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The Medical Genetics laboratory was once a sanctuary
for Mendelian diseases and congenital malformation syn-
dromes. Now however, we find ourselves in the era of
medical genomics with a modern clinical service branching
out into all fields of medicine. By utilising the technological
advances made e.g. in next generation sequencing, we are
no longer dealing solely with single genes disorders, but
with a plethora of gene variants that contribute to the
determination of phenotypes or predisposition to disease.

Today, DNA analysis generates terabytes of data,
requiring significant contribution from Bioinformaticians.
Putative DNA variants need to both be investigated in large
numbers of subjects and to be validated using in vitro or
in vivo functional studies. Specific variant databases need to
be used in conjunction with “big data” from clinical data-
bases. Thus, corroborating, translating and sharing clinical

and molecular data are probably the most important chal-
lenges we face today.

Taking each one of these issues in turn, a modern
genetics service must now become a genomics service that
facilitates a multi-disciplinary approach. It must be eco-
nomically viable using automation systems for DNA
extraction and sequencing, reducing the need for techni-
cians; consolidating smaller laboratories into fewer but
larger laboratories, thereby optimizing the number of sam-
ples processed.

The enormous amount of data produced will require a
larger number of bioinformaticians and clinical geneticists
for the interpretation of results. Yet what “Practical Genetic
Counseling for the Laboratory” shows us is that the role of
the genetic counsellor is fundamental to the success of
genomics services.

Genetic counselling was always an integrative part of
genetic services because it is essential in helping people
understand and adapt to the medical, psychological and
familial implications of genetic contributions to disease
(NSGC, 2006). Over the last five decades the genetic
counselling profession has expanded globally to nearly
7000 genetic counsellors in over 28 countries [1]. A number
of professional organisations (e.g. The European Board of
Medical Genetics, The American Board of Genetic Coun-
seling, The Australasian Board for Genetic Counseling, or
the Canadian Association of Genetic Counselors Certifica-
tion Board) advocate and regulate Genetic Counselling as a
profession. The core competencies of genetic counsellors,
the scope of practice, the training programmes, the
mechanisms of credentialing share many similarities across
the globe. Adding value to the care of patients with genetic
conditions and their families is undoubtedly the overarching
goal for all professionals in this area

“Practical Genetic Counseling for the Laboratory”
approaches theoretical aspects relevant to genetic coun-
selling and provides valuable practical information to
genetic counsellors working both in laboratories and
clinical settings. The authors skilfully discuss the key
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role genetic counsellors have both in direct contact
with patients and families, and with colleagues
involved at various stages of the patient’s journey. In
addition to discussing current roles and present issues
facing genetic counsellors, the book also anticipates
future developments and challenges for the genetic
counselling profession, such as counselling supervision of
other clinicians.

With contributions from scientists, geneticists and
genetic counsellors, this book is meant to be a compre-
hensive textbook for the profession in how to translate, as
well as effectively and meaningfully communicate genomic

information to patients and their families. It explores the
role of the genetic counsellor as the key to sharing genomic
information between clinicians, laboratory technologists,
patients and family members. It serves as a primer for the
future role of genetic counsellors in genomic medicine.
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