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Preface for the Second Edition

The book has been very popular with the readers since the 1* edition was published. Medical ge-
netics has been developed rapidly during the periods and new perspective and concepts have been
emerging, especially the approach on human genomics and molecular genetics, made it necessary to
add information and concept to reflect currently view. Above on, we decide to make this book revise
although the first edition was printed only 2 years ago.

The configuration and style of the 1" edition have been retained in the 2™ edition, some new cont-
ents are added, and some sections are rewritten, revised and deleted. Because the net information
changes with each passing day, the new edition has revised all reference network web information. In
order to satisfy the need for bilingual leamning, we superinduce the third class title of English. In the
chapter of introduction to medical genetics not only the network information is revised, but also the re-
search strategy of genetic disease is added. The molecular structure and fundamental are added in the
chapter of chromosome aberration and chromosome disease. The chapter of gene and genomics is also
revised and the effect of molecular cytobiology of gene mutation is attached to it. Extensions on gene
mutation, genetic imprinting and heterogeneity have been carried out while some new contents have
been supplied to the chapter of monogenic inheritance and monogenic disease. Complicated contents of
behavior genetics, toxicogenetics and genetic ethics are deleted and simplified. Meanwhile, some fig-
ures, tables and punctuations used in the 1" edition are amended, superinduced and expurgated. Many
commentaries and conceptions without properly expressed have also be corrected.

There are five MDs and eleven professors or associate professors in all who take part in this revi-
sion, including three new MDs coming from the front line of teaching and scientific research. We thank
them for their contributions to this text.

We recieve the tenet of the 1" edition when proceed the new edition, which make it comprehens-
ive, new and reflect the subject history and current progress of medical genetics, and produce one spe-
cial and relative intact medical genetics book. Because of the editor’s limited knowledge and writing
ability, though we lose evening and weekends and work night and day, some errors and misgivings

cannot be ensured to avoid in this book, we hope that readers and experts can put forward some good
suggestions.

Professor Baosheng Yang
July, 2005



PREFACE

Medical genetics is one of leading subjects developing rapidly in medical field. Recently, the
known number of diseases of monogenic inheritance has been beyond 14 000 with the rapid develop-
ment of molecular biology technology, especially driven by human genome project (HGP) . It is possi-
ble for gene diagnosis and therapy to be applied in some human diseases, making resplendent prospect
for preventing inherited disease fundamentally. Medical genetics has become an important part for cul-
turing senior medical worker knowledge and ability.

This book is fruit of medical genetics teaching content innovation topic facing 21 st century in
Henan province. This book is aimed not only at considering system and integrity of basic theory, but
also the need of medical practice; not only introducing elementary knowledge, but also possessing defi-
nite depth, moderation and extend; not only reflecting the last developments, for example genetics di-
agnosis before implantation, HGP,SNP labeling etc, but also avoiding pursuing too new and excessive
knowledge .

This book is divided into 15 chapters, mainly including introduction, chromosome and cell divi-
sion, chromosomal aberration and chromosome disease, gene and genomics, monogenic inheritance and
monogenic disease, polygenic inheritance and polygenic disease, mitochondrial genetic disorder, popu-
lation genetics, bichemical and molecular genetics, pharmacogenetics, oncogenetics, diagnosis of
hereditory disease, prevention and therapy of hereditary disease, techniques of medical molecular ge-
netics , medical genetics subjects (immunogenetics, development genetics, behavior genetics, toxicoge-
netics and genetic ethics) etc.

This book has been designed to embody three bases (basic theory, basic knowledge, basic
skills) ,seven innovations (new knowledge, new concept, new theory , new method, new technology, new
information, new idea) ,and seven characters (idea,science,advance,enlighten, suitability, pertinen-
cy, applicability) , make students take knowledge and information ability by themselves.Some reading
material , references and special webs site are also listed to help to culture students’ ability, discuss im-
portant problem about certain chapters, catch necessary information and data, get new and in-depth
knowledge. Some English box and Chinese-English summary will be aided to extend students’ knowl-
edge and establish the background, improve ability for reading English special literature. Thinking
problems can arouse students to understand related theories and concepts and analyze or leam some
problems, an important aspect to culture ability of students. Chinese-English index can profit students
to lock up related content and enhance its applicability.

Seven professors or associate professors took part in writing this book, all work in front line of
teaching and scientific research, have rich teaching experiences and have edited or joined in writing
many teaching materials and monographs.

The composing of this book is up-to-date, and knowledge existing on medical genetics is systemat-
ic introduced. There are large number of figures, tables and boxes (95 figures, 38 tables and 30 boxes)
for readers to study. This book can be not only taken as teaching material by medical undergraduates,
but also as reference by doctors, nurses and workers of related departments who are engaged in inherit-
ance medicine, reproductive medicine, preventive medicine, environmental medicine, family planning
(birth control) , demography and biology etc.

It is a new attempt to write medical genetics teaching material using bilingualism , the reference is
few and far between. Because of editors’ limited knowledge, although draft was examined by collectiv-
ity, shortcomings can’t be avoidable. All the editors wish sincerely that readers could bring forward

precious opinions in order to improve when revising it. Hope this book could play its effect in culturing
qualified doctors and nurses again!

Baosheng Yang and Huigen Feng
July, 2003
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Introduction to medical genetics

BESERREVRFENREEEMEGRR . BIE (heredity) R4E A KT 4
HERFHFRAUKRORASTRENHURAR, BERREREN, AXMBEEXEM
Mo RFZEXMERMHL, MARXZLER, XA MGEREFR FREFRIZ
B ()22 5 #5 09 3 5% (variation) . MfE MR EHEWHELERE  HAHE. AMENEE &
CRMI P DNA S+ FET S B A E S RKBEANN S BF SIREH TR, BSRE
MR, HRGHEENERIBE (RE)MH AL RN  REFBAKR LB TLEHMIY
RERH  RERRIIEIET . M55 (genetics) R R EYBIESER MR E, Bylifhy
RBEXS5E2XMEREN—ITHE¥H

F—F% BEFESFALMATLER
Medical genetics and disciplines of study

— EEBEFENTRX R TS
Object and task of study of medical genetics

B 22 38 /£ % (medical genetics) R ARG ¥ MRIBM BB RN AR BIERO EE M3
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AR UNTFEMERES KA RALKRSRIEN LR, AW S A NERE NS
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Disciplines within medical genetics
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