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Genetic Counselling

A Psychological Conversation

The role of a genetic counsellor is to mediate between the rapid advances in molecular
medicine and an individual’s ability to understand and manage the risks of their inheritance.
Counsellors therefore, need to be fully in command of the psychological impact of their
communications. Written by a psychiatrist who later became a psychotherapist, this book is
essential reading for counsellors of all disciplines. It examines the psychological processes
involved and uses the framework of attachment theory to explain why people approach and
respond to genetic counselling differently. Effective counselling requires a knowledge of the
principles from individual and family therapy. In particular an in-depth understanding of
empathy enables the counsellor to help the individual contain anxiety and process grief, and
so facilitate decision-making or help with the effects of having a test result. The effect of
counselling on the counsellor is examined creatively in order to enrich the interview with
clients and the concept of non-directiveness is discussed in the context of similar approaches
in family therapy and psychoanalysis. The theme of the professional relationship and its

importance is seen as the most important factor.

CHRISTINE EVANS trained as a psychiatrist and worked with disturbed adolescents before
retraining as a psychotherapist. She has 10 years’ experience of working with genetic
counsellors. Her work includes experience as a Child and Adolescent Psychiatrist and as a
Psychotherapist. Her particular interest is the integration of the psychological and physical
aspects of medicine. Her present practice involves working in individual psychotherapy and
teaching and running workshops on attachment theory and its use in consultations in

medicine, psychiatry and psychotherapy.






Genetic Counselling

A Psychological Conversation

Christine Evans M.B., B.S., D.P.M., M.R.C.Psych.
Psychiatrist, Psychoanalytic Psychotherapist, Cardiff

Barbara Bowles Biesecker m.Mm.s., C.G.C.
Director, JHU/NHGRI Genetic Counseling Graduate Program
Associate Investigator, Social and Behavioral Research Branch

NIH Bethesda Maryland

@5 CAMBRIDGE
€5/ UNIVERSITY PRESS




CAMBRIDGE UNIVERSITY PRESS
Cambridge, New York, Melbourne, Madrid, Cape Town, Singapore, Sio Paulo

Cambridge University Press
The Edinburgh Building, Cambridge cB2 2ru, UK

Published in the United States of America by Cambridge University Press, New York

www.cambridge.org
Information on this title: www.cambridge.org/9780521672306

© Cambridge University Press 2006

This publication is in copyright. Subject to statutory exception and to the provision of
relevant collective licensing agreements, no reproduction of any part may take place
without the written permission of Cambridge University Press.

First published in print format 2006

ISBN-I13  978-0-511-16641-9 eBook (Adobe Reader)
ISBN-IO  O-§II-16641-9 eBook (Adobe Reader)

ISBN-13  978-0-521-67230-6 paperback
ISBN-IO  0-521-67230-9 paperback

Cambridge University Press has no responsibility for the persistence or accuracy of URLs
for external or third-party internet websites referred to in this publication, and does not
guarantee that any content on such websites is, or will remain, accurate or appropriate.

Every effort has been made in preparing this publication to provide accurate and
up-to-date information which is in accord with accepted standards and practice at the
time ofpublication. Although case histories are drawn from actual cases,every effort has
been made to disguise the identities ofthe individuals involved.Nevertheless,the
authors,editors and publishers can make no warranties that the information contained
herein is totally free from error,not least because clinical standards are constantly
changing through research and regulation. The authors,editors and publishers therefore
disclaim all liability for direct or consequential damages resulting from the use
ofmaterial contained in this publication.Readers are strongly advised to pay careful
attention to information provided by the manufacturer ofany drugs or equipment that
they plan to use.


http://www.cambridge.org/9780521672306
http://www.cambridge.org

Time past and time present
Are both perhaps present in time future,
And time future contained in time past.
If all time is eternally present
All time is unredeemable.
T. S. Eliot. Burnt Norton

To Dan and our genetic future
Richard, Hywel and Jo;
Emily and Lowri
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Foreword

Conversation and communication lie at the heart of genetic counselling.
How well we are able to communicate will to a large extent determine how
successful we are in providing answers to the questions and problems posed
by those whom we see in genetic counselling practice. We hope and believe
that we are already skilful in the processes involved but, at the same time,
most of us recognise that we could do much better and can think of many
occasions when we have been left with a sense of inadequacy, or even failure.

This book will be of great support to all involved in genetic counselling,
giving both general and specific information that relates directly to its prac-
tice. The general themes explored will be especially helpful to those many
people whose training has involved little theoretical knowledge of psych-
ology and psychotherapy. By exploring this general background, notably
attachment theory, in the specific context of genetic counselling, Christine
Evans introduces the reader gently to the concepts involved. As a result, one
comes to understand the fuller significance of factors that most of us have
already intuitively recognised, but have not been able to name or relate to
general principles. As she states in her preface, ‘It is a way of giving back to
the world of genetics what actually belongs to it’.

At a more specific level, the many quotations from individual consult-
ations show how often the counsellor can adapt an interview to make it more
fruitful, even therapeutic, using simple ways to remove blocks or open up
important paths. Encouragingly, the message is that those of us in genetic
counselling are often doing this already, though unconsciously; greater aware-
ness of these approaches will allow us to use them more systematically and
more confidently.
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For many years I have had the great privilege of having the author as a col-
league, and of being able to learn from her directly. It gives me the greatest
pleasure that by writing this book she has made her experience and wisdom
available to the wider genetic counselling community. Whether as profes-
sionals or as families with genetic disorders, we shall all benefit from the
insights and direct help that this valuable book contains.

Peter Harper,

University Research Professor in Human Genetics,
Institute of Medical Genetics,

Cardiff University.

This book helps the counsellor understand how the personal history and
emotional dynamics of the individuals who to seek help and information have
the potential to inhibit the quality of communication and emotional attune-
ment in a counselling interaction. These delicate processes are addressed by a
process of critical observation, analytical description, and psychological trans-
lation of genetic counselling. The book is a valuable resource providing a
deeper understanding of what is being done well and why. It is a working
manual that aids two key areas of the counselling process: namely, the coun-
sellor’s knowledge and management of self, and the development of strategies
that facilitate the provision of a secure and flexible framework within which
the genetic counselling process can provide for those who access it.

Annie Procter

Consultant Clinical Geneticist and Clinical Director,
Institute of Medical Genetics,

University Hospital of Wales, Cardiff.

In this remarkable work, Dr. Chris Evans, a psychoanalytic psychotherapist,
family therapist, and child psychiatrist, brings together her psychological
expertise with long experience of working with clients and counsellors in a
genetic counselling unit. The result is a book that resonates far beyond its
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chosen subject. Dr. Evans shows, in her own words, how genetic counselling is
more than an exchange of technical information, it is an encounter between
people and about people, their pain, their fears, and their relationships. Packed
with illuminating and moving clinical examples, she explores the ways in
which effective counsellors create a psychological space within which listening,
tracking, empathy, and metaphor can help clients make choices, come to terms
with their difficult feelings, and resolve conflicts. Dr. Evans’s tone throughout is
wise, calm, caring, considered, and unsentimental. She has an exemplary gift
for making complex psychological concepts such as defense mechanisms and
attachment styles understandable and relevant to everyday clinical work. In
bringing together psychology and medicine, she is pioneering the rediscovery
of a lost art. This book is essential reading not just for those in the immediate
field of genetic counselling, but for all practitioners who want to deepen their
understanding and skills in the art of communication in medicine.

Jeremy Holmes

Consultant Psychiatrist/psychotherapist Devon NHS Partnership Trust, and
Professor of Psychological Therapies, University of Exeter, and
Psychoanalysis Unit, University College London.

Dr. Christine Evans has written a contemporary textbook that beautifully
melds the fields of genetic counselling and psychotherapy. As a psychiatrist,
Dr. Evans accurately conveys the subtleties and nuances of the struggles and
decisions faced by genetic counselling clients. Her active participation in
genetics cases and extensive review of transcripts offers cases to illustrate the
stress and coping and attachment theories that she promotes as frames for
understanding clients’ reactions to genetic information. Genetic counselling
graduate students and practicing genetics professionals alike will benefit
greatly from this text that advances genetic counselling as the compassionate
relationship it ought to be.

Barbara Bowles Biesecker

Director, [JHU/NHGRI Genetic Counseling Graduate Program, and
Associate Investigator, Social and Behavioral Research Branch,
NIH Bethesda, Maryland.
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Preface

The practice of medicine has a long tradition of making a diagnosis by build-
ing up a composite picture of the symptoms and their history, a clinical
examination and specialist investigations. A diagnosis enables the course of
the disease to be predicted and the appropriate treatment used. However, sci-
entific developments in genetics, by allowing us to detect specific abnormal-
ities in chromosomes and in individual genes, are beginning to throw light
on the mechanisms involved at a biochemical and molecular level. As a result
the genetic and environmental factors involved in many disorders can be sep-
arated. This has heralded the birth of the practice of clinical medical genetics,
a relatively new speciality in the wide and general field of medicine. With this
development not only is there is a new understanding of diseases, but also an
alteration in the way medicine is practised. The availability of newly discov-
ered genetic knowledge, to all who want it, has necessitated a shift in the
dynamic between the individual patient and the professional. The days have
gone when the doctor was the benevolent patriarch knowing the secrets of
diseases and administering to the patient, the grateful receiver. Today, people
want to take personal responsibility for their health and are encouraged to do
so. There is a general interest in understanding health matters and a common
desire to know about medical matters and this is validated by the individual’s
right of access to personal information. The individual now has choice. In
particular, there is the possibility of having personal genetic knowledge of
present disease, or future disease potential. In the past, most genetic tests
were undertaken to determine personal risk relating to reproductive deci-
sions. However, the identification of mutations which predispose to adult-
onset disorders has increased the demand for testing and an understanding
of individual risk. Medical genetics is a modern speciality in tune with today’s
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society, upholding individual autonomy and the right to have personal infor-
mation. This is balanced by an awareness that there are consequences to
accessing such information, especially as it is now possible to make a genetic
diagnosis presymptomatically. The speciality has taken medicine into the
future and requires a revision of the definition of the patient from ‘symptom
bearer’ to that of ‘enquirer’

Genetic counselling has emerged to respond to the individual seeking
genetic information and has taken up the challenge of how the knowledge of
the genetic contribution of a disease is shared with individuals and families.
This automatically places genetic counselling as an educative and commu-
nicative speciality. It is practised by professionals from different disciplines:
medically trained clinical geneticists and genetic counsellors who may have
come from a nursing tradition or have been more specifically trained as
genetic counsellors. During the process of genetic counselling all of these pro-
fessionals take the role of a counsellor irrespective of their original training.
This role can be likened to a translator or a bridge-builder who carries scien-
tific information from the laboratory into the clinical arena and makes it com-
prehensible and personally relevant to individuals and families.

However, the information is not given as a lecture, but as part of a dia-
logue between the individual and the counsellor. In the dialogue there is a
two-way process with the counsellor and patient mutually influencing one
another. It is a human encounter and the reciprocal interactive field is an
important dynamic which needs to be included in the counsellor’s analysis.

The central elements of a genetic consultation include risk assessment,
information-giving, decision-making and assessment of psychological coping
processes. It can take many forms depending on the nature of the disorder, the
characteristics of the individual or family and the orientation of the counsel-
lor. The complexity, variety and different ways of practising are reflected in
the different definitions available. Nevertheless, within the variety of practice,
genetic counselling has developed a core form and structure which includes
conveying degrees of information, whilst also guiding the individual through
a self-reflective process. In most consultations the discussion includes the
nature of the disorder, the family history and an assessment of the individual.
In keeping with this, the counsellor has developed a repertoire of skills, as an
educator or informer and also as a facilitator, which in combination give the
genetic counsellor a specific identity.
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From the examination of transcripts, where it is possible to explore what
actually happens in the many different genetic consultations, a general pat-
tern can be discerned. However, the nature of the disorder introduces a par-
ticular emphasis and this determines the particular shape and form of the
consultation.

In this book a psychological framework is presented which explains and
explores the experience for the individual and the family. It clarifies how the
experience is influenced by the human encounter with the counsellor. The
framework provides a theoretical base and a language to enrich and inform
the counsellor’s practice and understanding. It invites genetic counselling to
use that language to sit alongside the scientific language of genetics.

The genetic counsellor does not need to be a psychotherapist, but the
practice needs ideas taken from counselling and psychotherapy. To be effect-
ive a counsellor needs to develop good listening skills and an empathic
understanding of the individual. The term non-directive counselling has
been borrowed from Carl Roger’s Person-Centred Counselling. It has been
much debated (Clarke, 1991) and it is used as an ideal in genetic counselling
to protect and endorse the individual’s right to make an autonomous deci-
sion about personal testing.

The material presented in this book is based on the experience of working
as a Psychiatrist/Psychotherapist in a Medical Genetics Department with
clinical geneticists, genetic nurses and counsellors. It involved observing videos
of clinical encounters, reading transcripts, personally conducting clinical
interviews and providing supervision, consultation and discussion groups
for the genetic counselling staff.

This book is written primarily for practitioners working in genetic coun-
selling, regardless of their discipline and is a way of giving back to the world
of genetics what actually belongs to it. However, the form is new, moulded
into shape by using a psychotherapeutic understanding of communication
competence and underpinned with the theoretical ideas of attachment
theory. This provides a framework for thinking about behaviour, psychic
pain, grief and the sense of personal narrative. To complete the picture the
space between communication competence and attachment theory is filled
with particular interview techniques. In so doing, clinical material and the-
oretical points will be plaited together to provide a balance between practice
and theory.



Xviii

Preface

The structure of the book can be thought of as paralleling the genetic
interview, or the counsellor’s professional development, in that in the early
stages there are a lot of facts to be presented and understood. This can be
very hard work. However, as the genetic counsellor knows, the facts are nec-
essary to be able to progress and practise effectively.

The body of the book contains many case examples which are used to
illustrate a theoretical point. To protect the confidentiality of the counselling
sessions, the examples are fictitious in part, but based on actual clinical
encounters.

The opening chapter provides an overview of genetic counselling, placing it
in the context of developments in science, society and the individual. It
explores the nature, range and components of a consultation to understand its
function. This is considered to be more than an exchange of technical informa-
tion as it is a reflection on an important aspect of life. The interview has
evolved to help the patient address the psychological tasks required when they
have genetic information. In a consultation the individual is helped to self-
reflect and consider what is involved in asking a genetic question and, as a con-
sequence, is being prepared for the effects of a risk assessment or a test result.

The thesis of this book begins to develop in Chapter 2 where genetic
counselling is reframed as a psychological stress. This gives genetic coun-
selling a theoretical basis which explains the processes involved and the dif-
ficulties individuals encounter. Stress and coping go hand in hand and both
are influenced by the interaction between the individual and environmental
factors. As a result, there is a range of differences in perception, approach
and reaction to genetic counselling with the individual differences cat-
egorised as mature, defensive and symptomatic.

In Chapter 3 these individual differences in stress response and coping
behaviour are explained by using the framework of attachment theory. This
theory explains how feelings are managed differently by individuals depend-
ing on their early attachment experiences to a caregiver. In addition, the
theory explains other differences and these relate to the construction of a
personal narrative, the ability to self-reflect and use constructive thinking
processes and includes the nature of the relationship established with the
counsellor. The theories of stress, coping and attachment behaviour not
only provide a framework for understanding individual behaviour, but also
establish a framework which informs the counsellor’s response.
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Chapter 4 discusses the role of the counsellor who has the complex task of
providing factual genetic information whilst also acting as a facilitator in the
decision-making process. As the chapter progresses, the theme is built up
of the counsellor helping the individual to prepare for decision-making by
assisting in the processing of unresolved emotional issues from the past and
present. This promotes a self-reflective approach to the counselling process.
The principal skill of the counsellor is empathy which, by connecting the
counsellor to the individual, results in the containment of anxiety such that
chaotic experiences can be thought about.

Chapter 5 presents examples of how the counsellor works to help the indi-
vidual contain anxiety, modify defences and attachment patterns to facilitate
thinking and coping. It demonstrates the importance of resolving the psy-
chological issues for the individual to be able to consider and absorb genetic
information.

The idea of a system is introduced in Chapter 6 as the counsellor not only
works with individuals, but also with a family group. The family is a social sys-
tem made up of individuals of different generations, where the individuals are
the inter-related parts of the system which mutually affect one another.
Systemic thinking is not only confined to working with the family as the coun-
sellor also thinks systemically in an individual consultation. The chapter links
systemic thinking to the attachment theory presented in Chapter 3 and high-
lights that the motto of a secure family is ‘collaborate to care’. The central issue
for families is how they organise themselves around information about their
genetic inheritance. The discussion includes looking at how information
about a genetic disorder could be thought of as another element which needs
to be included into the family system in the same way as a birth or death trig-
gers an adjustment relating to the life cycle.

Chapter 7 focuses on examples of working with families and children. It
alerts the counsellor to the presence of children in the consultation and how
an understanding of family structure and child development can be an asset.
It includes examples where there is a particular request for testing of chil-
dren for adult-onset disorders.

Chapter 8 explores the influence the nature of the disorder has on the con-
sultation by exploring four specialist areas: prenatal problems, Huntington’s
disorder, cancer and dysmorphology. The nature of the disorder and the
implications for the individual, especially with regard to future treatment or
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monitoring, affect the behaviour of the counsellor in respect of the balance
between the educative and psychological interventions.

In Chapter 9 the effect on the counsellor is explored and discussed under
two headings: the issues which are innate in addressing genetic problems
and countertransference issues. The latter refers to all the feelings evoked in
a counsellor as a result of working with a particular individual. It consists of
issues relating to the counsellor’s personal life and those triggered by the
individual. A simplified version of countertransference is presented which is
based on the individual’s attachment pattern and management of process-
ing emotions, as well as undeclared aspects of the individual’s thinking or
feelings which are projected into the counsellor.

The final chapter (Chapter 10) returns to the idea at the beginning of the
book. It takes an overview of genetic counselling, not exploring the nature or
component parts but rather focusing on the attitude within the consultation.
It debates the concept of non-directiveness. Historically the concept was
developed to support individual autonomy in decision-making, but it has
been misinterpreted and sometimes it has been turned into non-involvement
and passivity or even coldness. The chapter draws on the work of a number of
authors in family therapy and psychoanalysis and traces the development in
their thinking of the concept of neutrality. It includes the concepts of curios-
ity, narrative therapy and the counsellor’s position of ‘not-knowing’ where
there is no fixed answer, but a number of different perspectives.



An overview of genetic counselling

It is tempting to begin this book about the psychological aspects of the spe-
ciality of medical genetics by focusing on the individuals and families con-
cerned and to explore the effect or the personal meaning of having a genetic
consultation. However, good medical training and, in particular, training in
psychological principles begin with a wider view. It uses a wide-angled lens,
rather than a more detailed focus, to explore and define genetic counselling.
This means beginning by addressing how genetic counselling has developed
into its present shape and looking at the context of its evolution. This sets
the scene which is the context of the question of the nature of genetic coun-
selling and how is it defined. This can be followed by looking at the range of
the speciality and the motivation for seeking genetic counselling. With that
back-drop, it is then possible to analyse the component parts of a typical
genetic counselling encounter, discuss the function of the interview and ask
why it takes its present form.

The context

Genetic counselling has evolved in the context of three different areas: advances
in medical knowledge, changes in society and the basic human desire to have
knowledge, to understand and to learn.

Advances in medicine and the study of diseases have progressed by refine-
ments in clinical diagnosis and special investigations. The richness of knowl-
edge about the factors involved in the development of diseases has necessitated
divisions into specialities, which all come under the umbrella of medicine.
The broadest division is into the internal or individual constitutional factors
and the external or environmental factors of a particular disease. Scientific
enquiry into the individual factors has resulted in identifying the gene



