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T
his recently published 6th edition

of Practical Genetic Counselling

edited by PS Harper represents an

updated guidance through the general

principles and philosophy of genetic

counselling. The content of the book is

divided into three sections. In the first

part, an introduction on genetic counsel-

ling is given. Following this introduction,

there is detailed information on genetic

counselling in Mendelian and common

non-Mendelian disorders. There is a

chapter describing the risks in specific

groups of chromosomal disorders. The

chapter on molecular genetics and genetic

counselling covers the implications of the

human genome project for clinical ge-

netic practice and shows, by touching the

more and more important aspects of mo-

lecular genetics, the inclusion of mole-

cular techniques into the management of

families with genetic disorders. The ra-

pidly increasing knowledge of the human

genome and its impact on the diagnosis of

congenital malformations is shown in

Chapter 6 – Dysmorphology and Genetic

Syndromes. The statement that clinical

geneticists have now a special advantage

in the diagnosis of malformation syn-

dromes by combining clinical genetic

skills with the new molecular methods

shows the farsightedness of the editor. The

chapter on carrier testing and genetic

prediction explores the range and limita-

tions of tests of carrier detection and at-

tempts to show how the information can

be used in conjunction with other genetic

and clinical data to make an accurate

prediction of the risk to be a carrier. The

chapter about prenatal diagnosis and re-

lated reproductive aspects discusses the

influence of ultrasound and new labora-

tory methods on prenatal diagnosis and

genetic counselling as well as the serious

limitations of preimplantation genetic

diagnosis. Chapter 9 deals with special

issues in genetic counselling such as con-

sanguinity, paternity and relationship

testing, twins and legal problems in

medical genetics. The chapter about the

genetic counselling clinic should en-

courage clinicians to regard genetic

counselling as a integral part of the man-

agement of patients and their families,

and dispels the view that all genetic pro-

blems must be referred to a specialist

clinic at all times – a point of view that

varies in different European countries.

The second part of the book gives the

reader a precious tool as to how to manage

genetic counselling regarding genetic dis-

eases of special organ systems, especially

neuromuscular diseases, central nervous

system disorders, disorders of mental

functions, disorders of bone and con-

nective tissue, oral and craniofacial

disorders, the skin, the eye, deafness,

cardiovascular and respiratory disorders,

the gastrointestinal tract, renal disease,

endocrine and reproductive disorders,

inborn errors of metabolism, disorders of

blood and immune function, genetic risks

in cancer and environmental hazards.

Chapter 25 – genetic risks in cancer – deals

with the increasing possibilities of re-

cognising many of the high-risk cancer

forms through identifying the genes in-

volved. Part three includes the more

general aspects of genetic counselling –

population aspects of genetic counselling,

genetics and society. In the appendix,

useful Internet addresses and a list with

probably unfamiliar genetic terms are

provided.

Designed as a compendium, the 6th

edition is still small in size and of easy

portability in spite of the increased cover-

age of the implications of the human

genome project for clinical genetic prac-

tice, the expanding societal implications

of human genetics, and the increased

coverage of genetics and common dis-

eases, including cancer genetics. The lay-

out of the book has been improved and

modernised. Only the index could be of

more clearness by giving those page

numbers in bold type, which primarily

discuss the searched term.

In summary, the 6th edition of Practical

Genetic Counselling presents as a must-

have handbook for clinical medical

geneticists, specialists who do genetic

counselling and physicians who want

to get a thorough insight into the com-

plexity of genetic counselling’
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