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Education/Qualifications

Education

Qualifications

Distinctions/Merits

Professional History

Previous Appointments

01/08/84-31/01/85
01/02/85-31/07/85
01/02/86-30/04/86
01/05/86-31/10/86
01/11/86-30/04/87

01/05/87-31/10/87
01/02/88-31/07/88

01/08/88-31/01/89

01/02/89-28/02/90

01/03/90-28/02/91

01/03/91-31/08/94

01/09/94-30/09/98

01/10/98-30/09/04

01/10/04-30/09/06

Whitmore High School, Harrow
Pinner Sixth Form College
The Middlesex Hospital Medical School

1984 Bachelor of Medicine, Bachelor of Surgery (MB BS;
London)

1987 Diploma in Child Health (DCH; London)

1988 Membership of Royal College of Physicians (MRCP;
London)

1994 Doctor of Medicine (MD; London): Measurement of
growth hormone bioactivity using a lactogenic eluted stain
bioassay (ESTA)

1999 Fellowship of Royal College of Paediatrics and Child
Health (FRCPCH; London)

2000 Fellowship of Royal College of Physicians (FRCP;
London)

2023 Fellowship of the Academy of Medical Sciences 2023

1981 Merit in Pharmacology
1984 Merit in Clinical Pharmacology and Therapeutics

House Physician, Whittington Hospital, London

House Surgeon, St Alban's City Hospital, Hertfordshire
Casualty Officer, Whittington Hospital, London

Senior House Officer (SHO) Paediatrics, Edgware General
Hospital, London

SHO Paediatric Endocrinology, The Middlesex

Hospital, London

SHO Neonatology, Bristol Maternity Hospital, Bristol

SHO Paediatric Cardiology/Respiratory Medicine,

The Brompton Hospital, London

SHO Paediatric Haematology & Nephrology,

Hospital for Sick Children, Great Ormond Street, London
Registrar in General Paediatrics, Edgware General

Hospital, London

Registrar in Paediatric Endocrinology/Oncology, The
Middlesex Hospital, London

Research Fellow in Paediatric Endocrinology, The Middlesex
Hospital, London

Clinical Lecturer in Paediatric Endocrinology, Institute of
Child Health, London, and Great Ormond Street Children’s
Hospital, London

Senior Lecturer in Paediatric Endocrinology, Institute of Child
Health, London; Honorary Consultant in Paediatric
Endocrinology, Great Ormond Street Children’s Hospital and
University College London Hospital, London

Reader in Paediatric Endocrinology, Great Ormond Street
Children’s Hospital and University College London Hospital,
London



Other Appointments and Affiliations
Membership of learned societies

American Endocrine Society

British Society for Paediatric Endocrinology and Diabetes
European Society for Paediatric Endocrinology

Society for Endocrinology

Royal College of Physicians

Royal College of Paediatrics and Child Health

Academic Paediatrics Association

Growth Hormone Research Society

European Society for Endocrinology

Membership of Advisory Boards

Member of Medical Research Council College of Experts (2005 - 2009)

Member of GAIN (Genentech and Ipsen Network) International Advisory Board (2004 -
2007)

Member of Growth Hormone Advisory Group for submission to the National Institute of
Clinical Excellence

Member of Advisory Boards to Ferring, Ipsen, Novo, Pfizer and Serono

Editorial Boards and others

Member of Editorial Board for Clinical Endocrinology (2004-2007). This is the premier
British Clinical Endocrinology Journal.

Member of Editorial Board for Hormone Research (2007 onwards). This is the journal of the
European Society for Paediatric Endocrinology.

Member of the Editorial Board for Journal of Paediatric Endocrinology and Metabolism
(2007 onwards).

Member of the Editorial Board for International Journal of Paediatric Endocrinology 2009-
2015.

Associate Editor “Growth and Growth factors” and “Pituitary Disease”, Yearbook of
Paediatric Endocrinology 2007-12.

Appointed as a Non-Executive Director of The Company of Biologists Limited 2007 - 2013.
Appointed to the Advisory Board of Disease Models and Mechanisms 2007 - 2013.
Associate Editor Hormone Research — lead Editor for Mini-Reviews (2008 onwards).
Member of the editorial board for Journal of Clinical Endocrinology and Metabolism (2008 -
2012). This is the premier international journal of clinical endocrinology.

Member of Editorial Board of Frontiers in Paediatric Endocrinology (2010-3).

Specialty Chief Editor of Frontiers in Genomic Endocrinology (2010-3).

Specialty Chief Editor of Frontiers in Paediatric Endocrinology (2013-2015).

Advisory Board to Nature Reviews in Endocrinology (2012 onwards)

Senior Editor Endocrinology, Diabetes and Metabolism Case Reports (2013 - 2017)
Associate Editor Journal of Pediatric Endocrinology and Metabolism (2015 - 2019)

Senior Editor, Endocrine Connections (2021-current)

Examining Boards

Examiner to the Royal College of Paediatrics and Child Health (MRCPCH, DCH)
Member of Specialist Question-writing Group, RCPCH, 2007 — 2010

Appointed Senior Examiner RCPCH, 2018

Peer Review Activities

1. Grant Peer Reviews



I have reviewed grants for the following organizations:

Action Research, Birmingham Children’s Hospital Children Nationwide, Child Health
Research Appeal Trust (CHRAT), BBSRC, European Society for Pediatric Endocrinology,
Medical Research Council UK, Inserm, Michigan Diabetes and Endocrinology Centre,
GENOPAT, Qatar Foundation, Wellcome Trust

2. Review of Articles
I have refereed articles for the following journals:

Acta Paediatrica, American Journal of Human Genetics, Archives of Diseases in Childhood,
Canadian Journal of Medicine, Clinical Dysmorphology, Clinical Endocrinology,
Developmental Biology, Endocrinology, European Journal of Endocrinology, European
Journal of Medical Genetics, Genome Medicine, Growth Hormone and IGF 1 Research,
Hormone Research, Human Molecular Genetics, Journal of Clinical Endocrinology and
Metabolism, Journal of Clinical Investigation, Journal of Medical Genetics, Journal of
Pediatrics, Journal of Pediatric Endocrinology and Metabolism, Molecular and Cellular
Endocrinology, Lancet, Lancet Diabetes and Endocrinology, Lancet Child and Adolescent
Health, Nature Reviews in Endocrinology, Neuroendocrinology, NEJM, Pediatric Research,
Pituitary, PLOS Genetics

3. Abstract marking
I have marked abstracts submitted for annual meetings of the following societies:

British Society for Paediatric Endocrinology and Diabetes, European Society for Paediatric
Endocrinology, International Society for Endocrinology, Society for Endocrinology,
European Federation of Endocrine Societies, Endocrine Society USA, European Society for
Endocrinology.

4. PhD examinations:

Appointed as examiner to 11 PhDs:
Dr. Nicola Solomon

Dr. Michelle Pelling

Dr. Dan Hanson

Dr. Harvinder Chahal

Dr. Claire Hughes

Dr. Yu Sun

Dr. Seley Gharanei

Dr. Julia Kowalczyck

Dr. Nitash Zwaveling-Soonawala
Dr. Reena Perchard

Dr. Cecile Brachet

5. Appointments to Peer Review Committees

1. Appointed Chair of the Scientific Evaluation Committee for the EU-funded E-
Rare Call for “European research projects on rare diseases” 2007.

2. Appointed to Local ACCEA committee based at GOSH 2007-present.

3. Appointed to CEA committee of the British Society for Paediatric
Endocrinology and Diabetes



4. Invited to give evidence at “Growth Hormone Therapy and Biosimilars in
Clinical Practice Stakeholder Survey and Parliamentary Summit” meeting, Houses of
Parliament, February 24 2009

5. Appointed to MCRN/BSPED CSG 2010-current

6. Appointed to Clinical Reference Group for Specialist Commissioning
Paediatric Medicine, 2013-2016

7. Member of Scientific Advisory Board, Alliance4Rare, The Eva Luise and
Horst Kohler Foundation for Rare Diseases

Prizes, Awards and other Honours
Prizes

Royal College of Paediatrics and Child Health 1999: Donald-Paterson Prize for best
scientific paper published over the preceding two years [Mutations in the homeobox gene

HESXI1/Hesx1 associated with septo-optic dysplasia in human and mouse. Nature Genetics
19(2): 125-133].

European Society for Paediatric Endocrinology 1998: Henning-Andersen Prize for best
abstract (HESXI: a novel homeobox gene implicated in septo-optic dysplasia).

European Society for Paediatric Endocrinology 2010: Henning-Andersen Prize for best
abstract (Enhancement of the canonical Wnt pathway in Rathke’s pouch results in pituitary
tumours reminiscent of human adamantinomatous craniopharyngioma; awarded to Dr. Carles
Gaston-Massuet)

British Society for Paediatric Endocrinology and Diabetes 2010: Award for best
abstract to Dr. Carles Gaston-Massuet (Enhancement of the canonical Wnt pathway in
Rathke’s pouch results in pituitary tumours reminiscent of human adamantinomatous
craniopharyngioma)

Endocrine Society USA 2011: Young Investigator Award to Dr. Carles Gasto-Massuet
(The Wnt/p-Catenin effector Tcf3 is required for normal hypothalamic-pituitary
development)

Royal College of Paediatrics and Child Health 2013: Donald-Paterson Prize for best
scientific paper published over the preceding two years to Dr. Emma Webb [Webb EA,
O’Reilly MA, Clayden JD, Seunarine KK, Chong WK, Dale N, Salt A, Clark CA, Dattani
MT (2012) Effect of growth hormone deficiency on brain structure, motor function and
cognition. Brain 135 (Part 1): 216-227]

Other Prize-winning abstracts

Kelberman D, Mundlos S, Grueters A, Dattani MT (2008) Polyalanine tract mutations
within the transcription factor SOX3 are associated with variable hypopituitarism. 90th
Annual Meeting of the Endocrine Society USA, San Francisco, California, USA. Awarded
Best Poster Prize in section.

Schoenmakers N, Bochukova E, Agostini M, Schoenmakers E, Rajanayagam O, Keogh J,
Henning E, Reinemund J, Gevers E, Sarri M, Offiah A, Albanese A, Halsall D, Schwabe J,
Bain M, Lindley K, Muntoni F, Vargha-Khadem F, Dattani MT, Farooqi IS, Gurnell M,
Chatterjee K (2012) Growth retardation and severe constipation due to the first human,
dominant negative thyroid hormone receptor a mutation. Annual Meeting of the Society for
Endocrinology, Harrogate, UK. Winner Young Endocrinologist Clinical Prize.



Andoniadou C, Gaston-Massuet C, Reddy R, Jacques T, Dattani M, Martinez-Barbera JP
(2012) New insights into the molecular and cellular pathogenesis of human
craniopharyngioma: do pituitary stem cells underlie the origin of these tumours. 15%
International and 14" European Congress of Endocrinology (ICE/ECE 2012). Winner of
best basic science poster prize.

Sun'Y, Bak B, Schoenmakers N, van Trotsenburg ASP, Oostdijk W, Voshol P, Cambridge E,
White JK, le Tissier P, Mousavy Gharavy SN, Martinez-Barbera JP, Stokvis-Brantsma WH,
Vulsma T, Kempers MJ, Persani L, Campi [, Bonomi M, Beck-Peccoz P, Zhu H, Davis TME,
Hokken-Koelega ACS, Del Blanco DG, Rangasami JJ , Ruivenkamp CAL, Laros JFL, Kriek
M, Kant SG, Bosch CAJ, Biermasz NR, Appelman-Dijkstra NM, Corssmit EP, Hovens GCJ,
Pereira AM, den Dunnen JT, Breuning MH, Hennekam RC, Chatterjee KK*, Dattani MT*,
Wit JM*, Bernard DJ* (*Co-Senior Authors) (2013) Loss-of-function mutations in IGSF1
cause a novel, X-linked syndrome of central hypothyroidism and testicular enlargement.
Annual Meeting of the Society for Endocrinology. Winner of Clinical Endocrinology Trust
Prize for best clinical abstract.

Andoniadou CL, Le Tissier PR, Pevny LH, Dattani MT, Martinez-Barbera JP (2013) The
SOX2+ population of the adult murine pituitary includes stem cells with paracrine tumor-
inducing potential. 95" Annual Meeting of the Endocrine Society USA, San Francisco, USA.
Winner of Mara E. Lieberman Memorial Travel Grant Award for outstanding abstract
submitted by a woman.

Gaston-Massuet C, Le Tissier PR, Dattani MT, Martinez-Barbera JP (2013) Genetic and in
vitro inhibition of the Wnt/p catenin pathway results in amelioration of adamantinomatous
craniopharyngioma. 95" Annual Meeting of the Endocrine Society USA, San Francisco,
USA. Winner of Outstanding Abstract Award.

Gregory L, Rhodes S, Humayun K, Levy MJ, Greening J, Dattani MT (2014) Novel Lethal
Form of Hypopituitarism Associated with the First Recessive LHX4 Mutation. 96" Annual
Meeting of the Endocrine Society USA, Chicago, USA. Winner of Outstanding Abstract
Award.

Gregory LC, Shah P, Sanner J, Arancibia M, Hurst J, Jones W, Spoudeas H, Le Quesne
Stabej P, Ocaka L, Loureiro C, Martinez-Aguayo A, Williams H, Dattani MT (2018)
Mutations In MAGEL2. And L1CAM Are Associated With Congenital Hypopituitarism And
Arthrogryposis Annual Meeting of the Endocrine Society USA, Chicago, USA. Winner of
Outstanding Abstract Award.

Gregory LC, A novel missense variant in the gene encoding Fatty Acid Synthase (FASN)
associated with a unique multi-system disorder including hypopituitarism and
hypoparathyroidism. (2022) Annual Meeting of the Endocrine Society USA, Atlanta, USA.
Winner of Outstanding Abstract Award.

Awards/Achievements

Endocrine Society USA 1998: Quest Diagnostics Young Investigator Award (HESX!: a
novel homeobox gene implicated in septo-optic dysplasia).

Appointed as NIHR Investigator, 2006

BSPED Merck-Serono award for best research submission
£25,000

Dr. Vaitsa Tziaferi, Professor Mehul Dattani (PI)

2012: Listed in The Times Top 100 UK Children’s Specialists List



2014: Syndrome named after me: Webb-Dattani syndrome

2014: One of Best Reviewer of the Year awards for my services to Journal of Clinical
Endocrinology and Metabolism

2018-2023: Gold Clinical Excellence Award — awarded by ACCEA

2021: Award of Scientific and Clinical Excellence in Paediatric Endocrinology by the
Greek Paediatric and Adolescent Endocrine Society — Kalaitzoglou Prize

2022: Visionary Award 2022 Human Growth Foundation USA

2022: ESPE Research Award for substantial achievement in the field of paediatric
endocrinology

2023: Awarded Fellowship of the Medical Academy of Sciences (FMedSci)

2023: Awarded Honorary Membership of the Italian Society for Paediatric
Endocrinology and Diabetes (SIEDP)

Grants

2024-2026  ESPE Research Fellowship awarded to Dr. Dogus Vurrali: “Congenital
hypopituitarism: Genetic and Clinical Characterization of a Large Nationwide
Cohort” €140000; Sponsor Mehul Dattani

2024-2025  Donation of £100000 by the St. Piers family for the project “Optimisation of
biochemical control in children and young people with congenital adrenal
hyperplasia using novel biochemical assays” Mehul Dattani (PI)

2023-2026 ~ GOSH Children’s Charity/SPARKS
Understanding the role of cellular senescence in Rasopathies £249,917.99
Mehul Dattani (Col)

2023-2024: GOSH BRC
Minimally invasive cortisol and 170HP monitoring in Congenital Adrenal
Hyperplasia £14,500 Mehul Dattani (PI)

2022-2024:  Medical Research Foundation
Research into mutations causing pituitary endocrine disorders directly or
indirectly affecting growth and development £55,000 Mehul Dattani (PI)

2022-2029:  NIHR Discontinuation of GH treatment in pubertal children £1,852,244.98
Mehul Dattani (PI)

2021-2023: ROHHAD Association ROHHAD syndrome: Towards a Better Understanding
£131,844.55 Mehul Dattani (PI)

2020-2025:  Great Ormond Street Hospital Children’s Charity: Molecular Basis of Rare
Endocrine Developmental Disorders £500,000 — later used towards funding
Dr. Naresh Hanchate Mehul Dattani (PI)

2021-2024  MRC Clinical Academic Research Partnership Scheme Award to Dr. Harshini
Katugampola: 3 year funding £220,000 Elucidating and modelling complex



2021-2026

2018-2021

2018-2021

2017-2020

2017-2019

2016-2017

2015-2017

2015-2018

2013-2015

2014-2017

2013-2014

2013 -2015

postnatal steroid hormone changes in preterm infants. Supervisor/ICH
Partner Mehul Dattani

International Fund-raising Congenital Adrenal Hyperplasia (IFCAH)
Establishing novel improved biomarker profiles in congenital adrenal
hyperplasia. Euros 110,000 Awarded to Nils Krone, Mehul Dattani (Col)

Children with Cancer

Post-doctoral Fellowship Markers of Hypothalamic Dysfunction in children
with hypothalamo-pituitary axis tumours or pituitary maldevelopment
£250,000 Manuela Cerbone, Mehul Dattani (Sponsor)

European Commission
European Registeries for Rare Endocrine Conditions (EuRREcA)
Co-applicant — GOSH portion of Euros 12,689.83 (Total Euros 159,507)

GOSH Children’s Charity
Research Leader Award: Investigation of Disorders of forebrain, eye and
pituitary development £94,275 Mehul Dattani

Medical Research Foundation
Research into mutations causing pituitary endocrine disorders directly or
indirectly affecting growth and development £55,000 Mehul Dattani (PI)

GOSH Children’s Charity
Great Ormond Street Hospital Research Capacity Building £84,827 Mehul
Dattani (PI)

Medical Research Foundation
Research into mutations causing pituitary endocrine disorders directly or
indirectly affecting growth and development £100,000 Mehul Dattani (PI)

Children with Cancer UK

Characterization and assessment of potential biomarkers and novel drug
targets for childhood craniopharyngioma £458,728

Juan Pedro Martinez-Barbera (PI), Mehul Dattani (Co-I)

GOSH CC Midline Brain Tumour Interest Group £29,730 Mehul Dattani
(PI)

Action Medical Research

Investigating the protective effect of Non-steroidal Anti-inflammatory drugs
(NSAIDs) in craniopharyngioma tumours. £190,000

Carles Gaston-Massuet (PI), Tim Warner (Co-1), Mehul Dattani (Co-I)

GOSH Children’s Charity Clinical Research Starter Grant

Quantification of oxytocin and arginine-vasopressin in patients with complex
hypothalamo-pituitary disorders including septo-optic dysplasia

£49,734

Professor Mehul Dattani (PI), Dr. JP Martinez-Barbera, Dr. Helen
Aikenhead

British Society for Paediatric Endocrinology & Diabetes Research Award to
Dr. Hoong Wei Gan

Quantification of oxytocin and arginine-vasopressin concentration in patients
with complex hypothalamo-pituitary disorders including septo-optic dysplasia
and central nervous system tumours



2013-2015

2013-2016

2012-2015

2012-2015

2011-2012:

2011-2013

2011-2013

2011-2014

2010-2011:

2010-2011

£15,000
Professor Mehul Dattani (Co-investigator)

Great Ormond Street Hospital for Children Biomedical Research Centre Grant
Quantification of oxytocin and arginine-vasopressin concentration in patients
with complex hypothalamo-pituitary disorders including septo-optic dysplasia
and central nervous system tumours

£10,000

Professor Mehul Dattani (PI)

BUPA Cromwell Hospital Grant

Quantification of oxytocin and arginine-vasopressin concentration in patients
with complex hypothalamo-pituitary disorders including septo-optic dysplasia
and central nervous system tumours

£177 597

Professor Mehul Dattani (Sponsor)

Children with Cancer UK Charity/GOSH Children’s Charity
£79,152
Dr. JP Martinez-Barbera (PI), Professor Mehul Dattani (Co-investigator)

GOSH Children’s Charity

Research Leader Award: Investigation of Disorders of forebrain, eye and
pituitary development

£433,771

Professor Mehul Dattani

GOSH Children’s Charity

Research Leader Award: Investigation of Disorders of forebrain, eye and
pituitary development

£130,702

Professor Mehul Dattani

Novo Nordisk

Nordinet International Outcomes Study
£73,092

Professor Mehul Dattani

Pfizer

KIGS International Outcomes study
£73,092

Professor Mehul Dattani

MRC Australia

Functional analysis of a novel genetic mouse model for congenital growth
hormone deficiency

Australian $501299.00 - £259,112

Assoc Professor Paul Thomas (PI), Professor Mehul Dattani (Co-I)

GOSH Children’s Charity

Investigation of Disorders of forebrain, eye and pituitary development
£129,314

Professor Mehul Dattani

Biomedical Research Centre GOSH/ICH
Genotype-Phenotype correlations in Craniopharyngioma
£3000



2009-2012

2009-2011

2009-2012

2008-2009

2008-2009

2008-2010

2007-2010

2006-2008

2006-2009

2005-2009

Dr. Esieza Ikazoboh, Professor MT Dattani

BSPED Merck-Serono award

Investigation of the role of Kallmann genes in the aetiology of hypopituitarism
£25,000

Dr. Vaitsa Tziaferi, Professor Mehul Dattani (PI)

Birth Defects Foundation

Investigation of the genetic basis of congenital hypopituitarism in a cohort of
patients with complex developmental disorders

£120,000

Professor MT Dattani (PI), Dr. Maria Bittner-Glindzicz

Wellcome Trust

The role of Sox2/SOX2 in hypothalamo-pituitary development
£359,039

Professor MT Dattani (PI), Dr. Juan-Pedro Martinez-Barbera

Biomedical Research Centre GOSH/ICH

Establishing a molecular diagnosis of hypogonadotrophic hypogonadism
£3000

Dr. Vaitsa Tziaferi, Professor MT Dattani

ESPE Research Unit Small Grant 2008-2009

Endocrine and Genetic Characteristics of Uganda Pygmies

€7,500 (£6,140)

Professor Zeev Hochberg, Dr. Edison Mworozi, Dr. Cecilia Camacho-Hubner,
Professor MT Dattani

Child Growth Foundation

An investigation into the role of growth hormone on higher functioning in
children

£53,148

Professor MT Dattani (PI), Professor PC Hindmarsh, Dr. A Salt, Dr. N Dale

Child Growth Foundation

An investigation into the role of growth hormone on higher functioning in
children

£305,000

Professor MT Dattani (PI), Professor PC Hindmarsh, Dr. A Salt, Dr. N Dale

European Society for Paediatric Endocrinology

Investigation of the role of the transcription factors SOX2 and SOX3 in
disorders of eye, forebrain and pituitary development in humans
600,000 DK

Dr. S Alatzoglou, Professor MT Dattani (Sponsor of study)

Wellcome Trust

Characterisation and functional analysis of Hesx1-interacting proteins in
mouse and human

£235911

Dr. JP Martinez-Barbera (Principal Investigator, [PI]), Professor MT Dattani
(Co-investigator)

Child Health Research Appeal Trust award for a PhD studentship
Microarray Comparative Genomic Hybridization in the detection of



2004-2007

2004-2007

1999-2004

2002-2006

2002-2003

2003-2005

2002-2003

1998-2001

1999-2000

1999

submicroscopic chromosomal aberrations in patients with complex disorders
of pituitary development

£40,000

Dr. Maria Bitner-Glindzicz (PI), Professor MT Dattani (Co-investigator)

Medical Research Council

The role of SOX3 in disorders of forebrain and pituitary development in
humans

£260,724

Professor MT Dattani (PI), Dr. M Bitner-Glindzicz

Child Health Research Appeal Trust award for a PhD studentship

Role of Hesx1 in forebrain and pituitary development in mouse and man
£40,000

Dr. JP Martinez-Barbera (PI), Professor MT Dattani (Co-investigator)

Medical Research Council

Genetic Evaluation of Homeobox Proteins in Anterior Pituitary Development
(Career Establishment Grant)

£598,796

Professor MT Dattani (PI)

Eli Lilly
Optimisation of Growth Hormone treatment in short children born small for
gestational age based on a growth prediction model
£12,000
Professor MT Dattani (PI)

Medical Research Council

Genotype-Phenotype Correlation in children with congenital hypopituitarism
£42,556

Professor MT Dattani (PI)

Child Growth Foundation

Genotype-Phenotype Correlation in children with congenital hypopituitarism
£50,000

Professor MT Dattani (PI)

Child Health Research Appeal Trust (Pump-priming award)

The genetic basis of disorders of sexual differentiation

£8,788

Dr. JC Achermann (PI), Dr. CE Brain, Dr. PC Hindmarsh, Professor MT
Dattani (Co-investigator)

Child Health Research Appeal Trust award for a PhD studentship:

The role of homeobox genes Hesx1, Pitl, Propl and Lhx3 in human pituitary
development.

£38,250

Professor MT Dattani (PI), Professor MA Preece

Child Health Research Appeal Trust (Pump-priming award)

The role of the homeobox genes Pit/, Propl and Lhx3 in human pituitary
gland development

£16,000

Professor MT Dattani (PI)

European Society for Paediatric Endocrinology



1992

1995-2005

Analysis of the role of the PIT1, PROPI and LHX3 genes in Combined
Pituitary Hormone Deficiency

$10,000

Professor MT Dattani (PI)

European Society for Paediatric Endocrinology

Establishment of an Eluted Stain Assay for the measurement of GH in human
serum

$10,000

Professor MT Dattani (PI)

Travel grants from Endocrine Society, BSPED, ESPE, Society for
Endocrinology, UCL to Group
£6000

Invited lectures

1)

2)

3)

4)

5)
6)
7
8)

9)

10)

11)
12)

13)

14)

15)

16)

Speaker on: “Congenital Disorders of Hypothalamo-Pituitary Development™ at
the Paediatric Research Symposium, University of Leipzig, Germany, March
2024.

Speaker on: “The genetic complexity of Growth Hormone Deficiency and related
disorders — the plot thickens” at the International Conference of Bone, Growth
and Growth Plate, Manchester, February 2024.

Speaker on: SOD: Lessons learnt from a Single Centre Cohort” and “SOD: Future
Directions” at a Webinar on Septo-Optic Dysplasia for ENDO-ERN, January
2024.

Plenary speaker on “Congenital Hypopituitarism: Etiology, Diagnosis and
Treatment” at the 15" Annual Meeting of the Brazilian Congress of Paediatric
Endocrinology and Metabolism, Belo Horizonte, Brazil, December 2023
Speaker on: “Long-Acting Growth Hormone” at Pfizer India Webinar, October
2023

Speaker on: “Molecular defects in isolated GHD and multiple pituitary hormone
deficiencies” at GroAcademy meeting, Dubai, UAE, October 2023

Speaker on: “GHD Treatment: Landscape of future therapies "at GroAcademy
meeting, Dubai, UAE, October 2023

Plenary Speaker on: “Congenital Hypopituitarism” at the Swedish Society for
Paediatric Endocrinology and Diabetes, Stockholm, Sweden, November 2023
Plenary Speaker on: “Congenital Hypopituitarism: Discoveries and Challenges”
at SIEDP, Italian Society for Paediatric Endocrinology and Diabetes, Bologna,
Italy, November 2023

Speaker on: “Long-acting Growth Hormone” at SIEDP, Italian Society for
Paediatric Endocrinology and Diabetes, Bologna, Italy, November 2023

Speaker on “Management of SGA” in GH Deficieny webinar, October 2023
Speaker on “GHD: Challenges and Unmet Needs in Children” and Chair at
“Growth Hormone Deficiency Roundtable” webinar June 2023

Speaker on “Research Advances in the Growth Mechanism and Treatment of
Noonan Syndrome”- Chinese Society of Paediatric Endocrinology and
Metabolism Webinar, May 2023.

Plenary Speaker on “Molecular Basis of Congenital Hypopituitarism”at the 50
Annual Meeting of the Hellenic Endocrine Society, Thessaloniki, Greece, May
2023

Speaker on “Clinical Approach to Congenital Hypopituitarism” Nordic Webinar
Endocrinology, April 2023

Speaker on “Rare forms of Congenital Adrenal Hyperplasia” at 2022
International Forum on Standardized Diagnosis and Treatment of Children's
Growth and Development, December 2022, China (Virtual Meeting).



17)
18)

19)

20)
21)

22)

23)
24)
25)
26)
27)

28)

29)

30)
31)

32)

33)

34)
35)

36)

37)

38)

39)

40)

Speaker on “Congenital Hypothalamic disorders™ at ESPE Science Symposium,
Netherlands, 2022

Speaker on “Recent advances in understanding Congenital Hypopituitarism> 14"
Pituitary and Hypothalamus Meeting, Montpelier, France, September 2022
Speaker on “Molecular Basis of Congenital Hypopituitarism”at the Annual
Meeting of the European Society for Paediatric Endocrinology, Rome, Italy
September 2022

Speaker on “Molecular Basis of Congenital Hypopituitarism” at the Annual
Meeting of the Endocrine Society USA, Atlanta, USA, June 2022

Speaker on “GHD Treatment Challenges and Future solutions at Pfizer UAE
Virtual Meeting”, May 2022

Speaker (virtual) on “Genetics of Hypothalamo pituitary disorders - Bedside
implications” at the Pearls in Paediatric Endocrinology CME meeting at the Bai
Jerbai Wadia Hospital for Children, Mumbai, May 2022

Speaker on “The management of growth in Noonan syndrome” at the 25"
NovoNordisk Endocrine Nurse Workshop, Stratford, UK April 2022

ENDO TODAY Live Symposium, Hot Topics in Growth and Pituitary Disease:
Speaker on “Update on Congenital Hypopituitarism” December 02 2021
Speaker on “The management of growth in Noonan syndrome” Noonan
Syndrome Association, December 06 2021

Annual Scientific Meeting of the Irish Endocrine Society 2021: Speaker on:
“Congenital Hypopituitarism: Novel Insights into management”

Asia-Pacific Paediatric Endocrine Society (APPES) Fellows School 2021:
Speaker on “Management of Hypopituitarism” November 06 2021

Growth Hormone Research Society, India, 5" Annual Meeting: Speaker on
“Value of MRI in the management of GHD and associated conditions”. October
102021

Greek Paediatric and Adolescent Endocrine Society Annual Meeting: Speaker on
“Genetics of Hypopituitarism™ September 11 2021 Award of Scientific and
Clinical Excellence in Paediatric Endocrinology — Kalaitzoglou Prize

Paediatric Endocrine Education Dinner Speech, Queensland Ghildren’s Hospital,
Australia: Speaker on “Septo-Optic Dysplasia” July 14 2021

ESE Spotlight on Science: Speaker on “Masterclass in Congenital
Hypopituitarism” July 12 2021

2021 Human Growth Foundation (HGF) Endocrine Education Growth Lecture
Series Speaker on "Congenital Hypopituitarism: Recent Advances in
Management” June 14 2021

University of Michigan Department of Human Genetics Seminar Series: Speaker
on “The Molecular Basis of Congenital Hypopituitarism: Novel Genes, Novel
Phenotypes” May 11 2021

RSM/Society for Endocrinology Clinical Update in Genetics and Endocrinology
meeting: Speaker on “Genetics of Pituitary Disorders” May 06 2021

American Pediatric Endocrine Society (PES) International Plenary Speaker on
“Genetics of Pituitary Development”, May 01 2021

Meet the Professor speaker on “Management of Pituitary Hormone Replacement
Through Transition From Adolescence to Young Adulthood" at the Annual
Endocrine Society meeting USA, 2021 — March 23 2021

Speaker on “Diagnosis and management of GH deficiency” at the 15" SEHA
International Paediatric conference (GOSH Lecturer), March 19 2021

Speaker on “Genotype-Phenotype Correlations in Congenital Hypopituitarism” at
the Postgraduate school of Endocrinology and Metabolic Disease, University of
Milan, February 08 2021

Speaker on “Genetics of Hypopituitarism”™ at the Inaugural Virtual Academic
meeting of the Indian Society of Paediatric and Adolescent Endocrinology,
January 30 2021

Speaker on “Developmental disorders of the Pituitary” at University of Glasgow
Paediatric Endocrinology Research Group Online meeting, November 19 2020
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45)

46)

47)

48)
49)

50)

51)

52)

53)

54)

55)

56)

57)

58)
59)

60)

Speaker in the “Advances in Growth Disorders” symposium at the Spanish
Paediatric Endocrinology Society Annual meeting on “New Aspects of Congenital
Hypopituitarism”, Online Meeting, October 15 2020

Speaker on “Diagnosis and management of GHD — an update for 2020 at
“Growth and Thyroid” webinar for the Egyptian Paediatric Endocrinology
Society, September 24 2020

Speaker on “Genetics of Growth” in the “Linear growth: past, present and future’
sympsium at the 7" international meeting on Nutrition and Growth, London, UK
Webinar on “Congenital Hypopituitarism — an update on Approaches to
Diagnosis and Treatment?” Turkish Paediatric Endocrinology meeting June 26
2020

Speaker on “Molecular Genetics of Congenital Hypopituitarism™ at the Online
ViSPET Teaching course at Sheffield University, June 25" 2020

Speaker at the Finnish Society for Pediatric Endocrinology Spring Meeting 2020,
March 12 2020 (meeting in Lapland but my contribution was online due to
COVID-19). 2 lectures:

a) Development of the pituitary and hypothalamus

b) Management of Hypopituitarism

b

Speaker on: Noonan Syndrome — an Endocrine perspective into a genetic
disorder in a symposium entitled “Noonan Syndrome: A multi-disciplinary
approach” at the 25th Novo Nordisk® Endocrine Workshop, Thursday 27 -
Friday 28 February 2020, Stratford upon Avon

Speaker at P-E Connect meeting on “Molecular Basis of Congenital
Hypopituitarism”, Rome, January 2020

Meet the Expert session on “Management of Hypopituitarism” at the Annual
EDGE Meeting, Rome, December 2019

Inquisitor Session, Annual meeting of the British Society for Paediatric
Endocrinology, Cardiff, November 2019. I was “blind” questioned on a range of
endocrine scenarios by Dr. Tim Cheetham, Consultant Paediatric Endocrinologist
at Newcastle.

Speaker on “Molecular Basis of Hypopituitarism — unravelling of a complex
condition’ at the Annual Latin America Society pf Paediatric Endocrinology
meeting, Florianopolis, Brazil, November 2019

Speaker on “Molecular Basis of Congenital Hypopituitarism” at the FASEB The
Growth Hormone (GH)/ Prolactin (PRL) Family in Biology and Disease
Conference, Fort Lauderdale, Florida, USA July 2019

Speaker at “Growth Disorders: Theory to Practice” meeting, New Delhi, India,
April 2019 — 2 lectures:

a) Optimization of GH therapy in GHD

b) Genetics of GHD

Speaker on “Congenital Hypopituitarism — New Perspectives” at 6" ENDOPED
Conference, Timisoara, Romania, April 2019

Speaker at NovoNordisk Endocrinology Update Meeting on “Use of MRI in the
management of GHD” February 2019

Speaker on “Genetics of Pituitary Hormone Deficiencies” at the European
Neuroendocrine Association, Wroclaw, Poland, October 2018

Speaker on “What is Normal Growth — understanding normal growth” and
“Perspectives on managing growth disorders”at the IPSEN International
Children’s Growth Awareness day, Paris, France, September 2018

Speaker on “Genetics of Hypothalamo-pituitary disease” at the Paediatric
Research Symposium, Leipzig, Germany, July 2018

Speaker on “Challenges in the diagnosis of growth hormone deficiency” at the
International EDGE meeting, Rio de Janeiro, Brazil, June 2018

Speaker on “Challenges in the diagnosis of growth hormone deficiency” at the
Hong Kong Society for Paediatric Endocrinology and Metabolism, Hong Kong,
June 2018
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1)
72)
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75)
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77)
78)

79)

80)

81)

82)
83)
84)
85)
86)
87)

88)

Speaker on “Molecular Basis of Congenital Hypopituitarism” at the Forum on
Growth Hormone Research 2018, Kobe, Japan, June 2018

Speaker on “Hypogonadotrophic Hypogonadism™ at the International Workshop
on Sex Development and Maturation, Lubeck, Germany, February 2018

Speaker and Facilitator on the Henning Andersen course, Amsterdam,
Netherlands, December 2017

Facilitator of workshops at the Growth Hormone Research Society Consensus
Meeting on GH Biomarkers, Aarhus, Denmark, November 2017

Speaker on “Congenital Hypopituitarism” at the Ferring GOSH Endocrinology
Update, November 2017

Speaker on “Congenital Hypopituitarism” at the 11" Pituitary and Hypothalamus
workshop meeting, Jerez, Spain, September 2017

Lecturer and Faculty at the Speaker on “Disorders of Puberty” at the British
Paediatric Endocrinology Training School, Stratford, UK, July 2017

Plenary speaker on “Management of GHD” at the Romanian Society for
Endocrinology, Cluj-Napoca, Romania, June 2017

Speaker on “Management of Hypopituitarism™ at the West Midlands Regional
Training Afternoon, June 2017

Speaker on “Congenital Hypopituitarism” in INKEP meeting, Essen, Germany,
June 2017

Coordinator of Severe Insulin Resistance Expert Group, London, January 2017
Speaker on “Molecular Basis of Pituitary Development” at the Memorial
Symposium for Primus Mullis, Berne, Switzerland, January 2017

Speaker on “Congenital Hypopituitarism” at the Seminaire D’Endocrinologie
Pediatrique et Developpement, Paris, France, January 2017

Visiting Professor in Hong Kong, December 2016

Speaker on “Diagnosis and Management of Hypopituitarism” and “Disorders of
Sex Development” at the Chinese Society for Paediatric Endocrinology and
Metabolism (CSPEM) CME Forum, Wuhan, China, December 2016

Speaker on “Genetics of Hypopituitarism™ at INKEP meeting, Paris, France,
December 2016

Keynote lecture speaker at the 2016 Henning Andersen course, Zurich December
2016

Speaker at the 2"¢ Middle Eastern Endocrine Forum, Dubai, UAE, November
2016

Plenary Speaker at 2016 Congress of the Latin-American Society for Pediatric
Endocrinology: Congenital Hypopituitarism and Management of
Craniopharyngioma, Buenos Aires, November 2016

Speaker on “Effect of GH deficiency on brain structure and cognition” at the
Medical Dialogue on Growth and Metabolism meeting, Amsterdam, Netherlands,
November 2016

Plenary speaker on “Diagnosis of GH deficiency and related disorders”’and MTE
on “Optimization of GH therapy” at the Endocrine Society of India ESICON
2016, NewDelhi, October 2016

Speaker on ”Congenital Hypopituitarism” at the 10" Kent, Surrey and Sussex
Paediatric and Neonatal Research Day, Brighton, October 2016

Speaker on “Genetics of Hypothalamic Hamartoma” at Symposium on
Hypothalamic Hamartoma, London, September 2016

Speaker on “Congenital Hypopituitarism” at the INKEP meeting, London June
2016

Speaker on “Congenital Hypopituitarism” in”Hot Topics in Paediatric
Endocrinology”, Stockholm, Sweden, May 2016

Speaker on “Genetics of Pituitary Disorders” at the Italian Society for Paediatric
Endocrinology and Diabetology Summer School, May 2016

Speaker on Congenital Hypopituitarism at Scottish Paediatric Endocrine Group
meeting, Stirling, Scotland, May 2016

Facilitator and Speaker at GH workshop, Pfizer Best Practices and Controversies



in GH meeting, Berlin, May 2016

89) Speaker on “Congenital Hypopituitarism” at the annual meeting of the Endocrine
Society, Boston, USA, April 2016

90) Speaker on “Genetics of hypothalamo-pituitary-GH axis” at ENDOCONNECT
meeting, Bled, Slovenia, 2016

91) Speaker on “Why should paediatric and adult endocrinologists talk to each
other?” at the Society for Endocrinology Clinical Update, Birmingham 2016

92) Speaker on “Genetics of Pituitary Disorders” at COST meeting for GnRH
Network, Budapest, Hungary, April 2016

93) Speaker on “Congenital Hypopituitarism” at the Rare Diseases Day 2016,
Brandenburg Academy of Sciences (BBAW), Berlin, 2016

94) Speaker on “Management of Congenital Hypopituitarism” at the National
Clinicopathological Pituitary Conference, February 2016

95) Speaker on “Congenital Hypopituitarism — clinical management” at the 215
Annual Novo Nordisk meeting in Stratford, 2015

96) Speaker on “Novel Insights into Congenital Hypopituitarism” at the 43" Annual
Meeting of the British Society for Paediatric Endocrinology and Diabetes,
Sheffield, UK, 2015

97) Speaker on “Genetic Regulation of growth” at the NordiUp meeting, Tehran,
Iran, 2015

98) Speaker on “Genetics of Growth Hormone Deficiency” at the GH in Paediatric
Practice meeting, Cairo, Egypt, 2015

99) Speaker on “GHD: Are we treating the right patients?” at the Second
International GH Academy meeting, Munich, Germany, 2015

100) Speaker on

a. “Congenital Hypopituitarism: New genes, new phenotypes”
b. “An Update on Disorders of Sex Development”
at the 2" Sandoz EDGE meeting, Berlin, Germany, 2015

101) Speaker on “Role of genetic factors in the aetiology of Hypopituitarism”™ at the
GH and Growth Factors — Metabolic Disorders Course for Post-graduates,
Gothenberg, Sweden, 2015

102) Speaker on “Hypopituitarism: diagnosis to optimal management” at Summit for
Growth meeting, Istanbul, Turkey, April 2015

103) Speaker on “Genetics of Pituitary Disorders” at COST meeting for GnRH
Network, Prato, Italy, April 2015

104) Speaker at Endocrinology of the Newborn and the Infant, Ipokrates Foundation
Clinical Seminar, Athens, Greece, 2015:

a) “Congenital Hypopituitarism”
b) “Managing rare congenital growth disorders”

105) Speaker on “Novel Insights into Congenital Hypopituitarism” at the Paediatric
Endocrinology 2015: An Update for Paediatricians and Endocrinologists,
Prague, Czech Republic, 2015

106) Speaker on “Management of Congenital Hypopituitarism” at the 1% Sandoz
EDGE meeting, Vienna, Austria, 2014

107) Speaker on: “Molecular basis of hypothalamo-pituitary developmental disorders”
at the 1% Ferring Update in Paediatric Endocrinology meeting, London, 2014

108) Speaker on “Genetics and Phenotypes in Congenital Hypothalamo-Pituitary
Disorders” at the Neuroendocrine Association Annual Meeting, Sofia,
Bulgaria, 2014

109) Speaker on “Pituitary Development” at the Manchester Endocrine Group,
Manchester, UK, 2014

110) Speaker on “Pituitary Development” at the Brecon Paediatric Endocrine and
Diabetes Group Annual Meeting, Llandrindod, Wales, 2014

111) Speaker on “Congenital Hypothalamo-pituitary disorders” at Edinburgh
Paediatric Seminars meeting, Edinburgh, UK, 2014

112) Speaker at Novo Paediatric Endocrinology Growth Hormone Meeting,
Istanbul 2014:



a. “Disorders of Hypothalamo-Pituitary development”
b. “Growth Hormone Deficiency. Clinical and Laboratory diagnosis”
c. “Congenital Hypopituitarism: Clinical Management”

113) Speaker on “GHD: Better Outcomes through Treatment Optimization: What is
best practice?” at the First International GH Academy meeting, Zurich,
Switzerland, 2014

114) Speaker on “Clinical phenotypes in Septo-optic Dysplasia” at the Annual
Pituitary Workshop, Edinburgh, UK, 2014

115) Speaker on “Investigating growth failure” at the 3" Practical Aspects in
Paediatric Endocrinology, London, UK, 2014.

116) Speaker on “Pituitary Development” at the Annual INKEP meeting, Genova,
Italy 2014

117) Speaker on “Role of transcription factors in the aetiology of Hypopituitarism™ at
the GH and Growth Factors — Metabolic Disorders Course for Post-
graduates, Gothenberg, Sweden, 2014

118) Speaker at the Israeli Paediatric Endocrine Society Annual Meeting, Israel,
2014

a. “Update on Diagnosis of GHD”
b. “Recent Advances in our understanding of the molecular basis of
Hypothalamo-pituitary disorders”

119) Speaker on “Hypogonadism and its management” at the First conference on
Endocrinology in Paediatric Practice, Santiago, Chile, 2013

120) Speaker on “Management of growth failure” at the First conference on
Endocrinology in Paediatric Practice, Santiago, Chile, 2013

121) Speaker on “Growth Disorders: a research update” - Fiona Hurel lecture at the
Child Growth Foundation, UK 2013.

122) Speaker on “Novel genes involved in hypopituitarism” at the Joint Meeting of
the European Society of Paediatric Endocrinology and the Paediatric
Endocrine Society, Milan, Italy, 2013.

123) Speaker on: “Pituitary” at the Yearbook symposium 51 Annual Meeting of the
European Society for Paediatric Endocrinology, Leipzig, Germany, 2013.

124) Speaker on “Interpreting Dynamic Function Tests (Growth and Puberty)” at the
374 Practical Aspects in Paediatric Endocrinology, London, UK, 2013.

125) Speaker on “Congenital Hypopituitarism — an Update” at the 95" Annual
Meeting of the Endocrine Society, San Francisco, USA, 2013.

126) Speaker on “Congenital Hypopituitarism: novel insights into the aetiology”, at
the NordiScience symposium, San Francisco, USA, 2013.

127) Speaker on “Wnt/Beta-Catenin signaling in Craniopharyngioma” at the 13
International Pituitary Congress”, San Francisco, USA, 2013.

128) Speaker on “Pituitary Development” at the Annual INKEP meeting, Rome, Italy
2013

129) Speaker on “Role of transcription factors in the aetiology of Hypopituitarism™ at
the GH and Growth Factors — Metabolic Disorders Course for Post-
graduates, Gothenberg, Sweden, 2013.

130) Speaker on “Congenital Hypopituitarism — an Update” at the IGSF1
MiniSymposium, Leiden, Netherlands, 2013.

131) Speaker on “Growth Hormone and its use in Growth Disorders” at the Health
Agenda Symposium on Growth Hormone, London 2012

132) Speaker at 1% International Saudi Society of Endocrinology and Metabolism
Conference, Riyadh, Saudi Arabia, 2012:

a. Congenital Hypopituitarism — Plenary Lecture

b. Novel Insights into Management of Growth Hormone Deficiency —
Workshop

c. Case Studies in Multiple Pituitary Hormone Deficiencies — Workshop

133) Speaker on: “Genetic causes of pituitary hormone deficienc)y” at the Masterclass
in Paediatric Endocrinology — new genetic insights in growth disorders,
Utrecht, Netherlands, 2012.



134) Speaker on: “Pituitary Development and Function™ at the CME day of the 40t
Annual Meeting of the British Society for Paediatric Endocrinology and
Diabetes, 2012.

135) Speaker on: “Congenital Disorders of Hypothalamo-Pituitary Development — an
Update” at the 6™ Annual Workshop on Hypothalamo-pituitary Disorders,
Lauret, France, 2012.

136) Speaker at the University of Parma on Congenital Hypopituitarism, Parma, Italy,
2012.

137) Speaker on: “Pituitary” at the Yearbook symposium 51 Annual Meeting of the
European Society for Paediatric Endocrinology, Leipzig, Germany, 2012.

138) Speaker on “Genetics of Hypopituitarism™ at the “GH- IGFs system interplay in
the human being: Novel insights from clinical practice” symposium to
celebrate 50 years of the University of Navarre, Pamplona, Spain, 2012

139) Speaker on “Recent Advances in Growth” at the joint RSM-RCPCH “Recent
Advances in Paediatrics” course, Royal Society of Medicine, London, 2012

140) Speaker on “Genetic Aspects of Pituitary Disease” at the “Endocrinology in
Clinical Genetics Summer School” for SpRs, London, 2012

141) Speaker on “Growth Disorders” at the PUNCH Charity meeting, London, July
2012

142) Speaker on “Genetic causes of Hypopituitarism™ at Annual Retreat for
Paediatric Endocrine Trainees, Warwickshire, 2012

143) Speaker on “Strategies to detect a new gene and prove its importance” at the
ESPE Science School, Heraklion, Crete, 2012

144) Speaker on “Pituitary gland development: update” at the 6" Advanced ESPE
Seminar in Developmental Endocrinology, Bern, Switzerland, 2012.

145) Speaker on “Role of transcription factors in the aetiology of Hypopituitarism™ at
the GH and Growth Factors — Metabolic Disorders Course for Post-
graduates, Gothenberg, Sweden, 2012.

146) Niall O’Meara Lecture, Study Day of the Irish Endocrine Society 2012:
“Congenital Hypopituitarism — the Plot Thickens”, Royal College of Physicians,
Dublin, Ireland.

147) Lecture on “Congenital Hypopituitarism — the Plot Thickens” OCDEM Lecture
Series, Oxford University, October 2011.

148) Lecture on “Endocrinology Research at GOSH” — GOSH Open Day 2011.

149) Lecture on “Growth Disorders” at the Reflectorium, Holten, Netherlands, 2011.

150) Speaker on: “Pituitary” at the Yearbook symposium 50" Annual Meeting of the
European Society for Paediatric Endocrinology, Glasgow, Scotland, 2011.

151) Speaker on “Growth and the Hypothalamo-pituitary axis” at the Overseas
Meeting of the Royal Society for Medicine Paediatrics and Child Health
Section, Athens, Greece, 2011

152) Speaker on “Pituitary Development” at the Annual INKEP meeting, Paris,
France, 2011

153) Lecture on “Growth Disorders in Childhood” at the Paediatric Endocrine Study
Day, Lister Hospital, Hertfordshire, September 2011.

154) Speaker on “Growth Disorders” at the PUNCH Charity meeting, London, July
2011

155) Speaker on “Molecular Basis of Craniopharyngioma” at the Annual SIOP
meeting, Liverpool, 2011

156) Speaker on “Role of transcription factors in the aetiology of Hypopituitarism™ at
the GH and Growth Factors — Metabolic Disorders Course for Post-
graduates, Gothenberg, Sweden, 2011

157) Speaker on “Growth and the Hypothalamo-pituitary axis” at the Overseas
Meeting of the Royal Society for Medicine Paediatrics and Child Health
Section, Athens, Greece, 2011

158) Speaker on “Pituitary Development” at the Annual INKEP meeting, Paris,
France, 2011

159) Speaker on “Role of transcription factors in the aetiology of Hypopituitarism™ at



the GH and Growth Factors — Metabolic Disorders Course for Post-
graduates, Gothenberg, Sweden, 2010

160) Speaker on: “Genetics of Hypopituitarism™ at Malmoinides Hospital, New York,
USA, March 2011

161) Speaker on: “Overview and Clinical Use of Diagnostic Tests in the Assessment of
Short Stature”, 3" Merck Serono Growth Hormone Symposium, Lisbon,
Portugal, 2011

162) Speaker on “Role of transcription factors in the aetiology of Hypopituitarism™ at
the GH and Growth Factors — Metabolic Disorders Course for Post-
graduates, Gothenberg, Sweden, 2010

163) Speaker on: “Pituitary Development” at the European Society for Paediatric
Endocrinology Summer School, Prague, 2010

164) Speaker on: “Growth and Growth Factors” at the Yearbook symposium 49t
Annual Meeting of the European Society for Paediatric Endocrinology,
Prague, Czechoslovakia, 2010

165) Speaker on “Role of transcription factors in the aetiology of Hypopituitarism™ at
the GH and Growth Factors — Metabolic Disorders Course for Post-
graduates, Gothenberg, Sweden, 2010

166) Speaker on: “The Genetic Basis of Hypopituitarism™ at the UPDATE IN
ENDOCRINOLOGIA PEDIATRICA 1l ruolo della Biologia Molecolare,
Bari, Italy, 2010

167) Speaker on: “Role of transcription factors in early pituitary development” at the
International Congress for Endocrinology, Kyoto, Japan, 2010

168) Speaker on: “Role of transcription factors in early pituitary development” at the
International Symposium on Pediatric Endocrinology
Official ICE 2010 Satellite Symposium, Tokyo, Japan, 2010

169) Speaker on: “Genetic defects leading to GH deficiency and related phenotypes” at
the 18" Novo Nordisk Symposium on GH and metabolism, Berlin, Germany,
2010

170) Speaker on “Developmental disorders of the pituitary and hypothalamus™ at the
Neonatal Update 2009 — The Science of Newborn Care meeting, Imperial
College, 2009

171) Speaker on: “Investigation of growth disorders in the peri-pubertal period” at the
37" Annual Meeting of the British Society for Paediatric Endocrinology,
Reading, UK, 2009

172) Speaker on: “Physiology and Developmental Biology of the Pituitary gland” at
the CME training day for the British Society for Paediatric Endocrinology,
Reading, UK, 2009

173) Speaker on “Septo-optic dysplasia: from laboratory to clinic” at the Annual
meeting of the National Cooperative Growth Study, Phoenix, Arizona, 2009

174) Speaker on “Genetics of Hypopituitarism” in the Department of Human
Genetics, University of Michigan, Ann Arbor, Michigan, USA, 2009

175) Speaker on “Clinical management of Hypopituitarism” in the Department of
Pediatric Endocrinology, University of Michigan, Ann Arbor, Michigan, USA,
2009

176) Speaker on: “Short and Tall stature” at the Paediatric SpR Endocrinology
Training Day, Royal Society for Medicine, 2009

177) Speaker on “Septo-optic dysplasia” at the SERAP meeting, ICH, 2009

178) Speaker in: “Development of the anterior pituitary gland” at the Ipsen UK
Research Forum, Edinburgh, UK, 2009

179) Speaker on: “Growth and Growth Factors™ at the 8" Joint Meeting of the
European Society for Paediatric Endocrinology and the Lawson-Wilkins
Society for Endocrinology, New York, USA, 2009

180) Speaker on the “Genetic Ontogeny of Pituitary Development” at the 91%* Annual
Meeting of the Endocrine Society USA, Washington, USA, 2009

181) Speaker on: “Approaching short stature in Malta” at the Malta meeting of the
Royal Society for Medicine (Paediatric section), Malta, 2009



182) Speaker on: “Congenital hypopituitarism — a genetic disease” at the Human
Genetics Division meeting, University of Southampton, April 2009

183) Speaker on: “Management of Growth Disorders -2009 Update” at the Arab
Health Congress, Dubai, UAE, 2009

184) Symposium International Congress of Endocrinology, Rio de Janeiro, Brazil,
2008

185) Speaker on: “Growth and Growth Factors™ at the 47" Annual Meeting of the
European Society for Paediatric Endocrinology, Istanbul, Turkey, 2008

186) Speaker on: “Congenital Hypopituitarism: the tip of the iceberg” in the Stem
cells, differentiation and cell networks in the pituitary workshop, Montreal,
Canada, 2008

187) Speaker on: “Management of Craniopharyngioma’ in a Meet the Professor
session at the 90™ Annual Meeting of the Endocrine Society USA, San
Francisco, USA, 2008

188) Visiting Professor at Massachusettes General Hospital and Harvard University,
Boston, USA, 2008

189) Speaker on: “Pituitary Development” at the 10" European Congress of
Endocrinology, Berlin, Germany, 2008

190) Speaker on: “Role of transcription factors in midline CNS and pituitary defects”
at the Endocrine Involvement in Developmental Syndromes workshop, Rome,
Italy, 2008

191) Speaker on: ”Endocrine Genetics for the Neuroradiologist” at the European
Course in Pediatric Neuroradiology, London, UK, 2008

192) Speaker on: “Candidate Gene Approach” at the 10" KIGS/KIMS Expert
meeting, Florence, Italy, 2008

193) Speaker on: “Developmental Endocrinology, Embryogenesis, Tumorigenesis” at
the Developing Brain in Neuro-oncology meeting, Cambridge, UK, 2008

194) Speaker on: “Signalling processes of the embryonic and adult pituitary gland” at
the Winter and Summer School SIEDP —First Edition, Riccione, Italy, 2008

195) Speaker on: “Genetics of Hypopituitarism™ at Malmoinides Hospital, New York,
USA, February 2008

196) Speaker on “Genetics of Hypopituitarism™ at the Annual Meeting of the British
Society for Paediatric Endocrinology and Diabetes, Cambridge, UK, 2007

197) Speaker on: “Growth and Growth Factors™ at the 46™ Annual Meeting of the
European Society for Paediatric Endocrinology, Helsinki, Finland, 2007

198) Speaker on: “Hypopituitarism: Oddities — Congenital causes” at the 39t
International Symposium: GH and Growth Factors in Endocrinology and
Metabolism, Berlin, Germany, 2007

199) Speaker on: “Novel Insights into Hypothalamic and Pituitary Development” at
the Evolving Biology of Growth and Metabolism meeting, Lisbon, Portugal,
2007

200) Speaker on: “Hypopituitarism: from the laboratory to the clinic” at the 3
European Society for Endocrinology Postgraduate Course in Endocrinology,
Ohrid, Macedonia, 2007

201) Speaker on: “Genetics of Septo-optic Dysplasia” at the FIUMPPE meeting,
Catania, Sicily, 2007

202) Speaker on: “Pituitary Development and Hypopituitarism: From laboratory to
clinic” at the European Neuroendocrinology Association, Athens, Greece,
2006

203) Speaker on: “Pituitary Development: From Mouse to Human” at the
Australasian Paediatric Endocrine Group Annual Meeting (Plenary lecture),
Hobart, Tasmania, Australia, 2006

204) Speaker on: “Management of Hypopituitarism: How I do it” at the APEG
Clinical Fellows Meeting, Hobart, Tasmania, Australia, 2006

205) Speaker on: “Hypopituitarism: From genes to clinical findings” at the XIII
meeting of the Societe Internationale Neuroendocrinology (SINE) (Plenary
Lecture) Porto Alegre, Brazil, 2006



206) Speaker on: “Craniopharyngioma and Rathke’s pouch cyst: molecular and
aetiological findings” at the XIII meeting of the Societe Internationale
Neuroendocrinology (SINE) Porto Alegre, Brazil, 2006

207) Speaker on: “The role of genetic testing in pituitary disease” at the EFES
Regional Postgraduate course in Clinical Endocrinology, Belgrade, Serbia,
2006

208) Speaker on: “Genetics of Hypopituitarism” at the Endodays 2005 Meeting of the
Finnish Endocrine Society, Helsinki, Finland, 2005

209) Speaker on: “Genetic determinants of short stature” at the Annual Meeting of
the Italian Society for Paediatric Endocrinology and Diabetes (SIEDP)
(Plenary session), Sardinia, 2005

210) Speaker on: “Developmental and Genetic Causes of Hypopituitarism” at the
Annual Meeting of the Endocrine Society USA, San Diego, USA, 2005

211) Speaker on: “Indications and Expectations of Growth Hormone” at the Joint
Overseas Meeting of the Royal Society for Medicine Paediatrics and Child
Health Section and the Portuguese Association of Paediatrics, Lisbon, May
2005

212) Speaker on: “Defining Idiopathic Short Stature” at “Advances in the
Understanding of Growth, Growth Hormone Therapy and Paediatric
Endocrine Disorders”, Royal Society of Medicine, March 2005

213) Speaker on: a.“Novel insights into the management of disorders of sexual
differentiation” b. “Phenotype variation in congenital hypopituitarism” at the
Fifth International Update in Paediatric Endocrinology, Bangalore, India,
August 2004

214) Speaker on “Genetic Forms of Hypopituitarism” in “Abnormalities of Pituitary
Development and Function: Mechanism and Management”, Hazlewood
Castle, Yorkshire, June 2004

215) Speaker on “Phenotypic Variation in Genetic GHD” in “Disorders of Growth
and Abnormalities of Growth Hormone Secretion: From Deficiency to
Excess”, The Landmark Hotel, London, May 2004

216) Speaker on “Regulation of Hormone Action: Novel insights from human disease
models” in Satellite Workshop “Growth Hormone and Insulin-like Growth
Factors: Growth and Beyond” Geneva, Switzerland, May 2004

217) Speaker on “The Pituitary” in: Molecular Biology for the Endocrinologist:
New insights into etiology and prognosis (Plenary Session), 15" International
Symposium on Growth Hormone and Endocrinology, Malta, April 2004

218) Speaker on “Recent Advances in Pituitary Development Using Murine and
Human Models” in: Symposium on Neural Migration in Neuroendocrine
systems, 23"¢ Joint Meeting of the British Endocrine Societies with the
European Federation of Endocrine Societies, Brighton, March 2004

219) Speaker on “Genetic and Endocrine advances in children with hypopituitarism”
in: International Symposium on “Controversial Issues in Paediatric
Endocrinology”, St. Bartholomew’s Hospital, London, February 2004

220) Speaker on “Evaluation of short stature in a 3 world country” in “17%
International Biennial Paediatric Conference”, Lahore, Pakistan, February
2004

221) “What hormones are needed for post-natal growth?” In “How Humans Grow”:
Joint Meeting of the Endocrinology and Diabetes and Paediatrics and Child
Health Sections, Royal Society of Medicine, December 2003

222) “Genetics of Pituitary Disease” — Society for Endocrinology Endocrine Nurses
Training Course, September 2003

223) “Genetics of Growth hormone deficiency” at the 15 Novo Nordisk meeting on
“Adult consequences of childhood endocrine disorders”, Manchester, February
2003

224) “Genetic causes of hypopituitarism” in 5th Pituitary Clinicopathological
Conference 2003: Plenary lecture

225) “Developmental Causes of Hypopituitarism” at the 34" International Symposium



“GH and growth factors in Endocrinology and Metabolism”, Budapest,
Hungary, October 2002

226) “Genetics of Hypopituitarism” at the 5™ International Congress of
Neuroendocrinology: Symposium “Genetics of Neuroendocrine Diseases”,
Bristol, UK September 2002

227) “Role of HESXI in forebrain and pituitary development” in the First
International Workshop Genetics of Growth Disorders, Sitges, Spain, April
2002

228) Invited speaker on “Genetics of Growth Disorders” and “Genetics of Disorders
of Sexual Differentiation” at 7" UAE Paediatric Conference, Dubai, April 2002

229) Invited speaker on: @) Genetics of Hypopituitarism b)  Diagnosis of GH
deficiency at the Genesis Investigators Meeting, Dubai, May 2001

230) Invited speaker on “Role of HESXI in disorders of forebrain and pituitary
development” at the NovoNordisk New Millenium Symposium on Growth,
Tokyo, Japan, September 2000

231) Invited speaker on “Role of HESXI in disorders of pituitary development” at the
Lilly International Symposium on Growth and Sexual Development,
Fukuokwa, Japan, October 2000

232) Invited speaker on “HESXI and Septo-Optic Dysplasia’ at the GENESIS
Investigators meeting: XXVIIIth Eli Lilly International Symposium on
Endocrinology and Development, Sorrento, Italy, May 2000

233) Invited speaker on “Genetic Disorders of Hypothalamo-pituitary development” at
the Annual Meeting of the European Society for Paediatric Endocrinology,
Warsaw 1999

234) Invited speaker on “Role of HESXI in disorders of eye development” at the
International EU meeting on “Developmental Genetic Disorders in
Childhood involving the Eye”, Vilnius, Lithuania, June 1999

235) Invited speaker on “Role of HESX1 in Septo-Optic Dysplasia” at the 27t
International Symposium GH and Growth Factors in Endocrinology and
Metabolism, Nice, April 1999; Plenary symposium

236) Invited speaker on “Role of HESX1 in disorders of forebrain and pituitary
development” at the XVIIth Eli Lilly International Symposium on
Endocrinology and Development, Amsterdam, March 1999

237) Invited speaker on “Bioassay of Growth Hormone” at the Workshop on "New
frontiers in growth hormone assays: can consensus be reached"? at: Growth
hormone and growth factors in Endocrinology and Metabolism, 20th
International Symposium, Berlin, September 1995

238) Invited speaker on “Physiology of Normal Growth™ at the Symposium on
"Growth hormone therapy of slow growth' at the XXIst International
Congress of Paediatrics, Cairo, Egypt, 1995

Academic Supervision

PhD students

1.

1998-2002

Dr. David McNay: Primary Supervisor

PhD awarded June 2003: Role of the homeobox gene HESXI in hypothalamo-pituitary
development in humans

Current post: Post-doctoral Fellow in Developmental Biology (Dr. SL Ang
laboratory), National Institute of Medical Research, Mill Hill

2000-2003
Dr. Luciani Carvalho (University of Sao Paolo, Brazil): Affiliate Supervisor 2001-
2002



10.

12.

PhD awarded December 2003: Functional investigation of the 126T mutation in
HESX1

Current post: Post-doctoral Fellow in the laboratory of Professor Sally Camper,
University of Michigan, USA

2004-2007

Ms. Ezat Sajedi: Secondary Supervisor (Dr. JP Martinez-Barbera is the primary
supervisor)

PhD awarded April 2008: Role of Hesx1 in forebrain and pituitary development in
mouse and man

2000-2004

Dr. Maria Cundall: Affiliate Supervisor 2003-2004 (Dr. Karen Woodward was the
primary supervisor)

PhD awarded 2006

Duplications of X chromosome associated with human disease

2007-2010

Dr. Ritika Kapoor: Secondary Supervisor (Dr. Khalid Hussain is the primary
supervisor)

PhD awarded 2010

Genotype-phenotype correlations in children with congenital hyperinsulinism

2005-2008

Mr. James Turton: Secondary Supervisor (Dr. P Letissier at the MRC National
Institute for Medical Research, Mill Hill, UK is the primary supervisor)

PhD awarded 2010

Investigation into the functional consequences of mutations of the transcription factor
POUIF1 associated with Combined Pituitary Hormone Disease

2008-2011

Dr. Bruno Ferraz de Souza: Secondary supervisor (Dr. John Achermann is the
primary supervisor)

PhD awarded 2011

The role of SF'1 in adrenal development

2005-2009

Ms. Emanuela Spadoni: Secondary Supervisor (Dr. M Bitner-Glindzicz is the primary
supervisor)

Microarray Comparative Genomic Hybridization in the detection of

submicroscopic chromosomal aberrations in patients with complex disorders of
pituitary development

2007-2010

Dr. Emma Webb: Primary Supervisor

PhD awarded 2013

Role of growth hormone on higher functioning in children

2006-2008

Dr. Sandy Alatzoglou: Primary Supervisor

PhD awarded 2015

Investigation of the role of the transcription factors SOX2 and SOX3 in disorders of
eye, forebrain and pituitary development in humans

2007-2008
Dr. Sara Tomaselli (affiliate student): Secondary supervisor (Dr. John Achermann is
the primary supervisor)



13.

14.

15.

16.

17.

18.

2008-2011

Ms. Sujata Jayakody: Secondary supervisor (Dr. Juan-Pedro Martinez Barbera is the
primary supervisor)

PhD awarded June 2012

The role of Hesx1 in hypothalamic development

2011-2014

Ms. Maha Sherif: Secondary supervisor (Dr. Khalid Hussain is the primary
supervisor)

PhD awarded 2015

Genetic Aetiology of Diabetes Mellitus and Sensorineural Deafness

2012-2015
Ms. Louise Gregory: Primary Supervisor “Identification of novel molecular

mechanisms in the aetiology of Congenital Hypopituitarism”
PhD awarded 2016

2013-2016
Dr. Hoong Wei Gan: Primary Supervisor “Investigation of Hypothalamic Obesity”
PhD awarded 2020

2018-2024
Dr. Manuela Cerbone: Primary Supervisor “Unravelling the Hypothalamic
Syndrome”

2018-2022
Dr. Sinead McGlacken Byrne: Secondary Supervisor “Human Ovary Development
and Dysfunction”

MD Students

1.

2002-2005

Dr. Ameeta Mehta: Primary Supervisor

MD awarded 2007: Clinical and Genetic Characterization of Patients with
Hypopituitarism

2017-2022

Dr. Elim Man: Secondary Supervisor

An Investigation of Multidisciplinary Pathways in Paediatric DSD: Evaluation in
Tertiary Centres in the United Kingdom and Hong Kong

Post-doctoral staff

1.

2000-2005
Dr. Kathryn Woods

Dr. Woods was appointed as a post-doctoral fellow in our laboratory having
completed her PhD under the supervision of Dr. Judith Goodship. Dr. Woods studied
a number of genes implicated in hypopituitarism associated with midline defects. She
performed a number of functional studies that have resulted in publications in high



impact journals such as Journal of Clinical Investigation and American Journal of
Human Genetics. She is currently a scientist at the University of Southampton.

2004-2008
Dr. Dan Kelberman

Dr. Kelberman joined our laboratory at the end of 2004 and has successfully
identified mutations in the transcription factors SOX2 and SOX3. He has performed a
number of functional studies into the role of these factors in normal and abnormal
CNS and pituitary development. His data were published in a number of high impact
journals (Journal of Clinical Investigation, Human Molecular Genetics, Journal of
Clinical Endocrinology and Metabolism). He has recently been appointed a senior
post-doctoral scientist in the Ulverscroft Visual Sciences group at the Institute of
Child Health London.

2002-2006
Professor John Achermann

I was Sponsor for a Clinician Scientist Fellowship [The NR5SA subfamily of orphan
nuclear receptors in human development and disease 2002-2006 (£329,000)] awarded
to Dr. Achermann by the Wellcome Trust. Dr. Achermann is a Reader within the
department, and is currently studying the role of genes encoding a number of
transcription factors and other proteins in the development of the human reproductive
system. | have also recruited a number of patients with disorders of sexual
differentiation, many of whom have been found to harbour interesting mutations
within genes implicated in normal sexual differentiation. A number of manuscripts
have been published in high impact journals. Dr. Achermann has been awarded a
Senior Clinical Fellowship with the Wellcome Trust, and more recently Professorship
at ICH.

2002-2005
Professor Khalid Hussain

I supervised Dr. Hussain as a Clinical Lecturer at ICH between 2002 and 2005.
During this period he built up his clinical and research portfolio which enabled him to
establish himself as a full-time NHS consultant with considerable expertise in the area
of congenital hyperinsulinism. More recently, he has been successful in obtaining a
DH Senior Lectureship and more recently Professorship at ICH.

2008-2012
Dr. Mark McCabe

Dr. McCabe joined our laboratory at the end of 2008 and has successfully identified
mutations in the FGF signaling pathway associated with complex midline defects of
the brain and pituitary gland. These data will be submitted to high impact journals in
due course. He is also working on the identification of partners and targets of the
transcription factor SOX3.

2007-2010
Dr. Michelle O’Reilly

Dr. O’Reilly is a post-doctoral fellow with considerable expertise in the area of
neurocognition. She is working on the effects of growth hormone on neurocognition.

2007-2010
Dr. Stephen O’Riordan



Dr. Stephen O’Riordan originally came to ICH as an ESPE Clinical Fellow studying
the long-term complications of diabetes mellitus in children, focusing particularly on
early detection of complications using novel Vitamin E markers. He has now been
appointed as a Consultant Paediatric Endocrinologist in Cork.

8. 2017-current
Dr. Louise Gregory

Dr. Louise Gregory started off as a Research Associate and the obtained her PhD in
2017. Following this, she has been appointed as a post-doctoral fellow in our
laboratory at ICH.

9. 2021 — current
Dr. Naresh Hanchate

Dr. Hanchate was appointed as a UCL Excellence Fellow and works on stress and the
endocrine pathways impacting on this.

Research Associates

1. James Turton 2000 — 2005
2. Louise Gregory 2009-2012
3. Claire Leeson 2014-2015

Research Fellows

2003-2005
Dr. Rajeeb Rashid

Dr. Rashid was a Specialist Registrar who wished to gain experience in Molecular Medicine.
He gained experience in the discipline by screening for mutations in the GHRHR gene in
children with isolated growth hormone deficiency (IGHD).

2006
Katie Jordan

Ms. Jordan worked as a summer student in our laboratory and worked on the role of GHI1 in
the aetiology of IGHD.

MSc Students

2002-2003
Dr. Aileen Alston

Dr. Alston was a student on the clinical MSc course at ICH who under my supervision
performed a retrospective analysis of children with congenital hypothyroidism as her
dissertation thesis. She was awarded a Distinction for the thesis.

2007-2009
Dr. Vaitsa Tziaferi



Dr. Tziaferi is an Academic Clinical Fellow supervised by myself and was a student on the
clinical MSc course at ICH who under my supervision performed a genetic analysis of
patients with SOD/CPHD. She has identified mutations in a number of novel genes that were
previously associated with Kallmann syndrome in patients with SOD/hypopituitarism. She
was awarded a Distinction for the thesis, and we are currently preparing a manuscript based
on her data.

2009 - 2011
Dr. Esi Iskeboah

Dr. Esi Iskeboah is an Academic Clinical Fellow supervised by myself and was a student on
the clinical MSc course at ICH. I co-supervised her with Dr. Helen Spoudeas on a project
evaluating children with craniopharyngioma.

Medical Students

2000

Ms. Neils Hauf (Medical Student, Berlin, Germany)

Ms. Hauf studied the role of BMP4 in hypothalamo-pituitary disease during her 3-month
attachment.

2004

Mr. Tom Winter (Medical Student, Cardiff Medical School)

Mr. Winter studied the role of the transcription factor GLI2 in hypothalamo-pituitary disease
during an eight-week attachment, and his findings will be submitted for publication in the
near future.

2005

Mr. Cick Pouw (Medical student from Leiden University, Netherlands)

Mr. Pouw studied the role of LHX4 in children with hypopituitarism (manuscript in
preparation).

2006 Ms. Sabeen Ghause (CHRAT Summer Studentship Medical Student)
Ms. Ghause studied the promoter region of SOX2 in children with eye and pituitary
abnormalities, and her data will lead to a publication.

2007 Ms. Shireen Beebeejaun (CHRAT Summer Studentship Medical Student)
Ms. Beebeejaune studied the role of novel candidate genes in the aetiology of
hypopituitarism.

2008 Dr. Leonidas Panagiotakopoulos (Affiliate Research student)
Dr. Panagiotakopoulos is studying the role of the Sonic Hedgehog pathway in pituitary
disease.

ESPE Clinical Fellows:

Dr. John Torpiano, Malta, 2002-2003

Dr. Rocio Riatto Della Coletta, Brazil, 2009

Dr. Maria Guemes, Hospital Infantil Universitario Gregorio Marafion, Madrid, Spain, 2012
Dr. Manuela Cerbone, Naples, Italy 2013

Dr. Aleksandra Janchewska, Macedonia, 2014

Dr. Sukran Poyrazoglu, Istanbul, Turkey, 2014

Dr. Nicola Improda, Naples, Italy, 2014-5

Dr. Dogus Vurralli, Turkey, 2021-2

Academic Clinical Fellows



Dr. Vaitsa Tziaferi
Dr. Esi Iskeboah

Teaching/Educational Activity
1. Trainer in Paediatric Endocrinology at Great Ormond Street Hospital

As a Consultant in Paediatric Endocrinology, I am responsible for the Clinical Training of
Senior House Officers and Specialist Registrars in Paediatric Endocrinology at GOSH. I am
an Educational Supervisor for the ward Specialist Registrar. I have supervised the following
SpRs over the last four years:

1) Dr. Ameeta Mehta

2) Dr. Rakesh Amin

3) Dr. Saji Alexander

4) Dr. Evangelia Charmandari

5) Dr. James Greening

6) Dr. Catherine Peters

7 Dr. Myra Poon

8) Dr. Raja Padidela

9) Dr. Li Chan

10)  Dr. Sakthivel Gnanasambandam
11)  Dr. Sophie Khadr

12)  Dr. Sandy Alatzoglou

13)  Dr. Renuka Dias

14)  Dr. Vaitsa Tziaferi

15)  Dr. Evelien Gevers (Trust Fellow)
16)  Dr. Benila Ravindranathan

17)  Dr. Phillip Murray

18)  Dr. Claire Hughes

19)  Dr. Rachel Besser

20)  Dr. Harshini Katumgopala

21)  Dr. Pratik Shah

22)  Dr. Sandra Walton-Betancourth
23)  Dr. Sasha Howard

24)  Dr. George Paltoglou

25)  Dr, Meera Shaunak

I have also been involved in training a number of Visiting Fellows:

1) Dr. Evelien Gevers — Senior Research Fellow, MRC National Institute for
Medical Research; 2004-present

2) Dr. Ashiya Ali, SpR at Chelsea and Westminster Hospital

3) Dr. Radhika Putha, SpR at Chelsea and Westminster Hospital

4) Dr. Joanne Baker, Consultant Paediatrician, Kent and Canterbury Hospital;

2006 - present

5) Dr. Cristina Iglesias, Madrid, Spain; 08/01/2008 — 29/02/2008

6) Dr. Dina Cortez, Denmark; 25/02/2008 — 07/03/2008

7) Dr. Maite Echeverria, Madrid, Spain; 01/03/2008 — 30/04/2008

8) Dr. Konstantina Kosta, Registrar, Thessaloniki, Greece; 2008 — present

9) Dr. Sharmila Nambiar, SpR, QE II Hospital, Hemel Hempstead; 2009- present

10)  Dr. Laura Manjon, Salamanca, February — April 2010, SpainDr. Santhosh

Olety, SpR, Luton and Dunstable Hospital



11)  Dr. Rodrigo Bancalari, Clinical Fellow, Santiago, Chile; 2010

12)  Dr. Ved Arya, SpR, Southend Hospital, 2011

13)  Dr. Pietro Lazzeroni, University of Padua, 2011

14)  Dr. Shirley Wong, Queen Elizabeth Hospital, Hong Kong, 2011

15)  Dr. Nicoletta Cresta, Naples, 2011

16)  Dr. Hessa Al-Otaibi, Saudi Arabia, 2012

17)  Dr. Sachin Mittal, India, RCPCH Bill Marshall Fellow 2014

18)  Dr. Abhishek Kulkarni, India, RCPCH Visiting Fellow 2014

19)  Dr. Jasmine Chow, Hong Kong, 2014-5

20)  Dr. Rajni Sharma, India, RCPCH Visiting Fellow 2015

21)  Dr. Gloria Pang, Hong Kong, 2015

22)  Dr. Anton Holmgren, Stockholm, 2016

23)  Dr. Chiara Guzzetti, Cagliari, 2016

24)  Dr. Tansit Saengkaecuw, Bangkok, Thailand, 2016

25)  Dr. Anna Malmer, Sweden, 2017

26)  Dr. Julia Hoppmann, Leipzig, Germany, 2017

27)  Dr. Ana Martins, Lisbon, Portugal, 2017

28)  Dr. Silvana Calulo, Milan, Italy, 2017

29)  Dr. Elisa Lambach, Brazil, 2017

30)  Dr. Khadija Humayun, Pakistan, 2017

31) Dr. Grazia Morandi, Verona, Italy, 2017

32)  Dr. Belen Roldan Martin, Madrid, Spain, 2017

33)  Dr. Eleni Rapti, Thessaloniki, Greece, 2017

34)  Dr. Beatriz Corredor, Madrid, 2017

35)  Dr. Cecilia Cionna, Ancona, Italy, 2018

36)  Dr. Jimena Lopez Cadal, Buenos Aires, Argentina, 2018

37)  Dr. Giusy Patti, Genoa, Italy, 2017-2018

38)  Dr. Hannah Tan, RCPCH Bill Marshall Fellow, Malaysia, October —
December 2018

38)  Dr. Federica Verdecchia, Rome, Italy 01/02/2019-31/07/2019

39)  Dr. Elena Galazzi, Milan, Italy 03/12/2018-31/05/2019

40)  Dr. Nese Akcan, Nicosia, Cyprus, 01/04/2019-30/06/2019

41)  Dr. Arliena Amin, Putrajaya Hospital, Kuala Lumpur, Malaysia, 02/01/2020 —
13/03/2020; 01/02/22 - 17/05/22

42)  Dr. Queenie See, Hong Kong, 03/02/2020 — 31/07/2020

43)  Dr. Giulia Zichichi, University of Milan, 08/01/2020-09/03/2020

44)  Dr. Tiziana Camia, University of Genoa, Italy 15/04/2023-31/08/23

45)  Dr. Francesca Mainieri, University of Chieti, Italy 01/09/23 — 19/03/23

The training takes the form of ward-based teaching, out-patient supervision with a post-clinic
meeting whereby all the patients are discussed, and ward round teaching.

I initiated and supervised the teaching programme at GOSH and UCLH for several years.
This takes the form of monthly trainee Academic afternoons, held in conjunction with the
Paediatric Endocrinology team at St. Bartholomew’s Hospital. The meeting is well-attended
by Paediatric Endocrine trainees from all over London. I participate actively in the teaching
programme and give lectures as well as supervise presentations by junior staff.

2. Organizer of Pan-London Paediatric Endocrinology Group Meetings

I organized 4-monthly joint meetings between GOSH, UCLH, St. Bartholomew’s, Kings
College and St. George’s Hospitals until the COVID-19 Pandemic. The meetings act as a
forum to share ideas, to discuss difficult and interesting patients and to present research. The
meetings are well-attended by the Paediatric Endocrine community in London, and form an
important training component of the curriculum in Paediatric Endocrinology.

3. Teaching on post-graduate courses



I have taught regularly on the MRCPCH courses at ICH as well as on the PASTEST course.
Additionally I used teach regularly on the MSc in Clinical Paediatrics at ICH as well as the
MRes course. I regularly lectured on growth for a BDA course attended by Paediatric
Dietitians.

4. Creator of Endocrine Protocols in clinical use at Great Ormond Street Hospital

I have compiled detailed protocols and guidelines that are currently in use in the Paediatric
Endocrinology Department at GOSH and UCLH. These protocols and guidelines cover a
wide range of endocrine conditions, and have been distributed widely to trainees as well as
collaborating centers and outreach clinics both nationally and internationally (Malta, UAE).
They have been updated recently and we have incorporated a major teaching element to the
protocols.

5. Examiner to the Royal College of Paediatrics and Child Health (MRCPCH, DCH)

I am an examiner for the Royal College of Paediatrics and Child Health and regularly
examine for the MRCPCH and DCH examinations. This is critical for the normal training and
education of Paediatricians, and to ensure that future consultants will have met the high
standard of practice that has been established by the RCPCH. Previously (1996), I organized
the clinical MRCP Paediatrics Part II examination at GOSH for Professor Charles Brook,
who was the host examiner. Appointed Senior Examiner 2019.

6. Appointed to Specialty Question Writing Group for MRCPCH
7. Teaching of Nursing Staff

I teach nursing staff at GOSH on an informal basis. Additionally, I teach members of the
nursing staff on the Society for Endocrinology Nurses Meeting on a regular basis.

8. Teaching undergraduates at UCL

Approximately 3-4 undergraduate medical students from UCL are attached to the
Endocrinology Unit at GOSH over a year. I coordinate the attachments and ensure that the
medical students will have satisfactory exposure to all areas of Paediatric Endocrinology.
Additionally, we have had a number of medical students who have wished to undertake
laboratory work in our group (see above under “Academic Supervision”).

9. Appointed as Faculty to Endocrine Educational Initiative 2008

This initiative by Pfizer promotes the education and support of both trainees as well as new
and established consultants. The focus is on equipping trainees/consultants with skills in
management and to help trainees prepare for their consultant posts.

10. Organization of Scott Rivkees symposium at ICH — March 30-31 2009

I organised a 2-day symposium in paediatric endocrinology in honour of Professor Scott
Rivkees from Yale University.

11. Founding member and Co-Chair of Ipsen Knowledge Exchange Programme
(INKEP), member of steering committee.

This is an educational programme that includes Scandinavian paediatric endocrinologists as
well as the Paediatric team at GOSH/UCLH. The annual meeting aims to foster an exchange
of ideas and to establish collaborations as well as to present difficult clinical cases which then
benefit from input by a number of experts in the field. The programme has expanded to
include a number of European countries recently.



12. Lecturer on Short Stature at PUNCH meeting, London, 2011, 2012, 2013.

13. Initiated International Endocrine Update meetings twice a year at GOSH —
sponsored by Ferring

Enabling Activity
Local

1. Academic and Clinical Lead in Endocrinology, UCL Institute of Child Health, London,
and Great Ormond Street Hospital for Children, London

Management of a large clinical and research active Endocrinology Department. 8 Consultant
staff, 8 trainees, 10 clinical nurse specialists and 8 scientific staff. I have expanded the
department with the addition of 2 new consultants and 2 new clinical nurse specialists, as
well as a Data Manager.

2.2014-2018 I was appointed Section Head of the Genetics and Epigenetics section within
the Programme of Genetics and Genomic Medicine in ICH.

2. 2003 — present Member of the Academic Board, University College London
I am a member of the Academic Board at UCL and therefore participate actively in the
administrative activities at UCL.

3.Administration of Postgraduate Training programme in Paediatric Endocrinology

I was previously responsible for the initiation and organization of the Paediatric
Endocrinology teaching programme at GOSH/UCLH. Additionally the various teaching
activities at the London Centre for Paediatric Endocrinology are open to other Endocrine
Centres within London. I arranged external funding (£3000/year) for these meetings on a
recurrent basis.

4. Coordination of Joint Laboratory Meetings between ICH and UCLH

I organized the programme of fortnightly academic meetings in Endocrinology within ICH
and UCL. This allowed interaction between the various academic groups in Endocrinology,
namely forebrain and pituitary development, sexual differentiation, pancreatic disease and
fetal growth and its impact on disease.

5. Organization of Pan-London Paediatric Endocrinology group meetings

These 4 monthly meetings allow interaction between Paediatric Endocrinologists in London
at both Consultant and trainee level. They are well-attended and give rise to collaborative
research studies as well as acting as an important forum for our junior staff to present data
and patients of interest.

6. Organization of GOSH/UCLH Paediatric/Adolescent/Adult Endocrinology interface
meetings

I have been instrumental in promoting interaction between the Adult and
Paediatric/Adolescent Endocrinology teams at GOSH/UCLH by organizing 4 monthly
meetings between the two Units. This allowed a seamless transition of Paediatric Endocrine
patients through to the adult service, in addition to promoting clinical and academic
collaboration between the disciplines.

7. Supervision of Audit projects
I have supervised numerous audit projects.

8. Appointed to Local ACCEA committee based at GOSH 2007-2010.

9. Appointed to the Rare Diseases Research Centre steering group: 2011 —2013.



10. I am an Appraiser for GOSH, UCL and UCLH, and previously undertook 6-10 appraisals
per year of colleagues.

National/International
1. Membership of the MRC College of Experts

I was previously a member of the newly established MRC College of Experts. This is an
organization that fulfills the important role of peer review for the Medical Research
Council.

2. Peer Review Activities

I am actively involved in peer review activities both at the national and international
levels. This includes reviewing grants, manuscripts for journals such as the American
Journal of Human Genetics, Journal of Clinical Endocrinology and Metabolism, Lancet
etc, and marking abstracts for national and international meetings.

3. International Advisory Board membership

I was previously the UK member of the Genentech and Ipsen Network Advisory Board
(GAIN). The Board membership comprised leading Endocrinologists from the US and
Europe (UK, Germany, France, Spain and Italy).

4. Editorial Board membership

I have previously been a member of the Editorial Board for Clinical Endocrinology, which
is the premier journal for clinical endocrinology in the UK. As a member of the editorial
team, I reviewed manuscripts on a regular basis and attended Board meetings. I have also
been appointed as Associate Editior for Hormone Research, and Journal of Paediatric
Endocrinology and Metabolism. 1 was previously a member of the Editorial Board of the
Journal of Clinical Endocrinology and Metabolism for four years. I was a member of the
Advisory Boards of the recently launched Disease Models and Mechanisms and am a
member of the Advisory Board for Nature Reviews in Endocrinology. 1 have been the
Chief Section Editor for Frontiers in Genomic Endocrinology.

Currently, I am Senior Editor for Endocrine Connections, and an Associate Editor on
Hormone Research . Additionally, I serve on the Editorial Board of JCEM Case Reports.

5. Examining activities

I have been appointed as an Examiner to the Royal College of Paediatrics and Child
Health. This involves regular examining activities. I examine for the Diploma in Child
Health and the Membership of the Royal College of Paediatrics and Child Health at least
annually. I have also examined a number of PhD theses.

6. Participation in National and International Meetings
I have chaired scientific sessions at major national and international meetings such as the
International Society for Endocrinology, British Society for Paediatric Endocrinology, the
European Society for Paediatric Endocrinology, British Endocrine Societies and the

Endocrine Society, USA.

7. Outreach Service for training and clinical management



As part of my clinical role at GOSH/UCLH, I offer an outreach service to a number of
hospitals both within the UK and abroad. These include visits to the UAE and Malta. The
outreach service is crucial not only in terms of offering a comprehensive service to the
patients, but also for training of local Paediatric Endocrinologists. They include out-patient
teaching as well as formal lectures on various aspects of Paediatric Endocrinology. As a
result of the outreach service, we have been able to accommodate trainees in our
Department from the local hospitals. One such trainee, Dr. John Torpiano, was awarded an
ESPE Clinical Training Fellowship in our Department from 2001-2002, and has now
established himself as a Paediatric Endocrinologist locally in Malta, with support from our
Department. Additionally, the outreach clinics have led to the recruitment of a number of
patients for our research studies and have resulted in publications in high profile journals
such as the American Journal of Human Genetics and the Journal of Clinical
Investigation.

8. Appointments Advisory Committees

I have sat on a number of AACs for the appointment of Consultant Paediatricians in the
UK.

9. CSAC Training site visits

I have performed site visits to assess training of Paediatric Endocrinologists at tertiary
centres such as the Royal London/St. Bartholomew’s Hospital.

10. Interaction with Patient Support Groups

I am a medical advisor to the national support group for patients with Septo-optic
Dysplasia (FOCUS). I have also given talks to the Child Growth Foundation and the
Bardet Biedl Support Group. This entails attendance at the meetings of the support group
as well as speaking about our research into various endocrine conditions at these meetings.
I also interact with the Living with CAH support group and am a founding member oof
the ROHHAD International Consoortium. I am a medical advisor to the Noonan
Syndrome Association.

11. Interaction with other national endocrine centres
I have been invited to give lectures on my research at a number of national
Endocrinology centres. These include Manchester, Cardiff, Southampton, Birmingham,
Cambridge, Oxford, Bristol and Newcastle. These visits have fostered collaborations
between our laboratory group and geneticists and endocrinologists at these centres.

12. Appointed Chair of the Scientific Evaluation Committee for the EU-funded E-Rare Call
for “European research projects on rare diseases” 2007.

13. Invited to give evidence at “Growth Hormone Therapy and Biosimilars in Clinical
Practice Stakeholder Survey and Parliamentary Summit” meeting, Houses of Parliament,
February 24 2009.

14. Founding member and Co-Chair of Ipsen Knowledge Exchange Programme (INKEP),
member of steering committee. I organized the inaugural meeting in October 09-10 2008 at
ICH. This educational initiative promotes clinical and research interactions between
Scandinavia and the UK. I have organized several meetings in London subsequently.

15. Chairman and organizer of the 16" NovoNordisk Paediatric Endocrine workshop,
Stratford-upon-Avon, December 2009. This was a 2-day meeting and I organized the
programme and invited the speakers etc. The meeting was highly successful with excellent
feedback.



16. Chairman-elect of the British Society for Paediatric Endocrinology and Diabetes 2009-
2010.

17. Chairman of the British Society for Paediatric Endocrinology and Diabetes, 2010 — 2013.
As the Chair, I represented the Executive Committee on the CSAC Advisory Group for the
training of juniors, the Programme Organizing Committee, the Clinical Committee, the
MCRN-CSG for Diabetes and Endocrinology, and the Clinical Excellence Awards
committee.

18. Member of the European Society for Paediatric Endocrinology (ESPE) Research Unit
Committee, 2011- 2013.

19. Host to the 39" Annual Meeting of the British Society for Paediatric Endocrinology and
Diabetes, London, 2011. This was widely regarded as one of the most successful BSPED
meetings, with the highest number of delegates and submitted abstracts.

21. Chair of a meeting on: “Improving patient outcomes in human growth hormone.”
December 2012.

22. Appointed member of Clinical Reference Group in Paediatric Medicine for National
Commissioning 2013 - 2019.

23. Member of the Programme Organizing Committee, European Society for Paediatric
Endocrinology, 2011 - 2019.

24. Chair of the Programme Organizing Committee, European Society for Paediatric
Endocrinology, 2013 - 2019.

25. Member of Paediatric steering group of EU — supported COST action on
Hypogonadotrophic Hypogonadism.

26. Founder member and Steering group member of the newly established EMA supported
EnPrEMA initiative in Paediatric Endocrinology and Diabetes (CADET).

26. Principle Coordinator of Chapter on Hypothalamo-pituitary disease for the
International Classification of Paediatric Endocrine Disease
I led a team of 4 internationally renowned consultants in this initiative.

27.. 1 also established the annual "International GHD Academy” for newly appointed
endocrinologists from all over the world, together with an adult endocrinologist.

28. I also initiated twice yearly international educational meetings at GOSH sponsored by
Ferring.

29. Paediatric member AAGBI Steroid Working Party

30. 100000 Genomes

Deputy Lead Growth and Endocrine Disorders subdomain, member Paediatric Cross-cutting
GECIP domain Oversight committee for 100000 genome initiative; member of Endocrine
subdomain in Endocrine and Metabolism GECIP. In 2015 I wrote the Data Model form for
Short stature syndromes for Genomics England.

31. Steering Committee member for EDGE (Endocrinology Debate and Exchange)
meetings sponsored by Sandoz (2013- current).

32. Steering Committee member of IPSEN iNCGS (International Cooperative Growth
Study) initiative (2015-current).



33. Steering Committee member of Best Practice and Controversies in Growth Hormone
Treatment in Children Meeting, May 2016

34. Steering Committee member of the Severe Insulin Resistance meeting, January 2017

35. Chair of Scientific Organizing Committee, Endocrine First Global Summit, October
2017

35. Member of Global Norditropin Advisory Board, December 2017

35. Steering Committee member of the Italian Debate for Endocrinology Experts Meeting,
April 2018 -current

36. Member of Steering Committee of ENDO-ERN (European Reference Network). Co-
Chair of Pituitary Main Thematic Group

37. Lead of GOSH-UCLH HCP of Endo-ERN

38. Norrie Disease Foundation Medical Advisory Board member
39. Invited member Italian SOD/Pituitary Family Association
40. Appointed Senior Examiner at RCPCH, 2019

41. External Examiner for 1°* Hong Kong Paediatric Endocrine Exit Exam, Hong Kong
2022

Contributions to the European Society for Paediatric Endocrinology (ESPE):

I have been a member of ESPE since 1990. I have attended the Annual Meeting continuously
since then, with only one exception. I have submitted numerous abstracts to the meeting over
the years, and I have been awarded the Henning Anderson prize for best abstract on two
occasions (1998, 2010). I have contributed to the meetings as Session Chair as well as
speaker on several occasions. I have been a member of a number of committees as well as
scientific activities, including Faculty member of several ESPE schools and scientific
meetings. These are summarised below.

Member, ESPE Research Unit (2010-2013)
Member, ESPE Program Organizing Committee (POC; 2011-2019)
Chair of the ESPE Program Organizing Committee (2014-2019)
Associate-Editor, ESPE-Yearbook of Pediatric Endocrinology (2006-2013)
Associate Editor, Hormone Research in Paediatrics, (2008-current)
Supervision of ESPE Research Fellow — Dr. Alatzoglou
Supervision of eight ESPE Clinical Fellows
Faculty, ESPE Summer School (2010, 2019)
Faculty, ESPE Advanced Seminar in Developmental Endocrinology (2012)
. Faculty, ESPE Science School (2012)
. Member ESPE Council (2013-2021)
. Programme organisation of ESPE Connect Online 2020
. Host and programme organisation ESPE 2021 Online
. Organisation and Chair of ESPE Connect Webinar on Noonan Syndrome, October 12
2021
15. Annual Meeting Host ESPE 2024, Liverpool, UK
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As POC Chair, I have organized seven highly successful meetings including Dublin in
2014, Barcelona in 2015, Paris in 2016, Athens in 2018 and Vienna in 2019. In 2020 and



2021, together with POC Chair Professor Nils Krone, we adapted the Annual ESPE
meeting to an online format. The meetings were attended by a large number of delegates
and the feedback was generally very good.

I have also contributed as a POC member to the joint meeting with the Pediatric
Endocrine Society held in Washington in 2017. I served as one of the two ESPE
representatives for the joint IPOC for the IMPE meeting held in Buenos Aires in 2023.

Medicolegal Work

I have advised as an expert witness in a number of medico-legal cases that have involved the
endocrine system. I am familiar with the process of preparing a medicolegal report. My main
area of research expertise lies in the field of disorders of hypothalamo-pituitary structure and
function, although my clinical expertise spans the whole of paediatric endocrinology.

Clinical Practice

I practice as a Consultant in Paediatric and Adolescent Endocrinology at Great Ormond
Street Children’s Hospital and at University College London Hospital and have under my
care a large number of patients with common and uncommon endocrine disorders. I served as
the Head of Clinical Service in Endocrinology at GOSH from 2006-2023. My clinical
workload is equivalent to a full-time NHS consultant.

I also practice as a Consultant in Paediatric Endocrinology at the following out-reach
hospitals:

Kent and Canterbury Hospital, Canterbury, Kent

Lister Hospital, Stevenage (until 2010)

West Middlesex Hospital, London (until 2018)

The Whittington Hospital, London

St. Luke’s Hospital, Malta

Dubai Hospital, UAE (until 2017)

Luton and Dunstable Hospital

Northwick Park Hospital

I run and manage an internationally recognized tertiary paediatric endocrine service based at
2 main sites (GOSH and UCLH) with an emphasis on growth, pituitary, adrenal, thyroid and
pancreatic disorders. This activity is undertaken predominantly as an outpatient specialty
with inpatient activity centred mainly on investigative endocrinology and patients with
persistent hyperinsulinaemic hypoglycaemia. On the whole, I look after children with a range
of complex endocrine disorders. My paediatric patients are followed up at Great Ormond
Street Hospital, whereas the adolescent patients are followed up at UCL Hospitals. Recently,
the inpatient workload has increased considerably as a result of referrals of complex
endocrine problems from a variety of specialities throughout GOSH and externally, and as a
result of the retirement of a colleague who was been replaced. My clinical workload (contract
with GOSH and UCLH of 6PAs) is equal to that of a full-time NHS consultant. Between
2010-11, I saw 1140/3664 outpatient consults and looked after 481/1078 inpatient admissions
in Endocrinology.

As aresult of my clinical role, I have embarked on a number of clinical studies. These
include the following:

1. Principal UK clinical investigator in the following studies sponsored by Eli
Lilly and Company:
a. The Genetics and Neuroendocrinology of Short Stature International

Study



b. Optimisation of Growth Hormone Treatment in Short Children Born
Small for Gestational Age Based on a Growth prediction Model

2. Chief Investigator (UK) on the International Cooperative Growth Study
(iINCGS) Post-Marketing Surveillance Programme for Nutropin

3. Investigator Pfizer KIGS study - Post-Marketing Surveillance Programme for
Genotropin
4. Co-Investigator on 18BB32 Extension of Dasiglucagon for Treatment of

Children with Congenital Hyperinsulinism (IRAS: 249715) and 18BB39 A Two-
Period, Open-label Trial Evaluating the Efficacy and Safety of Dasiglucagon (IRAS:
248535)

5. A phase 3, randomized, multicenter, open-label, crossover study assessing
subject perception of treatment burden with use of weekly growth hormone
(somatrogon) versus daily growth hormone (genotropin®) injections in children with
growth hormone deficiency Pfizer Somatrogon Study C0311002. PI

6. Defining the evidence base for health care delivery in congenital adrenal
hyperplasia — a multi-centre CAH-UK (Children & Adolescents with CAH in the UK)
initiative CAH-UK — Investigator. Co |

7. Chief Investigator NIHR UK Bioresource Rare Diseases — Septo-optic
Dysplasia PI

8. Chief Investigator NIHR funded GHD Reversal study - £1,852,244.98
9. UK Chief Investigator Pfizer PROGRES study

10. UK Chief Investigator Crinecerfont CAH 2006 Study sponsored by
Neurocrine. A Randomized, Double-Blind, Placebo-Controlled Study to Evaluate the
Safety and Efficacy of Crinecerfont (NBI-74788) in Pediatric Subjects with Classic
Congenital Adrenal Hyperplasia, Followed by Open-Label Treatment

1. RM-493-040 Study sponsored by Rhythm Pharmaceuticals. A Phase 3,
Double Blind, Randomized, Placebo-Controlled Trial to Evaluate Setmelanotide in
Obesity. PI

International Outreach Service

I provided an annual outreach service to Dubai Hospital between 2004 and 2017. I attended 4
all day clinics during a 5 day stay and provided 2 lectures to the Paediatricians. I advised on
patients with all types of endocrine conditions including growth, thyroid and pubertal
disorders, obesity, disorders of calcium homeostasis and Disorders of Sex Development. The
service was established by Dr. Hassan Mundi in collaboration with me and is now very busy.

Additionally, I provide an annual outreach service to Mater Dei Hospital in Malta, where I
attend 3 all day clinics during a 3 day stay. I see patients with a wide variety of endocrine
conditions during each visit. This service was established with Dr. John Torpiano and now
runs very successfully. We are currently collaborating on research studies which will bring a
research aspect to the service.

Research Activity

General



The Developmental Endocrinology Research Group at ICH and the London Centre for
Paediatric Endocrinology is one of the largest grouping of clinical and basic scientists
studying Developmental Endocrinology in the UK. We have established ourselves as the
leading centre for the clinical and genetic evaluation of patients with congenital pituitary
disorders in the UK and internationally, and receive DNA samples from leading national and
international Endocrine centres. Close links existed between my group and the Divisions of
Molecular Endocrinology and Developmental Genetics at the MRC National Institute for
Medical Research at Mill Hill, and subsequently the group of Professor Robin Lovell-Badge
at the Crick Institute in London. The collaboration epitomizes the concept of translational
research.

Experience

My training as a Research Fellow in Endocrinology (1991-1994) under the supervision of
Professor Charles Brook, Dr. Peter Hindmarsh and Dr. Nick Marshall at the Middlesex
Hospital enabled me to become fully conversant with cell culture techniques and assay
methodology and validation, and led to the award of an MD degree. Subsequently, my post-
doctoral secondment to the National Institute of Medical Research (1996-1998) enabled me
to become fully conversant with a range of techniques in molecular biology and allowed me
to develop my research interest in pituitary development.

Research Programme

The aim of my main research programme is to understand the mechanisms underlying the
development of the forebrain, the hypothalamus and the pituitary gland, as well as other rare
endocrine disorders (eg thyroid and adrenal). This includes factors involved in hypothalamic
development, early anterior pituitary development and specification of the cell types
contained within the anterior pituitary.

The Research Programme focuses on the following:

1. The role of transcription factors and other developmental genes in

forebrain, pituitary and eye development
The basis for this work is the unrivalled DNA sample — patient phenotype database that
we have created which now consists of over 2000 DNA samples. Using this detailed
resource we have identified a number of novel dominant and recessive mutations within a
number of genes and investigated the functional consequences of the mutations in detail.
In collaboration with Dr. Rosa Beddington and Professor Iain Robinson at the MRC
National Institute for Medical Research, we were the first to describe a genetic basis for
septo-optic dysplasia (SOD). In particular, we demonstrated that Hesx1/HESX1 acts as a
repressor of transcription and mutations were associated with SOD. Subsequently, we
identified mutations in HESX! in association with combined pituitary hormone deficiency
(CPHD) and isolated GH deficiency (IGHD). These findings have been published in
Nature Genetics, Human Molecular Genetics, Development and the Journal of Clinical
Investigation. The penetrance of the mutations within HESX/ is highly variable,
suggesting the role of other genes and/or environmental factors. In collaboration with
Prof. Juan-Pedro Martinez in the Division of Developmental Biology at ICH, we inserted
the human mutations into murine models and established the effects of these on forebrain
and pituitary development and on neuroendocrine function.

We have also identified mutations within a novel gene SOX2 in a cohort of patients with
anophthalmia and hypopituitarism, in association with other features such as oesophageal
atresia, agenesis of the corpus callosum and developmental delay and learning
difficulties. These studies have been performed in collaboration with Professor Iain
Robinson and Dr. Robin Lovell-Badge at the National Institute for Medical
Research, who showed that mice that are heterozygous for a null mutation within the
gene manifest dysgenesis of Rathke’s pouch in addition to poor growth and impaired
fertility. We have shown a role for SOX2 in progenitor cell proliferation in the
developing and post-natal pituitary, and more recently, we have shown that SOX2 can



impact on GnRH neurons and also on pituitary development. We plan to embark on
studies that will further elucidate the role of Sox2/SOX2 in murine and human
development, as well as identification of partners and putative targets of the protein.
Since SOX2 is implicated in stem cell differentiation as well as possible neuronal
migration, these studies will cast light on the processes implicated in neuronal stem cell
differentiation and neuronal migration in humans.

In collaboration with Professor Iain Robinson and Dr Robin Lovell-Badge at the
National Institute for Medical Research and Dr. Paul Thomas at the Murdoch
Institute in Melbourne, Australia, we investigated the role of a novel gene SOX3 in
forebrain and pituitary development. The gene is located on the X chromosome. We
identified a polyalanine expansion in a pedigree in which 3 boys are affected with
pituitary hypoplasia. Additionally, collaborative studies with Dr. Karen Woodward and
Dr. Maria Bitner-Glindzicz in the Department of Molecular Genetics, ICH,
suggested that duplications of the gene may be associated with a phenotype that
encompasses hypothalamo-pituitary disease. We showed that infundibular, and
consequently pituitary, development is critically dependent upon the dosage of SOX3,
and these data were published in the American Journal of Human Genetics. We are
currently attempting to further elucidate the phenotypes associated with SOX3 mutations
in humans, and to identify putative partners and targets of this gene.

2. Hypothalamic Factors and the Phenotype
As a result of the above observations we have screened a number of genes that are
implicated in forebrain and pituitary development for mutations. Given the expression
patterns of a number of developmental genes within the prospective forebrain and
developing pituitary, we have selected these as candidate genes for septo-optic dysplasia
and related disorders. We have now identified a number of variations in many of these
genes (GLI2, OTX2). Functional studies of these changes are currently being undertaken.
We have recently identified mutations in a novel pathway implicated in hypothalamic
development. Mutations in ARNT?2 are associated with a novel syndrome characterized by
multiple pituitary hormone deficiency, renal and urinary tract abnormalities and seizures
with post-natal microcephaly.

3. Specification of Anterior Pituitary Cells
Mutations within a number of genes are known to be associated with combined pituitary
hormone deficiency (CPHD) or isolated growth hormone deficiency (IGHD). These
include Prophet of Pitl (PROPI), POUIFI, LHX3, LHX4, GHRHR and GH-1. We have
screened a large cohort of patients within each phenotypic category. We have identified a
number of known and novel mutations within LHX3, PROP1, POUIF1, GHI and
GHRHR. These studies represent the largest cohort of patients screened for mutations
within these genes.

4. Identification of novel candidate genes in hypopituitarism and related

disorders
As a result of our genetic studies, we have now accumulated over 2000 DNA samples
from patients with hypopituitarism that is isolated or associated with other phenotypic
features. A number of these samples are derived from familial cases. Additionally, we
have identified several de novo chromosomal translocations in association with
hypopituitarism. Using techniques such as homozygosity mapping, exome and genome
sequencing, microarray comparative genomic hybridization and a candidate gene
approach, we have identified several novel genes that are implicated in these disorders.
These studies have led to the identification of several novel genetic pathways implicated
in hypothalamo-pituitary development. I have also described a number of novel deisease
entities associated with novel molecular mechanisms.

5. Refining the Definition of the Human Phenotypes: Clinical studies of children
with congenital growth hormone deficiency.



We are currently performing studies on children with congenital GHD, either in isolation
or associated with other pituitary hormone deficiencies and/or midline defects. We have
established a clinical base for children with these disorders and are currently defining the
clinical phenotypes in detail. Such studies include a re-evaluation of the assessment of
neuro-endocrine function and the methods of assessing the gonadal axis in infants and
children. Our studies are giving us novel insights into hypothalamo-pituitary function so
that we are now re-defining protocols for the investigation and treatment of these
children. Given the unique nature of Paediatric practice at Great Ormond Street Hospital,
we are in a position to collaborate extensively with other groups such as Opthalmology,
Genetics, Neurology, Neuroradiology and Developmental Paediatrics. We have
identified a high incidence of Autistic Spectrum Disorder in these patients and are
currently evaluating this further in collaboration with Dr. Alison Salt and Dr. Naomi
Dale at the Wolfson Institute. Recently, in collaboration with Dr. Chris Clark and Dr.
Naomi Dale at ICH, we have used newer modalities of imaging such as Diffusion
Tensor Imaging and Volumetric analysis to identify specific abnormalities in various
brain structures such as the hippocampus and basal ganglia in children with IGHD. We
have correlated these to specific neurodevelopmental deficits in the children with IGHD.

6. Investigation of Hypothalamic Dysfunction

We are currently investigating patients with hypothalamic dysfunction to identify novel
treatment modalities for this rare but debilitating and life-threatening condition. We are
focusing on the investigation of hypothalamic obesity as well as delineating the anatomy
of the hypothalamus on MRI scanning.

7. Congenital Adrenal Hyperplasia

This is a condition characterized by adrenal insufficiency, often associated with
significant co-morbidities including hyperandrogenism with severe virilisation, obesity,
precocious puberty and short stature. The condition can be highly challenging and careful
monitoring and management is required. We aim to identify novel biomarkers and novel
methods of measuring known biomarkers in order to optimise disease control. These
studies will be performed in collaboration with scientists at UCL GOS ICH and clinical
scientists based at Sheffield University.

Management activity

I was Specialty Lead/Head of Clinical Service in Endocrinology at GOSH from 2006 to
2023. The endocrine team consists of 10 consultants, 7 SpRs/Clinical Fellows, 7 CNS and 2
SHOs. I led the Department on my own between 2006 and 2019, and was then co-Lead until
April 2023. I was previously Head of the Section of Genetics and Epigenetics in Health and
Disease (GEHD) within the Genetics and Genomic Medicine Programme at the UCL
Institute of Child Health. As Section Lead, I had overall responsibility for the GEHD Section,
which includes 8 PIs including 7 Professors. Under my leadership, the Endocrinology
department has expanded by 4 further consultants as well as 5 new members of the CNS team
and a data manager. [ was responsible for the appraisal and mentoring of senior members of
staff, and also appraised other academic members of staff. I was responsible for both NHS
and academic job planning for the Department. I attended monthly senior staff meetings as
well as team meetings for the rest of the department. I was adopted onto the Variability and
Flow management process in the hospital and was on the Steering Group for the project. |
participated in the E3 Senior Leaders Course in 2009. I was appointed to the Steering Group
for the Rare Diseases Centre which will be established at Great Ormond Street Hospital for
Children. I was Chairman of the British Society for Paediatric Endocrinology and Diabetes
from 2010-2013. I have been a member of the Research Unit and Programme Organizing
Committees of the European Society for Paediatric Endocrinology (ESPE), and was Chair of
the Programme Organising Committee of ESPE from 2013-2019. I have been a member of
ESPE Council since 2013. I am currently Host-Elect of the Annual Meeting of ESPE to be
held in Liverpool, UK, in September 2024.



Media Exposure

I have been involved with the media on several occasions, providing advice on a range of
paediatric endocrine conditions such as septo-optic dysplasia, skeletal dysplasias and
precocious puberty. I have appeared on the Today programme for Radio 4, newspapers such
as the Daily Mirror, the Daily Express, Guardian and the Sunday Times, and specialist
television programmes such as Extraordinary 10 year olds: remarkable kids in Britain,
Harvey and I and Embarrassing Bodies.
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