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This handy book aims to serve both undergraduate and postgraduate medical students 
in providing the essential knowledge of genetics and guidance in focused, pointed and 
systematic way for preparing the question–answers related to the genetics which are 
frequently asked in the examinations.

Key Features 
• Comprehensive, illustrative, latest coverage of all the topics related to basic genetics, 

common genetic disorders, from the recommended academic syllabus, questions 
from previous question bank with suitable examples in an easy flowing 
question–answer format. 

• Complex terminology and hard-to-grasp concepts of genetics are presented in 
student-friendly, simplified and understandable language. 

• Up-to-date content offers a glimpse into the latest diagnostic and therapeutic 
advances in genetics.

• Recent genetics websites, clinical genetic databases and tables of various genetic 
syndromes and other disorders are provided in the appendix. 

• Contributions from leading experts in the field of genetics.
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I t gives me great pleasure to provide this intro
duction to the first editon of the Handbook of 

FAQs on Basic Genetics and Common Genetic 
Disorders for Students. This book is a unique 
compilation of important concepts related to 
medical genetics in a question and answer 
format. Though the primary intent behind 
the effort is to provide a ready reference to 
undergraduate and postgraduate medical 
students to help them attempt questions 
related to medical genetics in examinations, 
it also serves the much bigger purpose of 
elucidating the principles and practice of 
medical genetics to medical students at an 
early stage in their career.

Introducing the concepts of medical genetics 
and highlighting the relevance of this subject 
to medical practice to students, right from their 
undergraduate training period is imperative in 
this field of genetic diagnostics and molecular 
therapy in recent years. Apart from the so-called 
‘pure genetic disorders’ which are known to 
be caused by chromosomal abnormalities 
and genetic mutations, a growing number of 
multifactorial disorders including diabetes, 
hypertension, malignancies, autoimmune 
diseases, psychiatric disorders and many 
others, are being identified to have genetic 

Foreword

contributory factors in their causation. These 
chromosomal disorders and monogenic 
diseases, as well as multifactorial disorders 
can affect all body organs and organ systems. 
Therefore, all medical practitioners, irres-
pective of their field of specialization, need to 
understand the basic conceps of genetics as 
well as be aware about these recent advances.

Unfortunately, at present, very little 
emphasis being given to genetics in under
graduate medical teaching and postgraduate 
medical training. Though genetics is a part of 
the medical curriculum, it is often mistakenly 
considered to be a nonclinical research area, 
not relevant to clinical practice. Students 
also get put-off by the so-called ‘complex 
terminology’ and ‘hard-to-grasp’ concepts of 
medical genetics.

This book is an attempt to simplify the 
concepts of genetics, highlight the importance 
and relevance of the subject in medical 
practice, and inculcate an interest in the subject 
in medicos early in their career. I congratulate 
the editorial team for this wonderful and 
timely effort. I am sure this book would prove 
to be of great help to medical students not  
just in their estimations but also in their 
practice.

Dr Prajnya Ranganath 
MD (Paediatrics), DM (Medical Genetics)

Associate Professor and Head  
Department of Medical Genetics  

Nizam’s Institute of Medical Sciences  
Hyderabad





Genetics is an essential subject in the field 
of human science. In the last two decades 

due to various advancements in diagnostics 
and therapeutic genomic techniques, the 
whole world has got transformed. But the 
medical students are still lagging behind in 
understanding the fundamental concepts of 
genetics and common genetic dis orders. Even 
though the chapters on the basic information 
related to genetics are introduced at the 
middle school level but still the foundational 
knowledge of the medical students about 
genetics is not satisfactory.

Because of this reason, students are not very 
comfortable in writing the answers related to 
genetics in the examinations.

In view of the above, via this book, an 
attempt is made to bridge the gap between the 
low level and the expected level of knowledge 
of students about the subject and to facilitate 
them to develop the required knowledge 
base, and skills to write correct answers in 
the examination. This book will be having a 

Preface

wide variety of questions and their answers 
based on basic cellular and molecular genetics, 
common genetic disorders, conventional and 
advanced diagnostic techniques, treatment 
and prevention of genetic disorders and 
recent advances in the genetics. To prepare 
these questions and answers various expert 
contributors, some of whom being eminent 
teaching faculty in medical colleges, with 
their vast knowledge about the subject and 
understanding the needs of the students, have 
spent a lot of time and energy.

With the objective of providing compre-
hensive and basic information on genetics— 
almost all the FAQs related to genetics which 
are frequently asked in the examinations have 
been covered in a simple and easy language in 
this book. Hopefully, the book will be friendly 
and a single window solution for students to 
revise the subject before the examinations.

Any suggestion to improve the book will be 
greatly acknowledged.

Komal Uppal
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