes in
the US, for example, reports not only that medical geneticists and genetic counsellors have a far
greater knowledge of even the basics of genetic risk than primary care physicians, but also that non-
geneticists were more likely to be directive given a hypothetical counselling scenario. However, it
could also be assumed that genetic professionals would have a greater knowledge of what would be
deemed ethically correct in this situation, and that their responses reflect this ideal rather than actual

practice.

Burke’s (1992) study also has a clear ethical focus, examining US genetic counsellors’ attitudes
towards fetal sex identification and selective abortion through interviews. Overwhelmingly, non-
directive counselling was endorsed, and the use of prenatal diagnosis for sex selection purposes was
condemned. Interestingly, when client views conflicted with their own, counsellors/reported using
psychological mechanisms to cope, such as redefining the category of ‘unwanted pregnancy’ to
include ‘wrong sex’. The possibility of differing cultural values is also highlighted: this is echoed in
Wertz and Fletcher's (1988) and (1998) studies of sex selection in 18 and 37 nations respectively.
Again, the conflict for counsellors between maintaining personal integrity and serving their clients
needs is stressed. Differing counsellor characteristics are also assessed in these terms, e.g. Wertz's
(1993) study which discusses the impact of gender on ethical decision making in the provision of
genetic services, and concludes that women are likely to be less directive than men. Unfortunately,
all these studies are based on reported action, so the relationship between what people do and what
they say they do remains unknown. In addition, with the exception of Burke’s study, and Wertz's 1993
work, all of this research involves invoking hypothetical situations. There is little debate that genetic
counsellors are aware of the ethical dilemmas involved in the provision of services, but it would be

interesting to see how they deal with these difficulties in actual practice.

1.7 Potential Clients

Another group of studies have tried to predict the take up of particular genetic services by focusing
on more narrowly specified groups seen as potential users. These groups were then questioned about
whether they would use any of the services available. There has, however, been a much lower uptaké
than these studies predicted, which raises the question of whether the right groups of people were
targeted for the research. Did the projected clients actually see themselves as such? This section
considers who the assumed potential clients for genetic clinics are and some of the reasons

researchers have identified to explain the unexpectedly low uptake.
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The studies in the first group of this section have concentrated on pfedicting the take up of particular
genetic services. The second group have tried to find explanations for why the take up was much

lower than the first studies suggested.

All the studies in this first group have relied upon either interviews or questionnaires for their data
collection. The target populations are extended family members of an affected individual. These
people are all either at risk of being a carrier of the disorder in question and/or of having an affected
child.

One study (Swerts 1987) divided the subjects into three groups: one having received genetic
counselling; one having had an amniocentesis performed; and the third group having neither. In this
study the participants either had a child with Down's Syndrome or with a neural tube defect. Swerts
reports that the information given during counselling influenced more than half of the parents of
children with DS, and 80% of the parents of children with NTD, to plan another pregnancy. She also
states that for more than half of the families with a child having either disorder, the availability of
prenatal diagnosis was of crucial importance in the decision to plan future pregnancies. The
considerable proportion of parents who rejected amniocentesis most often cited moral convictions or
fear for the risks of the procedure as their reasons. So, it would seem that those who received genetic
counselling did not necessarily go on to use the services available for their own particular needs. It
appears that a better, if less concrete, measure of the efficacy of genetic counselling might be the
proportion of clients who feel empowered to make their own personal decision as a result of the

counselling process.

A second example in this first group of studies is by Decruyenaere et al (1993) who focused upon
young women's attitudes towards predictive testing and prenatal diagnosis for Huntington's disease.
The authors found that, although half would consider prenatal diagnosis, only one quarter would
consider termination following a positive result. In a large-scale Belgian survey, Evers-Kiebooms et
al (1989) found an even higher proportion of at risk persons and their partners (66 per cent and 74
per cent respectively) intending to make use of predictive testing for Huntington's disease. Although
Evers-Kiebooms and her colleagues found that the motivations behind their respondents' decisions

were very complex, they could specify that they were not related to socio-demographic characteristics.

Of course, someone does not have to undergo diagnostic testing to be defined as a user of genetic
services. From these studies, however, we can see that researchers expected the potential clients

of genetic services to be those individuals who were already known to be at risk for one reason or

20



another. All the studies predicted that there would be a fairly high uptake of specific genetic diagnostic
tests by this target population. However, what people say is not necessarily the same as what they
will do, and in particular the link between attitudes and behaviour is complex and poorly understood.
In the event, all of these studies were subsequently proved wrong by a much lower uptake. However,
there are significant differences between predictive testing for late onset disorders such as
Huntington's disease, and prenatal testing for disorders which will have a lifelong impact, e.g. Downs
Syndrome. Prenatal tests are very rarely performed for adult onset disorders, since this would involve
the consideration of therapeutic abortion as a solution to something far in the future. This point takes

us straight to the results of the first study in our second group.

Adam et al (1993) found that demand for prenatal testing for Huntington's Disease a‘mongst 425 at
risk couples in Canada was only 18%. The most frequently cited reason for this decision was the hope
that a cure would be found in time for their children. A lower percentage of actual patients reporting
an influence on their reproductive planning was apparent in Eggers et al (1993) study of people with
Facioscapulohumeral Muscular Dystrophy (FSH). In this small study of 46 patients, most stated that
they would have liked to have known their diagnosis earlier; for example in order to prepare
themselves emotionally, or to choose an appropriate profession. Although they were generally in
favour of the optioh of prenatal diagnosis, only 2 said they would consider therapeutic abortion in
response to a positive result. Genetic counselling seemed to have little influence on family planning
and the authors report that AFSH does not seem to reduce reproductive performance in our
population. Whilst the possible reasons for this are not explored in this study, these patients may be
seen to be in something of an expert position, since they know first-hand the impact their condition

has on everyday life, and are able to make reproductive decisions on this basis.

Tibben, Niermeijer et al (1992) discovered that the few parti¢ipants who did actually take up the
opportunity for predictive testing for Huntington's disease in their study were more highly educated
than average, and had already anticipated that they would not be emotionally affected by the outcome.
Instead, they had the test for similar reasons given by the group with FSH: in order to control and plan
their own future. The same study found that those who did not participate in the ftesting (who were also
at 50 per cent risk) seemed to express more fears and more negative attitudes about the possibility

of a positive result.

Summarising these studies there are three main observations to be made. Firstly, the nature of the
disorder, the kind of testing, and the possible support or treatment services available seem to be

crucial factors in decision making. In a study by Houlston et al (1990) much higher responses to
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screening were found among relatives of patients with colorectal cancer, where there is a recognised
medical treatment regime, for example. If the disorder is late onset, such as Huntington's disease,
couples may turn down prenatal diagnosis on the basis that a cure may be found before their child
develops symptoms, or that it is impossible to make a decision based on a temporally distant
outcome. The decision to undergo prenatél diagnosis for a condition with no potential for a cure (e.g.
CF), or for treatment (e.g. Down's Syndrome), appears to be strongly linked with peoples attitudes to
abortion, with some individuals rejecting the testing as a result, and others stating that the test will help

them to plan or give them control.

Secondly, the perceived severity of an illness influences pecple's reproductive planning. In particular,
experience of an illness relates to perceptions of severity. As we have seen above, individuals at risk

of FSH were not overly concerned about restraining their reproductive behaviour because of this fact.

Finally, a person's educational level and attitudes towards information about their carrier status affects
their decisions to utilise genetic services. However, a person's educational level is not a predictor of
whether and to what extent they will be affected emotionally. People who predict that they will not be
negatively affected emotionally by the information are more willing to make use of the services
available. This again raises the issue of how individuals receive and handle the information delivered

by a genetic counsellor, which will be discussed in more detail below.
1.8 Process Research in Genetic Counselling

Throughout the literature previously examined, we have drawn attention to the need for research on
the process of genetic counselling. This final section of the first part of this review considers the

process research which has been carried out thus far, in order to suggest a'way forward.

Once again, a wide variety of methods have been used in this area. What authors have in common
is recognising that the focus on outcome measures alone is of little use for the development of
practice, in terms of evaluating and specifying training needs and issues. In common with other
genetic research areas, a psychological theoretical framework underpins the majority of the work here,
e.g. Kessler's (1981) analysis of a transcript of a counselling session. The author explicitly states that
his motivation for research is the limitation of outcome studies which results from a lack of knowledge
of the actual content, structure and dynamics of the session evaluated. He presents a transcript of a ’
pre-amniocentesis genetic counselling session, which is analysed in terms of such issues as

procedures used by the counsellor, the style of counselling, and the nature of counsellor interaction
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with counsellees. Kessler concludes that the session was content-oriented, and that the counsellor
avoided or evaded effective issues. He also identified elements of directiveness. However, it is
important to remember that this is a study of only one consultation, in relation to a particular genetic
service. Whilst it may provide issues and pointers for training, a larger body of research is clearly
needed.

Transcript analysis also features in Kessler and Jacopini’s (1982) study, but this time the analysis is '
quantitative, building on hypotheses developed in the previous study concerning counsellor style and
behaviour. The Bales system of scoring interaction is used, which involves the applications of
categories and scores to small subsections of the transcript. These categories include ‘positive’ and
‘negative’ reactions, questioné, ‘agreement’, etc. However, the end result is that, through use of these
scores, we are taken further away from the actual interactional processes that VKessIer himself
suggests are so important: findings are reported such as “the counsellor initiated 54% of all units”, but

it is not clear for example whether there was client resistance to this on any or all occasions.

Transcripts are again used to slightly different ends by Kessler, Kessler and Ward (1984). Here, both
actual and potential counselling situations are explored and discussed in terms of what is done by the
counsellor and what should be done. Interventions for effective management, in particular in dealing
with guilt and shame, are discussed, and a number of tactics for dealing with these issues are
suggested, such as use of authority, normalisation and limiting liability. However, some of these
situations are completely hypothetical, and it is unclear what advice is given to the counsellors on how
to incorporate these tactics interactionally. Once again, the focus is shifted from the two way

interactional processes of actual counselling sessions.

One difficulty in exploring actual sessions is how to record or preserve these. Van Zuuren’s (1997)
investigation into neutrality, and Van Zuuren, Van Schie and Van Baaren’s 1997 work on uncertainty
both examined verbal exchanges in 30 counselling sessions, as they were recorded in writing by a
psychologist. The choice of methods, however, raises issues of validity and reliability, particularly in
terms of the influence of the interpretation of the transcriber. The authors themselves advocate the
use of audio tape for future validation. Additionally, in both cases, material deemed to be relevant to
the research question was extracted from the body of the consultation, raising issues about the
context of interactional exchanges. The results:- that there is a bias towards the use of genetic
services, and that uncertainty is a factor in client stress- are consistent with outcome research studies

discussed earlier.
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The remaining studies to be discussed in this section all make use of audio or video recordings.
Whitten, Thomas and Nishiura's (1981) evaluation of sickle cell trait counselling involved the audio
recording of 193 structured counselling sessions. Once again, the authors’ stated aim is to address
the lack of knowledge about content, quality and instructional activities of counsellors which results
from outcome measures alone. Their quantitative analysis rates counsellee success in acquiring
information on 10 components defined as key aims of this particular counselling programme. This was
assessed by ascertaining whether counsellees’ answers to a number of questions asked were |
satisfactory. However, it is unclear whether the authors’ conceptions of what is satisfactory correspond
with those of the counsellees. Adequacy of counsellor performance was also assessed in relation to
information transfer. This study represents a practical evaluation of an actual programme, although
once again its focus is on specific components of the counsellor's role. In additiqn, the authors’
determination of what is to be treated as satisfactory raises questions about hoW this relates to

counsellor and client experiences of the process.

Specific aspects of counselling were also investigated by Mendez and Shymansky (1984), using video
tape as a mechanism to highlight physician verbal patterns and behaviours during 49 counselling
sessions. The authors stress the importance of analysing communication as a chain of events, rather
than abstracting single events and considering them in isolation. Using tools called the Physician
Communication System (PCS) and Interviewing Attributes Questionnaire (IAQ), encounters were
categorised and coded, and physicians were categorised into groups according to their score. The
results show differences in verbal behaviour and verbal patterns as analysed by IAQ group. Although
some of the practical details of this are then discussed, (e.g. physicians with low scores are more
prompt to emphasise cognitive aspects of the interactions, and to avoid silence) this has the effect of
distancing the reader from the actual interactions. Once again, there is no suggestion of how these
variations were received by clients, or how physicians who have low scores might acquire better skills

in practice.

Chapple and May’s (1996) work using two case studies to examine genetic knowledge in the context
of family relationships also makes use of video data. The authors claim that their use of ethnographic
methods enables not only detailed insight into family relationships, but also examines this in relation
to the actual process of counselling, without transforming it through application of a coding tool or pre-
defined scheme. With the co-operation of 30 families, consultations were video-recorded, and post-
counselling interviews were also carried out both with the counsellor and the client. Counsellors were
asked a number of questions relating to what their aims and intended achievements for the session

had been, and whether or not they felt this had gone well. Clients were asked about their expectations
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of the service, whether they had any concerns about the consultation, and their views of what had
taken place. They were also re-interviewed after 6 months, and asked whether the consultation had
been helpful and whether there had been an effect on family relationships. The discussion here
focuses on two cases, a child with fragile-X syndrome and a mother and children identified as carriers
of Patau’s syndrome. Analysis suggests that psychosocial issues such as guilt, stigmatisation or
possible damage to social relationships were rarely discussed, and the authors conclude that genetic

counsellors must be trained to deal with these issues as well as diagnosis and risk calculation.

A further publication using this body of data (Chapple, Campion and May, 1997) looks at the use of
clinical terminology and its effects on anxiety and confusion of clients. The findings here suggest that
the language used in counselling is often confusing and misunderstood by families, with unfamiliar
terms conjuring up alarming images. The practical implication is that counsellors sﬁould try to use
simple, understandable language, and give clear explanations of unfamiliar terms that cannot be
avoided. A careful choice of words, the authors suggest, can reduce risks of labelling and stigma, but
can also prevent unnecessary anxiety experienced by clients when they hear unfamiliar medical
terms, such as eponymous syndromes, employed in diagnosis. This study not only provides practical
resources for counsellor training, but also demonstrates the fundamental significance of the
communication process. Clearly, further research is needed which demonstrates this connection

between process and outcome variables.
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2. THE WAY FORWARD?

This part begins by summarizing and presenting some of the issues raised by the research discussed
in Part 1. It then considers some of the most relevant concerns emerging from the theoretical
literature. Section 2.3 then discusses some research undertaken in comparable fields using
conversation analysis and ethnographic methods. Conclusions are then drawn about the way forward

for research in the area of genetic counselling.
21 Issues Raised by Research

This section reviews the issues which previous researchers into genetic counselling have most

frequently addressed or discussed.

One recurrent issue relates to the transmission of information to family members (Suslak et al. 1985).
It seems that there is some controversy over who exactly should be responsible for this task - should
it be the duty of a professional or left to the individuals themselves? This is of particular importance
when it comes to targeted screening programmes. If an affected individual has decided not to inform
other family members about their condition or status, should the professional involve them in the
programme? The matter can be further complicated by the finding that people are well aware of the
potential problems which can arise with insurers and employers as a result of knowing one's own

status (see Decruyenaere 1992b).

The second issue is directly related to the problem of the somewhat ambiguous role of the genetic
counsellor. This is still controversial, and there is certainly public confusion over the aims of the new
genetics. Researchers have found that people are potentially interested in specific genetic tests
through prenatal diagnosis. However, this does not necessarily indicate willingness to consider
terminating a pregnancy (Eggers et al. 1992; Evers-Kiebooms et al 1993; Denayer et al 1992b;
Decruyenaere et al 1993). If pretest counselling is not always offered, the clients may not be fully

aware of the consequences of participating in testing.

Researchers have commented on the insufficiency or inadequacy of available counselling (Frets et
al 1991). There seem to be issues emerging about its timing and the appropriate recipients. Petra
Frets points out how problems in the decision making process often become apparent after, rather
than during, the counselling session. She argues, therefore, that counselling cannot be seen as a

discrete process, and that follow up counselling should be increased. Tibben et al (1992a; 1992b)

26



suggest that non-carriers and partners of carriers tend to receive less attention from counseliors, but

that they may still have specific counselling needs related to survivor guilt.

The extent to which people actually understand the counselling they are being given remains obscure.
Clearly, the counsellors' task is set against a background of a general lack of knowledge in the
population as a whole (Decruyenaere et al 1992a), although a lack of knowledge or counselling does
not necessarily result in a reduced intention to use diagnostic genetic services (Swerts 1987). After
exposure to counselling, individuals often do not recall their own risk accurately (Swerts 1987; Evans
et al 1993). There is repeated evidence suggesting that people reach a subjective understanding of
the information they receive which does not necessarily accord in any mathematical or objective way
with the information thought to have been transmitted (Denayer et al 1992a; Swerts 1987). This
subjective interpretation is the basis on which people's reproductive decision making actually seems
to rest (Parsons and Atkinson 1992; Parsons and Clarke 1993). Parsons and Clarke believe that the
gap arises from fundamental differences between lay and professional perspectives about the
meaning of risk, especially when this information is given in statistical form (see also Huys et al 1990).
Added to this "vocabulary gap', is the real complexity of the science involved in the new genetics. This
is expressed in the differentiation of the types of risk involved and the uncertainty about the severity

of any genetic abnormality detected through testing (Katz Rothman 1994).

Many studies were intended to predict the take up of particular genetic services (e.g. Swerts 1987;
Decruyenaere et al 1993; Evers Kiebooms et al 1989), although in some studies it is unclear what
level of counselling was involved. Whilst some of these studies clearly have their focus on diagnostic
testing, it might be better to conceptualise uptake of genetic services in terms of the number of
individuals seeking information about their own risks, regardless of whether they then decide to have
a specific test. As we have noted, these studies tended to overestimate test uptake. One reason for
this could be that researchers targeted the wrong groups of people for questioning. Another could be
that people may, in some circumstances, prefer uncertainty to certainty. These studies showed a
reluctance to consider abortion in the hope of a cure in time for late onset disorders. However, since
much of this research is Belgian, and appears to involve a considerable proportion of Roman Catholic
respondents, this may in part be an artefact of the sites where they were carried out. Given the
scientific uncertainty about the interpretation of test results and the psychological disturbance that can
be caused by testing, it seems that the kind of clear-cut services people actually want are not yet
available (Eggers et al. 1992; Evers-Kiebooms et al 1993; Denayer et al 1992a; Decruyenaere et al
1993; Adam et al 1993; Katz Rothman 1995; Livingstone et al 1994; Evers-Kiebooms et al 1988;

Watson 1992b; Mennie et al 1993). The demand for testing may be quite selective until cures or
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effective treatments become available, rather than relying on selective termination or reproductive

decisions.

This becomes clearer when we look at the other survey evidence. A large proportion of researchers
pointed out the correlation between the réspondent's age and education level, and decisions made,
attitudes towards and/or knowledge of genetic services. For example, those who decided to use
genetic services in a study by Tibben and Neirmeijer (1992) had a higher education level and
predicted that the results would not affect them emotionally. They believed that the information would
help them to control their own future. On the other hand, those who decided against testing displayed
fear and a negative attitude towards the possibility of a positive result (Varekamp et al 1993;

Decruyenaere et al 1993; Wertz and Sorenson 1986).
2.2 Common Concerns in the Literature

This section focuses on some of the main issues to have been addressed in the theoretical literature.
We begin with the debate surrounding the role of the genetic counsellor. The majority of people who
come into contact with genetic counselling have an opinion on this issue at some level, but the authors

discussed here have made particular contributions to the debate.

Central to discussions about the role of the counsellor is the problem of directiveness. There is an
inherent tension in genetic counselling between the counsellor as a non-directive information giver and
as someone who may be seen by clients as capable of giving them an expert opinion. In addition,
whilst counsellors may be clear that they are not bound by a mission to promote certain decisions
which are in accord with the presumed values of a society or of some other normative code, clients

may be less so.

According to Clarke (1991a; 1991b) a non-directive counsellor should avoid openly suggesting
termination as a response to a positive test. If the termination of an affected fetus is treated as an
explicit goal, then non-directive counselling has been replaced by public health policy or eugenics.
Others disagree, on the grounds that this still involves making decisions for people. This is not the
geneticist's job as he or she is not the one who has to live with the consequences of an affected child.
Clarke goes on to criticise counselling practice by arguing that the offer of prenatal diagnosis carries
a built-in recommendation to terminate in case of abnormal results. In response to this Super (1991)
argues that geneticists do not offer prenatal diagnosis but simply discuss the possibility. Clarke

concludes that geneticists must recognise their responsibility to communicate the full costs of prenatal
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diagnosis to clients and health service management, in addition to caring for individuals affected by
genetic disorders. In response to this suggestion, Pembrey (1991) insists that medical and social care

is not the responsibility of the clinical geneticist.

However, Clarke's argument is in line with those researchers who have pointed out the need for more
counselling to be available at all levels, but specifically at the pretest stage. However, this would not
solve all potential problems in the clients decision making process. Many future parents would only
consider termination as a solution to a positive result if they could be sure that the disorder is severe.
As Morrison and Nevin (1991) point out, factual advice is often not possible as physical or mental

impairment varies, as does an individual's assessment of severity.

Wertz and Sorenson (1986) also stress the importance of non-directive counselling‘but argue that
counsellors are often unintentionally directive, especially with vulnerable, poor and less educated
clients, or clients who may actively be seeking solutions. Raeburn (1994) is another to emphasise the
importance of non-directive counselling. He describes this as the counsellor being honest about his
own position, which he calls a kind of “formal neutrality’. This involves the counsellor avoiding any
directive statements but still exerting a considerable steer on the outcome. In practice the counsellor

aims to befriend the clients and encourage them to talk from an early stage in the session.

Exceptions to the non-directive principle, in Raeburn's opinion, include cases where there is possible
danger to the person, to the person's family members, or where he feels that not testing constitutes
the better option for those involved. He realises that this directive counselling may also at times lead
to a breaking of confidentiality if persuasive tactics fail. The Nuffield Council also advise directive

tactics, and revise their rules on confidentiality when family may be at risk.

One definition of genetic counselling is set out in a paper by Linhout et al (1991) for the American
Society of Human Genetics. Genetic counselling is described as a communication process that deals
with problems associated with the occurrence, or the risk of recurrence, of genetic disorder in a family.
This, the authors claim, is not essentially different from definitions and attitudes in most European
countries. However, this is not to suggest that there are not specific cultural problems which can arise
as a result of genetic counselling in some societies. Carmi (1991) and Naveed (1992) both report their
experiences of these problems. Carmi cites the case of testing for Maple Syrup Urine Disease in
Bedouin Arab society in Israel. The high incidence of the disease was explained in terms of
consanguinity, but as counselling continued, a social problem emerged: potential male carriers were

looking outside of their tribe for wives. Since marriages are traditionally pre-arranged amongst this
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group, this created problems for families who were then left with a dependent adult female. Naveed
(1992) reports the case of a Muslim husband anxious to know if his wife alone could be responsible
for the occurrence of thalassaemia in their child, so that this could be used as grounds for a divorce.
He also presents a similar occurrence in a Hindu family with a child suffering from Duchenne Muscular
Dystrophy, as an indication of how the knowledge imparted in genetic counselling sessions may be
exploited or misinterpreted. Evidently, these kinds of situations are likely to be more problematic in
X linked recessive and autosomal dominant disorders, where the wife is the carrier of the trait.
Commenting on Carmi's experience, Borgaonkar (1991) emphasises the necessity for genetic
counsellors to take into account societal factors in conducting premarital or preconceptual counselling,

not only in a traditional society but in any society.

It seems to be the case that the genetic counsellors' role cannot be discussed in isolation from the
debate over the aims of the new genetics. This issue is still unclear and controversial, but due to the
level of the technology available, in most prenatal testing situations it is difficult to offer any
intervention other than abortion. Indeed, there are those who openly advocate the goal of using the
new genetics to seek an actual reduction in the number of births with a genetic disorder. Of course,
this support will vary with the nature and severity of the disorder. Health Authority screening
programmes, however, are more commonly concerned to study the early natural history of a disease
(before clinical presentation), and to provide genetic counselling before another child is conceived
(e.g. Green et al 1993).

A further major concern regards the financial aspect of genetic counselling. This inevitably affects the
definition of the aims of the new genetics and the counsellors' role. Raeburn, for example, emphasises
the difficulty in defining exactly what genetic counselling is, partly due to its rapidly changing nature,
but also due to economical considerations. A typical process used to involve something like the

following:

1 - patient enters clinic via referral --> 2 - information gathering home visit by genetic counsellor -->

3 - patient sees geneticist at hospital. (Raeburn 1994)
The second stage in this process is now regularly neglected for financial reasons.

The dependency of genetic counselling on public funding has led to pressures to find ways of
measuring the work of counsellors with quantitative tools in order to determine its efficiency and cost-

effectiveness. The problem of identifying suitable outcome measures has drawn the attention of many
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authors in the field. Chadwick (1993) argues that the recent emphasis on efficiency in health services,
and on finding ways to measure this, has given a central place to the iésue of what counts as
“success' in genetic counselling. Clarke (1994) suggests that this should be based on indicators of
workload rather than, say, the number of pregnancies terminated as a result of counselling or the
contribution to some national eugenics target. Chadwick supports this argument but argues that a
measure of workload is insufficient because the goals of genetic counselling must be connected to
the genetic health of the population. Clarke goes on to dismiss the idea of cost-benefit analysis of
screening as unacceptable. He believes that the secondary effects of screening, such as the
inadvertent diagnosis of unsought conditions, and the social effects on the disabled must be assessed

before they can be evaluated.

Before concluding this section it is important to note the extensive literature relatiﬁg to the ethical
aspects of genetic counselling (for a detailed discussion on the ethical and legal implications of the
new genetics see; Wertz 1992). The most common focus for attention has been the possibility of
eugenic interventions. Previous abuses of genetic information have set the stage for genuine concern
about the direction of the new technology. This is reflected in Clarke's concern that the goal of the new
genetics should not be the reduction of births affected by genetic disorders. However eugenic goals
are seductive, especially when supported by the pragmatic argument that fewer disabled births will
reduce both private and social costs and the unhappiness of victims, families and the communities
in which they live. There seems to be support for screening programmes among the respondents in
the studies presented here (e.g. Decruyenaere et al (1992b), but only if usage is through individual

choice rather than mandatory regulation.

In response to these ethical concerns, the Nuffield Council emphasises the voluntary nature of the
screening process. It recommends that adequately informed consent be obtained for all genetic
screening programmes. It suggests that information supplied should cover the implications for other
family members, and should be delivered in both oral and written forms. Genetic counselling should

be available to all being screened at all levels of the process.
23 Conversation Analysis and Ethnographic Research

At almost every point in the research and policy debates examined, the issue of the delivery and
understanding of information from counsellor to client is evidently important. Was an individual
influenced by the information gained? What do people understand about their risks? What

psychological effects does the information have on people? How well is information transmitted within
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an affected family? How successful is the counsellor in aiding the client in decision making? All these
questions, and more, depend at least in part, on understanding how individuals receive and handle

information, and how counsellors deliver it.

This section presents some studies which have used either conversation analysis or ethnographic
methods to look at similar issues. Most have not examined genetic counselling settings but have

studied comparable medical and therapeutic settings.

Before considering these studies, it will be helpful to sketch out how these methods, particularly that

of conversation analysis, actually work.

As mentioned above, previous researchers have regularly begun their studies with prior assumptions
about the nature and aims of genetic counselling. Qualitative research tends to be inductive, open-
ended and discovery-oriented. Both these qualitative methods, and especially conversation analysis,

aim to operate without a priori assumptions about what the data will reveal.

The distinctive characteristic of these methods is their concentration on actual episodes of face to face
interaction and the details of participants' talk and activities within a given setting. In particular,
conversation analysis is concerned with both the contextual sensitivity of language use and talk as
a vehicle for social action (Drew & Heritage, 1992). That is, it is based on two important principles
which differentiate it from other forms of social or language analysis. Firstly, it emphasises and studies
the ways in which talk in any setting is both context-shaped and context-renewing. And secondly, it
focuses on the interactional accomplishment of social activities. In this way it can identify sequences
of talk as relevant to a particular setting, how they contribute to creating that setting, and finally how

they achieve the social activity in hand.

Conversation analysts work with audio or video tape recordings of the exchanges between participants
in an interactional situation. These recordings are transcribed using a notation system aimed at
preserving as much detail as possible. Analysts work with both the recordings and the transcripts. This
process of immersion in the data allows researchers continually to refine and improve the level of
detail in the transcription. At a second stage, the researcher tries to identify emerging patterns in the
interactions examined, later comparing these categories with the data. In this stage its units of
analysis are sequences of activity and their component unit turns as turns-within-sequences. From
these sequences, at a very simplistic level, the analyst can determine how a particular utterance is

understood by its treatment with reference to the preceding utterance. In all published studies the
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segments of talk are presented to the reader, thus allowing the analyst to demonstrate the findings,

referring directly to the actual speech exchange.

Conversation analysis was initially applied to mundane conversations in different everyday situations.
More recently it has been applied to institutionalised settings, such as news interviews, political
speeches, mediation sessions, and the like. More interestingly for our purposes, a number of studies
have examined the interaction between patients or clients, and public sector professionals. A brief
overview of some of these studies can therefore provide some useful insights in the context of genetic

counselling encounters.

The first paper which presents some relevant points, by Strong (1980), is a critique of a study looking
at medical care and public attitudes towards physician authority. This quantitative sfudy (Haug and
Lavin, 1978) looks at factors such as age and educational level in relation to challenge to physician
authority. Drawing on his own ethnographic work examining the physician /patient encounter, Strong
highlights the limitations of this kind of approach to the study of interaction, and in particular the ways
in which power and authority may be subtly manifested by the doctor. Responding to this, Haug and
Lavin (1978) cite increases in complaints against British doctors as evidence for the growth of patient
challenge to medical authority. However, these complaints typically occur after consultation and
treatment, and not in face-to-face interaction with the doctor. In response to this claim, then, Strong
quotes other British observational studies of doctor patient interaction which all emphasised the heavy
medical control of the interaction and the highly tentative and indirect fashion in which such challenges
were typically made (see Bloor 1976; Stimson and Webb 1975; Strong and Davis 1977, 1979).

However, this kind of ethnographic work has also been challenged from elsewhere in sociology for
its inability to identify any particular action as being specifically relevant to a medical encounter.
Sharrock (1979), for instance, argued that an 'interactionist' analysis of doctor/patient interaction can
only tell us that the encounter is readily recognisable as medical work. Although the actions of the
participant are negotiated and easily intelligible as medical, the organisations identified may be ’
expected to occur in all kinds of social relationships. 'If we do want to isolate 'tactics' that doctors and
patients use to assert or challenge each other's autonomy we shall only be leaping to premature
conclusions if we do single out episodes of interaction without a clear awareness of the way in which

those episodes are engaged in doing medical work' (Sharrock 1979: 144).

There is, of course, much more to this debate than there is space to present here. In short, however,

it is sufficient to say that the challenge is, in part, unfounded. If an ethnographer finds through his or
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her studies that authority is present within the interaction, it is not necessarily furthering their argument
by attempting to find that this interactional strategy is exclusively medical. It is, however, partly to take
the argument further, that a combination of ethnographic and conversational analytic tools is

advocated in a study of the genetic counselling.

Heath (1992), who also documented the asymmetry evident in the doctor/patient relationship, used
conversation analytical tools. He argues that asymmetry is interactionally achieved by both parties.
A further study in this area by ten Have (1991), concludes his discussion by arguing that it takes
specific and deliberate effort on the part of the patient to counter the interactional contingencies

leading to asymmetry, and that this is rarely seen in practice.

These studies bear on the issues of non-directiveness, and the delivery of inforhation generally.
Genetic counsellors are, as far as the general public is concerned, representatives of medical
authority and may find it hard to escape the weight of client expectations of medical control in such
an environment. They then have to prepare the client for possibly making very serious reproductive

decisions.

Further to this, clients are also likely to arrive at a genetic clinic expecting the medical professional to
advise and direct the clients’ course of action. This raises the issue of how clients adjust to a situation
where they are being offered choices based on ambiguous information, as opposed to diagnosis
followed by treatment. Using conversation analysis Greatbatch and his colleagues (in press) have
shown that clients in genetic counselling settings prefer certainty to uncertainty. Clients are there to

seek a diagnosis and do not respond well to uncertain conclusions.

The counsellor thus has to turn these expectations around and resist the clients’ explicit or implicit
demands for certainty. Given client expectations, how do counsellors present their position differently
from other medical encounters, and how do clients demonstrate their adjustment or lack of,

interactionally for the counsellor to assess client understanding?

On the other hand, the clients may be more knowledgable about genetic terminology than the general
public if they are members of a sufferer’s family. They may be in a position similar to that discussed
by Macintyre and Oldman (1977), who argue that sufferers can acquire a subtly superior and special
knowledge to that which is held by professionals, by virtue of experience. How is this negotiated within
the interaction by both parties, and is this something the counsellor could draw upon in encouraging

autonomy of decision making?
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| Another relevant study, by Gale and Newfield (1992), analysed a group of solution-focused marital
therapy sessions. The authors aimed at understanding how the process of facilitating changes in client
attitudes was interactionally achieved. The analysis showed how the therapist had to adjust and adapt
his actions to fit with the husband's and wife's actions. An understanding of the clients' agendas was
achieved through a detailed analysis of their communications. Through the analysis the authors also
demonstrated how the therapist's model was effectively put into practice in the course of the session,

and how further themes can emerge in addition to those already identified in the model.

In a more medical setting, Mallet (1990) explored verbal and non-verbal communications between
nurses and post-anaesthetic patients: in the recovery unit of an inner London hospital. Using
conversation analysis, the findings are intended to have wider implications for intensive care, even
though patients had only experienced minor dental surgery. The utterances and body movements of
the nurses to engage patients in conversation were analyzed. The paper concludes that nurses are
skilled communicators who take into account the patients' low level of consciousness and lack of

physical orientation.

Scholz (1992) is the author one of the few papers identified and not already discussed which is
specifically dedicated to the analysis of the process of genetic counselling. She argues that one of the
most important tasks in genetic counselling is giving assistance in making decisions about family
planning and the utilization of prenatal diagnosis. The study of genetic counselling should focus on
decisions and the factors which may affect them. She criticizes current concepts of "decision' as they
are applied to prenatal diagnosis, using examples from naturally occurring conversations between
genetic counsellors and their clients. She argues that decision-making is a complex interactional
process. It is neither directed by the counsellor nor a dialogue where topics introduced by clients are

equally welcome and accepted.

Scholz takes up Wertz and Sorenson's (1986) work which showed that questions in genetic
counselling were not standardized. Rather than treating this as a problem that could be solved by
better training, she argues that they are being designed to elicit agreement from the patients to seeing
themselves as needing to be involved in some action rather than merely in the receipt of information.
Scholz continues by restating the research problems in the study of decision making in genetic

counselling:

1. How is it that questions and answers are intertwined in such a way that they constitute a

problem of choice, a choice among solutions or a decision sequence?
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2.  How is the meaning of the decision sequence made available for inspections by either
participant?

3.  In what ways is this sequence sensitive to the social situation of genetic counselling?

She claims that a detailed analysis of the interaction between client and counsellor demonstrates that
the participants' primary concern is not a decision for or against prenatal diagnosis. They are mainly
preoccupied with the counselling encounter and with working out what it is appropriate to say to each

other in that context and what the other's responses might mean.
2.4 - Future Research In Genetic Counselling

So far we have seen how important issues and debates are founded upoh an inadequate

understanding of what actually occurs in genetic counselling encounters.

Although most of the research into genetic counselling to date has provided us with some useful
information, the methodologies it has most often employed can only produce partial answers. For
example, it has informed us that clients often reinterpret their risks and reach subjective
understandings of the information they reportedly receive. It cannot tell us why this occurs or what
exactly happens in the production of two different versions of the counselling information which are
then held by counsellor and client. That is, it cannot, for the most part, tell us anything about the actual
process of the counselling encounter, something which needs to be understood if we are to answer
questions regarding the delivery and receipt of information. After all, genetic counselling is defined as
a communication process (Lindhout et al, 1991), and can only be fully understood when studied as

such.

In the first section it became apparent that the major issues concerning most researchers in the area
were related to, in one way or another, the effect genetic information has upon the clients of the
services. It was also evident that researchers to date had failed adequately to address these issues
because their research methods had provided inadequate data. One set of problems arose because
of the methodologies used. Surveys and questionnaires rely on the recall abilities of the respondents
and therefore, on their post hoc interpretation of events. A further difficulty arose when people were
asked to predict their behaviour and attitudes given a hypothetical situation. All this has led to
confusion about the nature of the data collected, which in turn has created difficulties when attempting

to draw consistent conclusions about the major issues addressed.
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Studies show that, in some circumstances, (e.g. adult onset disorders) people show a reluctance to
consider the termination of pregnancies, even if showing an interest in predictive testing. In these
cases, then, genetic counselling may have little influence in controlling genetic disease. However, this
presumes that the reduction of affected births is a significant objective, which is itself controversial.
More broadly, since research has reported how lay and professional perceptions of major issues such
as risk are often different, it is difficult to assess the actual influence of genetic counselling on
reproductive behaviour. It seems that in order to assess the actual effect of genetic counselling, a
more appropriate method would involve a detailed analysis of the interactional processes. How exactly
are decisions facilitated by the counsellor? (Gale and Newfield 1992: Scholz 1992). Conversation
analytic or observational studies of medical encounters (doctor-patient communications) will help us

in answering these questions.

In section two the main concerns grew out of the ambiguity surrounding the counsellors' role. If, for
ethical purposes, the counsellors’ role is defined as the delivery of sufficient information to enable the
client to make and informed decision, it is essential that we gain a clearer understanding of the
counselling encounter. For example, accepting the finding that clients all too often confuse crucial
issues such as risk, then it could be argued that the client has not reached an informed decision. This
situation begs the question of where ethical responsibility lies. Ethical responsibility only moves from
the clinic to the client if the client fully understands the issues leading to their decision. Thus the
medical profession also has an ethical responsibility to ensure that the client is in a position to take

on and deal with such ethical and moral decisions.

In order to avoid such situations a full understanding of the delivery and receipt of information, and
a clearer definition of the counsellor's role are called for. In the last section we have seen how these
sorts of issues have been successfully addressed in comparable settings with the use of conversation
analytic and ethnographic tools. There is now a growing body of knowledge in conversation analysis,
from work carried out in similar settings, that could help us to gain an understanding of genetic
counselling. Research using both ethnographic and conversation analytical methodologies in this area
will provide us with a clearer understanding of both the counsellors' actual behaviour, and the clients'

level of understanding.

Finally, the results of a study of genetic counselling situations using a combination of ethnographic
and conversation analytic tools will have applications in training genetic counsellors. As Chapple and
May’s (1996) work suggests, the understanding of the encounter that in depth qualitative analysis

would provide will also contribute to developing methods for assessing its success. In order to
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disseminate good or successful genetic practice, it is necessary firstly to identify the component parts
of this process. Counselling is not a unitary profession, and this raises issues of the training,
orientation and qualifications of the counsellors involved in the studies presented here. However, this
issue is largely sidestepped in reporting individuals attitudes to or satisfaction with counselling
services. The role of the counsellor, their relationship to the clinical team, and the perception of the
counsellor by the client may also be important. However, as far as CA analyses are concerned, and
in terms of client uptake, what the counsellor thinks he or she is doing may be less significant than
what the patient thinks is occurring. Advice, for example, only gains its advisory character if it is
treated as such by the recipient. As Ahrens et al (1992) note, discussing their experiences of having
a philosopher attached to their genetics unit, an observer in such a field can show how a team of

geneticists is operating in practice, whatever they think they might be doing.
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