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I PERSONAL 
 
Place of Birth    Moradabad, UP, India 

Nationality      British- U.K. Citizen          

Defence Organisation   Medical Protection Society No. 281124  

General Medical Council    Full Registration No: 2351409 

     Specialist Register: Clinical Genetics, April 2006 

     GP Register: March 2006 

II EDUCATION & QUALIFICATIONS 

 

II.1 Secondary Education: Government Intermediate College, Moradabad, UP, India 

    1960-1967 

II.2 Graduate Education Hindu College, University of Agra, Moradabad, UP, India 

    1967-1968 

II.3 Professional Education: 

Medical School/College attended- King George’s Medical College, Lucknow University, Lucknow, 

India 

     Undergraduate MBBS:  August 1968 – July 1973 

 Postgraduate MD Paediatrics: January 1976 – December 1977 

The Medical School, University of Sheffield, UK 

     Postgraduate (MMedSci):  April 1982 – December1986         

II.4 Qualifications:  

M.B., B.S. 1973 (King George’s Medical College, University of Lucknow, India) 

MD 1977 in Paediatrics (University of Lucknow, India) 

D.C.H 1979 (Royal Colleges of Surgeons and Physicians in Ireland) 

M Med Sci. 1987 (University of Sheffield) 

MRCPI 1990 (Royal College of Physicians, Ireland- RCPI) 

DABMG American Board Certification in Clinical Genetics 1990 (ABMG) 

FRCPI 1992 (Fellow Royal College of Physicians, Ireland);  

MRCPCH 1996 (Royal College Paediatrics & Child Health-RCPCH, UK) 

PG Cert. Med Edu , 2003 (Staffordshire University, UK) 

FACMG, 2003 (Fellow American College of Medical Genetics-ACMG) 

FRCPCH 2006 (Fellow RCPCH, UK) 

FRCP 2008 (Fellow Royal College Physicians, London, UK- FRCP) 
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D.Sc.  (Hon) 2015 (King George’s Medical University, Lucknow, India-KGMU) 

FRCPE 2024 (Fellow Royal College of Physicians Edinburgh) 

 

III. APPOINTMENTS 

 

III.1 Current appointments:  

1. Visiting Professor, Genomic Policy Unit, Faculty of Life Sciences & Education, The Glyn Taff 

Campus, The University of South Wales (previously Univ. of Glamorgan), Wales, UK; 2010-

To date 

2. Honorary Consultant in Cardiovascular Genetics Inherited Cardiac Diseases Unit, 

Department of Cardiology, St. Bart’s Hospital, London; 1 March 2018 to Date. 

3. Honorary Clinical Professor, William Harvey Research Institute, Bart’s and the London 

School of Medicine & Dentistry, Queen Mary University of London, UK; 1May 2019 to 

date. 

4. Honorary Professor, Genomic Medicine Unit, Institute of Life Sciences, Swansea 

University, 1 November 2020 to date. 

5. Consultant in Clinical Genetics & Genomic Medicine, Spire Cardiff Hospital, Spire 

Healthcare UK, May 2015 to date. 

 

III.2 Most Recent Appointment: 

Consultant in Clinical Genetics & Clinical Lead for Cardiovascular Genetics, All Wales Medical 

Genetics Service, University Hospital of Wales, Institute of Medical Genetics, Cardiff University, 

UK (1 November 2004 to 31 October 2017- Retirement from NHS UK duties) 

 

III.3 Academic Appointments: 

1. Honorary Senior Research Fellow, Institute of Medical Genetics, Division of Cancer & 

Genetics, Cardiff University School of Medicine, UK; 2007 to 2019 

2. Visiting Professor, Education & Research, Chettinad Health University, Chennai, India; 2011 

to 2018. 

3. Adjunct Professor, Public Health/ Medical Genetics, China Capital Medical University, 

Beijing, China; 2010-TO Date 

4. Visiting Professor, Ranbaxy Science Foundation, India; January- February 2013 

5. Visiting Academic Faculty- Advanced Bio-Medical Research Centre, King George’s Medical 

University, Lucknow, India, 2013-date 

6. Distinguished Academic Visitor, 10-12 December 2015, All India Institute of Medical 

Sciences, Jodhpur, Rajasthan, India. 

7. Visiting Academic Fellow, William Harvey Research Centre, Queen Mary University of 

London, UK, 15 January 2016 to 30 March 2016. 

8. Adjunct Professor, Kasturba Gandhi Medical College, Manipal University, Manipal, 

Karnataka, India; (March 2017 to Date) 
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9. Adjunct Professor, Shri Mata Vashno Devi University, Katra, Jammu & Kashmir, India 

 (June 2018 to Date) 

       10.  Honorary Professor, JSS Higher Education Academy (Deemed University), Mysore, 

 Karnataka, India; May 2018 to date. 

11. Honorary Visiting Professor, Faculty of Medicine, University of Colombo, Sri Lanka. Jan 

2022 to December 2024. 

12. Visiting Professor, School of Medicine, Texas Tech University Health Sciences Center, USA. 

June 2022. 

13. External Academic Faculty Adviser, Shri Guru Ramdas University of Health Sciences, 

Amritsar, Punjab, India; November 2022 to 2024. 

14. Honorary Adjunct Professor, Mahatma Gandhi University of Medical Sciences and 

Technology, Jaipur, Rajasthan, India; December 2023 to date. 

15. Honorary Adjunct Professor, Shri Guru Ramdas University of Health Sciences, Amritsar, 

Punjab, India; November 2024 to Date. 

 

IV. AWARDS, DISTINCTIONS AND HONOURS 

      IV.1.  Awards & Honours 

i) Awarded a Gold Medal for the highest percentage of marks at the second professional 

MBBS examination (1971), which covered the second MBBS professional examination 

included pharmacology, pathology, forensic medicine, and social and preventive 

medicine. 

ii) Awarded a Gold Medal for the first position at the final professional MBBS examination 

(1973): Final MBBS examination subjects included general medicine, general surgery, 

ophthalmology and obstetrics and gynaecology.          

iii) Awarded a Gold Medal for the best successful candidate for M.D. in Paediatrics, King 

George’s Medical College (now University), 1977. 

iv) BMA Medical Book Award 2012-‘Highly Commended’ for new book ‘Oxford 

Handbook- Inherited Cardiac Disease’, Oxford University Press, Oxford, UK.  

v) Conferred Doctor of Science Honoris Causa (DSc HC) by the King George’s Medical 

University, Lucknow, UP, India; December 2015. 

vi) ‘Guest of Honour’ at the Convocation and Foundation Day of the King George’s 

Medical University, Lucknow, India; 20-21 December 2015. 

vii) BMA Medical Book Award 2017-‘Highly Commended’ for new book ‘Medical and 

Health Genomics’ (Elsevier) 

viii) Awarded ‘Hind Rattan (Jewel of India)’ at the Pravasi Bharatiya (Global Non-

Resident Indians) Conference, Bangkok, Thailand. 9 -10 January 2018. 

ix) Athena Swan Oration 2018, Cardiff University School of Medicine ‘’The Helical Path 
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of Clinical Genetics- Climbing the DNA Ladder’, 8th November 2018. 

x) ‘Dr. S.S. Agarwal Oration’, awarded at the Annual Conference of the Society of the 

Indian Academy of Medical Genetics (SIAMG), held In CMC, Vellore, TN, India; 12-15 

December 2018. 

xi) ‘VAIBHAV SUMMIT’, served as a ‘Panelist’ in this prestigious project on invitation from 

the Principal Scientific Adviser to the Prime Minister of India, Shri Narendra Modi. 

November 2020. 

x) ‘Genomics and Global Health’, served on the Advisory Panel on this project initiated 

and led by the WHO Science Council, World Health Organization. November 2021. 

xi) ‘HUGO Education Committee’, appointed the Chair of the genomics education & 

committee initiative led by the Human Genome Organization (HUGO). December 2021. 

xii) ‘GAPIO Life Time Achievement Award 2023’, from the Global Association for 

Physicians of Indian Origin, 11 February 2023, Ahmedabad, India. 

xiii) ‘Fellow HUGO Faculty of Scholars’, Human Genome Organization International 

(HUGO), September 2024. 

xiv) ‘Guest of Honour’, November 2024, Mahatama Gandhi University of Medical 

Sciences and Technology, Jaipur, Rajasthan, India 

xv) ‘Guest of Honour’, December 2024, Aligarh Muslim University, Aligarh, India 

IV.2. External higher Doctoral degrees examiner- PhD & DSc 

• Queen’s University, Belfast, Northern Ireland, UK 

• Cardiff University, Cardiff, Wales, UK 

• All India Institute of Medical Sciences, New Delhi, India 

• Sanjay Gandhi Postgraduate Institute of Medical Sciences, Lucknow, India 

Guru Nanak Dev University, Amritsar, India. 

• University of Cape Town, South Africa 

• Shri Mata Vashno Devi University, Katra, Jammu & Kashmir, India 

• Punjab University, Lahore, Pakistan 

IV.3. External advisor for Higher academic awards, promotions & appointments: 

• University College London, The University of London, UK 

• King’s College, The University of London, UK 

• The University of Leicester, Leicester, UK 

• The University of Glasgow, Glasgow, Scotland, UK 

• Johns Hopkins Medical School, Baltimore, USA 

• King George Medical University, Lucknow, India 

• The University of Jordan, Amman, HK Jordan 

• The University of Colombo, Sri Lanka 
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• The University of Cape Town, South Africa 

• Apollo Hospitals Education and Research Foundation, India 

IV.4. Independent External Research Grants Reviewer 

• Medical Research Council (UK) 

• Wellcome Trust (UK) 

• European Union Rare Diseases Research Consortium 

• Belgian Research Council 

• South African Research Council 

• Heart Research (UK) 

• Netherlands Research Council, The Netherlands 

• British Heart Foundation, London, UK  

• Tenovus Cancer Charity, Wales, UK  

• Albert Einstein Foundation, Berlin, Germany 

• UK Research and Innoovations (UKRI) 

 

V.  ACADEMIC ACHIEVEMENTS AND CONTRIBUTIONS 

V.1 External higher Doctoral degrees examiner- PhD & DSc: 

• Queen’s University, Belfast, Northern Ireland, UK 

Doctor of Science (DSc) 

“Systems approaches for elucidation of molecular mechanisms of disease” 

• Cardiff University, Cardiff, Wales, UK 

Doctor of Philosophy (PhD) 

“Genetic Testing for Sudden Arrhythmic Death Syndrome and the Coroners’ 

System of England and Wales”  

• All India Institute of Medical Sciences, New Delhi, India 

Doctor of Philosophy (PhD) 

“Molecular genetic studies in Indian families with autosomal recessive non-

syndromic hearing loss’ 

“Testicular germ cell arrest (maturation arrest): Phenotype-Genotype 

correlation” 

• Sanjay Gandhi Postgraduate Institute of Medical Sciences, Lucknow, India 

Doctor of Philosophy (PhD) 

“Characterization of exonic and splice site variations in ATP8B1, ABCB11 and 

ABCB4 genes in Indian patients with progressive familial intrahepatic 

cholestasis.” 

• University of Cape Town, South Africa 

Doctor of Philosophy (PhD) 

“Clinical and genetic studies in Lynch syndrome” 

• Shri Mata Vashno Devi University, Jammu & Kashmir, India 
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Doctor of Philosophy (PhD) 

“Genetic susceptibility in Esophageal carcinoma patients from Jammu and 

Kashmir” 

• Faculty of Medicine, The University of Colombo, Sri Lanka 

Doctor of Philosophy (PhD) 
“A Study of the Genetic Aetiology of Rare Inherited Conditions in the Sri Lankan 
Population” 

• Punjab University, Lahore, Pakistan 
Doctor of Philosophy (PhD) ‘Genetic studies in congenital heart disease in 
Pakistan’ 

 

V.2 Research awards 

 

Established endowment for the ‘Young Investigator Award’ at the King George’s Medical 

University, Lucknow, Inida. This award aims at promoting quality research amongst junior 

Faculty within 10 years of first academic appointment and under 45 years of age. It consists of 

a gold medal, citation and opportunity to deliver the key note address at the annual ‘KGMU 

Research Sowcase’. 
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VI. CURRENT ACTIVITIES AND CONTRIBUTIONS IN CLINICAL GENETICS/GENOMICS 

 

This section includes all to date current roles and activities since 1 November 2017 following my 

retirement from the UK National Health Service on 31 October 2017. There is clear overlap with 

contents of the section 7 as some current roles continue to date. 

 

VI.1. Clinical commitments 

i) Consultant Clinical Genetics & Genomic Medicine- Cardiff Spire Hospital, Wales, UK 

I hold practice privileges with the Spire Healthcare UK (www.spirehealthcare.com ). The Genome 

Clinic is held in the Spire Cardiff Hospital and as well as virtually through the online web link. 

 

The current practice includes- 

a) Comprehensive clinical genetics service covering wide-ranging specialist areas:  

• Genetic disease diagnosis with diagnostic genetic testing 

• Detailed assessment of birth anomalies 

• In depth review and analysis of the family history 

• Specialist advice on cousin marriages (consanguinity)  

• Genetic counselling 

• Genetic risk review and assessment (for example breast/ovarian  & bowel cancer) 

• Specialist service for Inherited heart and blood vessel diseases 

• Predictive or pre-symptomatic genetic testing 

• Genetic & genomic screening for life style and health counseling 

• Prenatal screening and testing for chromosomal abnormality or specific genetic 

disease 

• Pre-implantation genetic diagnosis for preventing recurrence of high risk genetic 

disease 

• DNA testing for disputed paternity or identity 

• Medical-legal review and Expert Witness reports related to genetic or possible 

genetic condition 

 

b) Laboratory genetic and genomic diagnosis 

Genetic/Genomic Tests (by Accredited Genetic Laboratories in UK/Europe) 

• Chromosome test including Fluorescent In situ Hybridization (FISH) 

• Array Comparative Genomic Hybridization (aCGH) 

• Single gene mutation testing for specific gene(s) (for example Cystic Fibrosis, 

Duchenne Muscular Dystrophy, Hypertrophic Cardiomyopathy and many more) 

http://www.spirehealthcare.com/
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• Multi-Gene panel testing for complex undiagnosed possible genetic conditions, 

for example familial cardiomyopathy, breast/ ovarian cancer, colorectal cancer, 

diabetes/obesity, infantile epilepsy, inherited blindness, floppy child etc. 

• New generation genome sequencing – targeted clinical exome sequencing, whole 

exome sequencing and whole genome sequencing; for in-depth analysis of life 

time genetic risk analysis and advice for life style modification and health 

enhancement 

• Tumour genomic profiling for confirmation of diagnosis, staging of cancer, 

targeted selection of anti-cancer drug, and prognostication. 

• Prenatal diagnosis including the non-invasive prenatal testing (NIPT) 

• Preconception/Prenatal screening for carrier status of common genetic diseases 

in ethnic groups, for example metabolic diseases in Jewish people, recessive 

genetic diseases in first cousin marriages etc. 

 

c) Medico-Legal service 

Medico-Legal Genetics expert- Genome Clinic UK Ltd.  

 

• Independent and as member of consortium 

• Expert Witness for all three sectors – Family Court proceedings, Civil proceedings and 

Criminal Crown Court 

• Individual expert reviews and reports on wide ranging Paediatric and Adult genetic 

conditions on instructions from Solicitors and Barristers in UK and Ireland  

• Expert reviews and reports including expert witness presentation and cross-examinations 

in Family, Civil related to genetic predisposition for fractures, soft tissue injuries, clinical 

negligence in the diagnosis and/or treatment, and paternity disputes. 

•  Expert review, report and Crown Court witness evidence in Criminal cases related to 

serious injuries and child’s death on behalf of both criminal prosecution service and 

defence team alleging related to possible underlying genetic or inherited medical 

condition mitigating circumstances and evidence. 

 

ii) Honorary Consultant Cardiovascular Genetics, Inherited Cardiac Diseases Unit, Bart’s Hospital 

NHS Foundation Trust, London, England, UK 

 

iii) Senior Consultant/ Adviser- Clinical Genetics & Genomic Medicine 

Apollo Genomics Institutes, Apollo Group Hospitals, India;  

• Indraprastha Apollo Hospitals, Delhi, India 

• Other Apollo Hospitals in Navi Mumbai, Chennai, Bangalore, Hyderabad, Ahmedabad and 

Kolkatta. 

 

VI.2 Academic commitments 
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a) Recent new books (see Section 9 for details) 

i) ‘Cardiovascular Genetics and Genomics: Principles and Current Practice’, Eds. 

Dhavendra Kumar & Perry Elliott 

ii) ‘Clinical Molecular Medicine: Principles and Practice’, Ed. Dhavendra Kumar 

iii) ‘Inherited Cardiac Disease’, Oxford Specialist Handbook, Eds. Perry Elliott, Pier 

Lambiase & Dhavendra Kumar 

iv) ‘Tryst with the Double Helix- An Autobiography’, Kindle books, Dhavendra Kumar 

v) ‘Genomic Medicine Skills and Competencies’, Elsevier, Ed. Dhavendra Kumar 

 

b) New book series- ‘Genomic and Precision Medicine in Clinical Practice’, commissioned by the 

Elsevier, world’s leading bio-medical and life sciences publishers. (see Section 9 for details) 

 

1. Fundamentals of genomic and molecular medicine 

2. Clinical Bioinformatics and Digital Genomic Medicine 

3. Laboratory Genomic and Molecular Medicine 
4. Infectious diseases and Pathogenomics 
5. Clinical genomics and genetic counselling 

6. Genomic and molecular medicine of rare diseases 

7. Cancer genomic and molecular medicine 

8. Cardiovascular genomic and molecular medicine 

9. Reproductive and fetal medicine 

10. Ophthalmic genomic and molecular medicine 

11. Neurology and Neuropsychiatric genomic and molecular 

medicine 

12. Immunogenomics and Clinical Immunology 

13. Genomic and Molecular Therapeutics 

14. Epigenomics in Clinical Medicine 
15. Nutrition and Nutrigenomics in health and disease 

16. Pharmacogenomics and Targeted Pharmacotherapy 

17. Genomic Medicine–Skills and Competencies 

18. Genomics, Populations and Society 

 

VI.3 Genetic and Genomic Education & Training 

i) Director Postgraduate Diploma Genomic Medicine & Healthcare, University of South Wales, 

UK 

ii) Faculty- MSc Genomic Medicine, Swansea University, UK 

iii) Founding Chair- Indo-UK Genetic Education Forum 

iv) Founding Chair- Global Consortium for Genomic Education (GC4GE) 

v) Chair- HUGO- Education Committee 
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vi) Director/ Faculty- Teaching and Training Courses in genetics and genomics 

vii) Faculty- Conferences/ Symposia/ Seminars/ Lectures 

 

Details on these activities are included in respective sections. 

 

VI.4 Genomic Medicine & Healthcare 

i) Honorary Clinical Professor, Cardiovascular genomic medicine, William Harvey Research 

Institute, Bart’s and the London School of Medicine & Dentistry, Queen Mary University 

of London, UK (from August 2019 to date) 

ii) Senior Faculty Adviser, The Centre of Precision Medicine, King George’s Medical 

University, Lucknow, India. (From November 2018 to date) 

iii) International Assessor/Adviser to the South Africa Medical Research Council for 

Genomic Medicine & Healthcare Centre, the University of Cape Town (From October 2022 

to date) 

iv) Chair- UK India Genomic Medicine Alliance, The Genomic Medicine Foundation (UK) 

(From October 2011 to date) 

v) External Faculty adviser for genomic medicine & healthcare- all current and active roles: 

a. University of Colombo, Sri Lanka 

b. King George’s Medical University, Lucknow, UP, India 

c. JSS Academy Higher Education (Deemed University), Mysore, Karnataka, India 

d. Kasturba Medical College, University of Manipal, Karnataka, India 

e. Shri Mata Vashno Devi University, Katra, Jammu & Kashmir, India 

f. Shri Guru Ramdas University of Health Sciences, Amritsar, Punjab, India 

g. Apollo Group of Hospitals & Apollo Hospitals Research and Education Foundation, 

India. 

h. International collaboration for Cardiovascular Genomic Medicine- UK, India & 
Egypt, William Harvey Research Institute, Queen Mary University of London, UK 
i. Biennial International Cardiovascular Genomic Medicine conferences, Genomic 
Medicine Foundation, UK 
j. Biennial Genomic and Precision Medicine Conferences, Genomic Medicine 
Foundation UK. 
k. Invited key note speaker- genomic medicine conferences- several institutions in 
India, Egypt, South Africa 
l. Member- Scientific Committee for several other genomic conferences 

 
VI.5 Editorial responsibilities (see Section 9 for details) 

i) Founding Editor in Chief- ‘The HUGO Journal’, continues as ‘Human Genomics’, 
BMC/Springer-Nature 
ii) Serial Editor- ‘Advances in Genetics’, Academic Press, Elsevier 
iii) Founding Editor-in-Chief- ‘Genomic and Molecular Cardiology, Genomic Medicine 
Foundation UK (GMF-UK) 
iv) Founding Editor-in-Chief- ‘Current Trends in Genomic Medicine’, GMF-UK. 
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v) Editorial Board Membership-several genetic and genomic journals 
vi) Peer review/ Referee for many high impact journals 
 

VI.6 Global genomic health developments 
 
i)Founder/ Medical Director/ CEO- ‘The Genomic Medicine Foundation UK’ 

  
 

The Genomic Medicine Foundation in the United Kingdom (GMF-UK) is an independent ‘not for 

profit’ organization committed to application and translation of Genomics and related OMICS 

sciences and technologies in medicine, personalized health care and socio-economic progress. 

Patrons of GMF-UK include the Late Professor Sir David Weatherall followed by Professor Sir 

Munir Pirmohamed. Priority sectors of the GMF-UK include global genomic education, birth 

defects, rare genetic diseases, precision & personalized healthcare and harnessing genomic 

applications to enhance health status in developing World. This article introduces the GMF-UK 

with its objectives, current projects and status in pursuit of the genomics led medicine and 

healthcare. 

 
ii) Global Familial Heart Challenge (GFHC) 

  

Familial and inherited cardiovascular diseases are global and affect all irrespective of 

geographic and ethnic origin. It is a global phenomenon and requires a worldwide high-

level strategic health approach. The whole group of conditions poses a major global 

challenge. The Global Familial Heart Challenge (GFHC) is a new international initiative for 

raising awareness and developing regional and country specific health information, data 

resource and targeted specialist health service provision on ICCs. I set up and lead GFHC 

to deal with medical and health challenges of the familial / inherited heart disease. 

Main Objectives of GFHC include- 

1. To assist clinicians, health professionals, laboratory scientists and patient & family 

support groups to on the key health challenges of familial and inherited heart 

disease- clinical diagnosis, laboratory genetic/genomic diagnosis, multi-

disciplinary care and health surveillance, prevention and support. 

Genomics OMICS

· 

· 

· 

· 

· 

· 

· 

· 

· 

· 

For0membership0and0other0information0on0GMF0(UK)<0

!

Registered!in!England!and!Wales!as!a!‘not!for!profit’!corporation!No.! !
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2. To develop a fully accessible clinically oriented database to include fully validated 

evidence-based information for clinical applications.  

3. To set up on-line access for the consumer (professionals, partners, patient and 

public) on qualified and validated information related to the key familial heart 

health challenges. 

4. To encourage and engage in applied research on management and treatment of 

familial/ inherited conditions in a cost-effective manner, including prevention; 

providing data for bio molecular research for a ’cure’. 

5. To strengthen the emphasis in public health to make sure that it encompasses 

some aspects of mapping genetic mutation and genomic variant patterns across 

various populations, and from this being able to provide some evidence to service 

providers regarding public health messages as opposed to individual case 

treatment. 

The project includes setting up dedicated cardiovascular genomic medicine centres in India, 

Egypt, South Africa and Brazil. All these centres will be centrally coordinated by the 

International Centre based in Queen Mary University of London, UK. The network of the 

Cardiovascular Genomic Medicine Centres would focus on setting standards, developing 

protocols and the database with information on phenotype and associated genomic variants. 

 

iii) The Global Consortium for Genomic Education (GC4GE) 

 In keeping with my passion for genomic education, I set up the Global Consortium for 

Genomic Education (GC4GE). It is a major new initiative to bring together many committed 

scientists, clinicians, professionals, institutions, laboratories and organizations for developing 

a concerted program for genomic education and training delivered globally with a particular 

focus on developing and less developed nations. 

 

The main aim is to organize, coordinate and steer a global consortium for the integrated 

genomic education and training programs.  

Objectives include- 

1. To identify and engage with major Professionals, Institutions and Organizations 

involved with genetic/genomic education and training. 

2. To develop the core framework for the consortium in collaboration with 

participating groups. 

3. To develop a network for the consortium working on the ‘hub and spoke’ model. 

4. To develop the bespoke integrated genomic education and training program 

incorporating major components of genome science and technology. 

5. To develop mechanisms for delivering the integrated genomic education program 

on regional and country basis. 
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This project is now closely linked with the genomic education and training initiatives 

of the Human Genome Organization International (HUGO), Global Genomic Medicine 

Collaborative (G2MC) and the Global Partenership for Genomic Education jointly led 

by the Genomics Services of the UK National Health Service and the WHO Science 

Council. 

 

iv) Founder/ Chair- ‘UK India Genomic Medicine Alliance- UKIGMA’ 
 
The ‘Indo-UK Genetic Education Forum’ is the flagship programme to steer ahead he education 
and training initiatives of the Genomic Medicine Foundation UK. I largely included series of 
workshops, dedicated seminars and biennial conferences held in different locations across India 
including Sri Lanka. This project became very popular with members representing distinguished 
academic and clinical units- 
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The success of the Indo-UK Genetic Education Forum led to the UK-India Genomic Alliance to 
include organisation and delivery of genomic medicine and genomic healthcare across the Indian 
subcontinent- 
 

 
 

This is one of the flagship projects of the Genomic Medicine Foundation (UK). It. Was founded 

and led by Dhavendra Kumar supported by the International Advisory Board. Several genome 

scientists and clinicians with interest in clinical genomics and genomic medicine have joined the 

Alliance. The new alliance between leading human genetic and genomic organizations and 

institutions in the UK and Indian subcontinent aims to foster new links and partnerships focused 

on next generation genome sequencing methods and applications in medicine and healthcare. 

The UKIGMA has initiated series of Memorandum of Understanding (MOU) with key academic 

and teaching Institutions across India and Sri Lanka. This programme continues with a broader 

remit to include whole South Asia overlapping Asia-Pacific and neighbouring regions. 

 

V) ‘The Centre for Precision Medicine’, King George’s Medical University, Lucknow, India. 

 

I am an alumnus of the above leading prestigious medical institution of India. It is one of the very 

few institutions with heritage of British Raj in India. Under the leadership of Professor Kumar, 

The Genomic Medicine Foundation UK has signed the MOU for developing the academic, 

research and teaching base for Genomic and Molecular Medicine. This unique arrangement is 

Key areas: Genetic and Genomic Education; Birth defects (Congenital Anomalies); Rare genetic diseases including inherited metabolic
diseases; Cancer genetics and genomics; Cardiovascular genetics and genomics; Neurological and Psychiatric genetics and
genomics;;Genetic and genomic eye diseases;Genetic and genomic kidney diseases; Infectious diseases (Tuberculosis, Malaria, Dengue,
HIV and other tropical infections); Adult metabolic diseases (Obesity; Hyperlipidemia; Diabetes Mellitus); Genome diagnosis
(Chromosome microarray analysis; Next generation sequencing (Whole exome/genome sequencing; Bioinformatics); Practice of
Genomic and Precision Medicine (Personalised pharmacotherapy; ‘Ethical-Legal-Social Issues’ [ELSI]

Objectives:
• Identify and enrol organisations, institutions engaged in scientific and applied research in genomics relevant to medicine and healthcare.
• Encourage collaboration with individual genetic/genomic clinicians & scientists, and other professionals in anthropology, population 

genetics, bio-ethics, social sciences and bio-economics

• Develop a programme for training and skills development through series of structured courses, workshops and webinars in the key areas 
of applied and translational genomic medicine

• Plan and carry out specific audit on the outcomes of investments in Institutions and Laboratories as part of the current strategy for capital 
and infrastructure scientific developments for genomic medicine and healthcare

• Develop and steer through individual or group research projects related to utilization and the delivery of genomics led medical and 

healthcare
• Encourage dedicated genomics led research programme for new drug discovery and development through clinical trials in specific 

genetically distinct ethnic population groups
• Identify disease associated founder genome variants in different population groups for developing community based genomic healthcare

PLEASE CONTACT Professor Dhavendra Kumar, Cardiff, UK, Chair UKIGMA 
For all enquiries and ‘application to join, collaborate or expression of interest’ 

!
UK#INDIA#GENOMIC#MEDICINE#ALLIANCE#

#

#

 

UK#INDIA#GENOMIC#MEDICINE#ALLIANCE#

UK INDIA GENOMIC MEDICINE ALLAINCE-
“To organise and lead a professional group of genetic and genomic scientists,
clinicians and healthcare professionals for promoting and supporting the

genomic applications and translations in medicine and healthcare in India and
across the Indian subcontinent”

Global Consortium for 
Genomic Education (GC4GE)
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supported by massive investment made in creating the infra structure for the advanced bio-

medical research facility, one of the finest in north India. I was fortunate to be involved in 

planning and setting up the ‘Centre for Advanced Research’. The University has now agreed in 

principle to establish the state of the art ‘Centre for Precision Medicine’ that I am advising and 

actively pursuing as the Senior Faculty Adviser. 

 

 
 

 

KGMU

CPM

Infection

Metabolic

InflammationCancer

Rare Diseases

The Centre of Precision Medicine 
King George’s Medical University, 

Lucknow, UP, India
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In addition to raising awareness and prmoting organised/ structured research, the 

KGMU CPMH is also engaged in undergraduate medical education as per the guidance 

and recommendations of the National Medical Commission of India. The outcome of 

this mini-project was presented at the Global Genomic Summit held in November 2023 

at the prestigious Sanger Genome Centre, Hinxton, Cambrdige, UK. 



DhavendraKumar_CV_January2025  29 

 

 
 



DhavendraKumar_CV_January2025  30 

 

vi) Lead- DECIPHER India Consortium, Wellcome Sanger Genome Centre, UK 

 

The DECIPHER INDIA CONSORTIUM represents a linked group of DECIPHER projects in the Indian 

subcontinent comprising genomic clinicians and scientists engaged in genome diagnosis and 

management of developmental disorders and many other rare genetic or genomic conditions. 

 The DECIPHER India consortium is part of the UK India Genomic Medicine Alliance 

(UKIGMA) on behalf of the Genomic Medicine Foundation UK Ltd., a not-for-profit organisation 

registered in England and Wales. (www.genomicmedicine.org ) The consortium will have access 

and permission to store, retrieve, analyse and interpret phenotype and genotype information 

shared by individual or member clinical genomic units within the DECIPHER India Consortium. All 

members and users of the consortium will be able to use and benefit from the ‘state of the art’ 

advanced computational and genome informatic tools. In addition, individual clinicians or 

scientists would also be part of the wider DECIPHER community acknowledged and appreciated 

globally through high impact disseminations and publications (https:decipher.sanger.ac.uk ). 

 DECIPHER is used by clinical geneticists, genomic clinicians and clinical scientists to share 

and compare phenotypic and genotypic data. The DECIPHER database contains open data from 

around 40,000 patients who have given consent for broad data-sharing. It also supports more 

limited sharing between trusted partners via consortia. Currently, there are just under 300 

projects across the globe and 6 consortia. Anyone can browse openly-available patient data on 

DECIPHER and request to be put in contact with the responsible clinician. This approach benefits 

everyone with the ability to explore DECIPHER’s genome browser and delve into the Human 

Phenotype Ontology Search portal.   

 

 
 
 

 Projects affiliated to DECIPHER can deposit and share variants, and phenotypes to invite 

collaboration and facilitate diagnosis. DECIPHER is a live database and once a variant is deposited, 

you can use DECIPHER to aid interpretation and to identify and prioritise potential matches. As 

well as influencing individual patient outcomes, use of DECIPHER has contributed to over 2500 

peer-reviewed high impact published original papers and articles. As an academic resource, it is 

free to use and submitters remain in control of what data to make open, share within the 

DECIPHER India Consortium or retain privately within their own centre.  As a member and 

http://www.genomicmedicine.org/
http://www.decipher.sanger.ac.uk/
https://www.google.co.uk/imgres?imgurl=x-raw-image%3A%2F%2F%2F8e2edf14227818f89bdba4099dd0f25cf29cb690cc430aaa7ffff5c5ccc52983&imgrefurl=https%3A%2F%2Fwww.ejprarediseases.org%2Fwp-content%2Fuploads%2F2021%2F03%2FEJPRD_P2_D11.11_PU_First-ver_Addition-Facilities-Integrated-Resources_Data-Deposit-Access_FV.pdf&tbnid=-Bh4IhTfLo67aM&vet=12ahUKEwip8ID__872AhWckKQKHUJqBKMQMygyegQIARA9..i&docid=FHPBcSaoffSPXM&w=1209&h=458&q=decipher%20sanger&hl=en&ved=2ahUKEwip8ID__872AhWckKQKHUJqBKMQMygyegQIARA9
https://www.google.co.uk/imgres?imgurl=x-raw-image%3A%2F%2F%2F8e2edf14227818f89bdba4099dd0f25cf29cb690cc430aaa7ffff5c5ccc52983&imgrefurl=https%3A%2F%2Fwww.ejprarediseases.org%2Fwp-content%2Fuploads%2F2021%2F03%2FEJPRD_P2_D11.11_PU_First-ver_Addition-Facilities-Integrated-Resources_Data-Deposit-Access_FV.pdf&tbnid=-Bh4IhTfLo67aM&vet=12ahUKEwip8ID__872AhWckKQKHUJqBKMQMygyegQIARA9..i&docid=FHPBcSaoffSPXM&w=1209&h=458&q=decipher%20sanger&hl=en&ved=2ahUKEwip8ID__872AhWckKQKHUJqBKMQMygyegQIARA9
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participant of the DECIPHER INDIA CONSORTIUM you can manage all phenotypic and genotypic 

data without compromising the identity of the patient and family. The phenotype entered would 

be structured as per the DECIPHER format. Plausibly pathogenic variants from genotypic data 

(array comparative genomic hybridisation, clinical or whole exome sequencing, and whole 

genome sequencing) would be systematically entered. Each and every mutation or variant would 

be associated with phenotype and classified and annotated using the tools in DECIPHER that 

support variant interpretation. Each consortium member and all users would be offered full in-

house training to use the DECIPHER browser. In addition, there will be opportunity for free and 

open interpretation of all mutations and genome variants irrespective of the genetic or genomic 

laboratory. Each DECIPHER record has an internal ID (e.g. consortium member ID) which is only 

visible to members of the depositing centre; therefore no other users of DECIPHER are able to 

identify the patient. Consent is required for open sharing. The patient information sheet and 

consent form for DECIPHER can be downloaded to obtain and record informed consent.  

 

vii) Founding member- ‘The Human Variome Project’/ Member- International Scientific  

Advisory Committee (ISAC)/ Member- HUGO Scientific Advisory Committee - HUGO-SAC HUGO 

Forum. 

 

 
 
I am closely associated with the Human Variome Project (www.humanvariomeproject.org) since 

it was founded in 2005 by the Late Professor Dick Cotton, the Professor of Genetics in the 

University of Melbourne, Australia. Its sole purpose is to ensure that all information on genetic 

variation and its effect on human health can be collected, collated, curated, interpreted and 

shared freely and openly. I have served this organization in different roles, particularly as member 

of the International Scientific Advisory Committee (ISAC). It now represents the Global Variome 

group, a non-governmental organization (NGO) recognised by the United Nations Educational, 

Scientific and Cultural Organisation (UNESCO). The Global Variome provides support services to 

the international coordination work of the Human Variome Project, now amalgamated with the 

http://www.humanvariomeproject.org/
https://www.humanvariomeproject.org/easyblog/gv-newsletter-october-2021.html
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Human Genome Organization International (HUGO) and the Human Genome Variation Society 

(HGVS). I continue to serve on the newly structured HUGO International Scientific Advisory 

Committee (HUGO-ISAC). 

 

viii) Chair- HUGO Education Committee 

 

This new professional body was created following the merger of the three major global genomic 

organizations. These include the Human Genome Organization International (HUGO), Human 

Variome Project (HVP) and the Human Genome Variation Society (HGVS). The consortium is 

known as the Global Variome. I am the first Chair of the newly established HUGO- Education 

Committee. It includes 21 other members from different nations, particularly from the emerging 

low and middle income countries (LMICs). This committee would be responsible for setting 

standards, curriculum and advising on all matters related to the genomic education and training. 

Emphasis is given on developing and/or enhancing genomic skills and competencies. Selected 

areas include current global genomic educational / training activities, and design and 

implementing the teaching and training programs.  

The HUGO Executive Board has approved the Charter of the HUGO- Education Sub-committee.  

 

Aims and Objectives include- 

1. Courses and seminars incorporating new knowledge and advances genome science and 

technology.  

2. Aiming to incorporate and enhance the skills and competencies across the worldwide 

diagnostic genomic laboratories.  

3. Develop mechanisms for delivering the integrated and comprehensive genomic 

education and training programs employing the ‘state of the art’ digital and artificial 

intelligence methods. 

4. Emphasis on empowering and enhancing skills and competencies required for specific 

sector, for example laboratory genomics, computational genomics, clinical genomics, 

genetic/ genomic counselling etc. 

5. Explore and liaise with current global genomic educational / training activities and 

programs 

6. Identify and develop good working relationships with national and international human 

genetic and/or genomic organizations and institutions, for example ASHG, ACMGG, ESHG, 

BSGM, NHGRI, SIAMG, APHG, AGSHG, H3Africa and Country Node (s) of the Human 

Variome Project extending to the Latin America.  

7. Lead role in designing and implementing genomic education teaching and training 

programs for students/ trainees, non-genetic physicians and healthcare professionals, 

general public and continued adult education etc. 

8. Explore and develop courses/ guidance related to bioinformatics, digital and artificial 

intelligence in diverse human genomic applications. 
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9. Identify and develop close links with established course leaders/ teachers, for example 

the Harbor Genetics Course, European Diploma in Medical Genetics, Masters Genetic 

Counselling Programs (UK, USA, Canada, South Africa, Australia, India, Philippines etc.) 

and many other courses and degree programs. 

10. Identify and support human genomic education and training targeted at specific areas 

and gaps in developing and under-resourced nations.  

 

Achievements and Impact of the HUGO Education Committee 

 

 

Summary:  

'The HUGO Education Committee, with its six sub-committees, comprising numerous highly 
active members from many countries including many low-middle income nations. Major 
achievements include global template for genetic counselling, multi-disciplinary genomic 
healthcare applications, targeted training for variant interpretation, and development of 
online HUGO genomic education portal accessible to 100 countries worldwide. HUGO EdComm 
currently works and continues to develop close working relationship with GGNET and other 
global organisations committed for global genomic healthcare mission.'  

The HUGO Education Committee, with its six sub-committees, comprising numerous highly active 
members from many countries around the worldwide, has been particularly busy in 2024. Co-
chaired by Profs Dhavendra Kumar (DK, London, UK), Angela Solano (AS, Buenos Aires, Argentina) 
and now also Edward Tobias (ET, Glasgow, UK), the committee has been represented at many 
events around the world. These have included talks (by Dhavendra Kumar, Edward Tobias, 
Charles Wray, Angela Solano, Alison McEwen, Carolyn Applegate, Julie Makani and Andreas 
Laner) at the committee's educational pre-conference workshop at the Human Genome Meeting 
2024 in Rome, Italy; an invited talk by ET at the BGC-I Conference, Bengaluru, India; and an invited 
presentation by AS, ET & DK at the ALAG Conference in Guadalajara, Mexicoin October. 
Additionally, the VEPTC 2024 course was (again) successfully led by Andreas Laner, in Palermo, 
Italy, in October 2024.  

Through its active and geographically widespread international members, the HUGO Education 
Committee maintains strong direct links to several other international genomics education 
committees. For example, ET is a member of the ESHG EduComm and both DK and ET are 
members of the Global Genomics Network in Education and Training (GGNET) Partnership Board. 
Both DK and ET were invited to speak at GGNET's most recent international summit meeting at 
the Sanger Institute, Cambridge, UK.  
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Perhaps as a consequence of the committee's many activities, the HUGO Education web pages 
continue to receive an increasing frequency of visits and return-visits. In fact, the pages have now 
been visited from over 100 countries, worldwide. Amongst many activities of the HUGO 
Education Committee, there is emerging evidence of its impact in Low and Middle Income 
Countries as recommended by the WHO Science Council on Genomics. In this context, DK leads 
the South Asia Genomic Healthcare Alliance, initiated by the Genomic Medicine Foundation UK, 
and in collaboration with several academic institutions and healthcare providers across South 
Asia. The genomic education remains central to its many objectives. Several human genetic and 
genomic units have set up dedicated courses for genetic counselling, birth defects, rare diseases, 
cancer genetics and laboratory genomics.  

It is anticipated that 2025 will be an equally busy year for the committee. A pre-conference 
educational workshop (to be chaired by ET) is being prepared for 12th March at HGM2025 in 
Durban, with several speakers representing the committee. In addition, in 2025, preparation and 
submission of several manuscripts, resulting from the committee's work, is planned. These will 
include papers discussing: the results of the recently conducted global survey of educational 
needs of healthcare professionals; DNA variant interpretation in molecular diagnostics; genetic 
counselling training (GC) in LMICs; GC in Southern Africa; GC for DSDs in LMICs; and a 
comprehensive new international-consensus GC curriculum.  
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ix) Panelist- Global summit of overseas Indian scientists and technologists, Government of 

India- The VAIBHAV project, convenor The Prime Minister of India Shri Narendra Modi 

 
 
  

 

 
I served on the Panel of the prestigious global summit of the Indian origin overseas scientists and 

technologists convened by the Honourable Prime Minister of India Shri Narendra Modi. It was 

coordinated and steered by the eminent Indian Scientist Prof. Raghavan, the Principal Scientific 

Advisor to the Prime Minister’s Office, New Delhi, Government of India. 

 

I participated with two sessions-  

1. “Making medicine preventive, predictive, personalized and participatory” , Moderator: Dr. 

Anurag Agrawal, Director IGIB, CSIR, New Delhi, India; held on 19th October 2020. 

2. “Predictive and Therapeutic Genomics”, 20th October 2020; Moderator, Dr. K. Thangaraj, 

Director- Centre for DNA Fingerprinting and Diagnostics (CDFD) & Deputy Director- Centre for 

Cell & Molecular Biology (CCMB), Hyderabad, Telangana, India. 

 

x) International Genomics Education and Training Summit  

As a member of the Global Partnership for Genomic Education, I have actively participated and 
contributed to the International genomics education and training workshops. The first training 
summit was held in November 2023 hosted by the Sanger Genome Centre. The second one is 
held in Athens, jointly organised by WHO Science Council and the UK NHS Genomic Medicine 
group. Aims and objectives of this programme include-  

1. Promote genomics education and training globally and share experiences, opportunities and 

challenges; 

2. Discuss and agree the purpose and structure of a global genomics education and training 

network as related to the healthcare workforce; 

3. Explore alignment to work being done through other international organisations and by 

industry;  

4. Consider global and inclusive education and training themes and resource needs, with 

particular emphasis on patient/clinician partnerships, and considering gender, ethnic, 

language and geographical diversities;  
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5. Consider global research projects aligned to genomics education and training; 

6. Develop an informed and collaborative plan for action. 

 

xi )South Asia Genomic Healthcare Alliance (SAGHA) 
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xii) ‘Global Genomics’, Science Council, World Health Organization (WHO) 

 

The newly established Science Council of the World Health Organization (WHO) organised series 

of workshops aimed at accelerating access to genomic technologies for global health. This 

initiative is led by Professor Soumya Swaminathan, the Chief Scientist for WHO. I have had the 

privilege to participate in the second workshop focussed on ‘technical and financial 

considerations’.  
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xiii)  Senior Consultant Adviser- Apollo Genomics Institutes, Apollo Group of Hospitals, India 

 

a)Organisation 

 

Global Regions

Home / Newsroom / Events / Detail / WHO Science Council Workshop Series: Accelerating access to genomic technologies for global health

WHO Science Council Workshop
Series: Accelerating access to
genomic technologies for global
health

5 November – 2 December 2021

Workshop 1: Global health benefits of genomics 

Friday, 5 November 2021, 14:00 – 18:00 CET

Workshop 2: Technical and financial considerations

Thursday, 18 November 2021, 13:30 – 17:30 CET

Workshop 3: Historical, ethical, legal, regulatory and related considerations 

Thursday, 2 December 2021, 13:30 – 17:30 CET 

About this event

Advances in science and technology hold great promise for new and improved ways to address global health and

to support healthier populations worldwide. Achieving the World Health Organization's (WHO's) traditional goals, as

well as more recent and more explicit objectives such as the triple billion targets, will require foresight and careful

consideration of how new technologies support and align with WHO's mission and purpose. To this end, the WHO

Science Council, a group of distinguished scientists from around the world, was formed to work with WHO's Chief

Scientist, Dr. Soumya Swaminathan, on priority issues and to advise the WHO on scientific breakthroughs

and  new technologies that can help the WHO achieve its goals.    

Genomics Technologies

The Science Council has identified genomic technologies as having significant implications for public

health, given their broad applications across health and disease states and throughout the human lifespan, as

abundantly documented in wealthy countries and during the Covid-19 pandemic.    

The Science Council is  organizing a series of three workshops to better understand the significance of accelerating

access to genomics technologies and the difficulties of doing that, especially in low- and middle-income countries. 

Objectives of the workshop series are: 

To gather information about the benefits and use of genomic technologies for low- and middle-income countries 

To discuss the impediments to implementation, and brainstorm on possible solutions 

To gain perspective on approaches and lessons learned from both successful and failed implementations 

To engage communities of experts and stakeholders in developing recommendations based on understanding

diverse needs, applications, and considerations of low- and middle-income countries 

Registration 

Related

Workshop agenda

Workshop flyer

Regions

Africa

Americas

Eastern Mediterranean

Europe

South-East Asia

Western Pacific

Policies

Cyber security

Ethics

Permissions and licensing

Terms of use

About us

Careers

Library

Procurement

Publications

Frequently asked questions

Contact us

Subscribe to our newsletters

Privacy Legal Notice © 2021 WHO

  Select language  Health Topics Countries Newsroom Emergencies Data About WHO
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b) Scope and Remit 

• CLINICAL GENOMICS- PRECISION DIAGNOSIS AND PERSONALISED MANAGEMENT OF 
GENETIC AND GENOMIC DISEASES  

• GENOMIC COUNSELLING- PERSONALISED GENETIC AND GENOMIC ADVISORY AND 
SUPPORT TO PATIENTS, PARENTS AND FAMILIES  

• MULTI-DISCIPLINARY GENOMIC HEALTHCARE- CLOSE LIAISON WITH MULTI-DISCIPLINARY 
TEAMS FOR EFFECTIVE / AFFORDABLE CARE & PREVENTIVE-PERSONAL GENOMIC 
HEALTHCARE  

• GENETIC AND GENOMIC SPECILIAST COURSES- CLINICAL GENOMICS, GENOMIC 
COUNSELLING, SPECIALIST GENOMICS  

• GENOMIC RESEARCH & DEVELOPMENT- JOURNAL CLUB/ PROJECTS/PUBLICATIONS/ 
PROTOCOLS/ DISSEMINATION/ DATABASE  

• CONTINUED MEDICAL/PROFESSIONAL EDUCATION- APOLLO GENOMIC HEALTHCARE 
SEMINARS FOR MEDICAL, NURSING, ALLIED HEALTH PROFESSIONALS, NGOs, GENERAL 
PUBLIC-MEDIA  

c) Apollo genetic and genomic services 

 
Comprehensive clinical genetics and genomic medicine service covering wide-ranging specialist 
areas: 
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•Genetic disease diagnosis with diagnostic genetic testing 
•Detailed assessment of birth anomalies  
•In depth review and analysis of the family history 
•Specialist advice on cousin marriages (consanguinity) 
•Genetic and genomic counselling 
•Genetic risk review and assessment (for example breast/ovarian & bowel cancer) •Predictive 
or pre-symptomatic genetic testing  
•Genetic & genomic screening for life style and health counselling 
•Prenatal screening and testing for chromosomal abnormality or specific genetic disease 
•Pre-implantation genetic diagnosis for preventing recurrence of high risk genetic disease 
•DNA testing for disputed paternity or identity 
•Medical-legal review and Expert Witness reports related to genetic or possible genetic 
condition  
 

d)Apollo Genome Diagnosis Laboratory 
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e) Apollo Genomics Academy  

- Clinical case presentations (weekly) 

- Continued professional development / Grand rounds (monthly) 

- Journal club (monthly) 

- Interactive seminars with other clinical specialty teams 

- Informative discussions on key and topical issues with families, patient support groups, 

NGOs, Medial and general public. These could be via tele links, virtual online discussions, 

journalists interviews, and briefings for TV including other digital channels. 
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- Apollo genomic healthcare seminars (monthly) 

 

 
Monthly online seminars on selected areas of clinical genomics and genomic medicine 

delivered by invited external speakers along with relevant clinical case presentations by 

the Apollo Genomics Academy team. Each event has a specific theme delivered by a team 

of experts including an invited renowned guest speaker. 
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- Applied clinical research 

 

The Apollo Genomics Academy is actively pursing and developing a strong collaborative 

research programme as shown in the Figure. The governance of this initiative is managed 

by the Apollo Hospitals Research and Ethics Group. Academic affiliations are offered by 

the Apollo University. It is a multi-specialty programme managed by like-minded clinicians 

who are keen to develop and conduct quality clinical applied research to enhance patient 

care harnessing new diagnostic and therapeutic avenues. 
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- Publications 

 

a) Special issue ‘Genomic Medicine’ for the ‘Apollo Medicine’, official journal of Apollo 

Hospitals, India 
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b) Quarterly Newsletter of Apollo Genomics Academy 

 
 

c) Apollo Clinical Genomics Manual- 
 

‘‘THE CURRENT PRACTICE OF CLINICAL GENETICS AND GENOMIC MEDICINE’ Editor-
in-Chief: Professor Dhavendra Kumar 

 
Preface 
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Since the completion of the incredible and highly ambitious Human Genome Project, the 

field of medical genetics has transformed in unprecedented manner. Genome sequencing 

and related technologies have massively enhanced the power of precision diagnosis, 

targeted therapy and personalised holistic healthcare. The genomic medicine is now a 

reality moving ahead with faster pace alongside advances and developments in related 

OMIC sciences. The field of genomic medicine and healthcare is now visible on the 

landscape of may leading specialist healthcare providers. There is thus urgent need for 

continued genomic education and skills development of all healthcare providers and 

other professionals to serve patients, families and the community with most effective, 

efficient and ethical approaches and interventions.  

The Apollo Genomics Institutes offer this new clinical resource developed by the 

Apollo Genomics Team for the benefit of all clinicians, nurses and allied healthcare 

professionals. It is intended to inform and enhance understanding of the healthcare 

community, lay people, public at large and the media about the current and emerging 

practice of clinical genetics and genomic medicine. 

The core areas include common and rare genetic diseases, conventional and new 

emerging genomic laboratory diagnostic methods, interpretation of the family history, 

assessment of individual and family’s genetic risks based on comprehensive analysis of 

available information and outcomes of laboratory genetic testing, genetic counselling for 

explanation and discussion of available options, management of the pregnancy at high 

genetic risks, selection of patients for targeted precision-personalised medical and 

surgical treatment, health surveillance of ‘at risk’ close family members, safe drug 

prescribing using pharmacogenomic testing and prevention of genetic or genomic disease 

or risk using genome testing combined with precision intervention. 

The manual is comprehensive designed on the model of integrated genomic 

healthcare. All contributors have included only the factual and unambiguous information 

supported with pertinent academic and professional references. The manual is regularly 

reviewed and updated in keeping with new knowledge and advances.  

 

xiv) Member- Advisory Board, the ‘Board of Genetic Counselling in India’ 

 

 
 
Genetic counsellors around the world are acknowledged to be important member of the clinical 
genetics and genomic medicine teams. In developed western nations including Australia and 

http://www.geneticcounselingboardindia.com/
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South Africa, there are formally structured training programs leading to professional 
accreditations. These academic courses also offer qualifications like Masters and/or Diploma in 
Genetic Counselling. There is acute shortage of such courses and training programs in genetic 
counselling across most low and middle income countries (LMICs). In most of these countries 
there is no recognition of genetic counselling as a distinct healthcare discipline. 
 
The Board of Genetic Counselling in India (BGCI) is a non-governmental organisation (NGO) that 
offers structured teaching and training in genetic counselling. It also accords ‘certification in 
genetic counselling’ to successful trainees. Most of these are now part of the clinical genomics/ 
genomic medicine teams. As an external advisory member of BGCI, I have actively contributed to 
the curriculum development in line with the UK Genetic Counselling criteria. It led to successful 
recognition from the Skills Board advising Government of India on new emerging healthcare 
disciplines.  
 
xv) Founding President- ‘The Global Academy of Medical Sciences’ 

 

 

The Global Academy of Medical Sciences (The Academy) is an independent ‘not-for-profit’ 

organization promoting applications and translational  of advances in bio-medical sciences in the 

current and future practice of clinical medicine, precision and preventive healthcare and socio-

economic applications. The Academy aims ‘‘to promote and contribute to educational, teaching, 

academic and professional development of excellence in medical teaching, research and 

healthcare practice’. The main focus shall be the ‘Low and Middle Income Countries- LMIC’. 

Objectives of the Academy- 

1. Acknowledgement and recognition of academic excellence and achievements of the 

international community of the academic medical and healthcare professionals.  

2. Empowering Doctors , Nurses, and other Health professionals in the ‘low and middle income’ 

countries in keeping with national statutes and governance. 

3. Guidance and protocols development for excellence in medical, dental, nursing and healthcare 

education and training. 

4. Promoting and supporting development of technology for delivering the effective and efficient 

evidence-based integrated healthcare. 

5. Advising and supporting innovative research planning, grants application, governance,  
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assisting in report writing, presentation and publication. 

6. Advising and/or participation in development of new teaching, research and healthcare 

infrastructure. 

7. Promoting and assisting collaborative applied and translational bio-medical and bio-

technological research. 

8. Promotion and technology development for digital healthcare, particularly utilization of 

artificial intelligence (AI). 

9. Promotion of the traditional health practices and socio-cultural customs within the modern 

medicine based on the concept of ‘Integrative Medicine’. 

10. Assisting and encouraging mutually beneficial collaboration with the pharmaceutical and 

healthcare industry for vaccine and novel drugs, appliances and establishing and improving 

current or future resources.  

The Academy is constituted by multi-specialist Faculty of Members (MGAMS) and Fellows 

(FGAMS) who serve and deliver its aims and objectives. Proposed Faculty structures include Bio-

Medical Sciences, Medicine, Surgery, Laboratory Medicine, Women and Child Health, and 

Community and Public Health. The Academy works closely and constrictively with other national 

and international academic medical and healthcare sciences.  

 

VII SCIENTIFIC CONFERENCES, SYMPOSIA AND SEMINARS- LEADERSHIP ROLES 

• Co-organiser for the Asian Genetics 2017 conference held in Kochi, Kerala, India- 9-12 

Nov. 2017. 

• Chief Convenor for the 4th International Conference on Birth Defects and Workshops 

(Cancer Genetics; Cardiovascular Genetics; Genetic Counseling in Rare Genetic Diseases, 

held in Vellore, India- 12-15 December 2018. 

• Chief Convenor for the 4th Indian Cancer Genetics Group conference held in ACTREC, 

Mumbai, India; 8-10 December 2018. 

• Chief Convenor for the First Indo UK Training Workshop for Genomic & Molecular 

Medicine, King George Medical University, Lucknow, India; 19-21 November 2018. 

• Chief Convener for the GC4GE ‘Global Genomic Education’ seminar in collaboration with 

the Human Genome Meeting, part of the Annual Conference of the Human Genome 

Organization (HUGO), held in Seoul, South Korea; 24-26 April 2019. 

• Co-Convenor and Chair of the Scientific Committee for the ‘Impact of Human Genomics 

in Clinical Practice’, held in the JSS Medical College, JSS Higher Education Academy 

(Deemed University), Mysore, Karnataka, India; 31 October 2019. 

• Chief Guest at the Genomic and Molecular Medicine Seminar for signing the 

Memorandum of Understanding (MOU) between the Genomic Medicine Foundation (UK) 

and the King George’s Medical University, Lucknow, UP, India; 7 November 2019. 
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• Convenor and Chair of the Organising and Scientific Committees for the 7th International 

Cardiovascular Genomic Medicine Conference, on behalf of the GMF UK, held in York, 

England, UK; 4-5 December 2019. 

• Convenor and Chair of the Organising and Scientific Committees for the 8th International 

Cardiovascular Genomic Medicine Conference, 11-12 September 2021 (Virtual). 

• Convenor- Oxford Genomic Medicine Conference, Genomic Medicine Foundation (UK) 

Ltd. 11th November 2020 & 10th May 2022 

• Convenor- ‘Multi-disciplinary care for Inherited metabolic disease’, 27th November 2021, 

Apollo Hospitals, New Delhi, India. 

• Convenor- ‘International Rare Diseases Conference’, 5th March 2022, Apollo Hospitals 

Genomics Network, India. 

• Chair- ‘IXth International Cardiovascular Genomics Conference, 23-24 October 2023, 

Royal College of Surgeons, Edinburgh, Scotland, UK 

• Covenor: ‘Symposium on Integrated Medicine’, 26th November 2024, Indraprastha Apollo 

Hospital, Delhi, India. 

• Co-Chair: ‘Sixth International Conference of Birth Defects’, 27-30 November 2024, 

Mahatma Gandhi University of Medical Sciences and Technology, Jaipur, India. 

• Co-Chair: “International symposium Breakthroughs in Genomics and Genetics- Shaping 

Maternal and Fetal Health’, December 3-4, 2024, Aligarh Muslim University, Aligarh, India 

• Chair- ‘3rd Genomic Medicine Symposium’, 12th February 2025, Queen Mary University of 

London, London, UK. 

 
VIII PRESENTATIONS- SCIENTIFIC AND LEARNED SOCIETIES (FROM 2017 TO DATE) 
 
2017 

•  ‘Unravelling the complexity of Chronic Heart Failure- Lessons from Rare Inherited 

Cardiovascular Diseases’, Invited Lecture, 42nd Annual Conference of the Indian Society 

of Human Genetics, held in Indian Institute of Science, Bangalore, India. 1-3 March 2017. 

• GENETICS AND GENOMICS IN PERSONALISED CLINICAL CARDIOLOGY, ‘DNA IN HEART’, 

Seminar on Cardiovascular Genetics, Christian Medical College, Vellore, TN, India. 3 March 

2017. 

• ‘Targeted Molecular Therapy for Inherited Heart Diseases’, ‘DNA IN HEART’, Seminar in 

Cardiovascular Genetics, Christian Medical College, Vellore, TN, India. 3 March 2017 

• ‘Clinical and Molecular Basis of Cardiomyopathies: The Paradigm of Hypertrophic 

Cardiomyopathy’, Guest Lecture at the Seminar on Inherited Cardiomyopathies, Dr. KM 

Cherian Heart Foundation, Chennai, TN, India. 8 March 2017. 

• ‘New Paradigms of Genomic and Precision Medicine’, Invited Guest Lecture, Institute of 

Genomics and Integrative Biology, CSIR, New Delhi, India, 3 Nov. 2017 
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• ‘Targeted molecular therapy for Inherited Cardiovascular Disorders’, Invited Guest 

Lecture, Department of Cardiology, Post Graduate Institute of Medical Education and 

Research, Chandigarh, India. 6 Nov. 2017. 

• ‘Genomics in Clinical Medicine’, Invited Guest Lecture, Shri Guru Ram Institute of 

Medicine and Health Sciences, Dehradun, Uttarakhand, India. 7 Nov. 2017 

• ‘Contributions of genomics in improving health and socio-economic progress of 

emerging economies of the developing world’, Invited presentation at the ‘The 

Landscape of Genetic Variants in Asian Founder Populations from Near to Far East’, 2nd 

International Conference on Founder Populations. 9-12 November, 2017, Kochi, Kerala, 

India. 

2018 

• ‘New emerging paradigms of targeted molecular therapy for Inherited cardiovascular 

conditions’ International Conference on Cardiovascular Medicine and Cardiopathy’, 7 

January 2018, Bangkok, Thailand. 

• ‘Clinical and Genetic 58eterogeneity of Down Syndrome’, Paediatric Undergraduates 

Study day, Cardiff University School of Medicine, 22 January 2018. 

• ‘Role of Cardiac Nursing in the Multi-Disciplinary Care for Inherited Cardiac Conditions’, 

Key note Lecture, Global Nursing Conference, 1-3 March 2018, London, UK 

• ‘Inherited Cardiovascular Conditions in Clinical Genetic Practice’, Lecture to BSc 

Intercalated (Medical Genetics), Cardiff University School of Medicine, 9 March 2018. 

• Key note address- ‘Inherited cardiovascular conditions in the Genome era’, International 

Paediatric Cardiology Conference, 12 April 2018, Cairo, Egypt 

• Guest Lecture- ‘Inherited cardiovascular conditions- the global familial heart challenge’, 

16 April 2018, Aswan Heart Centre, Aswan, Egypt 

• International Genomics Conference, 2-5 October 2018, Haifa, Israel 

• Invited lecture- ‘Sudden cardiac death in children and young adults- Genetic & Genomic 

perspectives’, Heart Rhythm Congress, 8-10 October 2018, Birmingham, UK 

• Athena Swan Lecture, ‘The helical path of clinical genetics- climbing the DNA ladder’, 8 

November 2018, School of Medicine, Cardiff University, UK 

• Invited lecture- ‘Next generation sequencing in Clinical Practice’, 9 November 2018, 

International Conference on Single Cell Genomics & Next Generation Genome 

Sequencing, 8-9 November 2018, London, UK 

• ‘Current trends in genomic and molecular medicine’, First Indo-UK Training workshop, 

19-21 November 2018, King George’s Medical University, Lucknow, India. 

• ‘Genomic applications in Medicine & Healthcare’ at the ‘Advances and new 

developments in Bio-technology’, 27-28 November 2018, Uttaranchal University, 

Dehradun, Uttarakhand, India. 
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• ‘Next generation sequencing in clinical genomics’, 29-30 November 2018, Next 

generation sequencing in Clinical Genomics- Advances and Applications’, symposium 

organized by the Select-Bio, Bangalore, Karnataka, India. 

• ‘The challenges of Rare diseases’, Tech Summit, 30 November 2018, Government of 

Karnataka, Bangalore, India 

• ‘Current practice of cancer genetics in medical practice’, 2 December 2018, Gwauhati, 

Assam, India 

• ‘Genetic diagnosis in primary immune deficiency syndromes’, Seminar on Advances in 

Primary Immune Deficiency Syndromes, 6 December 2018, Super Specialty Paediatric 

Hospital, Noida, UP, India. 

• ‘Large scale population genome sequencing for effective healthcare’, Wellcome Trust- 

DBT India Seminar on ‘Development of Physician Scientists’, 7 December 2018, Institute 

of Genomics and Integrative Biology, New Delhi, India. 

• ‘Genomic skills and competencies for Multidisciplinary cancer genetics service’, 4th 

Indian Cancer Genetics Conference, Indo-UK Genetic Education Forum, 8-10 December 

2018, ACTREC, Navi Mumbai, India. 

• ‘Inherited cardiovascular conditions in clinical genetics’, 4th International Birth Defects 

Conference, Indo-UK Genetic Education Forum & Society of the Indian Academy of 

Medical Genetics, 12-15 December 2018, Vellore, TN, India. 

• ‘Heterogeneity in Clinical Genomics and Medicine’, Dr. S. S. Agarwal Oration, 4th 

International Birth Defects Conference, Indo-UK Genetic Education Forum & Society of 

the Indian Academy of Medical Genetics, 12-15 December 2018, Vellore, TN, India. 

• ‘Inherited cardiovascular development disorders & aortopathies’, Cardiovascular 

Genetics Workshop, 15 December 2018, Christian Medical College, Vellore, TN, India. 

• ‘The challenges of sudden cardiac death’, Cardiovascular Genetics Workshop, 15 

December 2018, Christian Medical College, Vellore, TN, India. 

• ‘Therapeutic advances for Inherited cardiovascular conditions’, Cardiovascular Genetics 

Workshop, 15 December 2018, Christian Medical College, Vellore, TN, India. 

• ‘Inherited arterial and aortic diseases- the TGF Betapathies’, International 

Cardiovascular Genetics Conference, 18-19 December 2018, Frontline Hospital & Dr. 

Cherian Heart Foundation, Chennai, TN, India. 

• ‘Genetic and Molecular approach to chronic heart failure’, The current practice of 

Clinical genetics & genomics, 20 December 2018, Kaminini Postgraduate Medical 

Institute, Hyderabad, Telangana, India. 

 

2019 

• “The Global Status of Genetic/Genomic Education”, delivered at the “Genomic 

Education and Training for Healthcare” seminar Sponsored by the ‘Global Consortium 
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for Genomic Education (GC4GE)’ in collaboration with the HUGO/HGM 2019, Seoul, South 

Korea; 24-26 April 2019 

• “Cardiovascular Genomic Medicine in Clinical Cardiology- Applications in chronic heart 

failure” delivered at the ‘Human Genomics in Clinical Practice’ seminar held in JSS Medical 

College, Mysore, Karnataka, India; 31 October 2019. 

• “Targeted Molecular Cancer Therapy”, delivered at the ‘Human Genomics in Clinical 

Practice’ seminar held in JSS Medical College, Mysore, Karnataka, India; 31 October 2019. 

• “Genome Diagnosis of Disorders of Genome Architecture”, delivered at the ‘Human 

Genomics in Clinical Practice’ seminar held in JSS Medical College, Mysore, Karnataka, 

India; 31 October 2019. 

• ‘Targeted molecular diagnosis and therapy- applications of recent genomic advances’, 

Invited Lecture delivered at the International Conference of the Applied Biology & Society 

of Biologists, 4-6 November 2019 held in Shri Mata Vashno Devi University, Katra, Jammu 

& Kashmir, India. 

• ‘Cardiovascular Medicine in the Genome Era’, Welcome lecture at the VIIth International 

Conference of the Cardiovascular Genomic Medicine, held in York, England, UK; 4-6 

December 2019. 

 

2020 

• ‘Global Genomic Education- Challenges for Developing Nations’, Workshop at the 

International Birth Defects and Prevention of Developmental Disabilities’, March of Dimes 

& WHO Conference, held in Colombo, Sri Lanka, 23-25 February 2020. Co-Convenor, Chair 

and Faculty of the Multi-Disciplinary Workshop. 

• ‘Neoplasms complicating multiple malformation syndromes’, Indian Cancer Genetics 

and Genomics Conference, All India Institute of Medical Sciences, New Delhi, 20-21 

November 2020. 

 

2021 

• 26-27 February- AHPI-GAPIO Annual Conference 

‘Next generation genomic diagnosis and precision medicine and healthcare’ 

• 5th – 8th November- NextGen Omics UK: In-Person- Oxford Global 

‘Emerging dynamics of genome sequencing in clinical practice’ 

• 19th November- Inaugural symposium- ‘The KGMU Centre of Precision Medicine’ 

‘The landscape of Precision Medicine’ 

• 24th November – Shri Guru Ram Das University Health Sciences, Amritsar, India 

‘Genomic Perspectives of Precision Medicine and Healthcare’ 

• ‘Multi-disciplinary care for Inherited metabolic Disease- Introduction’, 27th 

November 2022, Apollo Hospitals, Delhi, India. 
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• 5th December- ;Symposium in Advanced Genomics’, Indian Academy of Paediatrics & 

Kamalnayan Bajaj Hospital, Aurangabad, Maharashtra, India 

“Keynote address: Next generation genome sequencing in clinical practice- scope, 

limitations and challenges” 

 

2022 

• The Festival of Genomics and Biodata, 25-28 January,  2022 

‘Genomics led precision medicine and healthcare- where is the evidence?’ 

• Key note presentation at the ‘International Rare Diseases Symposium- Emerging new 

trends in diagnosis and management’, 5th March 2022, Apollo Hospitals, Delhi, India. 

‘Common and complex issues in rare diseases’ 

• ‘Board of Genetic Counselling in India’, 7th International Conference, 1-3 July 2022 

“Genetic counselling in Cardiovascular Emergencies” 

• ‘II EINSTEIN INTERNATIONAL SYMPOSIUM ON PRECISION MEDICINE’, Sao Paulo, Brazil, 20 

October 2022 

“Genomic medicine skills and competencies” 

• ‘II EINSTEIN INTERNATIONAL SYMPOSIUM ON PRECISION MEDICINE’, Sao Paulo, Brazil, 20 

October 2022 

“Genomics and Society: Ethical, Legal, Cultural and Socioeconomic Implications” 

• ‘Symposium- Communicable and Non-Communicable Diseases’, Session XI ‘Art of War 

Against Cardiovascular Disease: Progression and Outcomes’, Dr. B.R. Ambedkar Centre 

for Biomedical Research, University of Delhi, India; 4th November 2022 

“Molecular aspects of cardiovascular diseases’ 

• ‘The 5th International Birth Defects Conference’ (ICBD-2022), JSS Academy of Higher 

Education (Deemed University), Mysore, Karnataka, India; 21-23 November 2022 

-21 November 2022: “Precision Medicine- from concept to reality’ 

-22 November 2022: “Neoplasia and Malformation syndromes” 

• ‘Genomic Medicine in Clinical Practice’, Pharmacogenomics and Targeted Therapy, 25 

November 2022.;   

Invited Lecture- “ Cardiovascular pharmacogenomics’ 

• ‘Genomic Medicine in Clinical Practice’, Multi-disciplinary genomics in clinical medicine, 

26 November 2022.  

“Multi-disciplinary care team management of selected genetic disorders- the UK 

model” 

• Department of Clinical Genetics, Postgraduate Institute of Medical Education and 

Research (PGIMER), Chandigarh, India; 3rd December 2022 

Invited Guest Lecture- ‘Multi-OMICS Medicine- the future of Clinical Medicine’ 

• ‘Second Annual Symposium- Centre for Precision Medicine, Center for Advanced 

Research (CARE), King George’s Medical College, Lucknow, UP, India; 7th December 2022’ 

Key note Lecture- “Precision Medicine- Facts and Fantasies” 
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• ‘7th Annual Conference- Society of Indian Academy of Medical Genetics, Sanjay Gandhi 

Post Graduate Institute of Medical Sciences (SGPGI), Lucknow, UP, India; 8-11 December 

2022. 

-10 December 2022: “Novel therapies for inherited cardiomyopathies’ 

-11 December 2022: Chief Guest Lecture- ‘Future of Fetal and Neonatal Genomic 

Medicine’, Symposium ‘From Womb to Cradle- Genomic perspectives of Prenatal 

diagnosis, Perinatology and Neonatology’. 

• ‘GUT, LIVER AND GENES- WHAT A PAEDIATRICIAN NEEDS TO KNOW’, Indraprastha Apollo 

Hospital, Delhi, India; 11 December 2022. 

“Future of Clinical Genetics” 

• ‘Apollo Genomic Healthcare Seminars’, CME seminar on Cardiology, 14th December 2022, 

Indraprastha Apollo Hospital, Delhi, India.’ 

“Genomic perspectives of Chronic Heart Failure’ 

2023 

• “Genomics led Precision Cardiology in clinical practice”, Festival of Genomics, London, 

25-26 January 2023 

• “Multi-OMICS led precision clinical cardiology- the model of heart failure”, Invited talk 

at the ‘Precision Medicine conference 2023’, 9-10 March 2023, Earls Court, London, UK 

• “ From the double helix to the precision genomic medicine and healthcare’, Key note/ 

Invited speaker, ‘Celebrating the 70 years of Double Helix’, 23-26 April, Apollo Genomics 

Institutes, Chennai and Hyderabad, India. 

• “Genomics in Clinical Nephrology & Renal Transplantation”, 30th June 2023, Genomic 

Healthcare Seminars, Apollo Group of Hospitals, India. 

• “ Emerging ethical issues of genomic diagnosis & counselling- the role of the genetic 

counsellor, 7-8 July 2023, Annual Conference, Board of Genetic Counselling, Hyderabad, 

Telangana, India. 

• “ Fetal and Neonatal Genomics- new horizons”, 28th July 2023, Genomic Healthcare 

Seminars, Apollo Group of Hospitals, India. 

• “'Genomics input for Precision Clinical Cardiology- Dealing with the Sudden Cardiac 

Death', 8th September 2023, Apollo Genomic Healthcare Seminar, Apollo Genomics 

Institutes, Apollo Group of Hospitals, India. 

• “Congenital bone diseases in clinical orthopedics”, 22nd September 2023, Apollo 

Genomic Healthcare Seminar, Apollo Genomics Institutes, Apollo Group of Hospitals, 

India. 

• “Integrated multi-OMICS Medicine- the emerging paradigm for precision and 
personalised medicine', 27th October 2023, Apollo Genomic Healthcare Seminar, Apollo 
Genomics Institutes, Apollo Group of Hospitals, India. 

• “Genetic and Genomic Perspectives of Cancer”, 17th November 2023, Apollo Genomic 
Healthcare Seminar, Apollo Genomics Institutes, Apollo Group of Hospitals, India. 
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• “Genomics led Precision and Personalised Medicine”, 26th December 2023, Mahatma 

Gandhi University of Medical Sciences and Technology, Jaipur, India 

• “‘Emergence of precision and personalised genomic healthcare’, 29th December 2023, 
Postgraduate Institute of Medical Sciences, University of Health Sciences, Rohtak, 
Haryana, India. 
 

2024 

• “Indigeous genome databases for genomic healthcare”, Festival of Genomics, London, 

24-25 January 2024. 

• “Precision and personalized clinical cardiovascular genomic medicine- the way 

forward”, 28th February 2024, International symposium on genomics in cardiovascular 

health, hosted by the Era University, Lucknow, India. 

• “MultiOMICS in Integrated Clinical Medicine: Scope, Limitations and Challenges”, 2nd 

August 2024, Texas Tech University of Health Sciences, Luback, Tx, USA. 

• “Integrated multi-OMICS for patient diagnosis and management”, 25th October 2024, 

NextGen Genomics Conference, Oxford Global, London, UK. 

• “Genomics and multi-OMICS in Medicine”, 10th November 2024, ‘New Horizons of 

Medicine through Genomics’, Manipal Hospitals, Bangalore, India. 

• “Key Note Lecture- Genomics and OMICs Paradigm of Integrated Medicine”, 

Sympsoium on Integrative Healthcare, Apollo Hospital, Delhi, India. 26th November 

2024 

• “Integration of Genomics in Maternal-Fetal Medicine”, 3rd December 2024, Aligarh 

Muslim University, Aligarh, UP, India. 

• “ Genomic Healthcare in South Asia”, Invited Guest Lecture, South Asia University, Delhi, 

India. 13th December 2024. 

 

2025 

• “Integrated multi-OMICS for precision diagnosis and treatment”, 7th January 2025, 

Division of Cancer and Genetics, School of Medicine, Cardiff University, UK 

 

IX PUBLICATIONS 

A)INDEX 

ORCID ID: HTTPS://ORDIC.ORG/0000-0001-9928-0476  

 

 All Since 2014 

Citations 25011 15854 

h-index 68 50 

i10-index 513 
348 

 

https://ordic.org/0000-0001-9928-0476
javascript:void(0)
javascript:void(0)
javascript:void(0)
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B) Theses (Total=3) 

       1. MD (Paediatrics), King George’s Medical College, University of Lucknow, India   

 1977.      

 

“A study of plasma and cerebrospinal fluid electrolytes in certain childhood neurological 

disorders with special reference to magnesium”         

 

2. PhD, University of Sheffield, UK, 1986.   

“Genetic studies in hereditary cerebellar ataxia and related disorders” 

  

 
  

 3. DSc, King George’s Medical University, Lucknow, UP, India, 2015 

“Clinical and Genetic Heterogeneity of Human Inherited Disease- Personal Observations 

and Interpretations” 

 

Google-scholar: 
https://scholar.google.com/scholar?hl=en&
as_sdt=0%2C5&q=dhavendra+kumar&oq=d
havendra 

https://scholar.google.com/scholar?hl=en&as_sdt=0%2C5&q=dhavendra+kumar&oq=dhavendra
https://scholar.google.com/scholar?hl=en&as_sdt=0%2C5&q=dhavendra+kumar&oq=dhavendra
https://scholar.google.com/scholar?hl=en&as_sdt=0%2C5&q=dhavendra+kumar&oq=dhavendra
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C) Book chapters (Total=64) 

1. “Genetic Disorders of the Indian Subcontinent”, Amsterdam, Kluwer-Springer Academic, The 

Netherlands, 2004 (Total=6)  

I compiled and edited this reference book to cover various aspects of genetic variation and 

genetic diseases among people from the Indian subcontinent. Several authors from India, UK and 

other countries have contributed various chapters.  

In addition to editing the book, I wrote the following chapters: 

• Kumar D: ‘The Indian subcontinent and genetic disorders: An introduction’.   

Ishwar C Verma and Dhavendra Kumar: ‘Epidemiology of genetic diseases in the Indian 

Subcontinent’ 

• Kumar D: ‘Congenital developmental anomalies’.   

• Dhavendra Kumar, Michael Patton, Ajith Kumar: ‘Genetic neurological and psychiatric 

disorders’.       

Sanjay S Madan, James A Fernandes and Dhavendra Kumar: ‘Inherited skeletal dysplasias 

and collagen diseases’.       

• Dhavendra Kumar, Carani B Sanjeevi, V. Radha and V. Mohan: ’Diabetes mellitus and 

related disorders’.    

• Kumar D: ‘Genetic counselling for families from the Indian subcontinent’.    

• Kumar D: ‘The genetics of cancer-the Indian subcontinent perspective’ 

 

2. “Genomics and Clinical Medicine”, New York, Oxford Univ. Press, 2007. (Total=6) 
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This is a multi-author edited text book largely focussing on applications of genome science and 

technology in clinical medicine and population/public health.  

The book includes sections on general genomics, clinical genomics and health genomics. Several 

leading experts have contributed chapters. My own contribution in the book includes the 

following chapters/ sections. The book offered my excellent opportunity for editing the book.  

• Genomic perspectives of human development 

• A taxonomy for human disease- genetics and genomics approaches   

• Clinical medicine in the genomic era- an introduction   

• Neuropsychiatric diseases II: Affective disorders 

• Genomics and global health (Co-author, Prof. David Weatherall) 

• Glossary (compiled from various sources) 

3. “Principles and Practice of Clinical Cardiovascular Genetics”, New York, Oxford Univ. Press, 

2010 (Total=3)  

This is a joint project with Dr. Perry Elliott, Reader/Consultant in Inherited Heart Disease at the 

Heart Hospital, University College Hospital, London. Apart from planning and editing, I co-

authored the following chapters in this book: 

• Challenges of clinical cardiovascular genetics- an Introduction 

• The classification of inherited cardiovascular conditions 

• Thoracic and abdominal aortic aneurysms 

4. “Oxford Handbook of Inherited Cardiac Disease”, London, Oxford Univ. Press, 2011 (Total=6) 

• Introduction to clinical cardiovascular genetics 

• Genetic testing and genetic screening 

• Congenital Heart Disease 

• Cardiovascular manifestations in chromosomal abnormalities  

• Inherited connective tissue disorders 

• Mitochondrial heart disease 

5. “Genomics and Health in Developing World”, New York, Oxford Univ. Press, 2012 (Total=6) 

• The genomic map of population diversity in Asia 

• Transcultural perspectives of genetics and genomics 

• Transgenic foods and the nutritional status of developing countries 

• The burden of congenital anomalies on global health  

• The Indian subcontinent and its people 

• Familial cancer and cancer genetics in the Indian subcontinent 

6. “Genomic and Molecular Medicine”, Morgan and Claypool, CA, USA (Total=1) 

• The molecular biology of chronic heart failure 

7.“Genomic Medicine- Principles & Practice”, Oxford University Press, NY, 2014 (Total=7) 

• Genes, genome and human health- Introduction 

• Genes, genome and human malformations 

• Mendelian and mitochondrial genetics 
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• Genetic and genomic basis of clinical practice: an introduction 

• Genetic and genomic basis of the classification of human Disease 

• Genomic applications in Clinical Pediatrics 

• The genetic and genomic practice of reproductive medicine 

8. “Medical and Health Genomics”, Elsevier, 2016 (Total=6)  

• Preface 

• The Human Genome 

• Medical and Health Aspects of Genetics and Genomics 

• Genetics and Genomics of Reproductive Medicine and Health 

• Stratified and Precision Medicine 

• Glossary: Medical and Health Genomics 

9. “Genomics and Society”, Elsevier, 2016 (Total=3)  

• Preface- Introduction to Social and Economic Genomics 

• Socioeconomic outcomes of genomics in the developing world 

• Glossary: ‘Genomics and Society“ 

10. “Cardiovascular Genomics- Principles and Clinical Practice”, Springer Nature,  2018 

(Total=3) 

• Preface 

• Introduction to genes, genome, genetics, and inheritance patterns 

• Glossary- Cardiovascular Genomics 

 11. “Clinical Molecular Medicine-Principles and Practice”, Academic Press, Elsevier, December 

2019 (Total=5) 

• The human genome and molecular medicine 

• Molecular medicine of diabetes mellitus 

• Molecular biology of acute and chronic inflammation 

• Gene, genome, and molecular therapeutics 

• Integrated genomic and molecular medicine 

• Glossary—molecular medicine 

12. ‘Genomic Medicine Skills and Competencies”, Academic Press, Elsevier, March 2022 

(Total=1) 

• Global perspectives of genomic education and training 

13. “ Genomic and Molecular Cardiovascular Medicine’, Elsevier, July 2023 (Total=3) 

• Introduction to genomic and molecular biology 

• Genetic and molecular profiling in clinical cardiology 

• Cardiovascular precision and personalized medicine 

14. “ Genomics, Populations and. Society”, Elsevier, November 2024 (Total=2) 

• Introduction to genes, genomes and genomics 

• Genomic and Precision Medicine 

15. “Clinical Nutrogenomics in Personalised Medicine and Healthcare”, Elsevier, 2025  

https://www.sciencedirect.com/science/article/pii/B9780128093566000010


DhavendraKumar_CV_January2025  68 

 

• Nutritional management of monogenic inherited disorders 

• Metagenomics in personalised nutrition 

16. Chapters in other books (Total=3) 

1. Kumar D, Clark J W, Blank C E:  Acrocephalosyndactyly  and fragile   site 12q13  

segregating in the  same  family. In ‘Recent Trends in Medical 

Genetics’(Eds.K.M.Marumuthu, P.M. Gopinath) Pergaman Press, Oxford1986 

2. Kumar D: Grebe Syndrome. In “BirthDefects  Encyclopaedia”. Ed. Mary Louise Bruyse. 

Alan R. Liss  Inc. New York, 1990. 

3. Kumar D:  Moebius  syndrome  In  “Congenital  Malformations” Eds.D.Donnai and 

R.Winter, Chapman and Hall, London, 1995. 

d)Peer-reviewed articles & papers (Total=66) 

1. Gray R G F, Kumar D, Whitfield A E,  Glycogen Phosphorylase b  Kinase  deficiency  

in  three siblings. J. Inherited Metabolic Disease  1983, 6, 107 

2. Kumar D, Curtis D, and Blank C E, Grebe Chondrodysplasia and Brachydactyly  in a 

family.   Clinical Genetics 1984, 25(1), 68-72                      

3. Blank C E, Kumar D, Johnson M. Multivitamins and prevention of Neural Tube 

Defects: A need   for detailed counselling. Lancet 1984, February 4, 291  

4. Kumar D Genetics of Indian Childhood Cirrhosis. Tropical and Geographic 

Medicine 1984, 36, 313-316             

5. Barnes ICS, Kumar D, Bell R  J  M. A child    with recombinant of chromosome 8 

inherited   from   her   carrier mother.  Journal Medical Genetics, 1985, 22(1), 67-

70  

6. Gray RGF and Kumar D.  Mitochondrial  Malic   enzyme  in Friedreich’s Ataxia –

Failure to demonstrate reduced activity in cultured fibroblasts. 

J.NeurNeurosurgPsych.Jan1985, 48(1),70-74. 

7. Kumar D, Blank C E, Griffiths B L. Cornelia   de  Lange  syndrome in several 

members  of  the  same family.  Journal Med Genet 1985, 22:296-300 

8. Kumar D, Blank C E, Gelsthorpe  K. Hereditary  Cerebellar Ataxia and Genetic 

Linkage with HLA.  Human Genetics   1986, 72: 327-332 

9. Kumar D and Blank C E.  Hereditary Spinocerebellar Ataxia and genetic linkage 

with HLA.  Journal Medical Genetics, 1984, 21, 301  

10. Kumar D, Clark J W, Blank C E, Patton M A.  A  family  with Craniofrontonasal   

dysplasia   and  fragile   site    12q13  segregating independently.   Clin Genetics, 

1986, 29(6): 530-537 

11. Kumar D,  Levick  R    K.  Autosomal   dominant onychodystrophy    and    anonychia 

and  brachydactyly  type ‘B’ with ectrodactyly. Clin Genetics, 1986, 30: 219-225. 

12. Kumar  D, Heath P R and Blank C E.  Clinical manifestations of trisomy 5q  J.Medical 

Genetics, 1987, 24(3): 180-184 
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13. Kumar   D,  Papiha  S  S,  Gelsthorpe  K.   Cell mediated immunological  status and 

association  of  genetic   markers in Hereditary Cerebellar Ataxia.  Disease Markers 

1987, 5: 31-41 

14. Kumar  D.  Genetic aspects of congenital cerebellar ataxia: Ind. J. Pediatrics 1986, 

53:  761-773 

15. Kumar    D,   Timperley   W   R.    Neurilemmomatosis    and Neurifibromatosis  

Syndrome  Ind.  Journal  Pediatrics 1985, 52:523-526 

16. Kumar D, Timperley W. Late onset sporadic Cerebellar Ataxia: The  clinical,  genetic 

and pathological  aspects   of  some observations  on a series  of  ten patients.  

Acta  Neurol. Scand. 1988 77:181-186.     

17. Hurst J, Mankiewicz M, Kumar D, Winter R M. Hirschsprung’s 

disease,microcephaly  and  Iris coloboma.   A new  syndrome  of defective  

neuronal  migration Journal Med.  Genetics, 1988,25: 494-500. 

18. Kumar D Syndrome of the Month:  Moebius  syndrome  J.Med Genet 1990, 

27:122-126 

19.  Nour S, Kumar D, Dickson J A. Anorectal malformations with sacral   bony   

abnormalities.   Archives of   Disease   in Childhood, 1989, 64: 1618-1620 
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The genomic and precision 
medicine in clinical practice- 
Current perspectives and future 
directions 

 
 
Abstract 
 
An important milestone in the history of medical science is the recent 
completion of the human genome sequence. The progress on identification of 
approximately 22,000 homo sapiens genes and their regulatory regions provides 
the framework for understanding the molecular basis of disease. This advance 
has also laid the foundation for a broad range of genomic tools that can be 
applied to medical science. These developments in the gene and gene product 
analysis across the whole genome have opened the way for targeted molecular 
genetic testing in a number of medical disorders. This is destined to change the 
practice of medicine. 
 
The future clinical practice will be more focused, precise and individualized, 
often referred to as “precision and personalised medicine.” However, despite 
these exciting advances, many practicing clinicians perceive the role of 
molecular genetics, in particular that of medical genomics, as confined to the 
research arena with limited clinical applications. Genomic medicine applies the 
knowledge and understanding of all genes and genetic variation in human 
disease. The basic ingredient of the contemporary practice of medicine is clinical 
molecular medicine that encompasses genetic, genomic, and molecular 
applications. This article introduces genomics-based advances in personalised 
disease-susceptibility screening, diagnosis, prognostication, stratified approach 
for genomics-led therapeutics, and prediction of treatment outcome in various 
areas of medicine. 
 
Key words:  
Human genome; genome sequencing; genome variant; genomic medicine; 
precision medicine; personalised medicine; evidence-based medicine; 
stratified medicine 
 
Introduction 
 
Recent innovations and new developments in molecular 
biology, biotechnology, genomics, and many other OMIC 
sciences have revolutionised the contemporary and future 
practice of clinical medicine. The diagnosis of most 
complicated and rare conditions is now possible with high 
degree of precision. The “gene-specific” and “genome-driven” 

diagnoses in many inherited and genetic disorders are now 
possible. The understanding of molecular 
mechanisms in a number of common and complex medical 
conditions has vastly improved. Progress in targeted genetic 
and molecular approach in pharmacotherapy has led many 
improvements from the current therapeutic regimens, which 
are designed for the “average model patient” and “one-size-
fits-all” model approach. However, this has changed 
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Prevalence and architecture of de novo mutations in 

developmental disorders

The Deciphering Developmental Disorders Study

Summary

Individuals with severe, undiagnosed developmental disorders (DDs) are enriched for damaging de 

novo mutations (DNMs) in developmentally important genes. We exome sequenced 4,293 families 

with individuals with DDs, and meta-analysed these data with another 3,287 indi viduals with 

similar disorders. We show that the most significant factors influencing the diagnostic yield of 

DNMs are the sex of the affected individual, the relatedness of their parents, whether close 

Users may view, print, copy, and download text and data-mine the content in such documents, for the purposes of academic research, 
subject always to the full Conditions of use: http://www.nature.com/authors/editorial_policies/license.html#terms
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WHO Science Council Workshop- Recommendations 
Dhavendra Kumar, William Harvey Research Institute, Queen Mary University of London & 
The Genomic Medicine Foundation, UK 
 
The World Health Organization’s Science Council held a series of three workshops in November and 
December 2021 to gather information about the benefits and feasibility of accelerating access to 
genomics technologies, especially in low- and middle-income countries (LMICs). The Workshop #2 
deals with the ‘Technical and Financial’ aspects relevant to the WHO goal of improving access to 
genomic technologies for global health in LMICs. The following summary and pertinent points are 
reiterated for inclusion with the recommendations to the WHO Director-General: 
 
1.   Member nations, particularly LMICs, need to prioritise genomic skills and competencies of 
scientific, healthcare providers and related professionals in the key areas of genome technology 
including bioinformatics, medical and health applications as per local needs, genomics for socio-
economic development and legal or regulatory safeguards for ethical and socio-cultural issues. In this 
respect, the work promoted and carried out by the Global Consortium for Genomic Education (GC4GE; 
www.genomicmedicine.org ) is likely to be helpful. The recent publication of the multi-author book 
includes comprehensive account on all aspects of the global genomic education and training.[Ref. 1]. 
 
2. The model of the Indo-UK Genetic Education Forum, encompassed within the UK-India Genomic 
Medicine Alliance (UKIGMA) is recommended for consideration, particularly in the LMICs. The forum 
has promoted genomic applications in South Asia and organised series of seminars, workshops and 
conferences targeted at specialists workforce, post-graduate courses, undergraduate curriculum 
development and the adult/public health education. This programme is one of the key areas of 
UKIGMA and has the potential to be adapted and replicated in LMICs. [Ref. 2] 

3. The global genomic consortium, led by the Human Genome Organization (HUGO; www.hugo-
international.org ), is committed to genomic education and training as one of the priority sectors. The 
newly constituted HUGO Education Committee has set out the agenda, specifically targeted at LMICs. 
The main items of the agenda include- i) Explore and liaise with current global genomic educational / 
training activities and programs; ii) Emphasis on empowering and enhancing skills and competencies 
required for specific sectors including laboratory genomics, computational genomics, clinical 
genomics, specialist genomics, genetic/ genomic counselling; iii) community/ population genomics; 
Incorporate and enhance the skills and competencies across the worldwide diagnostic genomic 
laboratories; and iv) Designing and implementing genomic education teaching and training programs 
for students, trainees, non-genetic physicians and healthcare professionals, general public and 
continued adult education.  

 

Global Regions
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WHO Science Council Workshop
Series: Accelerating access to
genomic technologies for global
health

5 November – 2 December 2021

Workshop 1: Global health benefits of genomics 

Friday, 5 November 2021, 14:00 – 18:00 CET

Workshop 2: Technical and financial considerations

Thursday, 18 November 2021, 13:30 – 17:30 CET

Workshop 3: Historical, ethical, legal, regulatory and related considerations 

Thursday, 2 December 2021, 13:30 – 17:30 CET 

About this event

Advances in science and technology hold great promise for new and improved ways to address global health and

to support healthier populations worldwide. Achieving the World Health Organization's (WHO's) traditional goals, as

well as more recent and more explicit objectives such as the triple billion targets, will require foresight and careful

consideration of how new technologies support and align with WHO's mission and purpose. To this end, the WHO

Science Council, a group of distinguished scientists from around the world, was formed to work with WHO's Chief

Scientist, Dr. Soumya Swaminathan, on priority issues and to advise the WHO on scientific breakthroughs

and  new technologies that can help the WHO achieve its goals.    

Genomics Technologies

The Science Council has identified genomic technologies as having significant implications for public

health, given their broad applications across health and disease states and throughout the human lifespan, as

abundantly documented in wealthy countries and during the Covid-19 pandemic.    

The Science Council is  organizing a series of three workshops to better understand the significance of accelerating

access to genomics technologies and the difficulties of doing that, especially in low- and middle-income countries. 

Objectives of the workshop series are: 

To gather information about the benefits and use of genomic technologies for low- and middle-income countries 

To discuss the impediments to implementation, and brainstorm on possible solutions 

To gain perspective on approaches and lessons learned from both successful and failed implementations 

To engage communities of experts and stakeholders in developing recommendations based on understanding

diverse needs, applications, and considerations of low- and middle-income countries 
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XI BOOKS AND JOURNALS 

Metrics: 

Number of Books: Edited and Co-Authored= 32 

Number of Books Commissioned and In progress= 3 

Number of Books Under development= 4 

Number of Chapters reviewed and edited= 606 

Number of Contributors= 989 

Total number of published pages= 11234 

XI.1 Author/ Editor- New Books-  

1. “Genetic disorders of the Indian subcontinent”, Springer-Kluwer, Dordrecht, 2004 

 

     The population of the Indian subcontinent consists of an 

 amalgamation of people. A significant proportion of health 

problem is linked to hereditary factors. This text includes an 

account of the social and cultural diversity, medical 

demography, genetic epidemiology, and common genetic 

disorders affecting people from the Indian subcontinent. 

Written by a team of clinicians, geneticists and other 

health professionals from Indian subcontinent and other places 

with experience and understanding of different genetic 

disorders and related clinical, health and socio-cultural issues. 

Excellent reviews are published in Journal of Medical Genetics, 

Human Genetics, South African Medical Journal and Am J 

Medical Genetics. 

 

http://www.amazon.co.uk/DISORDERS-SUBCONTINENT-Dhavendra-Hardcover-Dec-2004/dp/B007S7HX8K/ref=sr_1_7?s=books&ie=UTF8&qid=1407494554&sr=1-7
http://www.amazon.co.uk/DISORDERS-SUBCONTINENT-Dhavendra-Hardcover-Dec-2004/dp/B007S7HX8K/ref=sr_1_7?s=books&ie=UTF8&qid=1407494554&sr=1-7
http://www.amazon.co.uk/DISORDERS-SUBCONTINENT-Dhavendra-Hardcover-Dec-2004/dp/B007S7HX8K/ref=sr_1_7?s=books&ie=UTF8&qid=1407494554&sr=1-7
http://www.amazon.co.uk/DISORDERS-SUBCONTINENT-Dhavendra-Hardcover-Dec-2004/dp/B007S7HX8K/ref=sr_1_7?s=books&ie=UTF8&qid=1407494554&sr=1-7
http://www.amazon.co.uk/DISORDERS-SUBCONTINENT-Dhavendra-Hardcover-Dec-2004/dp/B007S7HX8K/ref=sr_1_7?s=books&ie=UTF8&qid=1407494554&sr=1-7
http://www.amazon.co.uk/DISORDERS-SUBCONTINENT-Dhavendra-Hardcover-Dec-2004/dp/B007S7HX8K/ref=sr_1_7?s=books&ie=UTF8&qid=1407494554&sr=1-7
http://www.amazon.co.uk/DISORDERS-SUBCONTINENT-Dhavendra-Hardcover-Dec-2004/dp/B007S7HX8K/ref=sr_1_7?s=books&ie=UTF8&qid=1407494554&sr=1-7
http://www.amazon.co.uk/DISORDERS-SUBCONTINENT-Dhavendra-Hardcover-Dec-2004/dp/B007S7HX8K/ref=sr_1_7?s=books&ie=UTF8&qid=1407494554&sr=1-7
http://www.amazon.co.uk/DISORDERS-SUBCONTINENT-Dhavendra-Hardcover-Dec-2004/dp/B007S7HX8K/ref=sr_1_7?s=books&ie=UTF8&qid=1407
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Reviews: 
 
1.Lord Bhuki Parekh, London School of Economics, UK 
 
"To the best of our knowledge, this is the only book written and compiled to focus on human 
genetics and genetic disorders in relation to people of the Indian subcontinent. It is hoped that 
the reader will have a good overview and background information on the key subjects ranging 
from social and cultural aspects to the application of the science of human genetics in the practice 
of modern clinical medicine."  "This is excellent and long overdue"  
(Professor Bhuki Parekh, London School of Economics, UK) 
 
2. ’Genetic Disorders of the Indian Subcontinent’, edited by Dhavendra Kumar : Book review 
Beighton, Peter 
South African medical journal, 2006-01, Vol.96 (1), p.46 
 
“In this excellent monograph, Dhavendra Kumar and forty expert contributors have provided a 
comprehensive overview of genetic conditions that have been identified in persons with origins 
of the Indian subcontinent. The first section of this 607-page book contains accounts of the 
historical, social and demographic factors that underlie the rich ethnic and cultural diversity of 
the population of India.” 
 
3.Y Yamada, Journal of Medical Genetics 
 

file://///discovery/search%253fquery=creator%25252Cexact%25252CBeighton%25252C%252520Peter&tab=Everything&search_scope=MyInst_and_CI&vid=39GEN_INST%25253A39GEN_VU1&facet=creator%25252Cexact%25252CBeighton%25252C%252520Peter&offset=0
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4. Charulata Deshpande, Clinical Geneticist, Guy’s Hospital, London & Centre for Genomic 
Medicine, Manchester, UK 
 
"Genetic disorders of the Indian subcontinent is a comprehensive and timely book that addresses 

the burden of genetic disorders in the people of the Indian subcontinent. There is an admirable 

attempt to explain the complex interaction of age-old beliefs, social practices, cultural influences 

… . This book is an invaluable resource to all clinicians dealing with genetic disorders among this 

population not only in the subcontinent but even in other countries such as UK where there is a 

sizeable population from this region."  

(Charulata Deshpande, Human Genetics, Vol. 120, 2006) 

 
 

2. “Genomics and Clinical Medicine”, Oxford University Press, New York, 2008 
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An important milestone in medicine has been the recent 

completion of the Human Genome Project. The 

identification of 30,000 genes and their regulatory 

proteins provides the framework for understanding the 

metabolic basis of disease. This advance has also laid the 

foundation for a broad range of genomic tools that have 

opened the way for targeted genetic testing in a number 

of medical disorders. This book is designed to be the first 

major text to discuss genomics-based advances in 

disease susceptibility, diagnosis, prognostication, and 

prediction of treatment outcomes in various areas of 

medicine. After building a strong underpinning in the 

basic concepts of genomics, the authors of this book, all 

leaders in the field, proceed to discuss a wide range of 

clinical areas and the applications now afforded by 

genomic analysis.  

 

Table of Contents 

SECTION 1: GENERAL GENOMICS 

1:From Genes to Genome - a Historical Perspective 

2:The Human Genome - Structure and Organization 

3:Human Functional Genomics and Proteomics 

4:Epigenomics and Human Disease 

5:Genomic Perspectives of Human Development 

6:Genetic and Genomic Approaches to Taxonomy of Human Diseases 

7:Genomic Technologies 

8:Nutritional Genomics 

9:Pharmacogenomics: Drug Development, Drug Response and Precision Medicines 

SECTION 2: CLINICAL GENOMICS 

10:Clinical Medicine in the Genome Era - An Introduction 

11:Complex Cardiovascular Disorders 

12:Diabetes Mellitus and Obesity 

13:Chronic Renal Disease 

14:Haemostasis and Thrombosis 

15:Disorders of Platelets 

16:Applications in Critical Care Medicine 

17:Seizure Disorders 

18:Neurodegenerative Disorders: Tauopathies and Synucleinopathies 

19:Neuropsychiaric Diseases I: Schizophrenia 
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20:Neuropsychiaric Diseases II: Mood Disorders 

21:Asthma and Chronic Obstructive Pulmonary Disease 

22:Inflammatory Bowel Disease 

23:Cancer Genomics: Mechanisms, Diagnosis and Therapeutic Implications 

24:Hematological Malignancies: The Paradigm of Acute Myeloid Leukemia 

25:Infectious Diseases: Susceptibility, Resistance, Response, and Anti-Microbial Therapy 

26:Chronic Inflammatory Disorders 

27:Immunological Disorders 

28:Applications in Clinical Pediatrics 

29:Learning and Behavioural Disorders 

30:Complex Ophthalmic Disorders 

31:Applications in Audiological Medicine 

32:Complex Skin Diseases I: Psoriasis 

33:Complex Skin Diseases II: Atopic Dermatitis 

34:Complex Skin Diseases III: Diseases of the Epidermis and Appendages, Skin Pigmentation and 

Skin Cancer 

35:Osteoporosis and Related Disorders 

36:Applications in Obstetrics & Gynaecology and Reproductive Medicine 

37:Stem Cell Genomics, Cell-based Therapy and Regenerative Medicine 

SECTION 3: HEALTH GENOMICS 

38:Genomics and Global Health 

39:Genetic Testing and Genomic Screening 

40:Ethical Issues in Human Genomics 

41:The Regulation of Human Genomics Research 

Glossary of selected terms and phrases 

On-line resources and other useful contact addresses 

 

 

Excellent reviews in New England Journal of Medicine, JAMA and European Journal of Human 

Genetics. 

 

1. I can see it having a place in the libraries of hospitals and clinical departments 

alongside other classic textbooks. - Human Genetics 

2. NEJM, October, 2008 
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3. “Principles and Practice of Clinical cardiovascular genetics”, Oxford Univ. Press, New York, 

2010 

 

 

 

 

 

 

 

 

 

Consisting of contributions from experts in all specialties of cardiovascular genetics and applied 

clinical cardiology, Principles and Practice of Clinical Cardiovascular Genetics serves as the 

comprehensive volume for any clinician or resident in cardiology and genetics. Each chapter 

provides a detailed and comprehensive account on the molecular genetics and clinical practice 

related to specific disorders or groups of disorders, including Marfan syndrome, thoracic and 

abdominal aortic aneurysms, hypertrophic, dilated and restrictive cardiomyopathies and 

arrhythmogenic right ventricular cardiomyopathy, and  many other forms of inherited heart 

muscle disorders.

All sections comprehensively address cardiovascular genetic disorders, beginning with an 

introduction and including separate sections on the disease's basic biological aspects, specific 

genetic mechanisms or issues, clinical aspects, genetic management (e.g., genetic diagnosis, risk 

assessment, genetic counselling, genetic testing), and clinical management issues. The final 

section exclusively addresses the management of cardiovascular genetic disorders, specifically 

considering stem cell therapy, genetic counselling, pharmacogenomics and the social and ethical 

issues surrounding disease treatment. 

 

Review: 

 

Consisting of contributions from experts in all specialties of cardiovascular genetics and applied 

clinical cardiology, Principles and Practice of Clinical Cardiovascular Genetics serves as the 

comprehensive volume for any clinician or resident in cardiology and genetics. Each chapter 

provides a detailed and comprehensive account on the molecular genetics and clinical practice 

related to specific disorders or groups of disorders, including Marfan syndrome, thoracic and 
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abdominal aortic aneurysms, hypertrophic, dilated and restrictive cardiomyopathies and 

Arrhythmogenic right ventricular cardiomyopathy, as well as many others. All sections 

comprehensively address cardiovasuclar genetic disorders, beginning with an introduction and 

including separate sections on the disease's basic biological aspects, specific genetic mechanisms 

or issues, clinical aspects, genetic management (e.g., genetic diagnosis, risk assessment, genetic 

counseling, genetic testing), and clinical management issues. The final section exclusively 

addresses the management of cardiovascular genetic disorders, specifically considering stem cell 

therapy, genetic counseling, pharmacogenomics and the social and ethical issues surrounding 

disease treatment. 

 

Lehmans Media, Denmark

 

4. “Oxford Handbook of Inherited Cardiac Disease”, Oxford Univ. Press, Oxford, 2011 

2nd Ed. 2020 

 

 
 

Containing summaries of inherited cardiovascular disorders with a focus on aetiology, 

presentation and management, this handbook covers the fundamentals of molecular biology and 

genetic testing, and the detailed clinical information relevant to patient management. 

This handbook is widely popular among busy clinical cardiologists, cardiology and clinical 

genetics trainees, cardiac nurses and genetic counsellors. Recommended by the British 

Cardiovascular Society and Nominated for the Best BMA Medical Book Award for 2013. 

The second edition (published November 2020) is fully revised with new text and 

illustrations. 
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5. “Genomics and Health in the Developing World”, Dhavendra Kumar (Ed.), Oxford 

Monographs on Medical Genetics, Oxford University Press, New York, 2011 
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This large multi-author edited reference book provides detailed and comprehensive coverage of 

population structures, human genomics, and genome variation--with particular emphasis on 

medical and health issues in the emerging economies and countries of the developing world.        

With sections dedicated to fundamental aspects  of genetics and genomics, epidemiology of 

human disease, biomarkers, comparative genomics, developments in translational genomic 

medicine, current and future health strategies related to genetic disease, and pertinent 

legislative and social factors, this volume highlights the importance of utilizing genetics/genomics 

knowledge to promote and achieve optimal health in the developing world. 

Grouped by geographic region, the chapters in this volume address: - Inherited disorders in the 

developing world, including a thorough look at genetic disorders in minority groups of every 

continent - The progress of diagnostic laboratory genetic testing, prenatal screening, and genetic 

counselling worldwide - Rising ethical and legal concerns of medical genetics in the developing 

world - Social, cultural, and religious issues related to genetic diseases across continents. Both 

timely and vastly informative, this book is a unique and comprehensive resource for geneticists, 

clinicians, and public health professionals interested in the social, ethical, economic, and legal 

matters associated with medical genetics in the developing world. 

 

Table of Contents 

Contributors 

Part I: Genomics in Medicine and Health-General 

1. Genes and Genomes in Health and Disease: An Introduction 

Dhavendra Kumar 

2. The Human Variome Project and the Developing World 

Richard G.H. Cotton 

3. Human Genomic Variation Initiatives in Emerging Economies and Developing Countries 

Béatrice Séguin, Billie-Jo Hardy, Peter A. Singer, and Abdallah S. Daar 

4. The Genomic Map of Population Diversity in Asia 

Dhavendra Kumar 

5. Ancestry, Disease and Variable Drug Response in the Genomic Era 

Charles Rotimi and Lynn Jorde 

6. The Next Steps for Genomic Medicine: Challenges and Opportunities for the Developing 

World 

Billie-Jo Hardy, Béatrice Séguin, Federico Goodsaid, Gerardo Jiménez-Sánchez, Peter A. Singer, 

and Abdallah S. Daar 

7. Consumer Perspectives on Genomics and Healthcare 

Alastair Kent 

8. Transcultural Perspectives on Genetics and Genomics 
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Dhavendra Kumar 

9. Medical Genetics and Genomics Research in the Muslim World 

Aida I. Al-Aqeel 

10. The Progress of Genomics in the Developing World: Rising Social, Economic, and Ethical 

Concerns 

Minakshi Bhardwaj 

11. Genetic Outcomes of Consanguineous Marriages 

Alan H. Bittles and Michael L. Black 

12. Autosomal Recessive Conditions and Autozygosity Mapping 

Colin A. Johnson and Eamonn R. Maher 

13. Genetic Contribution to Malaria Susceptibility and Resistance 

Susana G. Campino and Taane G. Clark 

14. Glucose 6-Phosphate Dehydrogenase Deficiency: Genetics, Pharmacogenetics, and Malaria 

Selection 

Lucio Luzzatto 

15. Infections, Genomics, and Global Public Health 

Tikki Pang 

16. Microbial Genomics and Global Health 

Rino Rappuoli 

17. Pharmacogenetics and Pharmacogenomics in the Developing World 

Warren E. Hochfeld, Sahle M. Asfaha, Marco Alessandrini, Tyren M. Dodgen, Renier Myburgh, 

Arinda Eloff, and Michael S. Pepper 

18. Nutrigenomic Research in World Populations 

Jim Kaput 

19. Transgenic Foods and Nutritional Health in Developing Countries 

Dhavendra Kumar and Joel Cohen 

20. The Burden of Inherited Disease in the Developing World: The Example of Inherited Blood 

Diseases 

David J. Weatherall 

21. Health Implications of Inherited Disorders of Iron Overload 

Chun Yo Lok, Alison T. Merryweather-Clarke, and Kathryn J.H. Robson 

22. Inherited Factors in Diabetes Mellitus and Related Metabolic Disorders in the Developing 

World 

Dwaipayan Bharadwaj, Nikhil Tandon, and Anubha Mahajan 

23. Global Health Implications of Genetic Studies of Obesity and Type 2 Diabetes 

Jessica Buxton, Julia El-Sayed Moustafa, Haya Al-Saud, and Alexandra Blakemore 

24. Health Implications of Familial Hyperlipidemia 

Deepak Bhatnagar 

25. Global Health Implications of Inherited Renal Diseases 

Wendy Jones and Anand Saggar 
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26. The Burden of Congenital Anomalies on Global Health 

Dhavendra Kumar 

27. Inherited Eye Diseases in Developing Countries 

Tiziana Cogliati, James Friedman, Norimoto Gotoh, Neeraj Agarwal, and Anand Swaroop 

28. Principles and Practice of Newborn Screening-The Lessons from the Developed World 

Rodney J. Pollitt 

29. Diagnostic Laboratory Genetic Testing - Models for the Developing World 

Peter Lunt 

30. Ethical Issues Arising in Medical Genetics in Developing Countries 

Angus Clarke 

31. Genetic and Genomics Services in Emerging Economies of the Developing World 

Robert George Elles 

Part II: Genomics in Medicine and Health-Regional 

 

Africa 

32. Anthropology and Population Heterogeneity in North Africa 

Rym Kefi 

33. The Genetic Landscape of Sub-Saharan African Populations 

Himla Soodyall and Carina M. Schlebusch 

34. Genetic Disorders in North African Populations 

Romdhane Lilia and Abdelhak Sonia 

35. Genetic Neurological Diseases in Tunisia 

Neziha Gouider-Khouja and Ibtihel Rebai 

36. Hemoglobinopathies in Africa 

Ambroise Wonkam and Amanda Krause 

37. The Burden of Birth Defects and Genetic Disease in Sub-Saharan Africa 

Ambroise Wonkam 

38. Genetic Epidemiology of South Atlantic Oceanic Islands 

Peter Beighton 

39. Genetic Disorders in Minority Groups in South Africa 

Peter Beighton 

40. Hereditary Deafness in Southern Africa 

Peter Beighton and Sean Sellars 

41. Heritable Disorders of the Skeleton in South Africa 

Peter Beighton 

42. Heritable Disorders of Connective Tissue in South Africa 

Peter Beighton 

43. Genetic Perspectives of Tuberculosis in Southern Africa 

Erika de Wit, Marlo Möller, and Eileen Hoal 

44. Familial Cancer Syndromes in Africa 
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Yonglan Zheng, Toshio F. Yoshimatsu, and Olufunmilayo I. Olopade 

45. Genetic Counseling in South Africa 

Jacquie Greenberg, Jennifer Kromberg, Kelly Loggenberg, and Tina-Marié Wessels 

46. Prenatal Diagnostic Services and Prevention of Birth Defects in South Africa 

Michael Urban and Lut Geerts 

47. Sociocultural Perspectives of Inherited Diseases in Southern Africa 

Claire Penn and Jennifer Watermeyer 

48. Ethical, Legal, and SocioCultural Issues and Genetic Services in Southern Africa 

Jennifer G.R. Kromberg and Trefor Jenkins 

49. The Genomic Research and Health Applications in South Africa 

Billie-Jo Hardy, Béatrice Séguin, Raj Ramesar, Peter A. Singer and Abdallah S. Daar 

Arab and Middle East 

50. Hereditary Disorders in Arabs 

Ghazi Omar Tadmouri and Mahmoud Taleb Al Ali 

51. Community Health Implications of Consanguinity in Arab Populations 

Ghazi O. Tadmouri, Pratibha Nair, Tasneem Obeid, and Hanan Hamamy 

52. Clinical Dysmorphology in the Arab World 

Lihadh Al-Gazali and Hanan Hamamy 

53. The Population Genetics and Hereditary Diseases of Bahrain 

Shaikha Salim Al-Arrayed 

54. Genetic Diseases in the Sultanate of Oman 

Anna Rajab and Michael A.Patton 

55. Genetic Disorders in Lebanon: Challenges and Opportunities 

Issam I. Khneisser, Salim. M. Adib, and Andre Megarbane 

56. Genetic Disease in Palestine and Palestinians 

Bassam Abu-Libdeh, Peter D. Turnpenny, and Ahmed Teebi 

57. Genetic Skin Diseases in the Arab World 

Mourad Mokni, Cherine Charfeddine, and Sonia Abdelhak 

58. Hereditary Diseases of the Nervous System in Arabs 

Nisrine Bissar-Tadmouri, Mohamad Al-Homssi, and Pratiba Nair 

59. Preimplantation Genetic Diagnosis in Saudi Arabia 

Serdar Coskun, Wafa Qubbaj, and Aida I. Al-Aqeel 

Asia-Pacific 

60. Genomics for Universal Healthcare in Thailand 

Béatrice Séguin, Billie-Jo Hardy, Peter A. Singer, and Abdallah S. Daar 

61. Screening Newborns in the Asia-Pacific Region 

Carmencita D. Padilla and Bradford L. Therrell 

62. Clinical Dysmorphology and Birth Defects Registry in the Asia-Pacific Region 

Meow Keong Thong 

63. Prevention and Control of Thalassemia in Thailand 
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Chanane Wanapirak, Jintana Pattanapongthorn, Pranee Winichagoon, and Suthat Fucharoen 

64. Inherited Metabolic Disorders in Thailand and the Asia-Pacific 

Pornswan Wasant 

65. Genetic Skeletal Dysplasias in Thailand 

Pornswan Wasant 

66. Medical Genetic Services in the Philippines 

Carmencita Padilla, Eva Maria Cutiongco-de la Paz, and Catherine Lynn Silao 

Chinese Subcontinent 

 

67. Community and Public Health Genetics in China 

Manshu Song, Youxin Wang, Lijuan Wu, Yun Wang, and Wei Wang 

68. Genetic Epidemiology in China 

Peng-Gao Li, Yan He and Wei Wang 

69. Traditional Chinese Medicine in the Area of Genomics 

Hong-Min Yun, Manshu Song, and Wei Wang 

70. Inherited Factors in Cardiovascular Disease in China 

Ling Zhang Ying Dai, and Wei Wang 

71. Familial and Genetic Cancer in China 

Fen Liu and Wei Wang 

72. Genomic Medicine in Taiwan: Research and Developments 

Ming Ta Michael Lee, Chien-Hsiun Chen, and Yuan-Tsong Chen 

Indian Subcontinent 

73. The Indian Subcontinent and its People 

Dhavendra Kumar 

74. Genomic Perspectives of Peopling and Languages of the Indian Subcontinent 

Ganesh Prasad Arunkumar, Varatharajan Santhakumari Arun, Adhikarla Syama, Valampuri John 

Mary Selvam Kavitha, and Ramasamy M. Pitchappan 

75. Genomic Diversity of HLA in the Indian Subcontinent 

Narinder K. Mehra and Gurvinder Kaur 

76. Genomic Applications in Medicine and Health in India 

Billie-Jo Hardy, Béatrice Séguin, Peter A. Singer, Mitali Mukerji, Samir K. Brahmachari and 

Abdallah S. Daar 

77. Epidemiology of Genetic Diseases in the Indian Subcontinent 

Ishwar C. Verma and Dhavendra Kumar 

78. Genetic Services in India: A Model for Developing Countries 

Ratna D. Puri and Ishwar C. Verma 

79. The Practice of Genetic Counseling in India 

Meenakshi Bhatt 

80. Social and Cultural Aspects of Customary Consanguineous Marriages in South Asia 

Rafat Hussain 
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81. Medical Genetics and Genomics in Sri Lanka 

Vajira H.W. Dissanayake 

82. Inherited Factors in Obstructive Lung Diseases in India 

Amrendra Kumar Gupta, Balaram Ghosh, and Anurag Agrawal 

83. Inherited Metabolic Disease in India 

Bal N. Apte 

84. Genetic Variation and Genetic Epidemiology of Sri Lanka 

Deepthi C. de Silva 

85. Familial Cancer and Cancer Genetics in the Indian Subcontinent 

Dhavendra Kumar 

86. Inherited Disorders of the Eye in the Indian Subcontinent 

Govindasamy Kumaramanickavel 

87. Type 2 Diabetes Mellitus in India 

Radha Venkatesan, Kanthimathi Sekar and Viswanathan Mohan 

88. Hereditary Spinocerebellar Ataxias in India 

Mohammed Faruq, Uma Mittal, Achal K. Srivastava, and Mitali Mukerji 

89. Malformation Syndromes in India 

Shubha Phadke 

90. Thalassemias and Abnormal Hemoglobins of the Indian Subcontinent 

John Old 

91. The Management of Inherited Blood Diseases in the Indian Subcontinent 

Reena Das 

92. Conventional and Molecular Cytogenetics in India 

Prochi F. Madon 

93. Genetic Studies of Parkinson's Disease in India 

Jharna Ray 

94. The Genetic Basis of Alcoholism in India 

Meera Vasani 

95. The Genetics of Autism in India 

G.K. Chetan, K.R. Manjunatha, Sam Balu, H.N. Venkatesh, and S.C. Grimaji 

96. The Genetics of Leprosy in India 

Mariakuttikan Jayalakshmi, Narayanan Kalyanaraman, and Ramasamy Pitchappan 

97. The Current Status of Medical Genetics in India 

Neerja Gupta and Madhulika Kabra 

98. The Indian Landscape of Human/Medical Genetics Research and Service 

Swati Naik, Arvind Rup Singh, and Jai Rup Singh 

Latin America and the Caribbean 

99. Design and Implementation of a Platform for Genomic Medicine in Mexico 

Gerardo Jiménez-Sánchez, Julio Frenk, and Guillermo Soberón 

100. Anthropological and Medical Implications of Genetic Admixture in the Mexican Mestizo 
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Population 

Ricardo M. Cerda-Flores and Augusto Rojas-Martinez 

101. Medical and Human Genetics in Ecuador 

César Paz-y-Miño 

102. The Brazilian Ancestrome 

Sérgio D.J. Pena 

103. The Practice of Medical Genetics in Brazil 

Dafne Dain Gandelman Horovitz, Antonia Paula Marques-de-Faria, and Victor Evangelista de 

Faria Ferraz 

104. Population Medical Genetics in Brazil 

Lavinia Schuller-Faccini and Roberto Giugliani 

105. Medical Genetic Services in Latin America: Focus in Argentina 

Victor B. Penchaszadeh 

106. Hereditary Ataxias in Cuba 

Luis Velázquez-Pérez, José Miguel Laffita-Mesa, and Roberto Rodríguez-Labrada 

107. Latin American School of Human and Medical Genetics and Latin American Network of 

Human Genetics: promoting education, interaction and networking across Latin America 

Roberto Giugliani, Guilherme Baldo, and Ursula Matte 

Russia, Central Asia, and Europe 

108. Genetic Legacy of Populations in Eurasia 

I.A. Kutuev, B.B. Yunusbayev, and E.K. Khusnutdinova 

109. MtDNA and Y-chromosomal Variation in Populations of Sakha (Yakutia) 

Sardana A. Fedorova, Elza K. Khusnutdinova, and Richard Villems 

110. Epidemiology of Hereditary Diseases in the European Sector of Russia 

E.K. Ginter and R.A. Zinchenko 

111. Hereditary Diseases among the Yakuts 

Nadezda R. Maksimova and Anna N. Nogovitsina 

112. Hereditary Diseases in Siberian Populations 

Ludmila P. Nazarenko and V.P. Puzyrev 

113. Hereditary Diseases in the Volga-Ural Region of Russia 

Irina M. Khidiyatova, Irina R. Gilyazova, Vita L. Akhmetova and Elza K. Khusnutdinova 

114. Inherited Neuropsychiatric Disorders in Russia 

D. Gaysina, A. Zainullina, and E. Khusnutdinova 

115. Genetic and Genomic Perspectives of Medical and Health Education in Hungary 

Béla Melegh 

116. Human and Medical Genetics in Hungary 

Béla Melegh 

117. The Genetics of Alcohol Dependence in Russia 

A. Kazantseva, G. Faskhutdinova, and E. Khusnutdinova 

118. Medical Genetics Teaching and Training in Russia 
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S.I. Kozlova and E.K. Ginter 

119. Ethical and Legal Aspects of Medical Genetics in Russia 

V.L. Izhevskaya and V.I. Ivanov 

120. Bioethical Aspects of Genetics and Genomics in Yakut (Siberia) 

S.K. Kononova, S.A. Fedorova, and E. Khusnutdinova 

121. Inherited Metabolic Diseases among Migrant Ethnic Populations in the United Kingdom 

Anupam Chakrapani and Maureen Cleary 

122. Views of Inherited illness among British Pakistani Users of Genetic Services 

Alison Shaw and Jane Hurst 

123. Social, Cultural, and Religious Issues Related to Genetic Diseases among the Bangladeshis 

in the UK 

Santi Rozario and Sophie Gilliat-Ray 

Reviews: 

Genomics and Health in the Developing World provides detailed and comprehensive coverage 

of population structures, human genomics, and genome variation - with particular emphasis on 

medical and health issues - in the emerging economies and countries of the developing world. 

With sections dedicated to fundamentals of genetics and genomics, epidemiology of human 

disease, biomarkers, comparative genomics, developments in translational genomic medicine, 

current and future health strategies related to genetic disease, and pertinent legislative and 

social factors, this volume highlights the importance of utilizing genetics/genomics knowledge 

to promote and achieve optimal health in the developing world. Grouped by geographic region, 

the chapters in this volume address: 

- Inherited disorders in the developing world, including a thorough look at genetic disorders in 

minority groups of every continent 

- The progress of diagnostic laboratory genetic testing, prenatal screening, and genetic 

counseling worldwide  

- Rising ethical and legal concerns of medical genetics in the developing world 

- Social, cultural, and religious issues related to genetic diseases across continents 

Both timely and vastly informative, this book is a unique and comprehensive resource for 

genetists, clinicians, and public health professionals interested in the social, ethical, economic, 

and legal matters associated with medical genetics in the developing world.  
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6.’Genomic and Molecular Medicine’, Morgan and Claypool, USA (2012-2018) 

 

The ‘Genomic and Molecular Medicine’ is the e-book series designed and edited by Professor 

Kumar. The Morgan and Claypool Life Sciences Publishers have published it as the Colloquium 

Lecture series. It includes several articles (monographs) on selected subjects written by top 

experts on the subject. The series is designed, developed and edited by the Author of the article 

‘The Molecular Biology of Chronic Heart Failure’. The other titles include Molecular Pathology of 

Stroke, Molecular heterogeneity in Neurofibromatosis Type1, Motor Neurone Disease, Genetic 

Perspectives of Sudden Cardiac Death in Sports and Osteogenesis Imperfecta. So far, the series 

includes nine monographs dealing with common genetic diseases encountered in clinical 

practice. Full series is published as the Colloquium Lecture Series. 
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6.1 Achondroplasia and Other FGFR3-related Short Limbed Dysplasia: Molecular 

Heterogeneity and Therapeutic Approaches  

Sanjeeva G N, Meenakshi Bhat 

2018; Abstract | PDF (14028 KB) | PDF Plus (1696 KB)  

6.2 Clinical and Molecular Heterogeneity of Osteogenesis Imperfecta  

Meena Balasubramanian 

January 2017Abstract | PDF (2917 KB) | PDF Plus (1153 KB)  

6.3 Molecular Genetics of Thalassemia Syndromes  

Reena Das, Prashant Sharma 

August 2016 Abstract | PDF (6210 KB) | PDF Plus (1593 KB)  

6.4 Molecular Basis of Developmental Anomalies of the Human Gastrointestinal Tract  

Charles Shaw-Smith 

December 2015 Abstract | PDF (17812 KB) | PDF Plus (4726 KB)  

6.5 The Molecular Biology of Neurofibromatosis Type 1  

Meena Upadhyaya 

February 2014 Abstract | PDF (1886 KB) | PDF Plus (816 KB)  

6.6 Clinical and Molecular Aspects of Motor Neuron Disease  

Johnathan Cooper-Knock, Thomas Jenkins, Pamela J. Shaw 

September 2013 Abstract | PDF (4370 KB) | PDF Plus (813 KB)  

6.7 The Molecular Biology of Chronic Heart Failure  

Dhavendra Kumar 

February 2013 Abstract | PDF (5841 KB) | PDF Plus (1518 KB)  

 

https://www.morganclaypool.com/author/G+N%2C+Sanjeeva
https://www.morganclaypool.com/author/Bhat%2C+Meenakshi
https://www.morganclaypool.com/doi/abs/10.4199/C00163ED1V01Y201805GMM009
https://www.morganclaypool.com/doi/pdf/10.4199/C00163ED1V01Y201805GMM009
https://www.morganclaypool.com/doi/pdfplus/10.4199/C00163ED1V01Y201805GMM009
http://www.morganclaypool.com/author/Balasubramanian%2C+Meena
http://www.morganclaypool.com/doi/abs/10.4199/C00149ED1V01Y201612GMM008
http://www.morganclaypool.com/doi/pdf/10.4199/C00149ED1V01Y201612GMM008
http://www.morganclaypool.com/doi/pdfplus/10.4199/C00149ED1V01Y201612GMM008
http://www.morganclaypool.com/author/Das%2C+Reena
http://www.morganclaypool.com/author/Sharma%2C+Prashant
http://www.morganclaypool.com/doi/abs/10.4199/C00142ED1V01Y201607GMM007
http://www.morganclaypool.com/doi/pdf/10.4199/C00142ED1V01Y201607GMM007
http://www.morganclaypool.com/doi/pdfplus/10.4199/C00142ED1V01Y201607GMM007
http://www.morganclaypool.com/author/Shaw-Smith%2C+Charles
http://www.morganclaypool.com/doi/abs/10.4199/C00139ED1V01Y201509GMM006
http://www.morganclaypool.com/doi/pdf/10.4199/C00139ED1V01Y201509GMM006
http://www.morganclaypool.com/doi/pdfplus/10.4199/C00139ED1V01Y201509GMM006
http://www.morganclaypool.com/author/Upadhyaya%2C+Meena
http://www.morganclaypool.com/doi/abs/10.4199/C00101ED1V01Y201312GMM005
http://www.morganclaypool.com/doi/pdf/10.4199/C00101ED1V01Y201312GMM005
http://www.morganclaypool.com/doi/pdfplus/10.4199/C00101ED1V01Y201312GMM005
http://www.morganclaypool.com/author/Cooper-Knock%2C+Johnathan
http://www.morganclaypool.com/author/Jenkins%2C+Thomas
http://www.morganclaypool.com/author/Shaw%2C+Pamela+J
http://www.morganclaypool.com/doi/abs/10.4199/C00093ED1V01Y201309GMM004
http://www.morganclaypool.com/doi/pdf/10.4199/C00093ED1V01Y201309GMM004
http://www.morganclaypool.com/doi/pdfplus/10.4199/C00093ED1V01Y201309GMM004
http://www.morganclaypool.com/author/Kumar%2C+Dhavendra
http://www.morganclaypool.com/doi/abs/10.4199/C00071ED1V01Y201212GMM003
http://www.morganclaypool.com/doi/pdf/10.4199/C00071ED1V01Y201212GMM003
http://www.morganclaypool.com/doi/pdfplus/10.4199/C00071ED1V01Y201212GMM003
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6.8 Clinical and Genetic Aspects of Sudden Cardiac Death in the Practice of Sports 

Medicine  

Lynne Millar, Nabeel Sheikh, Sanjay Sharma 

June 2012 Abstract | PDF (30425 KB) | PDF Plus (4564 KB)  

6.9 Molecular Genetics of Stroke  

Yoshiji Yamada 

March 2012 Abstract | PDF (5978 KB) | PDF Plus (1333 KB)  

 

 

 

 

 

 

http://www.morganclaypool.com/author/Millar%2C+Lynne
http://www.morganclaypool.com/author/Sheikh%2C+Nabeel
http://www.morganclaypool.com/author/Sharma%2C+Sanjay
http://www.morganclaypool.com/doi/abs/10.4199/C00062ED1V01Y201206GMM002
http://www.morganclaypool.com/doi/pdf/10.4199/C00062ED1V01Y201206GMM002
http://www.morganclaypool.com/doi/pdfplus/10.4199/C00062ED1V01Y201206GMM002
http://www.morganclaypool.com/author/Yamada%2C+Yoshiji
http://www.morganclaypool.com/doi/abs/10.4199/C00052ED1V01Y201204GMM001
http://www.morganclaypool.com/doi/pdf/10.4199/C00052ED1V01Y201204GMM001
http://www.morganclaypool.com/doi/pdfplus/10.4199/C00052ED1V01Y201204GMM001
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7. “Genomic Medicine- Principles and Practice”, Oxford Monographs on Medical Genetics, 

Oxford University Press, New York, USA, December 2014. 

 

The first edition of Genomics and Clinical Medicine 

provided an overview of genomics-based advances 

in disease susceptibility, diagnosis, and prediction of 

treatment outcomes in various areas of medicine. 

Since its publication, the science of genomics has 

made tremendous progress, and exciting new 

developments in biotechnology and bioinformatics 

have created possibilities that were inconceivable 

only a few years ago. This completely revised 

second edition of Genomic Medicine reflects the 

rapidly changing face of applied and translational 

genomics in the medical and health context and 

provides a comprehensive coverage of principles of 

genetics and genomics relevant to the practice of 

medicine. The first section lays foundation to the 

practice of genomic medicine. New chapters in this 

section include bioinformatics, proteomics, microbial genomics and genomic education. Detailed 

discussions of genetic/genomic testing and screening and the ethical, legal, and social issues 

(ELSI) crucially address genethics and genomethics in the practice of Genomic Medicine. The 

second section includes clinical practice oriented chapters highlighting genomic applications 

(array comparative genomic hybridization, exome genome sequencing and new generation 

generation sequencing) in clinical diagnosis of congenital developmental malformations, 

Mendelian genetic disorders, and complex cardiovascular, neuro-psychiatric, ophthalmic, 

dermatologic, inflammatory and paediatric disorders. Separate chapters discuss microbial 

genomics with emphasis on the role of genomics in targeted antimicrobial therapy and 

development of genomic class of new vaccines. New developments in gene/ cell-based somatic 

therapy, regenerative medicine and targeted molecular therapy are discussed in respective 

chapters. All chapters are thoroughly indexed and supported by a carefully compiled glossary 

relevant to genetic and genomic medicine. 

http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=1407494554&sr=1-4
http://www.amazon.co.uk/Genomic-Medicine-Principles-Practice-Monographs/dp/019989602X/ref=sr_1_4?s=books&ie=UTF8&qid=14074945
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Review: 

Hum Genet (2015) 134:927; DOI 10.1007/s00439-015-1569-y  

BOOK REVIEW  

Dhavendra Kumar and Charis Eng (eds): Genomic Medicine: Principles and Practice (Oxford 
Monographs on Medical Genetics) 2nd Edition  

Hardcover, 24 October 2014, 852 Pages ISBN: 9780199896028, $195.00 John Christodoulou1,2  

Published online: 26 May 2015 
© Springer-Verlag Berlin Heidelberg 2015  

Since the publication of the first edition of this book in 2008, much has progressed in the field of 
medical genom- ics. We have seen the cost of genomic sequencing plummet, with the prediction 
of the $1000 genome by 2018 being met well in advance of that target, and a doubling of the 
number of genes identified as the basis of inherited disor- ders. This edition has undergone 
extensive revisions, with the new content reflecting just how much genomic technol- ogies are 
now influencing all aspects of medical practice.  

A stellar group of authors with deep practical experience in what the technology has to offer have 
been assembled to produce this volume, which is divided into two broad sec- tions. The first 
section covers the broad principles of genomic medicine, bringing the novice up to speed on the 
structure of the human genome and its anatomy, and giving general overviews relating to a 
number of the key components of the “omic” puzzle including proteomics, epigenomics and the 
mitochondrial genome. In addition, there is a synopsis of developmental biology, as well as topics 
relating to environ- mental contributors to human health and disease including microbial 
genomics and nutritional genomics, and chapters providing outlines of how genomic 
technologies have helped advance the development of new drugs, and how genomic variation 
impacts on responses to drug, critical knowledge in this era of personalized and precision 
medicine.  

The second and larger section of this book, aptly entitled Clinical Genomics, focuses on how 
genomic technologies are impacting on complex disorders, offering a number of chapters that 
are each focused on individual organ or tissue systems, as well as covering the impact of clinical 
genom- ics on cancer, infectious diseases, pediatric medicine and critical care medicine.  

This book is well written and practical, but given the wide-ranging scope of the topics covered, 
of necessity only a helicopter view of the current state of genomic sci- ence could be presented. 
It is well placed to be a general resource for medical students, and medical and science graduates 
who are not expert in the fields of medical genet- ics and genomics.  

* John Christodoulou john.christodoulou@health.nsw.gov.au  
1Westmead, Sydney, Australia ; Western Sydney Genetic Program, Children’s Hospital. 2 
University of Sydney, Sydney, Australia  
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8. “Medical and Health Genomics”, Edited by Professors Dhavendra Kumar & Stylianos 
Antonarakis (Department of Medical Genetics, Univ. of Geneva, Swiss), Elsevier Publishers, The 
Netherlands; May 2016 
 
 

 
A multi-author edited textbook on wide ranging applications of genome sciences and 

technologies in contemporary and future practice of medicine and health. Major subjects 

covered in the book include ‘Genomic technologies in medicine and health- past, present and 

future’, Genomic databases and data mining- relevance to clinical medicine and public health, 

Genomics, Bioinformatics and Systems medicine, Epigenetics and Epigenomics, 

Pharmacogenomics, Metabolomics, Metagenomics/ Ecogenomics and Microbial genomics & 

Pathogenomics. 

 

Medical and Health Genomics provides concise and evidence-based technical and practical 

information on the applied and translational aspects of genome sciences and the technologies 

related to non-clinical medicine and public health. Coverage is based on evolving paradigms 

of genomic medicine—in particular, the relation to public and population health genomics 

now being rapidly incorporated in health management and administration, with further 

implications for clinical population and disease management. 

 

Contents: 

 

• Medical and Health Genomics 
• Dedication 
• List of Contributors 
• Foreword 
• Preface 
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This book received the ‘Highly Commended’ certificate at the ‘BMA Annual Medical Book 

Award 2017’ 

 

 

Book Review 
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9. “Genomics and Society”, Edited by Professors Dhavendra Kumar & Ruth Chadwick 

(Department of Law and Bio-Ethics, University of Manchester, UK), Elsevier Publishers, The 

Netherlands; Published December 2015. 
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A multi-author edited textbook on wide ranging applications and impact of genome sciences and 

technologies on the society and economic developments. Notable chapters include - Ethical 

issues in health and social genomics; Legal aspects of health applications of genomics; Forensic 

aspects of genetics and genomics and Human rights, patents and ownership issues related to 

genomics. Contributors to this new book include key world-class experts on many subjects that 

are closely related to genomics. 
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10. “Cardiovascular genetics & genomics – Principles & Clinical Practice”, Edited by 

Professors Dhavendra Kumar and Perry Elliott (The Heart Hospital, University College 

Hospitals, London, UK), Springer-Nature, 2018 

 

 

This book is the revised and practically rewritten version of the previous book by the above 

authors/editors- ‘Cardiovascular Genetics & Genomics- Principles & Clinical Practice’’, 

published by the Oxford University Press (New York, 2010), in the Oxford Monographs on 

Medical Genetics series. Since the publication of the original textbook, there has been 

exponential growth in the knowledge and information on this subject with extensive clinical 

translation of the cardiovascular genetics and genomics in medical practice. The two co-

editors and co-authors of the first edition propose this new version that is intended to be 

concise, clinically oriented and targeted at broad spectrum of clinicians who manage patients 

and families with a wide range of heterogeneous inherited cardiovascular conditions. The 

book shall be published in both electronic and print formats.  

The e-format allows downloading the individual chapter to facilitate the reader and the 

subscribing institution. In addition, regular updates and reviews by the author and editors 

could also be possible at frequent intervals. 

The book includes a concise and clear account on selected topics written by a team of 

leading world-class experts. Each chapter shall include key points for the clinician and where 

ever applicable relevant case histories to reflect the contemporary practice of clinical 

cardiovascular genetics and genomics. The book will include generous illustrations supported 

by set of data arranged in tables. The electronic format presents illustrations in the original 

format.  
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Preface: 

Where is the Life we have lost in living? Where is the wisdom we have lost in knowledge? 
Where is the knowledge we have lost in information?—T. S. Eliot  

In 2010, we compiled, authored, and edited the first textbook on clinical cardio- vascular 
genetics—“Principles and Practice of Clinical Cardiovascular Genetics” (ISBN-10:0195368959 
& ISBN-13:978-0195368956, Oxford University Press, NY, USA). It was an ambitious project 
given many unproven hypotheses, incom- plete evidence, loose fragmented scientific 
concepts, and controversial clinical applications. Nevertheless, the project was completed 
with the help of several experts from clinical cardiology, cardiovascular surgery, clinical 
genetics, genetic counseling, basic genetics and genomics, laboratory genetics, and many 
other health professionals. Fortunately, we were encouraged to receive largely welcome and 
positive feedback from medical, scientific, and allied health professionals.  

Following the launch of the book, we were humbled to receive instructions and commission 
from Oxford University Press to produce a user-friendly specialist handbook for ready use and 
quick reference on factual clinically relevant informa- tion on inherited cardiovascular 
conditions. This Oxford specialist handbook further strengthened the new field of clinical 
cardiovascular genetics within the large field of clinical cardiovascular medicine. Subsequent 
years examined the purpose and applications of this new specialist field within the broad 
landscape of clinical medi- cine and clinical genetics.  

The next five years witnessed exponential growth and enhanced genetic and genomic 
scientific applications and translations in many medical and health fields. The practice of 
cardiovascular medicine and surgery incorporates genetics and genomics that led to 
significant changes to the training curriculum and aspects of continued professional 
development necessary for enhancing the scientific basis of the clinical cardiology practice. 
This development is in line with other medical spe- cialist fields, such as clinical oncology, 
medical ophthalmology, clinical rheumatol- ogy, clinical neurology, and many more. Genomic 
medicine is now a reality, not just a hypothetical scenario. This is now the agreed basis for 
personalized, precision and preventive medicine.  

With the rapidly increasing quantitative and qualitative growth in the genetic and genomic 
knowledge base and evidence in cardiovascular medicine, the peer demands and 
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expectations grew and persuaded us to revise and produce a new textbook. We debated and 
consulted many colleagues, trainees, and students on the likely format and title of the new 
book. It became clear that despite controversies surrounding the use of genetics and 
genomics, the new title would need to reflect these two intricately connected scientific fields. 
Further, we agreed to give the book much needed clinical focus moving away from the 
conventional scientific introduc- tion. We are convinced that the title and the format of the 
new textbook on inherited and genetic aspects of cardiovascular medicine and surgery clearly 
reflect the genetic and genomic basis of the clinical practice.  

The book includes 31 chapters written and contributed by leading experts in specific scientific 
fields and recognizable inherited cardiovascular conditions. The first five chapters cover the 
basic aspects including one chapter on cardiovascular pharmacogenomics and 
pharmacogenetics. The format is largely clinically focused with examples reflecting patient 
and family stories managed by evidence-based clinical and genetics input. Wherever possible 
and applicable, the key practice points are highlighted in the box style. Concluding 3 chapters 
focus on interven- tional cardiology, the multidisciplinary care and public/population health. 
Readers will have the benefit of the detailed and carefully compiled glossary with most 
commonly used terms and phrases in the emerging new field of clinical cardiovas- cular 
genetics and genomics. Each section of the book is thoroughly indexed in the end to assist the 
reader fast and efficient access to any term or description to the respective page and 
paragraph.  

Finally, this book could not have been written and presented in the current format without 
sincere and painstaking efforts of all contributors and the publishing team. We remain greatly 
indebted for their kindness and generosity. We humbly submit this book to all students, 
trainees, and practitioners in clinical cardiovascular medi- cine and surgery, clinical genetics, 
genetic counseling, cardiac specialist nursing, public health practitioners and professionals, 
and other health professionals. The feedback and reflections on the book would be welcome 
in whatever quantitative or qualitative manner. We remain aware of possible errors and 
omissions and collec- tively take full responsibility.  

Cardiff, UK London, UK September 2017  

Dhavendra Kumar Perry Elliott  

 

 

 

11. ‘Clinical Molecular Medicine- Principles & Practice’ 

Authored and Edited text book; focuses on major molecular systems and clinical applications 

citing major disease examples irrespective of conventional anatomical and physiological body 

systems. Commissioned by the Academic Press of the Elsevier Publishers, Cambridge, MS, 

USA. 
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Clinical Molecular Medicine: Principles and Practice presents the latest scientific advances in 

molecular and cellular biology, including the development of new and effective drug and 

biological therapies and diagnostic methods. The book provides medical and biomedical 

students and researchers with a clear and clinically relevant understanding on the molecular 

basis of human disease. With an increased focus on new practice concepts, such as stratified, 

personalized and precision medicine, this book is a valuable and much-needed resource that 

unites the core principles of molecular biology with the latest and most promising genomic 

advances. 

Key Features 

• Illustrates the fundamental principles and therapeutic applications of molecular and 

cellular biology 

• Offers a clinically focused account of molecular heterogeneity 

• Includes comprehensive coverage of many different disorders, including growth and 

development, cardiovascular, metabolic, skin, blood, digestive, inflammatory, 

neuropsychiatric disorders, and many more 

About the Author: 

Professor Dhavendra Kumar is an accredited clinical geneticist (United States and United 
Kingdom) with special interests in clinical dysmorphology (congenital malforma- tion 
syndromes), clinical cardiovascular genetics (inherited conditions of heart and blood 
vessels), genomic and molecular medicine (precision and personalized medicine), and 
genomic applications in integrated health care.  
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He has coauthored/edited “Genetic disorders of the Indian Subcontinent,” 2004; 
“Genomics and Clinical Medicine,” Oxford, 2008; “Principles and Practice of Clinical 
Cardiovascular Genetics,” Oxford, 2010; “Oxford Specialist Handbook on Inherited Cardiac 
Disease,” Oxford, 2011; “Genomics and Health in the Developing World,” Oxford, 2012; 
“Genomic Medicine: Principles and Practice,” Oxford, 2014; “Genomics and 
Society,”Elsevier Cambridge (USA), 2015; “Medical Health Genomics,” Elsevier Cambridge 
(USA),2016; and “Cardiovascular Genetics and Genomics: Principles and Clinical Practice,” 
Springer Nature, 2018. In addition, he founded and served as the Serial Editor for 
“Genomic and Molecular Medicine” monographs series, Morgan Claypool, 2011!18, and 
currently leads the multivolume series “Clinical Genomic and Precision Medicine” of 
Springer Nature. He is the founding Editor-in-Chief for the new genomics biomedical 
publications— Genomic Medicine (Springer-Kluwer), Applied and Translational Genomics 
(Elsevier), Current Trends in Genomic Medicine (Genomic Medicine Foundation, UK), and 
Genomic and Molecular Cardiology (Genomic Medicine Foundation, UK).  

He founded and leads the “Genomic Medicine Foundation UK” for promoting fellowship 
and scholarship in genomic medicine and health care. The key initiatives of the foundation 
include the “Global Familial Heart Challenge (GFHC),” “Global Consortium for Genomic 
Education (GC4GE),” the “UK India Genomic Medicine Alliance (UKIGMA),” and the Indo-
UK Genetic Education Forum.  

Professor Dhavendra Kumar, MBBS, MD, DCH, M.Med.Sci., FRCPI, FRCP, FRCPCH, FACMG, 
D.Sc. Honorary Clinical Professor, William Harvey Research Institute, Barts and London 
School of Medicine and Dentistry, Queen Mary University of London, London, United 
Kingdom; Honorary Consultant in Cardiovascular Genetics, Inherited Heart Diseases Unit, 
Bart’s Heart Centre, St. Bartholomew Hospital, London, United Kingdom; Visiting 
Professor, The Genomic Policy Unit, Faculty of Life Sciences and Education, The University 
of South Wales, Pontypridd, Wales, United Kingdom  
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Preface: 

Historically, biomedical sciences have gone through many phases that followed major 
discoveries and inventions. Inevitably, peoples, communities, and nations around that time 
had demanded to embrace these new advances and developments in all aspects of life, par- 
ticularly in medicine and healthcare. The molecular medicine is one of the most dynamic fields 
of all the life sciences that encompass many disciplines of biology, biochemistry, human 
biology, and human genetic. The main impact of molecular medicine is evident from many 
advances and applications in clinical pharmacology. Undoubtedly, the knowl- edge of the 
molecular basis of human disease has led to development of novel diagnostic and therapeutic 
strategies to manage a number of inherited and acquired diseases. This rel- atively young field 
of molecular medicine has made a huge impact on medical education and training of general 
and specialist doctors and healthcare providers.  
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The current phase of the explosion of public interest in the human genome and related 
scientific developments is no exception. This is the “genome era,” and understandably, 
globally peoples have high hopes from eventual medical and healthcare implications, the 
genomic medicine with its many other names such as stratified medicine, personalized, and 
precision medicine. However, fundamental to all these new promising avenues of clinical 
medicine is the molecular basis of human disease and its many applications.  

Alongside this extraordinary scientific development, the revolution in information technology 
and widespread use of digital communication tools have created a public that is increasingly 
demanding that the present-day and future generation of doctors and healthcare 
professionals are experts in the diagnostic, therapeutic, and preven- tive implications of 
applied genomic and molecular medicine. Arguably there is a considerable conceptual over- 
lap and physical evidence that genomic and molecular medicine is not distinct but merely two 
ends of the spectrum. This is true as the genome provides the very basic components such as 
specific functional nucleic acid (DNA and RNA) sequences, promoting and regulating parts of 
the coding regions, evolutionary conserved wide- spread genomic polymorphisms and copy 
number variations, and hitherto unknown functional impact of the noncoding regions of the 
genome. Collectively, all cloned regions of the genome are molecules and then the gene 
product, the peptide chain, is in itself a molecule. However, in everyday practice of clinical 
medicine a number of molecular investigations are routinely carried, such as hemoglobin, 
clotting factors, immunoglobulins, lipopro- teins, cholesterol, triglyceride, thyroid-stimulating 
hormone, cortisol, and many more. All these are the end points of genes and genome. It is 
thus safer to simply use the term clinical molecular medicine.  

Molecular medicine in an interdisciplinary approach intricately linked to life science research. 
It allows the medical student and clinicians to understand normal and pathological cellular 
processes at the molecular level. There are many examples of molecular applications to the 
contemporary medical practice, which have funda- mentally changed diagnostic and 
therapeutic applications. The focus has now shifted from simply symptomatic management 
to the molecular pathology of human diseases. This is aided by new drug discovery and 
develop- ment dependent upon unraveling of the molecular processes and pathophysiology 
specifically involving the molecular targets. However, the new drug development is a long-
term painstaking and expensive effort that starts with basic and preclinical research followed 
by successive clinical trials and finally approval for therapeutic use by a statutory authority.  

Molecular medicine is central to a number of undergraduate and postgraduate teaching 
programs worldwide. In addition, it is an integral part of well-established teaching courses, 
particularly related to many aspects of medicine. This textbook offers the entire spectrum of 
molecular medicine in a clinically oriented manner using relevant clinical cases and scenario. 
Conceptualization and planning of the book required scrutiny of the avail- able evidence that 
provides insight to normal and pathological cellular processes at the molecular level.  

This allowed to the selection of the topics that are covered in this book. The focus has been 
on the molecular per- spective of the pathophysiology, improving the diagnosis and the 
targeted molecular therapy.  
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This is an edited textbook comprising many chapters. The broad and diverse range of topics 
included in this book required contributions from many experts on different areas of 
molecular medicine. However, all efforts are made to present a homogeneous textbook in a 
uniform and consistent style. This is a clinically oriented book with relevant scientific factual 
and applied information on related molecular systems. As far as possible, authors have 
included pertinent clinical cases with discussion on the molecular systems underpinning the 
pathophysiol- ogy and clinical manifestation. Most chapters, except for those covering the 
basic cellular and molecular biology, are arranged in a consistent format including the 
introduction, clinical cases, discussion with reflections on the molecular systems 
underpinning the clinical scenario, overview of the relevant molecular biology and pathophys- 
iology, targeted molecular diagnosis and therapy, summary points, and relevant references 
with guide to further reading. Each chapter includes numerous color illustrations and 
summary of critical genes and molecules. References are kept to as low as possible with 
important cross-references to help the reader to understand com- plex interdependencies 
between the different fields of molecular medicine. Among many examples the monoclo- nal 
antibody Herceptin not only provides a comparatively new treatment option for aggressive 
breast cancer but is also a recombinant protein drug that is difficult to produce. Nevertheless, 
the successful application of this molecular evidence is one of the paradigmatic applications 
of pharmacogenetic testing. There are now many such applications for the treatment of 
cancer of lung, skin, and colon.  

This textbook on clinical molecular medicine is set out in three sections—the fundamentals 
of cell and molecu- lar biology, the molecular systems in human disease, and the molecular 
therapeutics. As far as possible, practi- cally all chapters follow a set pattern as described in 
the preceding paragraph. Some of the novel diagnostic and therapeutic applications included 
form the basis of genomic and precision medicine that are essential compo- nents of clinical 
molecular medicine. Novel treatment modalities are included based on new drugs targeted 
at specific molecular level, stem-cell and somatic-cell therapy, RNA interference, and the 
CRISPR/Cas9 gene edit- ing. The concluding section of the book includes a chapter on the 
ethical dimensions of molecular medicine.  

It is hoped that readers and users of this textbook will enjoy the journey through the field of 
molecular medi- cine and share the enthusiasm for this fascinating subject. The success of 
this book would be reflected in building a firm base and developing skills in the practice of 
clinical molecular medicine.  

Dhavendra Kumar, Editor 

12. ‘Darwin’s Pangenesis and its Rediscovery’, Advances in Genetics Volume 1 & 2 

Charles Darwin’s theory of biological evolution includes a unique concept of hereditary 

factors. This laid the foundation of modern genetics and genomics. The two volumes on 

‘Darwin’s Pangenesis’, edited by Professor Kumar, provide in depth analysis of this theory. 

These monographs are part of the ‘Advances in Genetics’, Academic Press, Elsevier 

 

12.1 ‘Darwin’s Pangenesis and Its Rediscovery’ Part A, Volume 101 
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Darwin’s Pangenesis and Its Rediscovery Part A highlights the findings of Darwin's Pangenesis, 

an expanded cell theory and unified theory of heredity and variation that strengthened his 

theory of evolution and explained many phenomena of life. Now, new advances and the 

discovery of circulating cell-free DNA, mobile RNAs, prions and extracellular vesicles are 

providing new breakthroughs, thus increasing evidence on the inheritance of acquired 

characters, graft hybridization, and many other phenomena that Pangenesis suggests. 

Sections of note in this volume include the rationale, criticisms, influence and recent 

molecular evidence of Darwin's Pangenesis, as well as its relation to the inheritance of 

acquired characters, which is often included under the blanket term "transgenerational 

epigenetic inheritance." 

Key Features 

• Presents a comprehensive approach to Darwin’s Pangenesis, which is so little 

understood that few have recognized its far-reaching importance, but seems today 

surprisingly modern 

• Links Darwin's hypothetical gemmules with circulating cell-free DNA, mobile RNAs, 

prions and extracellular vesicles, shedding new light on an old theory 

• Includes section on Darwin's Pangenesis in relation to the Lamarckian inheritance of 

acquired characters, a central debate in the history of genetics 

  

12.2  ‘Darwin’s Pangenesis and Its Rediscovery’ Part B, Volume 102 
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Darwin’s Pangenesis and its Rediscovery Part B explores Darwin's Pangenesis, an expanded 

cell theory and unified theory of heredity and variation from over 150 years ago that 

strengthened his theory of evolution and explained many phenomena of life. Now, new 

discoveries on circulating DNA, mobile RNAs, prions and extracellular vesicles are providing 

striking evidence for the chemical existence of Darwin’s imaginary gemmules. In addition, 

new evidence for the inheritance of acquired characters, graft hybridization, and many other 

phenomena that Pangenesis supposedly explains are progressing, and are hence explored in 

this comprehensive volume. 

Specific chapters in this new volume include Darwin and Mendel: The Historical Connection, 

Darwin’s Pangenesis and Graft Hybridization, Darwin’s Pangenesis and Medical Genetics, 

Darwin’s Pangenesis and Certain Anomalous Phenomena, and Natural Selection and 

Pangenesis: The Darwinian Synthesis. 

• Presents the only book on Darwin’s Pangenesis, an expanded cell theory and a unified 

theory of heredity, variation, development and reproduction 

• Highlights Darwin’s tremendous contributions to genetics, as well as Mendel’s legacy 

and limitations 

• Includes sections on Darwin's Pangenesis in relation to graft hybridization, medical 

genetics, evolutionary theory, along with many other updates 

 

13. Advances in Genetics, Serial Editor, Dhavendra Kumar 

13.1 Volume 105, Academic Press, Elsevier, 2020 
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Serial Editor : Dhavendra Kumar , William Harvey Research Institute 
Bart’s and The London School of Medicine & Dentistry London, UK  
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13.2  Advances in Genetics, Volume 106:  “Cosmic Genetic Evolution” 

Guest Editors: Edward J. Steele & Chandra Wickramasinghe;  

Serial Editor- Dhavendra Kumar  

 

This is a unique book that goes into deeper on the origin of life linked to astrology and  

examines the evidence on the extra terrestrial basis of life.   
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13.3 Advances in Genetics, Volume 107 

 

 
Contents: 
 
1. Advances in asthma genetics 

Mayank Bansal, Mayank Garg and Anurag Agrawal 
 

2. Nutritional control of postembryonic development progression and arrest in 
Caenorhabditis elegans 
Alejandro Mata-Cabana, Carmen Pérez-Nieto and María Olmedo 
 

3. Diverse role of phytic acid in plants and approaches to develop low-phytate grains 
to enhance bioavailability of micronutrients 
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J. Lydia Pramitha, Sumi Rana, Pooja Rani Aggarwal, Rajasekaran Ravikesavan, A. John 
Joel and Mehanathan Muthamilarasan 
 

4. Founder variants and population genomes—Toward precision medicine 
Abhinav Jain, Disha Sharma, Anjali Bajaj, Vishu Gupta and Vinod Scaria 
 

5. Genomic perspectives on the circadian clock hypothesis of psychiatric disorders 
Malcolm von Schantz, Mario A Leocadio-Miguel, Michael J McCarthy, Sergi Papiol and 
Dominic Landgraf 
 

6. Fungal natural products galaxy: Biosynthesis and molecular genetics toward 
blockbuster drugs discovery 
Keshab Bhattarai, Keshab Bhattarai, Md. Ehsanul Kabir, Rina Bastola and Bikash Baral 

 

Preface: 

 
The 107th volume of Advances in Genetics is now with us. It has probably taken longer than 

anticipated, largely due to unavoidable circumstances surrounding the Sars-CoV-2 (COVID-

19) pandemic. Millions got infected and sadly several people globally perished. It’s an old 

recurrent thinking that a crisis breeds the opportunity. The Covid-19 pandemic offered 

scientists, technologists and healthcare professionals life-time opportunity to put all 

personal, professional and material resources in the quest of effective and efficient targeted 

laboratory diagnosis, drug therapy and vaccine development. Microbial genetics and 

genomics, specifically the pathogenomics, have emerged as the most promising of the OMICS 

sciences sector. The reverse transcriptase polymerase chain reaction (RT-PCR) based Covid-

19 laboratory testing is echoed all over and an ordinary person on any street anywhere in the 

World has some knowledge of this test. Further the viral mRNA (messenger RNA) based new 

vaccine development has raised hopes of millions across the World. This development echoes 

excitement, hope and passion that was around following the discovery of penicillin followed 

by development of several other anti-microbials. We are now living and moving ahead with 

genetic and genomic applications in precision, predictive and preventive clinical medicine and 

healthcare. 

The current volume includes a collection of diverse articles focussing on basic and 

applied genetics. Two articles discuss the role of nutritional regulation, particularly the 

micronutrients, in the postembryonic development and the bio-availability. The role of fungal 
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molecular genetics in blockbuster drugs development offers the reader to grasp the 

complexities of novel drug discovery and development. 

 

One of the most challenging and vital fields of genomic medicine is undoubtedly 

unravelling of the genetic and genomic complexities in complex and common diseases. 

Despite limitations and low diagnostic yield, the genome wide association studies (GWAS) 

continue to hold on. Perhaps the most relevant outcome of GWAS is the polygenic score with 

enhanced power of prediction of personalised genetic risks and outcomes of the disease.  

There are two articles in the current volume that deserve particular attention. The role of 

GWAS is revisited in an attempt to find the proof of concept for the genetic basis of circadian 

clock and pathological implications in mental health. The model of bronchial asthma, one of 

the well-known complex and common diseases, is selected in another article. It is a gentle 

and persistent reminder of the role of several hundreds low risk alleles and variants spread 

across the genome in filling the inevitable recurring and persistent gaps in our knowledge. 

This is the main crux of the matter in complex genomics. The reader might like to use this 

model to look around other common and complex diseases like type 2 diabetes mellitus, 

systemic hypertension and ischemic heart disease. 

The article on founder genome variants in different populations cohort provides 

further stimulus to consider and appreciate the vital importance of the evolutionary 

conserved genome variants and population specific founder variants in designing and 

delivering the genomic and precision medicine.  

Professor Dhavendra Kumar 

The William Harvey Research Institute, Bart’s and The London School of Medicine,  

London, England, UK;  November 2020 

13.4  Advances in Genetics, Volume 108 ‘Precision and Personalised diagnosis and 

prevention’ 
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Contents 
 
1. Preface- Clinical applications of cancer genetics and genomics   
 
2. Epigenetic mutations in childhood tumours- the paradigm of Wilms tumour 
 
3. Preventive population genomics-the model of BRCA related cancers 
 
4. Recent advances of PARP inhibitors in medical oncology 
 
5. Role of single cell and liquid biopsy in cancer research and clinical applications 
 
6. Recent advances and clinical utility of prostate cancer genomics 
 
7. Recent advances in lung cancer genomics- applications in targeted therapy 
 
Preface: 
In the early stage of conceptualising and actioning on the current volume (Advance in 
Genetcis 108 ), no one had even dreamt of SARS-2/ Covid-19 pandemic. By the time we were 
able to put together contents and identify most appropriate faculty, early warning signs and 
unclear news had started buzzing around of a new Corona family virus that had affected 
hundreds in the Wuhan city in South West China. Towards the late 2019, we were able to put 
together most articles included in the current volume of Advances in Genetics. We chose to 
focus on genome based precision and personalised diagnosis and prevention at population 
level. At that time most clinicians, healthcare professionals and public at large had not 
consumed the idea of individualised genomic precision diagnosis and prevention at 
population level. During the first quarter of the Corona/SARS-2 pandemic, the RT-PCR 
diagnostic test got established as the most sensitive and reliable diagnostic tool [1]. However, 
for considerable period we could not work out a precise treatment strategy. Within the next 
few months, research laboratories around the globe emerged with claims of vaccine 
development. Amongst these, the mRNA derived vaccine became the front runner [2]. Both 
RT-PCR precision diagnosis and mRNA SARS-2/Corona/Covid-19 vaccine are examples of 
genome led personalised precision diagnosis and population prevention. It might look 
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serendipitous, the current volume appearing at the height of Covid-19 infection control with 
similar message, however in different diseases and applications.  

The current volume includes carefully selected articles authored by a team of highly 
skilled scientists and clinicians. Preventive population genomics offers the prospect of 
population stratification for targeting screening and prevention and tailoring care to those at 
greatest risk. The BRCA model provides thirty years of insight and experience of how to 
conceive of and construct precision breast cancer care and serves as an initial model for 
preventive population genomics. Population-based BRCA-testing in the Jewish population is 
feasible, acceptable, reduces anxiety, does not detrimentally affect psychological well-being 
or quality of life, is cost-effective and is now beginning to be implemented in most breast 
cancer clinics. Population-based BRCA-testing and multigene panel testing in the wider 
general population is cost-effective for numerous health systems and can save thousands 
more lives than the current clinical strategy.[3] In the clinical diagnostic setting, there is 
always the need for novel technologies with high order sensitivity and specificity.  

The translational research in diagnostic genomics has led to the development of three 
potential technologies- liquid biopsy, single-cell RNA sequencing and spatial transcriptomics. 
[4] These three novel genomic technologies offer robust detection and accurate diagnosis in 
cancer as cornerstone for precision oncology. These technologies are now increasingly 
applied for better molecular understanding of cancer and as well as many other 
heterogeneous genetic diseases.  

Targeted precision molecular therapeutics is an established component of precision 
medicine. There are now new drugs available targeting the epithelial growth factor receptor 
(EGFR), vascular endothelial growth factor receptor (VEGF), mTOR, KRAS, BRAF and many 
more. One such new class of targeted drugs in the armamentarium is Poly ADP Ribose 
Polymerase (PARP) inhibitors (PARPi), which inhibit the enzyme PARP ,thus interfering with 
DNA repair. This strategy utilizes a pre-existing genomic lesion in tumors with homologous 
recombination repair defects, including BRCA mutations. [5] In this context, discussion on the 
prostate cancer, one of the significant causes of male mortality, is important and justified. 
Prostate cancer heritability is attributed to a combination of rare, moderate to highly 
penetrant genetic variants as well as commonly occurring variants conferring modest risks 
[single nucleotide polymorphisms (SNPs)]. Some of the former type of variants (e.g. BRCA2 
mutations) predispose particularly to aggressive prostate cancer and confer poorer prognoses 
compared to men who do not carry mutations. Molecularly targeted treatments such as PARP 
inhibitors have improved outcomes in men carrying somatic and/ or germline DNA repair 
gene mutations. Both germline and somatic prostate cancer research have significantly 
evolved in the past decade and will lead to further development of precision medicine 
approaches to prostate cancer treatment as well as potentially developing precision 
population screening models. Ongoing clinical trials are exploring other molecular targeted 
approaches based on prostate cancer somatic alterations. [6]  

Genomic characterization of lung cancer has not only improved our understanding of 
disease biology and carcinogenesis but also revealed several therapeutic opportunities. 
Targeting tumor dependencies on specific genomic alterations (oncogene addiction) has 
accelerated the therapeutic developments and significantly improved the outcomes even in 
advanced stage of disease. Multiplex gene testing has become mandatory in view of 
constantly increasing number of therapeutic targets and effective treatment options. 
Influence of genomic characteristics on response to immunotherapy further makes 
comprehensive genomic profiling necessary before therapeutic decision making. This 
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approach is pivotal for managing the non-small cell lung cancer (NSCLC). Current lung cancer 
management is the perfect example of “precision-medicine” in clinical oncology. [7]  

The prevalence of non-communicable diseases has been on an upward trajectory for 
some time and this puts an enormous burden on the healthcare expenditures. Lifestyle 
modifications including dietary interventions hold an immense promise to manage and 
prevent these diseases. Recent advances in genomic research provide evidence that focussing 
these efforts on individual variations in abilities to metabolise nutrients (nutrigenetics) and 
exploring the role of dietary compounds on gene expression (nutrigenomics and nutri-
epigenomics) can lead to more meaningful personalised dietary strategies to promote 
optimal health. [8] Finally, the focus shifted on the microbiome with abundant new products 
targeted at specific molecular loci. Several novel natural products endow the capacity to 
suppress the hike of superbugs, and help us to avoid the burgeoning condition of antibiotic 
resistance. There is a wide gamut on different sources of microbes that endure the tendency 
to synthesize novel compounds, and curtail the spread of rising superbugs. In addition, there 
are classes of secondary metabolites with their route of biosynthesis by different microbiota 
residing in different animals, insects, reptiles and humans. [9]  

Authors and editor of this volume believe to have made a small contribution to the 
enormous and rapidly advancing knowledge base in the burgeoning field of precision, 
personalised and preventive genomic medicine. All those who contributed, in whatever 
manner, are gratefully acknowledged. Any resemblance or replication of factual information 
is coincidental and unintentional simply to convey and elaborate the concept of genomics led 
precision and personalised evidence-based medicine.  
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14. ‘Genomic and Precision Medicine in Clinical Practice’- Lead Editor for this 24 volumes 

series covering practically all aspects of emerging disciplines within the domain of genomic 

medicine. The series is commissioned by Elsevier, the World’s leading Life Sciences publisher. 

 

I  Published Titles  

14.I.1 Genomic Medicine- Skills and Competencies 

 Ed. Dhavendra Kumar 

 
Many aspects of genomic applications in science, biotechnology, clinical medicine and 

healthcare require core and specialist knowledge, skills development and competencies for 

carrying out a number of tasks. There are now several knowledge-based courses and 
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opportunities for skills and competencies development and assessment. This volume convers 

all major aspects of genetic and genomic education training that are currently offered and 

evaluated targeted at researchers, physicians, nurses, genetic counselors, bioinformatics 

technicians and other professionals. 

 

Contents: 

Contributors  
Preface  
Acknowledgments  
Foreword 

1. Theories and models for genomics education and training 

2. Genetics and genomics education and training in developing countries  

3. Learning outcomes, competencies, and their use in genomics education  

4. Genomic education and training for clinical laboratory workforce 

5. Genomic education and training resources for nursing 
6. Genomic education based on a shared space for discovery: Lessons from science 
communication 
 

7. Global perspectives of genomic education and training  

8. Preparing the workforce for genomic medicine: International challenges and strategies  

9. Digital resources for genomic education and training 

Index  

 

Preface: 

‘True education must correspond to the sur- rounding circumstances or it is not a healthy 
growth.’  

Mahatma Gandhi  

Scientific advances, knowledge, and ap- plications are dynamic processes that need to be 
purposeful and yield benefits to the humankind, environment, and the society at large. Since 
the completion of the Human Genome Project coupled with rapid ad- vances in OMIC sciences 
and technologies, practical applications of genomics are now increasingly harnessed. There 
are several ex- amples around; undoubtedly, the successes of combating and preventing 
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SARS-CoV2 or the COVID-19 pandemic would remain with us for long time. The diagnostic 
prowess of the reverse transcriptase polymerase chain reaction (RT-PCR) and prevention 
potential of the ribose nucleic acid (RNA)-derived anti-Corona virus vaccines are now globally 
appreciated. Every common human, irre- spective of skin color, ethnic origin, and geo- graphic 
location, has become aware of these genomic applications in medicine, health, and 
socioeconomic welfare.  

While we all agree on extraordinary bril- liance and aptitude of scientists and tech- nologists 
leading to new discoveries and innovative applications, we need to remind ourselves that 
widespread and beneficial applications require special skills and com- petencies of the 
frontline workforce. There  

is no denial on the need for structured and instructive education and training pro- grams to 
equip the right kind of people trusted for delivering the science and tech- nology. There is an 
urgent need to create and maintain efficient and effective skilled and competent workforce 
for delivering the precision genomic medicine and health care.  

This book, one of the volumes in the Genomic and Precision Medicine in Clinical Practice 
series, provides theoretical and practical aspects of genomic education and training. The 
focus is on specific skills and competencies expected from any member of the 
multidisciplinary team entrusted to de- liver the specialized health care. The spec- trum is 
very broad to include clinicians, nurses, counselors, therapists, clinical and laboratory 
technicians, and community and public health professionals, among others. Each one of these 
professionals functions within the specific remit and limitations. However, they all must 
possess core scien- tific knowledge and practical working skills as expected from a member 
of the multidis- ciplinary team. Emphasis is laid on digital medium teaching and virtual 
simulations for acquiring and enhancing range of skills and competencies. Sections of this 
book also dis- cuss the ethical and legal aspects of genomic education and training.  

In view of the gaps that currently exist between the developed, developing, and un- 
derdeveloped nations, sections of the book deal with efforts targeted to fill the gulf be- tween 
nations. The reader is also reminded about governmental and nongovernmental global 
programs in genomic education and training, specifically aimed at narrowing the wide gap in 
skills and competencies among the genomic medicine and healthcare profes- sionals and 
providers. Needless to say that it would be unfair to assume the finality of information 
included in the book. The book provides a basic framework and scaffoldings on which 
additional and new information would need to be added. Further, the reader and teachers 
alike would make the best use of it relevant to specific skills and compe- tencies expected in 
the genomic healthcare providers.  

Dhavendra Kumar, Editor  

London, United Kingdom  

 

14.I.2 Genomic and molecular cardiovascular medicine 
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Eds: Dhavendra Kumar (UK), Arthur A.M.Wilde (The Netherlands), Perry M. Elliott (UK) 

 

Cardiovascular diseases are collectively a huge challenge and one of the major causes of high 

level of morbidity and mortality in the developed world and the fast emerging economies of 

developing nations, like Brazil, China and India. Practically, every single cardiovascular disease 

is identified with complex etiology and pathogenesis. Genetic and genomic factors are now 

established underlying the causation of congenital heart disease, cardiomyopathies, 

arrhythmias, atrial & ventricular fibrillation, cardiac conduction disease, inflammatory and 

immunological diseases of the heart & blood vessels, inherited/ acquired connective tissue 

diseases involving the heart and blood vessels, coronary artery disease and hypertension of 

both systemic and pulmonary arterial/ venous circulation. This volume provides in detail the 

current understanding and evidence for genetic and genomic bases of the cardiovascular 

disease. 

 
 



Dhavendra Kumar_CV_ January 2025 

 

 

214 

 



Dhavendra Kumar_CV_ January 2025 

 

 

215 

 



Dhavendra Kumar_CV_ January 2025 

 

 

216 

 



Dhavendra Kumar_CV_ January 2025 

 

 

217 

 



Dhavendra Kumar_CV_ January 2025 

 

 

218 

 



Dhavendra Kumar_CV_ January 2025 

 

 

219 

 



Dhavendra Kumar_CV_ January 2025 

 

 

220 

 

Preface  

In 2010, Kumar and Elliott developed the first textbook on clinical cardiovascular genetics 
(Principles and Practice of Clinical Cardiovascular Genetics; ISBN-10:0195368959 & ISBN-13: 
978-0195368956, Oxford University Press, NY, USA). It was an ambitious project given many 
unproven hypotheses, incomplete evidence, fragmented scientific concepts and controversial 
clinical applications. Nevertheless, the project was completed with the profound help of 
several experts from clinical cardiology, cardiovascular surgery, clinical genetics, genetic 
counselling, basic genetics and genomics, laboratory genetics and many other health 
professionals. Fortunately, we were encouraged to receive positive feedback from medical, 
scientific and allied health professionals. Seven years later, Kumar and Elliott co-
authored/edited the second edition (Cardiovascular genetics and Genomics- Principles and 
Clinical Practice, Springer-Nature; ISBN 978-3-319- 66112-4; ISBN 978-3-319-66114-8).  

Since these editions, exponential growth in genetics and genomics, including multi-OMICS, 
has contributed to ad- vances in medical practice and healthcare policy. The practice of 
cardiovascular medicine and surgery now incorporates genetics and genomics and has led to 
significant changes to the training curriculum and professional development necessary for 
enhancing the scientific basis of the clinical cardiology practice. This development is in line 
with other medical specialist fields, such as oncology, medical ophthalmology, rheumatology, 
neurology and many more.  

The transformative power of genetics in clinical medicine has been anticipated for decades, 
but the realisation of genuine and meaningful change has been slow, not least in the field of 
cardiovascular disease where most therapeutic advances have been in diagnostics, devices 
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and conventional medicinal chemistry. However, in the second decade of the 21st century, 
the tipping point has finally been reached. By harnessing the power of high-throughput 
analyses, computing and innovative in vitro models, cardiovascular medicine is on the brink 
of a step change in disease management based upon the targeting of specific aetiologies 
rather than the downstream consequence of cardiac dysfunction.  

It is in this context that the authors of this textbook (third in the series) have joined together 
to present a comprehensive review of advances in our understanding of diseases affecting 
the cardiovascular system. The scope is broad, spanning fundamentals of cell biology to the 
deeply practical aspects of patient care. The author list includes recognised experts in their 
field and healthcare practitioners with years of experience in managing patients and families 
with genetic cardio- vascular disease. It is our sincere hope that this textbook will support the 
next generation of scientists and clinicians as they embrace the new genomic era in 
cardiovascular disease.  

Editors Dhavendra Kumar London, England, UK  

Perry Elliott  

London, England, UK  

Arthur Wilde  

Amsterdam, The Netherlands November, 2023  

14.I.3 ‘Genomics, Populations and. Society- Ethical, Social and Legal aspects’ 

 Eds: Dhavendra Kumar & Ruth Chadwick 

This volume deals with contentious and sensitive ethical, moral and social issues surrounding 

the scientific, clinical and healthcare delivery of genetics and genomics for the benefit of 

individual, family, community and the population at large. There are many institutional, 

organizational and professional good practice guidelines that are important for both 

professionals and the public. Some of the issues involve ownership of the data, patents, 

intellectual property, consent and confidentiality. Many governments and collective national 

organizations, for example European Union, have designed regulatory and statutory 

instruments to safeguard peoples and the public from potential harm of genomic technology 

applications. 
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Preface  

In 2016, we were bold enough to address the complexity of close links of genomics with 
society. Many of our colleagues agreed to help and contributed to the first edition of Geno- 
mics and Society. It was a huge challenge with inadequate and anecdotal available infor- 
mation. We were uncertain what aspects should be prioritized as each element is pertinent. 
Nevertheless, we embarked on the quest and managed to attract contributions from our 
colleagues with diverse knowledge and skills. The finished product was a relief and was 
accorded an encouraging welcome. The review in the European Journal of Human Genetics is 
the current evidence for meeting our objectives with some degree of satisfaction.  
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Since the first edition of our book, the whole field of ethical, legal, and social issues (ELSI) in 
Genomics and related emerging scientific and biotechnological fields are ines- capable and 
deeply rooted. It is now inconceivable to plan and offer any form of genomic services to 
people and society without serious considerations of ELSI. One of the conten- tious subjects 
in genetics and genomics is population diversity, marred with controversies and 
heterogeneous concepts. Since the completion of the human genome and available next-
generation sequencing technologies, the diversity of humans can now be scientifi- cally 
explored irrespective of geographic, language, ethnic, and sociocultural perspectives. These 
aspects were acknowledged and appreciated during the SARS2-COVID pandemic when the 
common man on the street argued about genetic variation as the basis of out- comes, 
particularly the mortality as several hundreds and thousands perished, and mil- lions survived 
with variable medium and long-term morbidity.  

Historically, global populations have welcomed and embraced every advance in sci- ence and 
technology with excitement, doubts, despair, ability to harness, and affordability. People 
from every single societal unit or ethnic background are keen to know more and more about 
genomic applications, particularly in healthcare and socioeconomic well- being. There is now 
the inevitable question of affordability and access faced by diverse populations in low and 
middle-income countries (LMICs). Global organizations, includ- ing the World Health 
Organization (WHO), Human Genome Organization International (HUGO), United Nations 
Educational and Scientific Organization (UNESCO), Global Genomic Medicine Collaborative 
(G2MC), Global Association for Genomics and Health (GA4GH), and Global Genomic 
Partnerships UK, are united to bring genomics and related technologies closer to the ordinary 
person anywhere on the World map.  

The current volume, appropriately named Genomics, Populations and Society, addresses all 
issues included in the first edition. It goes further to discuss implications and impact of 
advances in genomic and OMIC diagnosis in common and rare diseases, high-order sensitivity 
and specificity to detect and treat many infectious diseases, and the availability of new drugs 
and devices. There is a great deal of assurance for equity and accessibility, economic security 
and viability, preservation of ethnic and sociocultural identity, data protection and 
ownership, digital health, and artificial intelligence. We are mindful of the fact that industry 
and private partnerships would be crucial for the globalization of genomics; however, difficult 
it might be given unavoidable socioeco- nomic and sociopolitical gulf between affluent 
western nations and LMICs.  

We are grateful to world-class authors and contributors who have given their valuable time 
and space for writing superb text for this volume. We are very pleased and humbled to 
present this volume to professionals, society, and individuals around the world. It is inev- 
itable that by the time this book is made available to people, many new advances in knowl- 
edge and technology will be added. However, we are content that this book shares factual 
information and addresses core issues related to genomics and OMICs applications to 
medicine, healthcare, society, and populations at large. Finally, we are humans and thus gaps 
and errors remain ours alone. We eagerly wait to know the outcomes and place of this volume 
in genetics and genomics literature.  

Editors  
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Dhavendra Kumar Ruth Chadwick  

II Titles under development: 

14.II.1 Nutrigenomics for clinical medicine and personalized healthcare 

Eds. Dhavendra Kumar (UK) and Jim Kaput (USA) 

 

This volume is dedicated to genetic and genomic aspects of nutritional factors 

underpinning optimal physical fitness and health. Individual’s genetic and genomic 

make up and functionality determines how a particular nutrient is digested, 

assimilated and metabolized by the body. The ultimate point of any nutrient lies in the 

final utilization by the target tissue or organ of very specific biochemical ingredient 

harvested from the metabolic pool. Many aspects of the genome determine the 

nutritional value of a given nutrient, for example the glycaemic index of 

carbohydrates, bio-availability of nitrogenous compounds from protein rich foods, 

lipid absorption and transport from the gut and transport of iron and other trace 

metals important for cellular functions. 

 

 
 

List of Contents: 

1. Fundamental principles of (nutrigenetics) and nutrigenomics 
2. Nutrigenomics basis of precision and personalised nutrition 
3. Nutrigenomics and precision nutrition 
4. Microbiome and personalised nutrition.  
5. Nutritional management of monogenic inherited disorders 
6. Personalised nutrition for inherited metabolic diseases 
7. Genomic and molecular basis of food allergy and tolerance 
8. Nutri-ecogenomics and Nutri-epigenomics in personalised nutrition 
9. Metagenomics in personalised nutrition 
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10. Nutrigenomics of obesity and diabetes mellitus 
11. Translational health research with systems nutrition and real-word data 
12. Ethical and trustworthy artificial intelligence (AI) in nutrigenomics for personalized 
nutrition 
13. Ayurveda in personalised nutrition 
14. Preventive nutritional supplementations for birth defects 
15. Nutrigenomics in Integrated Clinical Medicine 
16. Ethical issues in clinical nutritional genomics  
17. Glossary- Editors  
 
Index 
 

14.II.2 Clinical Cancer genomic Medicine 

Editors: Claire Morgan and Mark Davies 

The cancer is a genetic disease involving a number of genes, molecules and cellular 

structures. In most cases, these pathological changes result from life-long exposure to 

toxic, infectious and immunological factors. There is increasing evidence for 

underlying pre-existing, inherited or acquired, mutations and variants in a number of 

genes and their regulatory elements. The seminal ‘two hit’ theory explains the 

fundamental genetic and genomic basis of cancer aetiology and pathogenesis. This 

volume covers all major aspects of genetics and genomic aspects of cancer 

development, diagnosis, and management including the fast emerging stratified 

targeted molecular therapy in a number of common cancers. 
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List of Contents: 

 

Section I: Fundamentals of Cancer genetics and genomics 

1. The human genome- organisation & function- Wendy Francis, Swansea.  

2. Introduction to cancer genetics- Laura Thomas, Swansea.  

3. Cancer epigenomics- Charlie Massie, Cancer Institute, Cambridge.  

4. Cancer Evolution – Trevor Graham. Institute of Cancer Research, London.  

5. Cancer and the microbiome- the Oncobiome-Paul Facey, Swansea.  

6. Cancer immunogenomics - Awen Gallimore, Cardiff University.  

7. Cancer pharmacogenomics – Dan Carr, MRC Pharmacogenomics, University of Liverpool   

8. Genomic Technologies for Tumour Profiling - Phillipe Taniere, Birmingham.  

9. New emerging technologies- The liquid biopsy – Tim Forshew, UCL, London, UK 

10. Gene and genome editing - Ramsay Bowden, Medical Genetics, Cambridge.  

11. Bioinformatics for Cancer Genome Analysis – Ezequiel Martin, Bilbao, Spain. 

Section II: Clinical cancer genetics and genomics 

12. Classification and epidemiology of the genetic and inherited cancer- hereditary cancer 

family syndromes- Shirley Hodgson, St George’s Hospital Medical School  

13. Breast cancer genetics & genomics- Gareth Evans, Genomic Medicine, St. Mary’s Hospital 

& Univ. Manchester.  

14. Ovarian, endometrial and related gynaecological cancers (David Church, Medical 

Oncologist Oxford- Endometrial; Neil Ryan (Bristol- Gynae Oncologist); Ranjit Manchanda 

(Cancer Research, QMUL)  

15. Gastrointestinal malignancies- oesophagus, colorectal, hepato-biliary and pancreatic- 

Julian Sampson (Cardiff) plus others   

16. Central nervous system tumours-Florian Siebzehnrubl. Cardiff University.  

17. Neoplasia of endocrine system (Solitary and multiple)- Ruth Casey, Cambridge.  

18. Ocular tumours- retinoblastoma- Catriona Duncan, Retinoblastoma Service, The Royal 

London Hospital & GOSH, London, UK    

19. Haematological cancer and lympho-reticular malignancy – Steve Knapper. Cardiff.  

20. Oro-pharyngeal/head and neck. – 

21. lung cancers-Sanjay Popat. Royal Marsden  

22. Malignant melanoma and related skin neoplasia- Julia Newton- Bishop, Leeds.  

23. Sarcomas- (Somatic and Inherited) – Robin Jones, Royal Marsden.  

24. Urological cancers- Renal/ Prostate – Ross Eeles, Royal Marsden Hospital, London 

25. Childhood tumours and malformation neoplasia disorders- Darren Hargrave, GOSH  
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26. Genomics of cancers of unknown primary- Natalie Cook, Manchester.  

Section III: Clinical cancer genomic medicine 

27. Integration of cancer genomics in clinical medicine – Mark Davies, Swansea.  

28. Cancer genetic counselling – Caroline Kirwan, All Wales Medical Genomic Service, UHW, 

Cardiff.   

29. Organization & function cancer genome databases- Johan T den Dunnen , University of 

Leiden, NL.   

30. Targeted therapy and screening in cancer genomic / precision medicine – Matthew Krebs, 

Christie’s Hospital, Manchester NHS Foundation.  

31. Surgical approaches in clinical cancer genetics and genomics- Henry Cain. Oncoplastic 

Surgeon, Royal Victoria Infirmary, Newcastle upon Tyne.   

32. Ethical, Legal and Social Implications of cancer genomic testing – Anneke Lucassen, Centre 

for Personalised Medicine, St. Anne’s College, University of Oxford.  

 

 

14.II.3 Medical and Health Genomics of South Asia 

 Eds: Dhavendra Kumar and Kumarsamy Thangaraj  

 

Since the complete sequencing of the human genome, many aspects of genomic applications 

have emerged, notably in medicine and healthcare. Most of these developments are western 

centric with benefits harnessed by ‘high income’ nations. There is acute shortage of 

information and population specific knowledge base applicable to ‘low and middle income 

nations’ or politically described as ‘emerging economies of the developing world’. This new 

book proposes to fill the gap for massively heterogeneous South Asian (including South-East 

Asians) peoples to assist integration of genomic advances in medical and healthcare practices. 

The book is in line with the ‘Genetic disorders of the Indian subcontinent’ (Kluwer-

Springer,2004,ISBN-10-1402012152] and the ‘Genomics and Health in the Developing World’ 

(Oxford University Press, 2010, Monographs on Medical Genetics’ series, ISBN-13-978-

0195374759], both edited and co-authored by Professor Dhavendra Kumar. Both these books 

were developed and written by the team of experts from all over the world, specifically in 

several developing nations. The central theme being the genetic and/or genomic variation 

and population heterogeneity in the context of inherited or potential genetic diseases.  

The proposed new book focuses on basic genomics and OMIC sciences as applied to 

human health, the human population anthropological and genomic diversity of South Asian 

peoples, the epidemiology of genetic and genomic diseases, harnessing gains of genomics to 

combat major health challenges in South Asia, in depth analysis on the status of genomic 

healthcare infrastructure, and closely examine the pertinent social, ethical, legal and 

economic instruments required to implement genomic medicine and genomic healthcare . It 

is designed on the multi-author edited format. Specific sections on introduction to common 

and rare genetic or hereditary diseases, current and rapidly evolving genetic and genomic 
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applications in medicine and healthcare, and the socio-cultural, economic, ethical, legal and 

regulatory factors prominently feature as well. The underlying aim and remit of the book is 

to produce a leading reference text resource on detailed annotated genomic information pool 

correlated with the diverse South Asian population heterogeneity.  

 

 

 
 

List of Contents: 

Foreword 
V. Ramakrishnan 

Preface- Editors 
Acknowledgements- Editors 

Section I: Basic human genetics and genomics 
1. Population origin and variation of the South Asian peoples 
K. Thangaraj 

2. Introduction to genomic and molecular biology 
Dhavendra Kumar 

3. Microbial and Pathogenomics with reference to tropical infections 
Sangita Mukhopadhyaya 

4. Pharmacogenetics and Pharmacogenomics including traditional/ indigenous herbal 
medicines 
Ritu Shree Kukreti 

5. South Asia genomic heterogeneity in transplantation medicine 
Narinder Mehra 

6. Genome databases and digital genomic healthcare 
Vinod Scaria 

Section II: Hereditary disorders of the South Asian subcontinent 
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7. Spectrum and Epidemiology of inherited disorders of Indian subcontinent 
Karthik Tallapaka 

8. Heterogeneity of hereditary diseases in South Asia 
Madhulika Kabra 

9.  Metabolic and mitochondrial diseases 
Periyasamy Govindaraj and Sekar Deepha 

10. Haemoglobinopathies and related inherited blood diseases 
Reena Das 

11. Neurogenetics/ Neuro-psychiatric diseases 
GK Chetan 

12. Inherited cardiovascular diseases 
Ajay Bahl 

13. Inherited eye diseases in South Asia 
Subhabrata Chakrabarti 

14. Genetic immunology I- Inborn Errors of Immunity 
Nita Radhakrishnan 

15. Genetic immunology II- Allergic diseases 
Saibol Moitra 

16. Familial and Inherited cancer 
Rajiv Sarin 

17. Rare genetic diseases in India 
Anju Shukla 

Section III: Genomics of Infectious (Communicable) diseases 
18. Malaria genomics and applications 
Aparup Das 

19. Mycobacterial diseases genomics and Tuberculosis Including Leprosy 
Dr. Vinay Nandacoori 

20. Leishmaniasis- the paradigm of tropical infectious disease 
Shyam Sundar 

21. Viral diseases- HIV; Dengue; Chikangunia; Covid and others 
Vinod Scaria 

22. Anti-microbial therapy- resistance; response; adverse drug reactions 
Rahul Kumar, Vyaktika Shree and Deeksha Gupta 

23. Next generation drugs and vaccines 
Ravi Kumar Krishnan 

Section IV: Environmental and Life style diseases (Non-Communicable diseases) 
24. Diabetes and related glycemic diseases 
Dwaipayan Bharadwaj, Janaki Nair M and Ganesh Chauhan 

25.  Coronary artery disease and Hypertension in South Asia- genetic perspectives 
Vincent Sucato 

26. Respiratory diseases- Bronchial asthma and High altitude living 
Anurag Agrawal, Aastha Mishra and Krishna Kumar G 

27. Inflammatory/ Auto-immune diseases 
Guruprasad Padur Aithal 

28. Metabolic hepato-biliary-pancreatic disorders 
Anil Jalan, Apollo Genomics Institute, Navi Mumbai 
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29. Mental health/ Neuro-psychiatric diseases 
Anil Nischal 

Section V: Health genomics of the South Asia 
30. The organisation and function of clinical genomics & genetic counselling 
Qurratulain Annie Hasan 

31. Genome laboratories and Genome database systems 
V. Ramprasad 

32. Fertility and Assisted Reproduction 
Rima Dada 

33. Fetal Medicine and Newborn screening 
Seema Kapoor, MAMC, New Delhi 

34. Genetic and genomic education & training in South Asia 
Sumita Danda, CMC, Vellore, TN 
35. Public and Population health genomics of the Indian subcontinent 
K. Thangaraj 

36. Human genomics in Sri Lanka- from clinics to community 
Vajira H. W. Dissanayake, Vajira Dissanayake, Nirmala Dushyanthi Sirisena and Dineshani 
Hettiarachi 

37. Clinical and Molecular genetic initiatives in Nepal 
Nilam Thaku and Tilak Shrestha 

38. Medical and population genomics in Pakistan 
Qasim Ayub, Aisha Mohyuddin and Asifullah Khan 

39. Medical genetics and genetic counselling in Bangladesh 
Mohammed Jakir. Hosen 

40. Human genomic disease specific database development- the model of the Global Globin 
database 
Bin Alwi Zilfalil 

41. Lay people & Public awareness and outreach 
Vijay Laxmi 

42.  Genomic variation- Regional and socio-cultural perspectives 
Swarkar Sharma 

43. Ethical, Legal and Social Issues (ELSI)- South Asian perspectives 
Reena Trivedi, Ahmedabad, Gujarat 
Glossary- Human and Medical Genetics & Genomics; Population/Public Health 
Dhavendra Kumar 

Index 
BCC 
 

III Other proposed titles under consideration 

14.III.1 The Human genome- Organisation and Function  

This volume covers basic scientific and biological aspects of the human genome in its 

entire structure and function. 

 

14.III.2 Laboratory Genomic and Molecular Medicine 
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This volume covers all laboratory methods of genome sequencing, an essential 

component of the genomic and precision medicine. Description and interpretation of 

the genome sequence changes and variation are central to the applied and 

translational genomics. 

 

14.III.3  Microbial genomics and Pathogenomics 

This volume covers genomic structure of major categories of microbial organisms with 

emphasis on all major pathogens underpinning infectious diseases. It also includes a 

section on genome based drugs and vaccines discovery and development. 

 

14.III.4 Clinical genomics and genetic counseling 

 

This important volume sets out principles and practice of clinical genomics and genetic 

counseling that are established specialist medical disciplines.  Genetic & Genomic 

physicians, genetic/ genomic specialist nurses and genetic counselors are skilled 

professionals dealing with a number of common and rare genetic diseases with the 

focus on genetic/genomic diagnosis. In addition, other tasks include assessing the 

genetic risks and impact on close and extended family members, assisting and 

delivering the diagnostic and predictive genetic/ genomic testing, actively 

contributing to the management and treatment of a number of inherited/ genetic 

diseases as a key member of the multi-disciplinary team and actively contributing to 

the genetic/ genomic education and training of fellow clinical and healthcare 

professionals. 

 

14.III.5 Genomic and Molecular Dysmorphology 

 

This volume deals with clinical dysmorphology with particular reference to 

heterogeneous rare diseases of diverse etiology and pathophysiology. Most, by 

definition, are rare assessed by the incidence and prevalence. Genetic and genomic 

factors are heterogeneous and variable in these disorders. Apart from a number of 

physical congenital anomalies, many such diseases manifest with complex, life 

threatening functional morbidity. In this volume emphasis is given on mutations & 

variants in specific genes and the impact and pathological significance of genomic 

structural changes (single nucleotide polymorphisms, copy number variations, 

genomic microdeletions and genomic microduplications). 

 

14.III.6 Genomics of complex disorders 

There are many common medical multi-system disorders with complex aetiology and 

pathophysiology. In most cases, the precise causation is unknown. Examples include 

obesity, type 2 diabetes mellitus, age-related macular degeneration, Alzheimer’s 

dementia, epilepsy, schizophrenia, bipolar depression, coronary artery disease, 
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bronchial asthma, essential hypertension and some common skin conditions such as 

eczema and psoriasis. Conventionally most of these conditions are described as multi-

factorial determined by the complex interactions of underlying several hundreds and 

thousands of genetic/ genomic factors with a range of environmental factors and 

challenges, commonly referred to as the polygenic inheritance pattern. The advent 

and increasing use of the genome sequencing have led to much better understanding 

and appreciation of the heritability in many complex diseases. 

 

14.II.7 Reproductive and fetal genomics 

One of the major outcomes of the genetic and genomic medicine is the primary 

prevention of the genetic risks through informed choices and making decisions on 

reproductive options. In addition, diagnosis and interventions for male factor 

infertility and female infertility help the aspiring couple to consider appropriate route 

for achieving a successful pregnancy. Many procedures are available backed up by 

genetic and genomic testing including maternal serum screening for chromosomal 

aneuploidies, non-invasive prenatal diagnosis, conventional prenatal diagnosis by 

chorionic villous biopsy and amniocentesis and fetal blood sampling. Newer genomics 

led methods include pre-implantation genetic screening (PGS) and testing (PGD). This 

volume is dedicated to focus on all genomic aspects of reproductive and fetal 

medicine. 

14.II.8 Ophthalmic genomics 

Blindness at all ages is a global health problem with huge socio-economic impact. 

Apart from infections, vitamin A nutritional deficiency, immunologic eye conditions, 

toxic exposures, accidents and occupational hazards, genetic and genomic factors are 

implicated in a number of congenital and later onset medical conditions manifesting 

with progressive vision loss. This volume covers common Mendelian and complex eye 

genetic disorders with discussion on genomic variation and links with age-related 

degenerative eye conditions. 

 

14.II.9 Neurology and Neuropsychiatric genomics 

Genetic ad genomic factors are abundant in the pathogenesis of a number of early 

and late onset neurological and neuropsychiatric disorders. In addition to classic single 

gene neuro-muscular diseases, there are many complex diseases of polygenic/ multi-

factorial nature where recent whole genome exome and full sequencing have 

revealed single nucleotide polymorphisms, copy number variation and novel specific 

gene changes. This approach has led to many critical genomic regions etiologically 

important for a range of neuro-psychiatric conditions. This volume provides critical 

and balanced review on the clinical status of genomic neurology and neuropsychiatry. 

 

14.II.10  Mitochondrial genomics 
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In addition to the nuclear genome, the mitochondrial genome is a major component 

of the human genome. The nuclear DNA (nDNA) is distinct from the mitochondrial 

DNA (mtDNA) where intervening non-coding sequences (introns) are absent and 

coding sequences are critical for the assembly of a number of transfer RNAs (tRNA) 

and ribosomal RNAs (rRNA). The mtDNA molecule is compact and arranged in circular 

manner. Most mtDNA is confined to energy rich tissues and organs, like brain, eyes, 

heart and muscles. Specific mutations and variants in the mtDNA are known for a 

number of complex multi-organ disorders. These are matrilineal and could not be 

passed on by an affected male. Moreover, the distribution of mtDNA wild and 

mutated copies may differ within different organs and tissues, termed as 

heteroplasmy. However, similar clinical picture could result from nDNA sequence 

changes that impact on the mitochondrial function. This volume presents the whole 

field of mitochondrial genomics with clinical examples encountered in contemporary 

medical practice. Discussion on preventive and therapeutic aspects of mitochondrial 

disorders is also highlighted. 

 

14.II.11 Clinical Immunogenomics 

This volume deals with genetic and genomic aspects of the structure and function of 

the whole immune system. Apart from few rare immune deficiency disorders, majority 

conditions result from complex antigen and antibody interactions that are to large 

extent depend on many genes and polymorphic variants underpinning the T-cell 

dependent immunologic function. In addition to many auto-immune and iso-immune 

diseases, genetic and genomic factors play a significant role in the monoclonal 

antibody production that are central to targeted therapy for few cancers. 

 

14.II.12 Therapeutic genomic medicine- Gene therapy (including genome editing) and  

Cell therapy (stem cell and somatic cell) 

This volume deals with many treatment modalities for genetic diseases and 

circumventing or correcting the genetic or genomic aberrations that underpin 

complex medical conditions or adverse and unwanted outcomes of the drug therapy, 

particularly for neoplasia. Most gene therapy trials have failed to yield satisfactory or 

even any promising outcomes. Now the emphasis is laid on gene/ genome editing 

using the Cas9/CRISP-R approach. However, these are mostly in very stages of 

development. Genomic basis of the cell therapy, using stem cells derived from either 

embryonic or somatic cells, has gained momentum and currently explored in many 

clinical trials. These novel approaches feature in this volume. 

 

14.II.13 Epigenomics and Medicine- structure, function and human diseases 

Within the genome, a number of regions, in close proximity to the promoter areas of 

genes, make an important part of the genome system identified as the epigenome. 

This region, through complex molecular mechanisms, regulates switching on and 
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turning off genes confined to most somatic cells. Such molecular mechanisms include 

methylation and histone modifications. Some of these mechanisms are specific to 

‘parent of origin’, the basis of ‘genetic imprinting’. Some inherited disorders are 

determined through parental genetic imprinting and are important for phenotypic 

variation. The field of epigenomics has gained importance and applications in 

‘transgenerational transmission’ of certain physical and behavioural phenotypes and 

outcomes of therapy. This volume covers some of these important aspects of 

epigenetics and epigenomics. 

 

14.II.14 Toxicogenomics and Ecogenomics 

Adverse physical and functional outcomes of exposure to toxins (including poisonous 

substances) largely depend up on the nature, duration, pattern, dosage and adjuvant 

factors. To some extent, this might also depend on the stage of development, age, 

gender and probably the genetic or genomic make-up of the individual. Increasingly, 

importance of the individual’s genomic variation is agreed crucial for the outcome, for 

example anti-convulsant teratogenic effects, fetal anomalies born to diabetic 

mothers, risks of neonatal onset neoplasia argued with parental occupational 

exposures to hydrocarbons and many other examples. Increasingly, there is concern 

attached to environmental pollution, global warming, deforestation and many other 

ecological changes. Individual genomic variation is believed to be central to adverse 

outcomes. This volume features the genomic basis of adverse physical and 

behavioural outcomes to toxins and ecological changes. 

 

14.II.16   Pharmacogenomics and Targeted Pharmacotherapy 

In this volume, basic and applied aspects of pharmacogenetics and 

pharmacogenomics are discussed. This field has gained major importance in genomic 

and precision medicine that aims to deliver personalized evidence-based 

pharmacotherapy. There is now abundant genomic variants data and evidence on 

many drugs for both positive (safe and effective benefits) and negative (adverse drug 

reactions and unwanted side effects) outcomes. Recent applications of specific and 

highly expensive anti-cancer and other medications have established importance of 

genetic/ genomic testing for efficient and effective targeted molecular therapy. This 

approach is also discussed under the broad remit of stratified and personalized 

medicine. 
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15. ‘Tryst with the Double Helix’- An autobiography: Caring for Genes, Genomes and Human 

Disease. Michael Terrence Publishing, Kindle Books, Dec. 2020 

 
 
The author, Prof. Dhavendra Kumar, revisits his life, family and peers and describes in detail 

his journey and quest on the double helix, the fundamental unit of the biological life. Key  

aspects of the autobiography are included here. 
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XI FOUNDED AND EDITOR-IN-CHIEF OF GENETICS/ GENOMICS JOURNALS- 

1. The HUGO Journal (formerly- Founding Editor in Chief Genomic Medicine), Springer, 

Dordrecht, The Netherlands. 

 

The HUGO Journal- Official Journal of the Human Genome Organisation 

 

 

In August 2007, a new bio-medical journal Genomic Medicine was launched to capture the 

key developments in genome sciences and technologies relevant to medicine and human 

health. Since then, several major journals emerged also to compete in the same conceptual 

space. Because, many of the leading biomedical journals are affiliated with major 

organizations (for example, the EMBO Journal, Journal of ASHG, Journal of ESHG, National 

Academy of Sciences, etc.), the future of Genomic Medicine depended on successful 

partnership with an institution or organization. In 2008, the Human Genome Organisation 

http://springerlink.com/cont
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(HUGO), one of the leading international science organizations, entered discussions with 

Springer (the publisher for Genomic Medicine), and the Editorial leadership of Genomic 

Medicine, to assume responsibility for the journal. This proposal was formally accepted by 

the governing HUGO Council held at the HGM2008 conference in Hyderabad, India (2008), 

and by the broad editorial board of Genomic Medicine. This merger was viewed as mutually 

beneficial to ensure a unique place for a journal in the competitive area of genomic medicine, 

and to provide HUGO with a publication vehicle for its concepts and ideas. The journal was 

renamed The HUGO Journal and re-branded as the official publication for this international 

organization. The initial leadership of the journal was to be shared by Dhavendra Kumar 

(University of Cardiff), and Edison T. Liu (President, HUGO). 

 

The scope and remit of The HUGO Journal is very wide and includes:   

Genomic sciences and human disease: e.g., pharmacogenomics, cancer genomics, genetics of 

Mendelian disorders, genetics of complex diseases  

Genome structure and genetic variation  

Comparative genomics between humans and other organisms  

Microbial genomics of organisms pertinent to human disease  

Population genetics  

Human evolution and migration  

Genome-to-systems strategies in systems biology  

Genomic technologies  

Genomics and genetic epidemiology  

Computational genomics  

Ethical, legal, and societal research relevant to genomics and human genetics  

Science policy analyses pertinent to genomics and genetics 

Genomic and genetic research from emerging and developing countries 

[Kumar and Liu (2009). The emergence of the HUGO Journal. Hugo J. 2009 December; 3(1-

4):1–2]  

 

2. “Applied and Translational Genomics”, Elsevier, Online & Open Access 

 

Founding Editor-in-Chief of Applied &Translational Genomics, a new open access biomedical 

journal providing a forum for discussion and publication of cutting edge research and new 

developments in all aspects of applied and translational genomics. The remit of the journal is 

http://www.journals.elsevier.com/applied-and-translatio
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broad to provide a wide coverage across applied genomics and translational genomic 

research and applications in medicine, health, biotechnology and bio-economy.  

The journal publishes reviews and original research papers in many genomic areas 

including- Comparative genomics • Applied bio-systems • Applied biotechnology 

(laboratory development and support) • Clinical cytogenomics (molecular cytogenetics) • 

Clinical genomics (diagnostics) • Genomic and personalized medicine (evidence-based 

medicine) • Public/population health (Screening and targeting selected population;  large 

scale infection control and preventive measures) • Pharmaceutical industry (new drugs and 

vaccines) • Pharmacogenomics • Plant and crop genomics (Agricultural genomics) • Marine 

genomics • Animal and Veterinary genomics • Bio-economy • Education  and media 

(professional and public education; bio-information through on-line/media resources) • 

Ethical, legal and social issues in translational genomics • Legal and Regulatory including 

Intellectual property rights 

 

3. “Current Trends in Genomic Medicine”, Genomic Medicine Foundation (UK) 

 

Founding Editor in Chief: Open access journal for publishing state of the art articles and 

research papers on recent advances in genomic medicine 

 

The ‘Current Trends in Genomic Medicine’ is a new international journal aimed at providing 

and communicating knowledge and developments in the field of the science of genetics and 

genomics as applied to human health. It will include major issues in the fast developing 

practice of medical and clinical genomics, drug discovery and development, and other related 

developments relevant to promoting human health and prevention of disease. Emphasis will 

also be on ethical, moral and legal matters as applied to genomics and human health. A 

separate section will cover public interests, including media coverage of key and controversial 

topics related to public health and government policies on genomics based health service. 

 

4. “ Genomic and Molecular Cardiology”- Genomic Medicine Foundation (UK)   
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Founding Editor in Chief: Open access journal for publishing state of the art articles and 

research papers on recent advances in applied cardiovascular genetics and genomics. 

 

 
 

The ‘Genomic and Molecular Cardiology’ is an open-access online journal publishing original 

research, meta analyses, reviews, case commentaries and updates on recent development 

focusing on genetic and genomic aspects of wide range of cardiovascular conditions. Apart 

from genomic aspects, the journal also features molecular basis of diverse cardiovascular 

conditions with particular emphasis on inherited cardiovascular conditions. 

The journal particularly focuses on delineation of the clinical phenotypes, new genes 

and variants, genotype-phenotype correlations, basic and clinically applied molecular 

genetics, next generation sequencing and new therapeutic developments (drugs & devices). 

The original cardiovascular research will highlight the omics: proteomics, metabolomics, 

functional genomics and systems biology – as well as clinical trials in the burgeoning field of 

pharmacogenomics related to cardiovascular medicine.  

The journal also features current and comprehensive reviews in the areas of recent 

advances in cardiovascular development, Mendelian cardiovascular conditions, new 

diagnostic and therapeutic progress, and controversies in cardiovascular genetics. A 

dedicated news section summarizes the new developments in the field, highlighting articles 

likely to impact the management of cardiovascular disorders. Other features include clinical 

case reports and studies, book reviews, and letters to the editor. 

 

5.Editorial roles in other Journals 

 

1.  Series Editor- ‘Advances in Genetics’, Academic Press, Elsevier, The Netherlands 

2016 to 2021; volume 101 to 108 

Current Serial Editor of this original and highly reputed reviews serial focussing on key and 

seminal areas of genetics and genomics research. Commencing from volume 101, the series 

has so far published five volumes encompassing molecular evolution, plant genetics, cancer 
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genetics and developmental genetics. The series includes both thematic (Volumes 101 & 102) 

and mixed reviews (Volumes 103, 104, 105 & 106). Other volumes under development 

include thematic volume 106 on Cosmic Genetics and general volume number 107.   

 
 

 

2. Associate editor- Journal of Translational Medicine, Springer/ BMC 

Section Lead for Clinical Genetics- 2000 to 2018 

 

Journal of Translational Medicine is an open access journal publishing articles focusing on 
information derived from human experimentation so as to optimise the communication 
between basic and clinical science. 
 

3. Associate editor- Journal of Genetics, Indian Academy of Sciences, Springer 

Section Lead- Clinical Genetics from 2015 to 2019 

The Journal of Genetics is among the oldest English language journals in genetics. The journal 
covers all areas of genetics and evolution, including molecular genetics and molecular 
evolution. The journal retains its traditional interest in evolutionary research that is of 
relevance to geneticists, even if it is not explicitly genetical in nature. It publishes research 
papers and reviews articles on current topics, commentaries and essays on ideas and trends 
in genetics and evolutionary biology, historical developments, debates and book reviews. The 
journal also publishes ‘Resources’, which are brief reports on the development and use of 
molecular markers for assessing genetic variability, short notes on useful software or 
modifications to techniques, and descriptions of pedagogical aids and methods in genetics 
teaching. 
 
4. Associate Editor- The Physician, Official Journal of the British Association of Physicians of 
Indian Origin (BAPIO); from 2018 to date 
 
The journal covers all areas of genetics and evolution, including molecular genetics and 
molecular evolution. The journal retains its traditional interest in evolutionary research that 
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is of relevance to geneticists, even if it is not explicitly genetical in nature. It publishes research 
papers and reviews articles on current topics, commentaries and essays on ideas and trends 
in genetics and evolutionary biology, historical developments, debates and book reviews. The 
journal also publishes ‘Resources’, which are brief reports on the development and use of 
molecular markers for assessing genetic variability, short notes on useful software or 
modifications to techniques, and descriptions of pedagogical aids and methods in genetics 
teaching. 
 
5. Editorial assistance through peer review 
 

• Journal of Medical Genetics 

• European Journal of Medical Genetics 

• Clinical Genetics 

• The Lancet 

• American Journal of Medical Genetics 

• European Journal of Human Genetics 
 

 

XII PRESENTATIONS (CONFERENCES/ LEARNED SOCIETIES/ SYMPOSIA/WORKSHOPS) 

 

Regular contributions and presentations made at scientific and professional meetings 

throughout my tenure in medical/ clinical genetics. (From 2004 onwards)  

2004 

• ‘Genetics of the cardiovascular disorders in childhood’: First Asian Genomics 

Workshop, 12-22 April, Shenzhen, PR China. 

• ‘Genetic variation among the Indian subcontinent populations’, First Asian Genomics 

Workshop, 12-22 April, PR China 

• ‘The spectrum and heterogeneity of genetic disorders among people from the Indian 

subcontinent’, First Asian Genomics Workshop, 12-22 April, PR China. 

2006 

• ‘The role of Wnt7A in human limb development’ Sheridan E, Woods CG, Stricker S, 

Seeman P, Stern R, Cox J, Roberts E, Springer K, Scott S, Karbani G, Malik S, Bond J, 

Kumar D, Al-Gazali L, Mundlos S. BSHG Annual Conference, 18-20 September 2006 

(Spoken presentation; contribution original clinical case report) 

• ‘Hypertrophic cardiomyopathy in Fabry disease presenting with sudden cardiac 

death.’ Adila AlKindy, D Kumar, S Davies. BSHG Annual Conference, 18-20 September, 

York (Poster presentation; contribution- data from Fabry disease clinical audit) 

2007 

• Notch 3 gene mutation associated with Sneddon’s syndrome- a complex disorder of 

unknown etiology with variable clinical features overlapping the phenotype of 

cerebral autosomal dominant arteriopathy with subcortical infarcts and 

leukoencephalopathy [CADASIL]. (Poster) D. Kumar, J. Holroyd, I. Frayling, I. Ferguson 

(ASHG meeting 2007 San Diego, USA). 
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2008 

• The multi-disciplinary approach to delivering the specialist clinical cardiovascular 

genetic service in Wales. Dhavendra Kumar,1 Sally Davies, 1Annie Procter,1Ian 

Frayling,1Phillip Thomas, 2, Ian McDowell,3, Julian Sampson, 41. All Wales Medical 

Genetics Service, Institute of Medical Genetics, University Hospital of Wales, Heath 

Park, Cardiff, Wales, UK; 2. Department of Cardiology, Morriston Hospital, Swansea 

and Chair- Cardiac Services Network for Wales, Wales Assembly Government, Cardiff, 

UK; 3. Department of Biochemistry and Director-Laboratory Medicine, University 

Hospital of Wales, Cardiff, UK; 4. Academic Head, Institute of Medical Genetics, Cardiff 

University, UK and Director, Wales Gene Park, Cardiff University, Heath Campus, 

Cardiff, UK (Poster) BSHG 2008, 15-17 September, York. 

• Dealing with sudden unexpected cardiac death- a new challenge. Mrs. Mary Nicol, D 

Kumar, C Owen, P O’Callaghan. (Poster) BSHG 2008, 15-17 September, York 

• Dhavendra Kumar. ‘The genomic basis of evidence-based medicine’- oral presentation 

at the ‘Clinical Genomics symposium’, satellite meeting for 13th Human Genome 

Meeting of the Human Genome Organisation, New Delhi, 25 Sept. 2008.       

2009 

• Genetic Counselling for Inherited Cardiovascular Conditions: A Comparison between 

Wales (UK), Australian and North American Practice. Nicol, M(1),Kumar, D (1),Procter, 

A (1),Edwards, A (1); Care, M (2) and Macciocca, I (3) (1)All Wales Medical Genetics 

service, Institute of Medical Genetics, University Hospital of Wales, Cardiff(2) 

Department of Medical Genetics, The Fred Litwin Family Centre, Mount Sinai Hospital, 

Toronto Canada; (3) Victoria Genetics Services, Murdoch Children’s Research 

Institute, Children’s Hospital, Melbourne Australia;  

• Poster presentations at- 

1) British Society of Human Genetics, 2009, Warwick, England, UK  

2) American Society of Human Genetics 2009, Honolulu, Hawai, USA 

• A focus group study of health care professionals involved in the care of families in 

Wales affected by sudden arrhythmic death syndrome (SADS). Bethan Handerson1 , 

Dhavendra Kumar2, Mary Nicol 2 , Kate Brain3, Rachel Iredale4, Angus Clarke2,31. 

Bangor University; 2. Institute of Medical Genetics, University Hospital of Wales, 

Cardiff; 3. Institute of Medical Genetics, School of Medicine, Cardiff University, Cardiff; 

4. Genomics Policy Unit, University of Glamorgan, Wales. BSHG 2009, Warwick, 

England. 

• Dhavendra Kumar ‘Personalised medicine in the genome era’, Plenary presentation at 

the ‘the 2009 South African Society of Human Genetics, Stellenbosch, SA. 

2010 

• ’Molecular genetics of chronic heart failure’, Plenary presentation at the ‘World 

Congress of Heart Failure’, Chandigarh, India, 5 Feb 2010. 

• “Evidence-based medicine and translational research”, Plenary presentation at the 

seminar on ‘Emerging complexity in medicine: how to translate the new scientific 
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knowledge into better patients care?’, organized by Institute Superriori Sanita (Italian 

National Institute of Health), Rome, 12-13 April 2010. 

• Introductory presentation and Chair of the Workshop ’Genetics and Genomics for 

developing countries’ at Human Genome Meeting 2010, Montpellier, France, 18-21 

May 2010. HGM is the annual official meeting of the Human Genome Organisation 

• Genetic counseling and testing in inherited monogenic cardiac disorders: interviews 

with patients and their families. Siv Fokstuen (Geneva, Switzerland), Dhavendra 

Kumar (Cardiff,UK), Jean-Louis Blouin(Geneva,Switzerland), Angus Clarke (Cardiff,UK). 

Oral presentation by Dr Fokstuen at the European Society of Human Genetics meeting, 

12-14 June 2010, Gothenberg, Sweden 

• “The views of health professionals regarding the management and care of families 

affected by sudden arrhythmic death syndrome”. Bethan Henderson1 , Kate Brain2, 

Dhavendra Kumar3, Mary Nicol 3 , Rachel Iredale4, Angus Clarke2,3  1. School of 

Psychology, Bangor University; 2. Institute of Medical Genetics, School of Medicine, 

Cardiff University, Cardiff; 3. Institute of Medical Genetics, University Hospital of 

Wales, Cardiff; 4. Genomics Policy Unit, University of Glamorgan, Wales Poster 

presentation at European Society of Human Genetics meeting, 12-14 June 2010, 

Gothenberg, Sweden 

• ”Dealing with sudden cardiac death- a comparison between Welsh (UK), Australian 

and North American practice.” M.C.Nicol, D.Kumar, A.Clarke, I.Macciocca and M.Care. 

European Society of Human Genetics, 12-14 June 2010, Gothernberg, Sweden. 

• ’Autism in developing countries’, Plenary presentation at the International Conference 

on Autism, Jersualem, Israel, 4-6 July 2010 

2011 

• ’Inborn errors of metabolism and therapy of genetic disorders’, Chair, Human Genome 

Meeting 2011, Human Genome Organisation, Dubai, 16 March 2011. 

• ’Molecular genetics of heart failure’ at the International symposium on current trends 

in clinical genetics and genomic medicine, 21-24 March 2011, Chettinad Health 

University, Chennai, India. 

• ’Personalised medicine in the genome era’ at the International symposium on current 

trends in clinical genetics and genomic medicine, 21-24 March 2011, Chettinad Health 

University, Chennai, India. 

• ’Non-classic inheritance’ at the ’Current practice of genetic and genomic medicine’, 

26-27 March 2011, Apollo Indraprastha Hospital, New Delhi, India. 

• ’Clinical approaches to inherited disease- neuromuscular disorders’ at the ’Current 

practice of genetic and genomic medicine’, 26-27 March 2011, Apollo Indraprastha 

Hospital, New Delhi, India. 

• ’Dealing with family history of cancer’ at the ’Current practice of genetic and genomic 

medicine’, 26-27 March 2011, Apollo Indraprastha Hospital, New Delhi, India. 

• ’Targeted molecular therapy’ at the ’Current practice of genetic and genomic 

medicine’, 26-27 March 2011, Apollo Indraprastha Hospital, New Delhi, India. 
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• ’Screening first degree relatives for hypertrophic cardiomyopathy: Experience of a 

multidisciplinary inherited cardiovascular conditions service. Poster presentation at 

the BSHG annual conference, 5-7 September 2011, Warwick University. 

2012 

• ’Malformation syndromes and obesity’, Oral presentation at the symposium- ’Genes 

and Human Malformations’, The Centre for Human Genetics, Bangalore, India. 27-29 

Feb 2012. 

• ’Personalized medicine in the genome era’, Invited Lecture at the Annual Meeting of 

the Indian Society of Human Genetics, Chandigarh, India. 3-6 March 2012. 

• ’Molecular genetic approach to chronic heart failure’, Plenary lecture, Annual Meeting 

of the Indian Society of Human Genetics, Chandigarh, India. 3-6 March 2012. 

• ’Advances in Rare Genetic disorders, Session organiser & Chair,2012 Human Genome 

Meeting of the Human Genome Organisation (HUGO), Sydney, Australia. 10-14 March 

2012. 

• ’International Consortium for Cardiovascular Genomics’, Co-Chair/ Lead on behalf of 

the Human Variome Project, Biennial meeting, UNESCO, 10-13 June 2012, Paris. 

• ’Molecular genetic approach to complex heart disease’, Invited Lecture, Annual 

Conference of the Sri Lanka Medical Association, Colombo, 2-6 July, 2012. 

• ’Genetic basis of birth defects surveillance and registry’, Invited Lecture, Sri Lanka 

Medical Association, Colombo. 2-6 July 2012. 

• ’Genomics & Bio-Economy’, Platform presentation, The Second International 

Genomics Conference, Cardiff, UK. 13-14 September 2012. 

• ’The cardio-genetic multi-disciplinary team (CG-MDT) approach to genetic screening 

for structural inherited cardiac conditions (ICCs):  A hundred families’ experience from 

The University Hospital of Wales.”, Poster presentation, 2012 British Society of Human 

Genetics, Warwick University, 17-19 September 2012. 

• ‘ECG patterns in Inherited Cardiac Conditions; Session Chair on behalf of the 

Association of Inherited Cardiac Conditions- AICC, at the 2012 Heart Rhythm Congress, 

Birmingham, UK. 23-26 September, 2012. 

• ‘Delivering the specialist services for Inherited cardiac conditions in Wales’, Invited 

lecture, SADS-UK symposium on ‘Sudden Cardiac Death’ at the Royal College of 

Pathologists, London, UK. 20 October 2012. 

2013 

• ’Clinical and molecular aspects of inherited paediatric tumours’, 23-25 January 2013, 

Indian Cancer Genetics Conference, ACTREC, Mumbai, India 

• ’Targeted molecular therapy in clinical oncology’, 27-29 January 2013, Next revolution 

of genetics and genomics, New Delhi, India. 

• ’Genetic, genomics and clinical medicine’, 31 Jan. 2013, Current trends in genetic and 

genomic medicine, Lucknow, India 
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• ’Targeted molecular therapy for cancer’, 31 Jan. 2013, Current trends in genetic and 

genomic medicine, Lucknow, India 

• ’Genes, genome and clinical medicine- the paradigm of obesity’, 4th Feb. 2013, 

Ranbaxy Science Foundation Symposium ”Gains of Genomic Research in Biology and 

Medicine”, Institute of Immunology, New Delhi, India. 

• ’Harnessing genomics for the developing world’, Public Lecture, 19th Annual Scientific 

Symposium and Research Awards, Ranbaxy Science Foundation, 4th February 2013, 

New Delhi, India. 

• ’Challenges of pre-implantation genetic diagnosis in clinical medicine’, 13-18 April, 

17th Human Genome Meeting/21st International Congress of Genetics, Singapore. 

• ’Teaching genetics in the 21st century’, 13-18 April, 17th Human Genome 

Meeting/21st International Congress of Genetics, Singapore. 

2014 

• ‘The Molecular Basis of Birth Defects’, International Birth Defects & 

Ophthalmic Genetics Conference, 9-11 Feb, 2014, Colombo, Sri 

Lanka 

• ‘Overview and Classification of Brain and Spinal Cord 

Malformations’, International Birth Defects & Ophthalmic Genetics 

Conference, 9-11 Feb, 2014, Colombo, Sri Lanka 

• ‘Vascular complications in inherited connective tissue disorders’. 

International Birth Defects & Ophthalmic Genetics Conference, 9-11 

Feb, 2014, Colombo, Sri Lanka 

• ‘Metabolic and Mitochondrial Genetic Eye Diseases’, International Birth Defects & 

Ophthalmic Genetics Conference, 9-11 Feb, 2014, Colombo, Sri Lanka 

• ‘Ocular malformation in inherited metabolic & mitochondrial disorders’, Indian 

Ophthalmic Genetics Conference, 15-16 Feb. 2014, Narayana Nethralaya, Bangalore, 

India. 

• ‘Public health approach to inherited blindness’, Indian Ophthalmic Genetics 

Conference, 15-16 Feb. 2014, Narayana Nethralaya, Bangalore, India. 

• ‘Molecular perspectives of chronic heart failure- implications for management’, 

Seminar ‘Genes and Genome’, 21 Feb 2014, Department of Human Genetics, Guru 

Nanak Dev 

University, Amritsar, India. 

• ‘Impact of genomics on the health in developing countries’, 20-22 Sept. 2014, Annual 

Conference of the British Society of Human Genetics. Liverpool, England, UK 

• ‘Targeted molecular therapy in clinical medicine- a paradigm of personalized 

medicine’, 9-11 October 2014, Innovations in Molecular Medicine, Budapest, Hungary 

• ‘The molecular basis of managing the chronic heart failure’, 20-21 Nov. 2014, 

International Conference on Next Generation Sequencing, Oxford Global Genetics, 

London, UK. 
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2015 

• ‘Inherited Cardiovascular Conditions- Opportunity and Challenges’, “CURRENT 

TRENDS AND GENETICS IN CARDIAC ARRHYTHMIA AND HEART FAILURE” [ICHF 2015], 

31Jan-1 Feb. 2015, Chandigarh, Punjab, India. 

• ‘Molecular approaches to arterial/ aortic dilatation & rupture’, “CURRENT TRENDS 

AND GENETICS IN CARDIAC ARRHYTHMIA AND HEART FAILURE” [ICHF 2015], 31Jan-1 

Feb. Chandigarh, Punjab, India. 

• Teaching and Training of medical genetics and genomics in emerging developing 

nations , ‘THE GENETIC AND GENOMIC PRACTICE OF MODERN CLINICAL MEDICINE’ 

HIMALAYAN INSTITUTE OF MEDICAL SCIENCES, DEHRADUN, UTTARAKHAND, INDIA, 3 

FEBRUARY 2015 

• ‘Human Heredity, Genes and Genome: Historical Facts’, “Our Genes and Genomes- 

Past, Present and Future”, 4th February 2015, Hemwati Nandan Bahuguna Medical 

Education University, Indian Forest Research Institute, Dehradun, Uttaranchal, India. 

• ‘Spectrum and patterns of genetic disorders in clinical practice’, “GENETICS & 

GENOMICS IN MODERN CLINICAL MEDICINE”, King George Medical University 

Research Showcase, 9-10 Feb. 2015, Lucknow, Uttar Pradesh, India. 

• ‘Targeted molecular therapy and Stratified Medicine’, “GENETICS & GENOMICS IN 

MODERN CLINICAL MEDICINE”, King George Medical University Research Showcase, 

9-10 Feb. 2015, Lucknow, Uttar Pradesh, India. 

• ‘Genomics in clinical practice- The model of Stratified Medicine and Personalised 

Cancer pharmacotherapy’, 2nd. Next Generation Sequencing Conference, part of the 

8th Global Discovery and Innovation Forum, 13-14 May 2015, London, UK 

• ‘NGS diagnostics for Inherited Cardiovascular Conditions’, Global Next Generation 

Sequencing Forum, Berlin, Germany, 5-8 October 2015. 

• ‘Genomic approach to managing chronic heart failure’, World Bio-Data Congress, 

Sanger Genome Centre, Hinxton, Cambridge, 20-21 October, 2015. 

• ‘Genetic basis of heart disease, diabetes and cancer’, Public Lecture, All India 

Institute of Medical Sciences, Jodhpur, Rajasthan, India, 10 Dec. 2015. 

• ‘Abnormal development’, Open Student Lecture, All India Institute of Medical 

Sciences, Jodhpur, Rajasthan, India, 11 Dec. 2015. 

• ‘The Rasopathies’, Invited Lecture, Second Annual Conference of the Society of the 

Indian Academy of Medical Genetics, All India Institute of Medical Sciences, Jodhpur, 

Rajasthan, India, 12-13 Dec. 2015. 

• ‘Targeted molecular therapy’, Key note Lecture, Second Annual Conference of the 

Society of the Indian Academy of Medical Genetics, All India Institute of Medical 

Sciences, Jodhpur, Rajasthan, India, 12-13 Dec.. 2015. 

• ‘Molecular approach for managing chronic heart failure’, Invited lecture, Lari Heart 

Centre, Department of Cardiology, King George’s Medical University, Lucknow, India, 

18 Dec. 2015. 
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• ‘Stratified and personalized therapy in Cancer’; Invited Lecture, Department of 

Surgical Oncology, King George’s Medical University, Lucknow, India, 19 Dec. 2015. 

• ‘Abnormal morphogenesis- clinical and genetic perspectives’, Invited Lecture, 

Department of Paediatrics, King George’s Medical University, Lucknow, India, 19 Dec. 

2015. 

• ‘Reproductive genetics and genomics- clinical perspectives’, Invited Lecture, Grand 

Round, King George’s Medical University, Lucknow, India, 19 Dec. 2015. 

• ‘The Clinical Medicine in the OMICS Age’, Guest of Honour Invited Lecture, King 

George’s Medical University, Lucknow, India, 21 Dec. 2015. 

 

2016 

• ‘Cardiovascular phenotypes in Inherited Metabolic Diseases’, Third International 

Conference on Birth Defects (ICBD-2016)“Molecular and Metabolic Basis of 

Developmental Disorders’; Clinical Workshops- 1) Clinical Dysmorphology 2) Fetal and 

Prenatal Genomics 3) Clinical Cancer Genetics 

 7-10 December 2016, AIIMS New Delhi, India; Jointly Organized by 

 INDO-UK GENETIC EDUCATION FORUM & SOCIETY OF THE INDIAN ACADEMY OF 

 MEDICAL GENETICS (SIAMG), 7-9 December 2016. 

 

• ‘Pediatric Tumours- Clinical Genetic Approach’, 3rd Indian Cancer Genetics 

Conference jointly held with the Indo UK Genetic Education Forum, ACTREC, Tata 

Memorial Cancer Research Centre, Mumbai, India. 13-14 December 2016. 

 

• “THE CLINICAL MEDICINE IN THE OMICS AGE’, Seminar on Genomics in Clinical 

Practice, Seth GS Medical College and KEM Hospitals, Parel, Mumbai, India. 15 

December 2016. 

  NB- Presentations from 2017 onwards are listed in a previous section. 

 

XIII  CITATIONS - ACADEMIC AND PROFESSIONAL 

 

A. Citation for the India-Padma Award nomination 2024 

 
Professor Dhavendra Kumar is an internationally renowned and acclaimed clinical 

geneticist and genomic physician. He was born in Moradabad (UP) in a modest middle 

class family. He studied in the Government Intermediate College, Moradabad, 

followed by Medicine (MBBS) & MD (Paediatrics) in King George’s Medical College 

(University), Lucknow. He had a brilliant track record as a student with three Gold 

Medals. His scientific & academic achievements are recognised as Fellow of UK, 

Ireland & USA professional Colleges (FRCP, FRCPI, FRCPCH,, FACMG). IN addition he is 

conferred by the global Indian diaspora community with the HIND RATAN award and 

Doctor of Science (Honaris Causa) by KGMU. He serves several Universities as 
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Honorary Professor in South Asia (5), UK (3), USA (1) & China (1). He is honoured to 

serve the ‘Vaishwik Bharatiya Vaigyanik Summit (VAIBHAV)’ led by the Prime Minister 

Rt. Hon. Shri Narendra Modi. Recently, he received the Life Time Achievement Award 

from the Global Association for Physicians of Indian Origin. 

He is reputed as superb genomic clinician, particularly cardiovascular inherited 
diseases. Apart from being holistic  excellent clinical geneticist, he has extensively 
contributed to the medical genetics and genomics literature as evident from his 
excellent publications. His award winning high profile books (30) and journals (5) 
confirm the reputation as a devout enthusiastic author & editor. He has worked 
closely with the WHO Non-Communicable Disease program and the Science Council 
for promoting genomic healthcare globally, particularly in low & middle income 
countries (LMICs). He founded the nongovernmental organisation, the Genomic 
Medicine Foundation UK (www.genomicmedicine.org ), specifically to support 
genomic education and genomic healthcare in collaboration with global agencies like 
the Human Genome Organization International (www.human-international.org ). 

He is respected across the Indian subcontinent for his painstaking efforts and 
hard work spanning over 20 years wholly committed to raising awareness and 
enhancing knowledge and skills of Doctors, Nurses and allied healthcare professionals 
dealing with birth defects, genetic diseases and genetic health risks. His programme, 
the Indo-UK Genetic Education Forum, offered opportunity for scientists and medical 
geneticists from Europe, north America, Australasia and South East Asia to collaborate 
closely with Indian and South Asia institutions. This project continues with the UK India 
Genomic Medicine Alliance (UKIGMA), led by  Professor Kumar, aimed ‘to organise 
and lead a professional group of like-minded clinicians and healthcare professionals 
for promoting and supporting the genomic medicine across the Indian subcontinent. 
This project is actively involved with key genetic/genomic centres in New Delhi, 
Chandigarh, Mumbai, Chennai, Bangalore, Manipal, Mysore, Hyderabad, Lucknow, 
Amritsar and Colombo. The alliance regularly organises high profile learning and 
research events for birth defects, cancer genetics, cardiovascular genetics, 
pharmacogenomics, preventive genomics and genome ethics. The genomic education 
is prioritised with MSc Biotechnology (Jammu), Medical Genomics  (Mysore) and 
Genetic Counselling (Amritsar).  

He has been instrumental for the iconic ‘Centre for Precision Medicine and 
Healthcare-CPMH’ in KGMU (Lucknow), a unique first of its kind academic unit, aimed 
at research, innovation and medical applications of multi-OMICS and artificial 
intelligence in key areas of healthcare-Infection, metabolism, inflammation, cancer 
and rare diseases. He founded the eponymous KGMU ‘Young Investigator Award’ for 
promoting quality by the Junior Faculty in all areas of healthcare.  He is leading the 
KGMU ‘genomic medicine elective’ for 7th semester MBBS students,  approved by the 
National Medical Commission. This initiative is planned to other medical colleges. His 
similar efforts have strengthened genomic education agenda in Australia, South Africa 
and Latin America. His recommendations, as the external adviser, to the South Africa 
Medical Research Council have led to development of integrated genomic medicine 
centre in Cape Town and other cities. As the Senior Consultant Adviser to the Apollo 
Group of Hospitals, he leads the Apollo Genomics Institutes located in major 
metropolitan cities (Delhi, Ahmedabad, Bangalore, Hyderabad, Kolkata, Mumbai & 
Chennai), offering ‘state of the art’ genomics led precision & personalised medical & 
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preventive healthcare.  His work is commended by leading Indian newspapers quoting 
leadership in cancer genetics, rare familial blindness, genetic, and genetic basis of 
sudden death in sports. Professor Kumar is the most deserving and distinguished 
Padma Award nominee supported by his patients, colleagues, fellow scientists, 
professionals and the general public throughout UK, India, South Asia, and South 
Africa. 
 
Significant contribution made by this person 
 

• Professor Dhavendra Kumar has served for 42 years UK NHS medical genetic 
service centres. He is an expert clinical geneticist with special interest 
genetic/inherited cardiovascular conditions, genetic counselling, genomic & 
precision medicine & preventive genomic healthcare. 

• He is passionate for genomic education in UK for training for junior doctors, 
nurses, midwives & genetic counsellors. His contributions to MBBS level 
genetics teaching, intercalated BSc Medical Genetics course, Post Graduate 
Diploma in Genomic Medicine, MSc in Genomic Medicine are exemplary. He is 
actively involved the International genomic education through the Wellcome-
Sanger Genome Centre. 

• His high impact research led to the delineation of new genetic syndromes and 
understanding the complex molecular mechanisms. Collaborative research has 
discovered new genes leading to precision genomic management. As the 
Research Director, he established protocols for conducting efficient, effective 
and ethical research. These skills reflect setting up the KGMU Professor 
Dhavendra Kumar Young Investigator Award. 

• Professor Kumar is acknowledged as a prolific author and editor of 32 books 
covering most aspects of clinical genetics & genomic medicine. Notable titles 
include Genomics and Clinical Medicine, Genomic Medicine, Clinical 
Cardiovascular Genetics, Genomic & Molecular Medicine, Advances in 
Genetics, and Genomic Precision Medicine in Clinical Practice. Two books, 
Medical & Health Genomics and Specialist Handbook of Inherited Cardiac 
Disease received high BMA Medical Books Awards commendations.  Three 
books (Genetic Disorders of the Indian Subcontinent, Genomics and Health in 
the Developing World & Genomics & Society) provide detailed information 
relevant to genomic healthcare in Low & Middle Income countries. He has 
founded 5 biomedical Journals and led as Editor in Chief (Genomic Medicine; 
HUGO Journal; Applied & Translational Genomics; Genomic & Molecular 
Cardiology and Current Trends in Genomic Medicine). 

• He founded the UK India Genomic Medicine Alliance (UKGMA), widely 
acknowledged for raising awareness and promoting genomic healthcare 
across India & South Asia. This led to several current genetic education 
programs including MSc courses (Bangalore, Mysore; Manipal, Jammu & 
Amritsar) and the National Medical Commission approved MBBS genomic 
medicine elective course. As external Faculty adviser, he  has established 
KGMU Centre for Precision Medicine KGMU, first of its kind in whole India.  

• Professor Kumar is internationally renowned for his contributions to several 
global genomics networks (Australian Genomics; UNESCO Human Variome 
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Project; HUGO; WHO- Science Council & Advisory committee for Developing 
Countries). As external adviser to South Africa Medical Research Council, he 
contributed to the Centre for Genomic Medicine in the University of Cape 
Town. He continues with HUGO contributing to global genomic healthcare. 

 
Impact/ Outcome of the work done by this person 
 
Professor Kumar’s work has made huge impact with major outcomes in many areas of 
genomic medicine & healthcare. He has facilitated developing clinical protocols for 
precision diagnosis & personalised management of rare genetic diseases and inherited 
cardiovascular conditions manifesting with sudden cardiac death including 
multidisciplinary genomic-OMIC medicine approaches for adult onset chronic morbid 
diseases like chronic heart failure, irregular heart rhythm diseases, and chronic joint 
diseases.  

His genomic books are invaluable medical genetic literature resources. Many 
public health planners refer to Genetic Disorders of the Indian subcontinent; 
Genomics and Health in the Developing World; Genomics Population & Society for 
genomic aspects of healthcare planning, particularly in South Asia and other Low & 
Middle Income countries. Many medical colleges recommend his books in the 
undergraduate & postgraduate medical curriculum (Genomics & Clinical Medicine; 
Genomic Medicine; Clinical Cardiovascular Genetics & Genomics & award winning 
Oxford Handbook of Inherited Cardiac Disease and Medical and Health Genomics) 

His initiatives have led to setting up key Genomic Medicine degree courses- PG 
Diploma in Genomic medicine & healthcare (Univ. South Wales UK), MSc Genomic 
Medicine (Swansea University UK), MSc Medical Genetics & Genomics (JSS Medical 
College Mysore), MSc Biotechnology (Shri Mata Vaishno Devi University Jammu), MSc 
Genetic Counselling (Shri Guru Ramdas University of Health Sciences Amritsar), MSc 
Genetic Counselling, Manipal Hospital Bangalore).  

Professor Kumar’s  UK India Genomic Medicine Alliance is instrumental for 
establishment of leading medical genetic and genomic centres in many places across 
India (Chettinad Health University, Chennai; Manipal Higher Academy for Education, 
Manipal; JSS Higher Academy for Education, Mysore; King George Medical University, 
Lucknow & Sri Lanka (University of Colombo). He has established seven Apollo 
Genomics Institutes (Ahmedabad, Bangalore, Chennai, Delhi, Hyderabad, Kolkata, 
Mumbai) for the Apollo Group, India. 

Professor Kumar is a founding member of the UNESCO Human Variome Project 
(www.humanvariomeproject.org). It represents the Global Variome with the Human 
Genome Organization International ( www.hugo-international.org) and the Human 
Genome Variation Society. As Chair of the HUGO Education Committee he has 
developed key tools for global genomic education for teaching and training. 
 
Provide a 4-line brief on why does this person deserves a Padma award* 
 
Professor Kumar is a renowned internationally acclaimed clinical geneticist and 
genomic medicine physician respected for his life-long medical services managing 
wide ranging inherited diseases. As a prolific books author & editor, his contributions 
to the medical literature are exemplary. He is widely respected for his commitment 
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for genomic education, research and innovations. His passionate and commendable 
work raising awareness & promotion for genomic medicine & healthcare across India, 
South Asia and are unique and deserve proper recognition with an appropriate Padma 
Award. 
 
Any other relevant information 
 
In addition to extraordinary remarkable medical academic career as clinical geneticist 
& genomic medicine physician, Professor Kumar is a very humble and modest person 
who has pursued his life with dignity and self-respect. He is approachable to any one 
for advice and mentoring. He is respected for his dedicated community work related 
to multi-cultural activities. As the President of Indian community, he developed the 
Sheffield Hindu Temple and lobbied UK Government for providing multi-faith prayer 
facilities in educational centres and public places. During the Covid pandemic 
lockdown, as the President of the Cardiff Rotary Club, he served local communities 
with food, shelter and healthcare. He founded the India Wales Club serving the Indian 
diaspora resident in Wales and nearby England counties. 

He has served as medical adviser to many charitable organisations, notably the 
Sudden Arrhythmic Death Syndrome UK and the Cardiomyopathy Association UK. He 
actively promoted and lobbied placement of life saving defibrillator devices in schools, 
sports clubs and public places across UK. He works closely with Indian NGOs for rare 
diseases and many other agencies committed for inherited diseases. In his retirement, 
he continues with his passion for raising awareness and promotion for novel science 
& technology approaches in medicine and healthcare across India and other South 
Asian nations including the Asia Pacific region. His new commitments include the 
multi-professional North India Genomic Consortium and the North East India Genomic 
Consortium promoting & educating medical & healthcare providers for  genomic 
medicine & healthcare.  
 

B. Entries in Google Scholar (www.scholar.google.com ) 

Selection of relevant entries include-  

1. Evidence for digenic inheritance in some cases of Antley-Bixler syndrome? 

bmj.com [HTML]… , D Sillence, D Kumar, C DeLozier-Blanchet, … - Journal of medical …, 

2000 jmg.bmj.com. The Antley-Bixler syndrome has been thought to be caused by an 

autosomal recessive gene. However, patients with this phenotype have been reported with a 

new dominant mutation at theFGFR2 locus as well as in the offspring of mothers taking the 

antifungalagent. 

Cited by 70 - Related articles - BL Direct - All 11 versions  

 

2. From evidence-based medicine to genomic medicine 

nih.gov [HTML]D Kumar - Genomic Medicine, 2007 - Springer 

Abstract The concept of 'evidence-based medicine' dates back to mid-19th century or even  

earlier. It remains pivotal in planning, funding and in delivering the health care. Clinicians, 

public health practitioners, health com- missioners/purchasers, health planners, politicians 

http://www.scholar.google.com/
http://jmg.bmj.com/content/37/1/26.full
http://jmg.bmj.com/content/37/1/26.full
http://scholar.google.co.uk/scholar?cites=2467696378743302960&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?q=related:MCuDNMgEPyIJ:scholar.google.com/&hl=en&as_sdt=2000
http://direct.bl.uk/research/29/3F/RN072709858.html?source=googlescholar
http://scholar.google.co.uk/scholar?cluster=2467696378743302960&hl=en&as_sdt=2000
http://www.springerlink.com/index/B640N77510422G50.pdf
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC2269034/
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and ...  

Cited by 3 - Related articles - BL Direct - All 5 versions  

 

3. Moebius syndrome. 

nih.gov [PDF]D Kumar - British Medical Journal, 1990 - jmg.bmj.com 

... Dhavendra Kumar Moebius syndrome consists of congenital complete or partial facial 

nerve palsy with or without paralysis of other cranial nerves (most commonly an abducens 

paralysis) and often associated with other malfor- mations of the limbs and orofacial 

structures. ...  

Cited by 94 - Related articles - All 7 versions  

 

4. Disorders of the genome architecture: a review 

nih.gov [HTML]D Kumar - Genomic Medicine, 2008 - Springer 

Abstract Genetic diseases are recognized to be one of the major categories of human  

disease. Traditionally genetic diseases are subdivided into chromosomal (numerical or 

structural aberrations), monogenic or Mendelian diseases, multifactorial/polygenic complex  

Cited by 2 - Related articles - All 4 versions  

 

5. Congenital renal tubular dysplasia and skull ossification defects similar to teratogenic 

effects of angiotensin converting enzyme (ACE) inhibitors. 

bmj.com [PDF]D Kumar, G Moss, R Primhak, R Coombs - British Medical Journal, 1997 - 

jmg.bmj.com. Skull ossification defects similar to teratogenic effects of angiotensin 

convertingenzyme(ACE)inhibitors Dhavendra Kumar, Gail Moss, Rob Primhak, Robert Coombs 

Cited by 12 - Related articles - BL Direct - All 10 versions  

 

6. [BOOK] Genetic disorders of the Indian subcontinent 

D Kumar - 2004 - books.google.com 

A CIP Catalogue record for this book is available from the Library of Congress. ISBN  

1-4020-1215-2 (HB) Published by Kluwer Academic Publishers, PO Box 17, 3300 AA  

Dordrecht, The Netherlands. Sold and distributed in North, Central and South America by ...  

Cited by 1 - Related articles - All 2 versions  

 

7. [BOOK] Genomics and clinical medicine 

D Kumar, DJ Weatherall - 2008 - books.google.com 

OXFORD MONOGRAPHS ON MEDICAL GENETICS GENERAL EDITORS Arno G. Motulsky  

Peter S. Harper Charles Scriver Charles J. Epstein Judith G. Hall 16. CR Scriver and B.  

Childs: Garrod's inborn factors in disease 18. M. Baraitser: The genetics of neurological ...  

Cited by 1 - Related articles - All 7 versions  

 

8. Genomic medicine: a new frontier of medicine in the twenty first century 

http://scholar.google.co.uk/scholar?cites=17379886654475022279&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?q=related:xy-JZNTCMfEJ:scholar.google.com/&hl=en&as_sdt=2000
http://direct.bl.uk/research/40/06/RN225777182.html?source=googlescholar
http://scholar.google.co.uk/scholar?cluster=17379886654475022279&hl=en&as_sdt=2000
http://jmg.bmj.com/cgi/reprint/27/2/122.pdf
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC1016933/pdf/jmedgene00040-0050.pdf
http://scholar.google.co.uk/scholar?cites=8812467049197824638&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?q=related:fmpFPhcsTHoJ:scholar.google.com/&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?cluster=8812467049197824638&hl=en&as_sdt=2000
http://www.springerlink.com/index/k6306tm375118h1m.pdf
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC2694859/
http://scholar.google.co.uk/scholar?cites=7959325916941863574&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?q=related:lkrhSsA0dW4J:scholar.google.com/&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?cluster=7959325916941863574&hl=en&as_sdt=2000
http://jmg.bmj.com/content/34/7/541.abstract
http://jmg.bmj.com/content/34/7/541.abstract
http://jmg.bmj.com/cgi/reprint/34/7/541.pdf
http://scholar.google.co.uk/scholar?cites=9409337199224400303&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?q=related:r6mjc1SulIIJ:scholar.google.com/&hl=en&as_sdt=2000
http://direct.bl.uk/research/4A/28/RN027766869.html?source=googlescholar
http://scholar.google.co.uk/scholar?cluster=9409337199224400303&hl=en&as_sdt=2000
http://books.google.co.uk/books?hl=en&lr=&id=bpl0LXKj13QC&oi=fnd&pg=PR9&dq=dhavendra+kumar&ots=BMkv1Ehf5g&sig=SpAngn75rwjAe-pK0dYMFdQflhg
http://scholar.google.co.uk/scholar?cites=12523487708555356307&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?q=related:k6hp-bddzK0J:scholar.google.com/&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?cluster=12523487708555356307&hl=en&as_sdt=2000
http://books.google.co.uk/books?hl=en&lr=&id=sWkolsW-K0QC&oi=fnd&pg=PA32&dq=dhavendra+kumar&ots=qS_adjbyBf&sig=XF_icqm6GMtbqJtPVcrMsX6-R_0
http://scholar.google.co.uk/scholar?cites=2859140603099501000&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?q=related:yFGk6jq1rScJ:scholar.google.com/&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?cluster=2859140603099501000&hl=en&as_sdt=2000
http://www.springerlink.com/index/d61j660n4g231552.pdf
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nih.gov [HTML]D Kumar - Genomic Medicine, 2007 - Springer 

Although the concept of heredity has been in existence since ancient times, the science of 

genetics began to evolve only around 150 years ago. The Darwinian theory of evolution by 

natural selection made clear reference to hereditary factors that reflect at least some of the 

present-day ...  

Cited by 3 - Related articles - BL Direct - All 4 versions  

 

9. The clinical, pathological and genetic aspects of sporadic late onset cerebellar ataxia: 

observations on a series of ten patients 

D Kumar, WR Timperley - Acta Neurologica Scandinavica, 2009 - interscience.wiley.com 

... Hallamshire Hospital, Sheffield, England. Correspondence to Address Dr. Dhavendra 

Kumar Centre for Human Genetics University of Sheffield 117 Manchester Road Sheffield 

S105DN England. Copyright 1988 Blackwell Munksgaard. ...  

Cited by 2 - Related articles - All 2 versions  

 

10. [CITATION] Book Review: Genetics and You 

D Kumar - American Journal of Medical …, 1997 - New York, Alan R. Liss, c1977- …  

 

11. Genetic and Genomic Approaches to Taxonomy of Human Disease 

D Kumar - Genomics and clinical medicine, 2008 - books.google.com 

6 Genetic and Genomic Approaches to Taxonomy of Human Disease Dhavendra Kumar The  

philosophy of disease is complex and reflects the way an abnormal body state is perceived 

and understood on the back-ground of sociocultural, psychological, and biomedical factors. 

 

12. [BOOK] Principles and Practice of Clinical Cardiovascular Genetics 

D Kumar, P Elliott - 2010 - books.google.com 

3 Oxford University Press, Inc., publishes works that further Oxford University's objective of 

excellence in research, scholarship, and education. Oxford New York  

 

13. Genome Mirror-2006 

nih.gov [PDF]D Kumar - Genomic Medicine, 2007 - Springer 

Well before the completion of the Human Genome Project in 2003, geneticists had already 

known about errors in the human genetic code and their role in hereditary single-gene 

disorders. Apart from uncommon Mendelian diseases, hundreds of common and rare alleles 

ofseveral ... BL Direct - All 4 versions  

 

14. Thoracic and Abdominal Aortic Aneurysms 

SL Drinkwater, D Kumar, P Taylor - Principles and Practice of …, 2010 - books.google.com 

12 Thoracic and Abdominal Aortic Aneurysms Susan L Drinkwater, Dhavendra Kumar, and 

Peter Taylor Introduction Aortic aneurysms involving the thoracic and abdominal aorta are 

http://www.ncbi.nlm.nih.gov/pmc/articles/PMC2276886/
http://scholar.google.co.uk/scholar?cites=4912240671699612829&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?q=related:nbThX93IK0QJ:scholar.google.com/&hl=en&as_sdt=2000
http://direct.bl.uk/research/17/19/RN214825728.html?source=googlescholar
http://scholar.google.co.uk/scholar?cluster=4912240671699612829&hl=en&as_sdt=2000
http://www3.interscience.wiley.com/journal/121522604/abstract
http://www3.interscience.wiley.com/journal/121522604/abstract
http://scholar.google.co.uk/scholar?cites=1724596968798333979&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?q=related:G6zwSc7_7hcJ:scholar.google.com/&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?cluster=1724596968798333979&hl=en&as_sdt=2000
http://books.google.co.uk/books?hl=en&lr=&id=BbeWA-gbiiwC&oi=fnd&pg=PA75&dq=dhavendra+kumar&ots=ypzG1UDo00&sig=pSgQASVgCJM3TsP7NZraVRMOd_k
http://books.google.co.uk/books?hl=en&lr=&id=tlFM6_rSKbkC&oi=fnd&pg=PR13&dq=dhavendra+kumar&ots=kxjjxMS_cJ&sig=h-u6Iju24xiLIZ4h4Ix6eBRMGE0
http://www.springerlink.com/index/MR105T27V4850877.pdf
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC2276885/pdf/11568_2007_Article_9001.pdf
http://direct.bl.uk/research/02/23/RN214825714.html?source=googlescholar
http://scholar.google.co.uk/scholar?cluster=2848142661574638948&hl=en&as_sdt=2000
http://books.google.co.uk/books?hl=en&lr=&id=tlFM6_rSKbkC&oi=fnd&pg=PA171&dq=dhavendra+kumar&ots=kxjjxMS_cJ&sig=iiPPcIoKBgL1h2LADqyYiMH12Nc
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increasing in incidence. The majority of these occur spo-radically, but a small proportion has 

a family ...  

 

15. [CITATION] Applications in Audiological Medicine 

L Van Laer, G Van Camp, D Kumar - 2008 - en.scientificcommons.org 

... Download, http://hdl.handle.net/1854/LU-802871. Publisher, Oxford University Press. 

Contributors, Kumar, Dhavendra. Repository, Ghent University Academic Bibliography 

(Belgium). Keywords, Medicine and Health Sciences. Type, info:eu-repo/semantics/bookPart.  

Cached  

 

16. The Classification of Inherited Cardiovascular Conditions 

D Kumar, R Newbury-Ecob - Principles and Practice of Clinical …, 2010 - books.google.com 

The Classification of Inherited Cardiovascular Conditions Dhavendra Kumar and Ruth  

Newbury-Ecob All major body systems have a complex anatomical and physiological 

arrangement to ensure smooth functioning throughout the life span.  

 

17. Dhavendra Kumar (ed): Genomics and clinical medicine 

D Donnai - Human Genetics, 2009 - Springer 

This new text is published as part of the excellent series Oxford Monographs on Medical  

Genetics. It is extraordi- narily ambitious in its aims, which are to address the inXu- ence of 

variations in the human genome on disease occurrence and susceptibility as well as on disease 

...  

 

18. A case of lateral facial clefts with Fallot tetralogy, duodenal stenosis and intestinal 

malrotation: a new multiple congenital anomaly syndrome? 

D Kumar - Clinical Dysmorphology, 1999 - journals.lww.com 

Multiple congenital malformations in a Caucasian female infant are described which include  

lateral facial clefts, malformed external ears, cleft palate, Fallot tetralogy, duodenal stenosis 

and intestinal malrotation. There were no associated limb or spinal anomalies. This case ...  

BL Direct - All 2 versions  

 

19. Dhavendra Kumar (Ed): Genetic disorders of the Indian subcontinent (2004) 

C Deshpande - Human Genetics, 2006 - Springer 

Genetic disorders of the Indian subcontinent is a com- prehensive and timely book that 

addresses the burden of genetic disorders in the people of the Indian subcon- tinent. The 

book is divided into three main sections. Section A deals with the demographic variation and 

regional ...  

BL Direct  

 

20. Keith DiPetrillo (ed):“Cardiovascular Genomics: Methods and Protocols”. Springer 

Protocols—Methods in Molecular Biology 

http://en.scientificcommons.org/52878843
http://74.125.155.132/scholar?q=cache:azSdKRXA3VYJ:scholar.google.com/+dhavendra+kumar&hl=en&as_sdt=2000
http://books.google.co.uk/books?hl=en&lr=&id=tlFM6_rSKbkC&oi=fnd&pg=PA27&dq=dhavendra+kumar&ots=kxjjxMS_cJ&sig=nk9P19nm43RDWaTAOpw4qpu9_nE
http://www.springerlink.com/index/J5321Q6254328J72.pdf
http://journals.lww.com/clindysmorphol/Abstract/1999/01000/A_case_of_lateral_facial_clefts_with_Fallot.5.aspx
http://journals.lww.com/clindysmorphol/Abstract/1999/01000/A_case_of_lateral_facial_clefts_with_Fallot.5.aspx
http://direct.bl.uk/research/08/64/RN054565604.html?source=googlescholar
http://scholar.google.co.uk/scholar?cluster=18327885815399087955&hl=en&as_sdt=2000
http://www.springerlink.com/index/JQ62X800V3K01871.pdf
http://direct.bl.uk/research/62/49/RN194406755.html?source=googlescholar
http://www.springerlink.com/index/k71643300785h20t.pdf
http://www.springerlink.com/index/k71643300785h20t.pdf
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D Kumar - Human Genetics - Springer 

This book is a collection of articles edited by Dr Keith DiPetrillo and published by Humana 

Press in collaboration with Springer Protocols as part of the Methods in Molecular Biology 

series. The title of the book is probably misleading. The preface directs to complex 

cardiovascular ...  

 

 

21. CONGENITAL DEVELOPMENTAL ANOMALIES 

D KUMAR - Genetic disorders of the Indian subcontinent, 2004 - books.google.com 

CHAPTER 7 CONGENITAL DEVELOPMENTAL ANOMALIES DHAVENDRA KUMAR 1. 

INTRODUCTION Developmental abnormalities presenting as unusual single or multiple 

anatomic alterations are not restricted to any ethnic human population. Every year about 3% 

of all children born in ...  

Related articles  

 

22. Genome mirror-2007 

nih.gov [HTML]D Kumar - Genomic Medicine, 2007 - Springer 

The medical and health applications of genome sciences and technologies were a highlight  

of the programme for the last annual meeting of the American Society of Human Genetics  

(23–27 October 2007) held in San Diego, CA, USA. The importance of genomic medicine ...  

Related articles - BL Direct - All 5 versions  

 

23. [CITATION] Book Review: Genetic Counseling in the Dawn of the 21st Century 

D Kumar - American Journal of Medical Genetics, 2000 - JOHN WILEY & SONS LTD 

BL Direct  

 

24. NeuropsychiatricDiseasesII: Mood Disorders 

D Kumar - Genomics and clinical medicine, 2008 - books.google.com 

20 NeuropsychiatricDiseasesII: Mood Disorders Dhavendra Kumar Disorders of mood affect  

all people irrespective of age, gender, culture, religion, and social and working background.  

Although, women are thought to have two to three times higher prevalence of mood ...  

Related articles - All 2 versions  

 

25. Genomic Perspectives of Human Development 

D Kumar - Genomics and clinical medicine, 2008 - books.google.com 

5 Genomic Perspectives of Human Development Dhavendra Kumar Disorders that affect 

tissue differentiation, organogenesis, and morphogenesis constitute a significant proportion 

of human genetic disease. These disorders may result from any of the known genetic 

mechanisms ...  

Related articles - All 2 versions  

 

http://books.google.co.uk/books?hl=en&lr=&id=bpl0LXKj13QC&oi=fnd&pg=PA137&dq=dhavendra+kumar&ots=BMkv1Ehh7k&sig=_1GNqSfa8PO-2KS6QBkfTA-Y8E0
http://scholar.google.co.uk/scholar?q=related:8bymYLO0geoJ:scholar.google.com/&hl=en&as_sdt=2000
http://www.springerlink.com/index/N50061240080323K.pdf
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC2269038/
http://scholar.google.co.uk/scholar?q=related:_tzgapvUUt0J:scholar.google.com/&hl=en&as_sdt=2000
http://direct.bl.uk/research/2D/09/RN225777160.html?source=googlescholar
http://scholar.google.co.uk/scholar?cluster=15948042994450488574&hl=en&as_sdt=2000
http://direct.bl.uk/research/31/5F/RN083858278.html?source=googlescholar
http://books.google.co.uk/books?hl=en&lr=&id=BbeWA-gbiiwC&oi=fnd&pg=PA319&dq=dhavendra+kumar&ots=ypzG1UDo44&sig=YNWoEHRedgMMIZv0AujtFLIxlZQ
http://scholar.google.co.uk/scholar?q=related:oobggchmL3sJ:scholar.google.com/&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?cluster=8876426401929004706&hl=en&as_sdt=2000
http://books.google.co.uk/books?hl=en&lr=&id=sWkolsW-K0QC&oi=fnd&pg=PA59&dq=dhavendra+kumar&ots=qS_adjbADj&sig=V2GGwU0nuvzFmw1W9e69IsxVsWU
http://scholar.google.co.uk/scholar?q=related:MSJ1iRv0M3wJ:scholar.google.com/&hl=en&as_sdt=2000
http://scholar.google.co.uk/scholar?cluster=8949765283622756913&hl=en&as_sdt=2000
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26. EPIDEMIOLOGY OF GENETIC DISEASES 

IC VERMA, D KUMAR - Genetic disorders of the Indian …, 2004 - books.google.com 

CHAPTER 4 EPIDEMIOLOGY OF GENETIC DISEASES ISHWAR C. VERMA, DHAVENDRA  

KUMAR 1. INTRODUCTION The Indian subcontinent includes several developing  

countries-India, Pakistan, Sri Lanka and Bangladesh. The infant mortality rate in these ...  

Related articles  

 

27. GENETIC NEUROLOGICAL AND PSYCHIATRIC DISEASES 

… KUMAR, MA PATTON, A KUMAR - Genetic disorders of the …, 2004 - books.google.com 

CHAPTER 16 GENETIC NEUROLOGICAL AND PSYCHIATRIC DISEASES DHAVENDRA  

KUMAR, MICHAEL A. PATTON, AJITH KUMAR 1. INTRODUCTION Recent advances in molecular 

biology have ushered in a new era of Neurology. In recent years, more and more genetic ...  

Related articles  

 

28. [CITATION] Neurogenetics, edited by SM Pulst 

D Kumar - American Journal of Medical Genetics Part A, 2001 - interscience.wiley.com 

It is also possible that your web browser is not configured or not able to display style sheets.  

In this case, although the visual presentation will be degraded, the site should continue to be 

functional. We recommend using the latest version of Microsoft or Mozilla web browser to ...  

BL Direct  

 

29. [CITATION] Molecular Mechanisms of Neurodegenerative Diseases, edited by Marie-

Françoise Chesslet 

D Kumar - American Journal of Medical Genetics Part A, 2002 - interscience.wiley.com 

It is also possible that your web browser is not configured or not able to display style sheets.  

In this case, although the visual presentation will be degraded, the site should continue to be 

functional. We recommend using the latest version of Microsoft or Mozilla web browser to ...  
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complex metabolic disorder complicated with potentially severe manifestations. Related 
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60. Society held at the Royal College of Physicians, London on 5 and 6 December 1986 

nih.gov [PDF]R HARRIS - Journal of Medical Genetics, 1987 - ncbi.nlm.nih.gov 

Page 1. Journal of Medical Genetics 1987, 24, 235-249 Abstracts of the meeting of the 

Clinical Genetics Society held at the Royal College of Physicians, London on 5 and 6 
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XIV PAST ACTIVITIES AND ROLES 

This section includes all clinical, academic, research and professional duties and commitments 

from 1 August 1980 to my retirement from UK NHS on 31 October 2017. 

 

1. Clinical duties 

i) Paediatrics: Five years post medical qualification and registration training in Paediatrics 

with 10 years’ experience in Community Paediatrics. 

ii) Medical/ Clinical Genetics: 

Over 40 year experience (since 1980) in medical genetics including general clinical 

genetics, clinical dysmorphology (malformation syndromes), paediatric genetic disorders, 

neuro-genetics, cancer genetics and cardiovascular genetics. 

During 1980 to 2004, I held various clinical positions as clinical assistant, associate 

specialist and locum consultant in the Centre for Human Genetics, Sheffield Children’s 

Hospital and Department of Medical Genetics in Nottingham, Oxford and Exeter. In 1997, 
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I was accredited as Board Certified Clinical Geneticist with the American Board of Medical 

Genetics. Later I secured my UK Specialist Register in Clinical Genetics, the General 

Medical Council, UK. 

 

2. Specialist genetic service development  

 

This section ( from 1 November 2004) includes my role and professional commitments as 

Consultant in Clinical Genetics, All Wales Medical Genetics (now Genomics) Service (AWMGS) 

based in the University Hospital of Wales, Cardiff, Wales, UK. 

 

i)Clinical 

General Clinical Genetics 

Paediatric genetics- clinical dysmorphology 

Clinical cardiovascular genetics 

As the Lead Consultant for Cardiovascular Genetics service for Wales, I was actively involved 

in a number of clinical, academic and professional activities. I organised a multi-disciplinary 

team for developing an integrated ‘All Wales Service for Inherited Cardiovascular Conditions” 

within AWMGS: 

Actively pursued service development for Wales cardiac genetic service 

Preparing the clinical service plan and protocols 

Preparation of clinical care pathways/ protocols for clinical referrals, molecular genetic 

testing and managing family members with a history of ‘sudden cardiac death’ 

Organizing the NHS multi-disciplinary team for providing a World class service for patients 

and families with inherited heart disorders across Wales 

Active participation in setting up the National level service for families affected with sudden 

cardiac death in a close relative as laid down in the National Service Framework for England 

and Wales. 

Organising & Leading the All Wales Cardiovascular Genetics Interest Group 

 

ii) Teaching & Training 

Undergraduate (MB) teaching Cardiff University School of Medicine (2007 to date) & Swansea 

School of Medicine (2007-2009) 

Intercalated BSc in Medical Genetics, Cardiff University (2009 to date) 

Educational supervisor- Clinical Genetics 

MSc in Genetic Counselling, Cardiff University; 2006 to date 

Co-Supervisor, PhD, University of Bristol & Cardiff (2009 to present) 

External examiner D.Sc, Queens University Belfast, N-Ireland, 2010 

 

iii) Management 

Clinic referrals, appointments, supervision and follow up 

Clinical audits 
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Clinical review meetings 

Weekly Consultant meetings 

Monthly Journal Club 

 

iv) Research Management & Governance 

R&D Lead for All Wales Medical Genetics Service, 2011- date 

R&D Lead for the Specialist Services Division, Cardiff & Vale University Health Board (CVUHB), 

2011 to date 

Member of the CVUHB Research Governance Board, 2011- date. 

Member of the Steering Committee, Research Design and Conduct Service (RDCS), National 

Institute of Social and Healthcare Research (NISCHR) 

 

v) Cardiovascular genetics research  

1. ‘Aortic dilation prevention by Irbesartan in Marfan Syndrome (AIMS)- Lead investigator for 

Wales in this BHF funded multi-centre clinical trial coordinated by the Royal Brompton 

Hospital, London. 

2. ‘Genomic profiling in chemotherapy related cardiomyopathy’, this study aims to carry out 

genomic profiling in chronic heart failure due to chemotherapy related cardiomyopathy using 

the next generation sequencing methods.  

3. ‘Molecular autopsy in sudden cardiac death’ a collaborative multi-centre study with ‘The 

Heart Hospital’, London to explore the utility of molecular autopsy in assisting coroners in 

establishing the cause of unexplained sudden death. 

4. ‘Unmet needs of families in Wales affected by sudden arrhythmic death syndrome (SADS): 

A focus group and interview study’- this study aims at studying to identify unmet information 

and support needs of families across Wales who have experienced a sudden unexplained 

death in a close family member. Part of higher degree (D. Ed) thesis, the University of Bristol, 

UK. 

5. ‘Molecular heterogeneity of ion channel genes in sudden arrhythmic death syndrome 

(SADS)’- This study is focussed on extending molecular analysis in affected patients with SADS 

including whole genome sequencing. 

6. ‘Family and community experiences of sudden unexplained/cardiac death including the 

role of coroner’, funded by the UK Education and Social Research Council (ESRC) and the 

Sudden Arrhythmic Death Syndrome (SADS-UK), charity; Centre for social and economic 

applications of genomics (Cesagen), Cardiff University, UK; this work is included in the Thesis 

for PhD, Cardiff University- conferred in July 2017. 

3.  Academic experience and profile  

 

i) University of Lucknow, India 

Prior to embarking and beginning my career pursuits in medical genetics, I was successful in 

securing a two years’ grant (1977-1979) for cytogenetic studies in selected childhood mental 

retardation syndromes. The project was hosted by the Department of Paediatrics, King 
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George’s Medical College (now University), Lucknow, UP, India. This project was funded by 

the Council for Scientific and Industrial Research (CSIR) of the Department of Science and 

Technology, Government of India. The project was jointly conducted with the help of the 

Director of the National Botanical Research Laboratory in Lucknow. 

Since moving away from my alma mater, I maintained close links and kept myself 

informed with medical teaching and academic progress. In 2012, with the support of the then 

Vice Chancellor, I established and sponsored an award to acknowledge and recognise 

research and development of the young Faculty within 10 years of initial career. This award, 

popularly known as the ‘Professor Dhavendra Kumar Young Investigator’ award is conferred 

annually on one distinguished junior Faculty from any department of the King George’s 

Medical University. It carries a Gold Medal and the Certificate with citation. In addition, the 

successful Faculty is invited to deliver the Oration sharing the outcomes and achievements of 

the research and setting out the vision for the future. 

ii) University of Sheffield, England, UK 

During my tenure in the Sheffield Children’s Hospital (1980 to 2002), I worked as Honorary 

Tutor in Medical Genetics, the University of Sheffield. I pursued research in hereditary 

spinocerebellar ataxia and related disorders. The main purpose was to explore and collate 

evidence for clinical and genetic heterogeneity. This research project was funded by the NHS 

Locally Organised Research Scheme. The outcome of this work is evident from key 

publications (see Section 8-List of Publications). The whole research report and details are 

embedded in the thesis for Master in Medical Science (MMedSci) conferred in 1987 at the 

Convocation of the University of Sheffield, UK. 

iii) University of Oxford, England, UK 

I have had close links with the University of Oxford while working in the Sheffield Children’s 

Hospital and as well as the Locum Consultant in Clinical Genetics in the Oxford Regional 

Clinical Genetics Service. Main activities include- 

a) Collaborative research in Stickler syndrome with the Late Professor Bryan Sykes Connective 

Tissue Laboratory, Institute of Molecular Medicine, John Radcliffe Hospital, Oxford. This work 

led to a key publication (see Section 8.2- List of Publications). 

b) Collaborative research with Professor Andrew Wilkie on molecular genetics of 

brachydactyly in his laboratory of the Institute of Molecular Medicine at the John Radcliffe 

Hospital, Oxford. 

c) Join collaboration and consultation with the Late Professor Sir David Weatherall, Founding 

Director of the Institute of Molecular Medicine at the John Radcliffe Hospital (Oxford) for 

collating evidence and information on genetic disorders of the Indian subcontinent. This work 

is published as a monograph ‘Genetic disorders of the Indian sub-continent’ published by 

Kluwer-Springer (see Section 9- Journals and Books). 

D) Joint collaborative research on genomics for healthcare. This project required frequent 

meetings and consultations with the Late Professor Sir David Weatherall, Founding Director 

of the Institute of Molecular Medicine at the John Radcliffe Hospital (Oxford). This work later 
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became the basis of two major books related to genomic medicine and healthcare (see 

Section9- Journals and Books). 

iv) Cardiff University School of Medicine- Research and Development 

1. As the CVUHB R&D Lead for Specialties Division (Clinical Board) and Medical 

Genetics, I gained an insight and knowledge on the R&D structure, functioning 

and administration of R&D including that of Cardiff University and local 

research ethics committee. 

2. As a member of CVUHB Research Governance Group, I actively participated in 

various activities including reporting/ handling of serious adverse events and 

issues related to investigational medical products. 

3. As the R&D Lead, I actively participated in financial management and 

Directorates’ R&D allocations. 

4. As the Principal Investigator of the multi centre clinical trial for Marfans 

syndrome (The AIMS study), I have knowledge and good understanding of 

organizing and managing clinical trials. Currently I am actively involved with the 

Clinical Research Facility team for day-day conduct of this trial along with co-

investigators, Prof. Alan Fraser and Dr. Dirk Wilson. 

5. I served as one of the key local investigators for participating/ engaging in multi 

centre research in Rare Genetic Diseases as part of the ‘Musketeers’ 

Agreement’ on behalf of the National Institutes of Health Research (NIHR). 

6. In addition, I also contributed to the  am international genomic research 

through my contacts with the Human Genome Organization, Human Variome 

Project and a number of commercial pharmaceutical groups engaged in 

collaborative research including clinical trials. 

 

4. Education and Training 

 

i) Accredited courses, seminars and symposia 

Actively pursued planning, developing, leading organisation of the following professional 

courses, seminars and conferences: 

a) Genetic disorders and people from the Indian subcontinent-challenges for clinical 

services in the NHS. Two-day symposium organised in Cardiff, with Wales Gene Park, 

22-23 November, 2005.  

b) “Challenges of genetics and genomics for the Indian subcontinent”, organised a pre-

congress satellite symposium at the 11th International Congress of Human Genetics, 

6-10 August, Brisbane, Australia. 

c)“Challenges of cardiovascular genetics- The Cardiff symposium”- 22/23 November 

2007 and 23/24 Nov. 2009 Cardiff. Two day educationally approved symposium to 

focus on recent developments, current practice and issues in delivering the cardiac 

genetic services in the UK. 
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d)“Clinical Medicine in the Genome Era”, 26-27 February 2009, Cardiff. A two-day 

International symposium to review recent developments in genome sciences and 

technologies as applied to the practice of modern medicine. 

e)“Short course on clinical cardiovascular genetics”, 30-31 January 2010, Bangalore, 

India 

f)“Current trends in Clinical Genetics & Genomic Medicine”, 21-24 March 2011, 

Chettinad Health City, Chennai, India 

g)“Current practice of genetic and genomic medicine”, 26-27 March, Apollo Hospital, 

New Delhi, India  

h)“Genetics and genomics in developing countries’, 5-7 September 2011, Annual 

conference of the British Society of Human Genetics, University of Warwick, UK 

i) “Inaugural meeting of the Association for Inherited Cardiac Conditions”, 23 

November 2011, Cardiff, UK 

j) “The Third Cardiff Symposium on Cardiovascular Genetics”, 24-25 November 2011, 

Cardiff, Wales, UK 

k) “FH and Cardiac study day”, part of the local training and continuous professional 

development programme for genetic counsellors and related health professionals; 

26th January 2012, Institute of Medical Genetics, Cardiff. 

l) “Genes and Human Malformations- Indian Birth Defects Conference”, 27-29 

February 2012, Bangalore, India; part of the Indo-UK Genetic Education Forum, jointly 

supported by CGS/BSHG and hosted by the Centre for Human Genetics, Indian 

Institute of Science, Bangalore, India 

m) “The Second International Genomics Conference- Genomics for Healthcare and 

Socioeconomic progress”, 13-14 September 2012, sponsored by the Human Genome 

Organisation-International and hosted by the Wales Gene Park, Cardiff University. 

n) “The First Indian Cancer Genetics Conference”, 23-25 January 2013, Advanced 

Center for Treatment, Research and Education for Cancer (ACTREC), Tata Memorial 

Cancer Trust, Mumbai, India; jointly organised by the Indo-UK Genetic Education 

Forum and ACTREC. 

o) “The Next Revolution of Genetics and Genomics”, 27-29 January 2013, 

Postgraduate Education Centre, Ram Manohar Lohia Hospital, New Delhi; jointly 

organised by the Indo-UK Genetic Education Forum with the Indian Academy of 

Medical Genetics and the Centre for Genetic Medicine, Sir Ganga Ram Hospital, New 

Delhi, India. 

p) “Current Trends in Genetic and Genomic medicine”, 31 January 2013, Dr Ram 

Manohar Lohia Post Graduate Institute of Medical Sciences, Gomti Nagar, Lucknow; 

jointly organised by the Indo-UK Genetic Education Forum 

q) “Gains of Genomic Research for Medicine and Biology”, The Ranbaxy Science 

Foundation Symposium, 4th February 2013, Institute of Immunology, New Delhi, India. 

r) “The Fourth Cardiff Cardiovascular Genetics Symposium”, organised by the Wales 

Gene Park, Cardiff University, 21-22 November 2013. 
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s) “International Birth Defects Conference”, Jointly organised on behalf of the Indo UK 

Genetic Education Forum, Wales Gene Park and the Human Genetics Unit, The 

University of Colombo, Sri Lanka; 9-11 Feb. 2014. 

t) Ophthalmic Genetics Seminar, 11 Feb 2014, Jointly organised on behalf of the Indo 

UK Genetic Education Forum, Wales Gene Park and the Human Genetics Unit, The 

University of Colombo, Sri Lanka. 

u) Indian Ophthalmic Genetics Conference, 15-16 Feb 2014, Jointly organised on 

behalf of the Indo UK Genetic Education Forum, Wales Gene Park and Narayana 

Nethralaya, Bangalore. India. 

v) “Genes and Genome”, 21st Feb 2014, invited speaker to the Seminar organised by 

the Dept. of Human Genetics, Guru Nanak Dev University, Amritsar, Punjab, India. 

x) “Joint UK-Dutch Clinical Genetics 2014”, 17-19 March 2014, Leiden, The 

Netherlands. 

y) Symposium on ‘Genomics in Developing Countries’, at the Annual Conference of 

the British Society of Genetic Medicine (BSHG), 17-19 September 2014, Liverpool 

Convention Centre, Liverpool, UK 

z) “Familial heart and blood disorders- International symposium”, 31 Jan-1 Feb 2015, 

Post Graduate Institute of Medical Education and Research, Chandigarh, India. 

Ab) “Seminar on Genomic and Molecular Medicine:, 3 Feb 2015, Himalayan Institute 

of Medical Sciences, Dehradun, Uttarakhand, India. 

Ac) “Genetics and Genomics basis of Clinical Medicine”, 9-10 Feb 2015, King George’s 

Medical University, Lucknow, UP, India. 

Ad) Clinical Genetics Society (UK), Spring Conference, 3rd March 2015, Royal College 

of Physicians, London. 

Ae) “International Cardiovascular Conference- 5th Cardiff Cardiovascular Genetics 

Symposium and the Annual Meeting of the British Congenital Cardiac Association, 17-

18 November, 2015, Cardiff, Wales, UK 

af) “4th Joint UK Dutch Clinical and Cancer Genetics Conference & Joint UK Dutch 

Dysmorphology Club, 7-9 March 2016, Cardiff, Wales, UK. 

Ag) Third International Conference on Birth Defects jointly with the Society of Indian 

Academy of Medical Genetics, 8-9 December 2016, All India Institute of Medical 

Sciences, New Delhi, India. 

Ah) ‘Clinical Workshops’ on Clinical Dysmorphology, Clinical Cancer Genetics and 

Clinical Reproductive Genomics, 10Dec.2016, All India Institute of Medical Sciences, 

New Delhi. 

Ai) ‘Current Trends in Cancer Genetics’, 12-14 December 2016, International 

symposium jointly with the Advanced Centre for Treatment Research and Education 

in Cancer (ACTREC), Tata Memorial Cancer Hospital, Mumbai, India. 

Aj) ‘Integration of Genomics in Medical Practice’, 15 December 2016, International 

conference jointly with the Seth GS Medical College and KEM Hospital, Mumbai, India. 
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Ak) Invited speaker to the ‘The lnternational conference on Genetic and Molecular 

Diagnostics in Modern Medicine, 17-18 December, 2016; Kamineni Institute of 

Medical Sciences, Hyderabad, India. 

 

ii) UNIVERSITY OF SOUTH WALES- ‘Diploma in Genomic Medicine and Healthcare’ 

 

Founding Clinical Director of the above distance learning online course, accredited by the 

Faculty of Life Sciences and Education, the University of South Wales, UK. This course offers 

medical practitioners and health professionals’ opportunity to learn and develop skills in 

fundamental aspects of genomic applications in clinical medicine and healthcare. The course 

includes 6 modules (three mandatory) with the option of ‘certificate’ and planned to be 

extended to the Masters level (MSc). 

 

5.Professional roles in genetics and genomics 

 

1. UK Wide National projects & Contributions 

a) Conference organiser for UK clinical Genetics Society (2014 to 2017) 

b) Council member- British society of genetic medicine (2015-2018) 

c) Field collaborator for the sanger genome centre project ‘Decipher Development 

Disorders- DDD’, 2007 to 2015 

d) Member Wales Genomic Medicine Consortium, part of the UK 100,000 genomes 

project (2014 to 2018) 

e) Represented Wales for the British Heart Foundation ‘Miles Frost Hypertrophic 

Cardiomyopathy’ project (2015 to date) 

f) Represented Wales for the British Heart Foundation Inherited Cardiovascular 

Conditions Steering Group (2017 to date) 

g) Founder member/ council member (formerly Trustee, Treasurer and National 

Secretary)- Association for Inherited Cardiac Conditions- AICC (2008 to 2018) 

 

2. International engagement 

a) Human Genome Organization 

Since 2010 closely associated with the International Human Genome Organization 

(HUGO)- serve as the HUGO Council Member, founding editor in chief of the HUGO 

Journal, member of the International Scientific Committee for the annual Human 

Genome Meetings and actively participated in prominent HUGO initiatives for raising 

awareness and promoting genetics/ genomics education in the emerging economies of 

the developing world. 

b) WHO- Grand Challenges of Genomics in Developing Countries 

Served on the International Advisory Committee to the World Health Organization’s 

project- on Genetics & Genomics for the Developing Countries’, (2010-2012) as part of 

the WHO Millennium Project. This included a 15 point plan that was included in the WHO 
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consultation document circulated to all Member Nations. Among many outcomes, recent 

global initiatives include plans for rare genetic diseases and pilot projects on the role of 

genomics in non-communicable diseases. 

c) Indo-UK Genetic Education Forum 

Set up and lead the Indo-UK Genetic Education Forum, an independent and voluntary 

group of dedicated British and European Clinical and Non-Clinical (Scientists) Genetics and 

Genomics professional interested in sharing and empowering genetics & genomics in 

South East Asian countries (Indian subcontinent). The Forum engages with senior 

clinicians, geneticists and related health professionals in major Centres and Institutions 

across India and Sri Lanka. Since 2010, the Forum has visited and delivered successfully 

many seminars, symposia and workshops on wide ranging subjects including congenital 

birth defects, inherited cardiovascular conditions, inherited metabolic diseases, neuro-

developmental disorders, inherited eye diseases, pre-natal and feto-maternal medicine 

and laboratory genetics. The Forum has organised future seminars to educate and equip 

medical and bio-sciences teachers through ‘Teaching the Teachers’ format workshops 

beginning January/ February 2015. The Forum has received overseas travel grants from 

the Wellcome Trust for two consecutive years (2014 & 2015). Governmental and Non-

Governmental agencies in India and Sri Lanka have supported the Forum through grants 

and providing complimentary manpower and conference facilities. The visiting Faculty has 

always enjoyed and found the experience most humbling, challenging, rewarding and 

enjoyable. 

The success of this initiative is evident from its expansion to a much broader role in 

promoting genomics in medicine and healthcare. I am now developing a new initiative 

encompassing the Forum and inviting many organizations, institutes, investigators and 

clinicians. The new project is appropriately named as the ‘UK-India Genomic Medicine 

Alliance’ (UKIGMA). Discussions are underway to seek funding from Wellcome-India DBT 

Collaboration and other agencies. 

h) Wales Gene Park- International liaison 

Since 2007, closely associated with the Wales Gene Park and now serving as the 

Director of the International Programme. Main activities include organising and 

leading Biennial Cardiff Cardiovascular Genetics Symposium (the Fifth planned for 

2015), Triennial Genomic Medicine & Health symposium (the Third planned for 2015), 

liaising with the Indo UK Genetic Education Forum, arranging and facilitating overseas 

visitors and providing a resource on International genetics and genomics programmes 

to Welsh medical, health and academic colleagues. 

e) International Scientific Committee of the Human Variome Project- International    

Consortium for Cardiovascular Genetics & Genomics 

The Human Variome Project is a major international initiative engineered and led by 

Prof. Dick Cotton in Melbourne, Australia. It is now approved and supported by 

UNESCO and WHO. I serve on the International Scientific Advisory Committee and 

closely associated with the Disease Specific Genetics Programme aimed at systematic 



Dhavendra Kumar_CV_ January 2025 

 

 

294 

collection of major clinical phenotypes and correlation with gene mutations and 

variants. My role is with the inherited cardiovascular conditions. I have started 

organising the International cohort working in the field of cardiovascular genetics and 

genomics. Several groups across many continents are partners of the Consortium. The 

NIH funded Harvard Medical School led International Collaboration for Clinical 

Genomics has offered to work with the Consortium. 

h) Advisor/ Facilitator for the International Visiting Fellowships of British Society of 

Genetic Medicine/ Clinical Genetics Society-UK 

I am actively involved with the International programme of the British Society of 

Genetic Medicine and its affiliated organisation the UK Clinical Genetics Society. My 

role is with the selection of annual visiting International Fellows. In addition, I am also 

working with others for developing an online module for Clinical Genetics teaching 

and assessment. This is expected to be self –sufficient and aimed at facilitating 

interested primary and secondary care medical and health practitioners in developing 

countries to practise equipped with basic competencies in clinical genetics. 

         g) Cardiff University-India Collaboration for biomedical education 

Following the successes of the annual Indo-UK Genetic Education Forum seminars and 

workshops, I have developed professional links with several key professionals in the 

health and academic sectors. Apart from genetics and genomics, these senior people 

desire a strong base for biomedical education and research in South East Asia. Leading 

countries of the region (India and Sri Lanka) have set up policies and funded projects 

for creating massive and highly ambitious Advanced Bio-Technology and Bio-Medical 

Centres and Institutes. However, the progress is seriously hampered due to lack of 

adequately trained and skilled clinicians, health professionals, research scientists and 

laboratory staff. I have initiated small pilot projects with few Institutions in India 

including setting up an MSc in Genetics and Molecular Biology, providing teaching and 

supervisory input as the Visiting Professor. In addition, I am providing information and 

guidance for developing plans and strategy for Bio-Medical Research. 

Recently, I arranged a visit of the Vice Chancellor of a new Medical Health 

University in Dehradun, the capital city of the State of Uttarakhand in North India. This 

visit, facilitated by the Cardiff University International Engagement and Innovation 

unit, has initiated dialogue and discussion for series of projects on new born screening, 

surveillance and registry of major birth defects, surveillance and prevention of oral 

cancer and supporting medical and bio-sciences teachers for enhancing skills and 

competencies based on the ‘Teaching the Teachers’ model. I am working with key 

people here in Cardiff and India for the successful launch of the Cardiff University-

India Collaboration. 

 

       h) ‘Promoting genetics and genomics in developing countries’  

Established close links with several genetic and clinical colleagues in India, China, The 

Philippines, Thailand, United Arab Emirates, Saudi Arabia, Israel, Brazil, South Africa 
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and Argentina. I led the dedicated session on this at the BSHG annual conference (5-7 

September 2011) held in Warwick University. This is planned to move further ahead 

during the 2015 BSGM annual conference (22-24 Sept. 2014) in Liverpool. 

i) Member, Expert Panel for WHO Grand Challenges Project on Genomics and Public 

Health in Developing Countries, July 2011 to date. 

j) Founder/ Director of the UK India Genomic Medicine Alliance (UKIGMA), on behalf of 

the Genomic Medicine Foundation UK Ltd. This alliance is now seeking collaboration for 

research, teaching and training related to human genomics in medicine and healthcare. 

Series of Memorandum of Understanding (MOU) are set up with key Academic 

Institutions and Universities across India and Sri Lanka.  

XV CERTIFICATES, TESTIMONAILS AND PHOTOGRAPHS 

i) Doctor of Medicine (MD) in Paediatrics 

 

 

ii) ECFMG Certificate 
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iii) Fellowship Royal College of Physicians, London (FRCP) 

 

iv) Fellowship Royal College of Physicians Ireland (FRCPI) 
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v) BMA Medical Book Awards 2017 
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vi) Books presentation to the Director, Oxford University Press, New York 
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vii) Newspaper report on the Public Lecture delivered in India (February 2015) 

 

viii) Presentation of the ‘HIND RATTAN’ (Jewel of India) Award 
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ix) Convocation ceremony for Doctor of Science (Honoris Causa) 
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x) Guest of Honour, 111th Foundation Day, King George’s Medical University, 

Lucknow, India (2015) 

 

xi) ‘Guest of Honour’, Society of The Indian Academy of Medical Genetics, 2015 
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xii) Scientific summit of Oversease Scientists and Technologists, Government of 

India (VAIBHAV), 2020 

 

xiii) Session Chair, Festival of Genomics & Biodata, Busines Design Centre, London, 

UK. 25-26 January 2023 

 

 

 

 

 

 

 

                  

 

 

              Dr. Dhavendra Kumar 
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(xiv) Life Time Achievement Award, Global Association for Physicians of Indian Origin 

(GAPIO), 11 February 2023 

 

XVI SOCIAL AND COMMUNITY SERVICE 

i)Founder President- India Wales Club Ltd., Registered Charity No. 12586649; 2018 to date 

“Independent charitable organisation for friendship and fellowship among Peoples of the 

Indian Heritage including families and friends” 

 

ii) President- The Rotary Club of Cardiff, Charter date 1917; 2020 to date 

As a Rotarian and President of one of the oldest Rotary Clubs in Britain, I actively led and 

contributed for the food bank during the Covid-19 lockdown. The Club is actively involved 

supporting the Cardiff Marathon and Disabled Sports activities & events. 
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XVII APPENDICES  

1. Selected published papers and articles 

1. Kumar, D. and Mittal, M., 2021. India's COVID-19 emergency: overarching conclusions belie 

facts. Lancet, 397, p.1683. 

https://bookcafe.yuntsg.com/ueditor/jsp/upload/file/20210715/1626311944811091809.pd

f; 

 

‘The Editors1 draw attention to India’s economic capabilities, the challenges of a huge diverse 

population, and the dangers of false optimism amidst a second wave of SARS-CoV-2. However, 

some overarching conclusions belie facts and evidence.’ 

 

2. Kumar, D., 2021. The Genomic and Precision Medicine in Clinical Practice: Current 

perspectives and future directions. The Physician, 6(3), pp.1-10.; www.physicianjnl.net; 

https://doi.org/10.38192/1.6.3.1 

 

‘An important milestone in the history of medical science is the recent completion of the 

human genome sequence. The progress on identification of approximately 22,000 homo 

sapiens genes and their regulatory regions provides the framework for understanding the 

molecular basis of disease. This advance has also laid the foundation for a broad range of 

genomic tools that can be applied to medical science.’ 

 

3. Nisselle, A., Janinski, M., Martyn, M., McClaren, B., Kaunein, N., Maguire, J., Riggs, E.R., 

Barlow-Stewart, K., Belcher, A., Bernat, J.A. and Best, S., 2021. Ensuring best practice in 

genomics education and evaluation: reporting item standards for education and its evaluation 

in genomics (RISE2 Genomics). Genetics in Medicine, 23(7), pp.1356-1365. www.mq.edu.au;  

 

‘Purpose Widespread, quality genomics education for health professionals is required to 

create a competent genomic workforce. A lack of standards for reporting genomics education 

and evaluation limits the evidence base for replication and comparison.’  

 

4. Elliott, P., Lambiase, P.D. and Kumar, D. eds., 2020. Inherited cardiac disease. Oxford 

University Press. www.books.oup.com ;  

 

‘Every year, thousands of people die or suffer chronic disability as the result of inherited 

diseases of the cardiovascular system. In many cases, diagnosis of inherited disease is delayed 

or missed owing to a lack of awareness, and an even greater number of relatives are exposed 

to unnecessary risk. This new edition of Inherited Cardiac Disease provides a comprehensive 

summary of the aetiology, presentation, and management of genetic disorders of the 

cardiovascular system. Fully updated to reflect the advances in molecular genetic technologies 

http://www.physicianjnl.net/
https://doi.org/10.38192/1.6.3.1
http://www.mq.edu.au/
http://www.books.oup.com/
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and the publication of national guidelines for the management of families with inherited 

cardiac diseases, it retains the first edition's broad scope and applicability to all members of 

the multidisciplinary team, from specialists in cardiology and clinical genetics, to genetic 

counsellors, paediatricians, nurse specialists, and GPs who may come into contact with 

families presenting with inherited cardiac diseases. Containing both a short section on the 

general principles of cardiovascular genetics, individual disorders are then examined in detail, 

each featuring a clinical summary, diagnostic tests and special investigations, and treatments 

relevant to each inherited cardiac disease. Written in the succinct bullet-point style of the 

Oxford Specialist Handbooks, this new edition of Inherited Cardiac Disease delivers key 

information in an accessible manner, and is an invaluable guide to anyone who works with 

patients who are affected by inherited diseases of the cardiovascular system in their practice.’ 

 

 

5. Kumar, D., Steele, E.J. and Wickramasinghe, N.C., 2020. Preface: The origin of life and 

astrobiology. Advances in Genetics, 106, p.xv. www.nih.gov  

 

‘Charles Darwin is historically renowned for his theory of evolution as the basis of variation of 

biological life that exists around us. Similar views were also echoed by the contemporary 

biologist, Alfred Russel Wallace, who is credited with independently conceiving the theory of 

evolution through natural selection. His paper on the subject was jointly published with some 

of Charles Darwin’s writings in 1858. Despite strong opposition of the contemporary Christian 

Church of the time, gradually the natural selection theory for the biological evolution was 

accepted and remains pivotal to explain both inter- and intraspecies variation. However, a 

small section of theologists, philosophers and biologists continue to hold different views for 

the origin of life and its developments into numerous species and variation. Both schools, 

however, believe and acknowledge the genetic basis of life within the realms of nucleic acids, 

the ribose nucleic acid (RNA) and the deoxyribose nucleic acid (DNA). The fundamental 

questions remain—what must have been the earliest form of life on Earth? What is the 

relationship to life beyond Earth, if it exists at all?’ 

 

6. Kumar, D., 2020. The human genome and molecular medicine. In Clinical Molecular 

Medicine (pp. 3-16). Academic Press. 

https://www.sciencedirect.com/science/article/pii/B9780128093566000010; 

https://doi.org/10.1016/B978-0-12-809356-6.00001-0 

 

‘Since the discovery of the double helix structure of the nucleic acid, the focus of genetics 

moved ahead rapidly leading to the sequencing of human and many other genomes. This 

development, facilitated many genomic applications including medicine and healthcare. 

However, the developments in molecular biology and biotechnologies also led to introduction 

of molecular medicine. This chapter looks at the fundamentals of genomics in the molecular 

http://www.nih.gov/
https://www.sciencedirect.com/science/article/pii/B9780128093566000010
https://doi.org/10.1016/B978-0-12-809356-6.00001-0
https://www.sciencedirect.com/topics/medicine-and-dentistry/nucleic-acid
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context. It is expected that the reader will find contents of this chapter helpful in 

understanding and grasping the major components of clinical molecular medicine.’ 

 

7. Kumar, D., 2020. Molecular biology of acute and chronic inflammation. In Clinical Molecular 

Medicine (pp. 389-402). Academic Press. 

https://www.sciencedirect.com/science/article/pii/B9780128093566000228; 

https://doi.org/10.1016/B978-0-12-809356-6.00022-8 

 

‘Inflammation is a natural response of tissues and organs following acute or chronic trauma, 

acute infection, or acute immune-mediated tissue damage. It is spontaneous and often 

positive and beneficial in response to acute injury or invading pathogen. The pathogenesis of 

acute and chronic inflammation includes complex molecular pathways involving several 

genes, genetic/genomic polymorphisms, peptides, and many other molecules. This chapter 

provides a clinically relevant overview on molecular complexities of inflammation.’ 

 

8. Kumar, D., 2020. Integrated genomic and molecular medicine. In Clinical Molecular 

Medicine (pp. 535-543). Academic Press; 

https://www.sciencedirect.com/science/article/pii/B9780128093566000320; 

https://doi.org/10.1016/B978-0-12-809356-6.00032-0 

 

‘Despite tremendous advances in making an accurate diagnosis, most therapeutic programs 

lack precision and target the “average model patient.” While “one-size-fits-all-approach” 

treatments can be very successful for some patients, it often fails for many others. However, 

this has changed with rapid scientific and technical advances facilitating the practice 

of evidence-based personalized precision medicine. The power of evidence derived from 

genomic and molecular scientific advances is undisputed. The whole process involves a 

stepwise approach in building the holistic picture referred to as stratified medicine with the 

ultimate aim of individualized or personalized therapeutic interventions. The new exciting 

opportunity for stratified and personalized medicine is introduced in this chapter. The chapter 

discusses the integrated organization and delivery of the genomic and molecular medicine 

service.’ 

 

9. Kumar, D., 2020. Molecular medicine of diabetes mellitus. In Clinical Molecular 

Medicine (pp. 267-288). Academic Press. 

https://www.sciencedirect.com/science/article/pii/B9780128093566000150; 

https://doi.org/10.1016/B978-0-12-809356-6.00015-0 

 

‘This chapter provides the overview and highlights clinically relevant aspects of genetic, 

genomic and molecular bases of all forms of diabetes mellitus that are essential for all 

categories of clinicians including public health and allied healthcare professionals.’ 

 

https://www.sciencedirect.com/science/article/pii/B9780128093566000228
https://doi.org/10.1016/B978-0-12-809356-6.00022-8
https://www.sciencedirect.com/topics/medicine-and-dentistry/chronic-inflammation
https://www.sciencedirect.com/science/article/pii/B9780128093566000320
https://doi.org/10.1016/B978-0-12-809356-6.00032-0
https://www.sciencedirect.com/science/article/pii/B9780128093566000150
https://doi.org/10.1016/B978-0-12-809356-6.00015-0
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10. Kumar, D., 2020. Gene, genome, and molecular therapeutics. In Clinical Molecular 

Medicine (pp. 505-520). Academic Press. 

https://doi.org/10.1016/B978-0-12-809356-6.00030-7; 

https://www.sciencedirect.com/science/article/pii/B9780128093566000307 

 

‘Apart from understanding cellular and molecular mechanisms, the strength of molecular 

medicine is largely appreciated by diagnostic precision and exploiting molecular pathology for 

specific therapeutic interventions. In the previous chapters, information and discussion are 

confined to genetic and genomic basis of drug metabolism and drug response. In the current 

chapter, recombinant drugs and new therapeutic avenues targeting at specific genes, 

molecules, and cellular structures are discussed.  

There are many such approaches largely confined to biomedical research. However, few are 

now approved for clinical use, and the list is fast expanding. The chapter includes separate 

sections on stem-cell therapy, gene therapy, antisense oligonucleotides, ribozymes, RNA 

interference, aptamers, and CRISPR/Cas9 gene/genome editing. In keeping with the size and 

scope of the book, scientific and experimental details are avoided. Emphasis is given to 

potential clinical applications. There are key references cited at the end of chapter to assist 

interested reader and student for further reading.’ 

 

11. Kumar, Dhavendra (2023). “Genomic Healthcare in Modern Medicine”, Editorial, Special 

Issue ‘Genomic Medicine’, Apollo Medicine, Vol.20; Issue 2:91-92 

 

https://doi.org/10.1016/B978-0-12-809356-6.00030-7
https://www.sciencedirect.com/topics/medicine-and-dentistry/molecular-pathology
https://www.sciencedirect.com/topics/medicine-and-dentistry/biomedical-research
https://www.sciencedirect.com/topics/medicine-and-dentistry/ribozyme
https://www.sciencedirect.com/topics/medicine-and-dentistry/aptamer
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2.Professional profile- January 2022 

 

  
An alumnus (1968 batch) of the King George’s Medical College (now University) with MD in 

Paediatrics (1977). Highly acclaimed, globally acknowledged genetic and genomic clinician 

with special interests in clinical genetics and genomic medicine. He is credited with landmark 

contributions and achievements in genetic-inherited diseases of children, hereditary familial 

conditions of heart and blood vessels, applications of novel genomic principles and 

technology in genomic-precision medicine and public and population health genomics.  

He is honoured with Doctor of Science, Honoris Causa by the alma mater, KGMU 

Lucknow, Hind Rattan International NRI Award, the GAPIO-Siemens Medical Innovation 

Award and the Life Time Achievement Award of the King George’s Medical University Alumni 

UK. He is widely applauded for his sincere and persistent efforts for medical genetics as the 

integral part of medical teaching and practice across India and in other developing nations.  

  
A     B 

A) Prof. Kumar and Mrs. Anju Kumar with the Hind Rattan award 

B) Newspaper clip from the Times of India reporting on DSc (Honaris Causa) conferred 

at the 2015 Convocation of the alma mater King George’s Medical University, 

Lucknow, UP. 

Notable services, achievements, contributions and awards include- 

• Author/Editor of several peer reviewed research papers, articles and books. Main 

book titles include Genetic Disorders of the Indian Subcontinent; Genomics and 

Clinical Medicine; Principles and Practice of Genomic Medicine; Cardiovascular 

Professor Dhavendra Kumar, MBBS, MD, DCH 
(RCPSI), MMedSci, FRCPI, FRCP, FRCPCH, FACMG, 
DSc.(Hon) The William Harvey Research Institute, Bart’s 
and The London School of Medicine & Dentistry, Queen 
Mary University of London, UK. 
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Genetics & Genomics- Principles and Clinical Practice; Oxford Specialist Handbook 

Inherited Cardiac Disease; Medical & Health Genomics; Genomics and Society; 

Clinical Molecular Medicine-Principles & Practice; Genomic and Molecular Medicine 

e-book series and Advances in Genetics series. 

  
Selected books authored/ edited by Prof. Kumar 

 

 

Presentation of ‘Genomics and Clinical Medicine’ to Dr. A.P.J. Abdul Kalam

The President of India at the International Clinical Genomics Conference held

In New Delhi, India: In picture from left- Prof. Dhavendra Kumar; Dr. Steven 

Shearer(Canada);Prof. Ed Liu (HUGO President); Dr. Doron Lancet (Israel); Prof. 

Aravinda Chakravarty (USA) and Prof. Samir Brahmachari (Director General CSIR, India)
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Presentation of the book ‘Genomics and Clinical Medicine’ to the Late Former 

President of India, Bharat Ratna Dr. Abdul Kalam 

  

 

• The ‘Medical and Health Genomics’ book was ‘Highly Commended’ at the British 

Medical Association Annual Medical Book Awards (see Photo with Mrs. Kumar and 

Prof. Stylianos Antonarakis, Co-Auhtor, Geneva, Swtizerland 

 
 

• Founding Editor in Chief of bio-medical journals- Genomic Medicine (Kluwer-

Springer); Applied and Translational Genomics (Elsevier); Genomic and Molecular 

Cardiology (GMF-UK) and Current Trends in Genomic Medicine (GMF-UK) 
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• Founded/ lead the Indo-UK Genetic Education Forum committed to enhancing the 

knowledge and clinical skills base for diagnosis & management of wide ranging 

genetic-inherited diseases.  

• Founded-Lead the UK India Genomic Medicine Alliance (UKIGMA) to promote and 

enhance mutually beneficial collaboration-partnership in the fast-emerging field of 

genomic medicine and healthcare. The alliance is closely involved with the Genome 

India project through the Department of Science and Technology. 

 
• Established close links with India’s leading medical scientific academic institutions 

through the Memorandum of Understanding with KGMU-Lucknow and the JSS Higher 

Education Research Academy, Mysore, Karnataka. Main focus of MOU is to enhance 

and strengthen genomic and molecular elements in higher medical education and 

research. Similar links are under development with PGI, Chandigarh; AIIMS, Jodhpur 

and CMC, Vellore. 

• Holds honorary Professorial titles and academic links for higher genomic education 

and research in the Capital Medical University, Beijing; Shri Mata Vashno Devi 

University-Jammu Kashmir, PGI- Chandigarh, AIIMS-New Delhi, CMC-Vellore, SGPGI-

Lucknow, KGMU-Lucknow, Chettinad University-Chennai, Kasturba University-

Manipal and JSS Higher Education and Research Academy-Mysore. 

• Steered and contributed for establishing the KGMU Advance Centre of Research, 

leading research and professional development for precision medicine and 

healthcare. 

• Established the ‘The Professor Dhavendra Kumar Young Investigator Gold Medal’ to 

enhance research & academic contributions of the junior Faculty of KGMU, Lucknow. 

• Established and leads the new KGMU Alumni International Seminars series 

sponsored by the Genomic Medicine Foundation on behalf of the KGMU Alumni UK. 

• Continue and expand links with the India through active participation in collaborative 

projects, mainly the Genome India, UK-India Health Data and Bio-informatics Joint 

Centre, and served as a panelist in the PM Hon. Narinder Modi’s Global Summit of 

Indian Overseas Researchers and Academicians (Vaishvik Bhartiya Vaigyanik 

‘VAIBHAV’ Summit 202

• Leading ambassador for harnessing the genetic and genomic advances for improved 

healthcare in developing nations. Author-editor of the Oxford reference book 

!
UK#INDIA#GENOMIC#MEDICINE#ALLIANCE#

#

#

 

UK#INDIA#GENOMIC#MEDICINE#ALLIANCE#
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‘Genomics and Health in Developing World’, a unique resource for genetic-genomic 

status across all major developing nations.  

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

• Published memoirs December 2020: ‘Tryst with the Double Helix’ 

 
 

Detailed portrait of the life long struggle, resilience and perseverance in the United Kingdom 

for developing a successful and rewarding career in genetic and genomic medicine. An 

inspiring professional account and honest personal appraisal of learning and practising clinical 

and preventive medicine in and around the Double Helix. The book might inspire and help 

young bio-medical science & bio-technology graduates and Doctors for developing a career 

in genetics, genomics and related scientific disciplines. 

UK: https://www.amazon.co.uk/dp/B08QH3NT6F;  

USA: https://www/amazon.com/dp/B08QH3NT6F 

India: http/B08QH3NT6F 

https://www.amazon.co.uk/dp/B08QH3NT6F
https://www/amazon.com/dp/B08QH3NT6F
https://www/amazon/dp/B08QH3NT6F
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3.Selected recent academic and professional conferences 

1. ‘Genomics- From disease prevention to treatment: Population, Medicine and 
Society’, 2-5 October 2018, Haifa, Israel. 

 
 

Plenary Session: ‘Socio-Economic and Cultural Aspects” 
Key note lecture: ‘Socio-cultural aspects of genetic testing’ 

 
 

https://www.businessinsurance.com/article/20180110/NEWS06/912318426/Genetic-testing-kits-could-affect-life-insurance
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2. HUGO/ Human Genome Meeting 2019, Seoul, South Korea 
Workshop- “Genomic education and Training for Healthcare” 
 
 

 
3. “Global Genomic education and Training- Chellanges and Opportunity” 

March of Dimes Birth Defects Conference/ WHO South East Asia Region Office 
Colombo, February 2020 

 
 
     www.genomicmedicine.org 

 
The Global Consortium for Genomic Education (GC4GE) invites you to participate in 
a multi-disciplinary workshop and contribute to genetic and genomic education and 
training for application and translation of genomic advances and new developments 
in clinical medicine and healthcare.  
Title: “Development of targeted genomic education” 
Date: 23rd February 2020  Time: 10am to 4pm 
Venue: Colombo, Sri Lanka (Details to follow) 
Convenors: Professor Dhavendra Kumar (Cardiff/London, UK) 
  Professor Vajira Dissanayake (Colombo, Sri Lanka) 
 
 

    The Genomic Medicine Foundation (UK) 

 

http://www.genomicmedicine.org/
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4. 5th International Conference of Birth Defects, 21-23 November 2022, JSS Higher 

Education Academy, Mysore, India. 

 

5. The IX International Conference of Cardiovascular Genomic Medicine Royal College 
of Surgeons, Edinburgh, Scotland 
23-24 October 2023  
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6. International Genomics Education and Training Summit 

Sanger Genome Centre, Hinxton, Cambrdige, UK; 27-28 November 2023 
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7. 5th National Symposium ‘Genomic Medicine and Healthcare in Clinical Practice’ 

29th December 2023, Post Graduate Institute of Medical Sciences, University of Health 

Sciences, Rohtak, Haryana, India 
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8. Sixth International Conference on Birth Defects, 28-30 November 2024 
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9. International Symposium ‘Breakthroughs in Genomics and Genetics’ 

3-4 December 2024, Aligarh Muslim University, Aligarh, India. 
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11. Division of Cancer and Genetics Seminar, School of Medicine, Cardiff University, UK 

Seminar 7th January 2025 

“Integrated Genomics and Multi-OMICS for Clinical Diagnosis and Management” 
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12. Apollo Genomic Healthcare Seminar, 31st January 2025 
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13. Third International Genomic and Precision Medicine Symposium, 12th February 

2025, William Harvey Research Institute, Queen Mary University of London, UK 
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4.Social and Community service 

In addition to services to Medicine and Healthcare, Prof. Kumar has also actively 

engaged with many social and community welfare activities with notable 

achievements and recognition. Some of these roles include- 

i) President of the Hindu Samaj South Yorkshire District and developed a large 

dedicated Indian Community Centre along with the traditional temple in the city of 

Sheffield, South Yorkshire, England, UK. (1994 to 1997) 

ii) Founded Sheffield Multi-Faith Forum that was recognized by the Archbishop of 

Canterbury, the Head of Church of England promoting freedom and place to pray or 

worship across the UK wide hospitals, educational institutions and professional 

establishments. (1994-1998). 

iii) Founder of the India Wales Club for secular socio-cultural identity and welfare of 

the UK Indian diaspora. (August 2020 to date) 

iv) Organized and led the 150th Mahatma Gandhi Birth Anniversary’ grand event in 

Cardiff, UK (2nd October 2019) 

v) President-elect (2021-22) of the Cardiff Rotary Club, one of the oldest clubs 

founded in 1917. 

 

Acknowledgements: Grateful and humble thanks to my wife Anju, my children-Nikita & 

Ashish, my lovely grandchildren- Jaya, Arya, Anya, Krish & Anushka, colleagues, close peers 

and friends for their affectionate life-long support. Dhavendra Kumar, Cardiff, January 2025 

 


