
 
2nd International Meeting on Rare Disorders of the RAS-MAPK pathway 
 A workshop preceding the ESHG meeting Vienna, 2009  
Organisers: Bronwyn Kerr, Martin Zenker, Marco Tartaglia, Judith Allanson, Ineke van der Burgt, 
Didier Lacombe, Michael Patton, Nicole Philip, Alain Verloes. 

Contacts for enquiries or registration: bronwyn.kerr@cmmc.nhs.uk, mzenker@humgenet.uni-
erlangen.de, mtartaglia@iss.it

Registration limit: 100 persons. Registration cost: 100 €. 
Location: Austria Trend Hotel Donauzentrum, Room “Lobau”, Wagramer Str. 83-85, Vienna 
 
Program 
Day 1 (Friday, May 22) 
1430 Registration, Coffee 
1500 Welcome and Introduction 

Bronwyn Kerr, Manchester 
1510 First Session: Genotype and Phenotype 

Chair: Didier Lacombe, Bordeaux / Michael Patton, London 
1510 Overview and Update on Phenotypes and Genes Involved 

Giovanni Neri, Rome 
1540 The Face in Noonan Syndrome and Related Disorders from a Clinical 

Point of View 
Judith Allanson, Ottawa 

1600 3D Face Analysis in RAS-MAPK Pathway Disorders 
Peter Hammond, London 

1630 Sleep Disorder in Costello Syndrome 
Giacomo Della Marca, Rome 

1645 Noonan Syndrome Above 16: Fertility and Neuropsychological Profile 
Ineke van der Burgt, Nijmegen 

1705 Is there a behavioural phenotype in Noonan syndrome?  
Laura Freeman, Jeremy Turk and Michael Patton, London 

1720 Phenotypic Spectrum Associated with BRAF Gene Mutations 
Anna Sarkozy, Newcastle 

1740 Molecular and Clinical Aspects of Legius Syndrome 
Eric Legius, Leuven 

1800 Supper 
1930 Informal Evening Session: Short Presentations and Unusual / Unique 

Phenotypes and Other Brief Contributions 
Chair: Nicole Philip, Marseille / Alain Verloes, Paris  
Attendees are invited to give brief presentations on unusual cases, novel mutations or 
study results. Please contact the organizers. 
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Day 2 (Saturday, May 23) 
830 Second Session: New Insights in Genes and Pathogenesis 

Chair: Marco Tartaglia, Rome and Martin Zenker, Erlangen 
830 A New Gene for Noonan Syndrome 

Martin Zenker, Erlangen 
845 A new gene and a novel distinctive condition in the 

neurocardiofacialcutaneous syndrome family 
Marco Tartaglia, Rome 

900 Molecular mechanisms underlying SHP2 functional dysregulation 
Marco Tartaglia/Simone Martinelli, Rome 

915 Drosophila models of Ras Pathway Disorders: Functional Gains and Losses 
Bruce Gelb, New York 

930 Consequences of Noonan syndrome and LEOPARD syndrome causing 
SHP2 mutations in zebrafish development 
Jeroen den Hertog, Utrecht 

945 BRAF mutations in zebra fish 
Elizabeth Patton, Edinburgh 

1000 Modeling genetic syndromes on the Ras/MAPK pathway in mice 
Carmen Guerra, Madrid 

1015 Synaptic Long Term Potentiation in Patients with Noonan Syndrome and 
Neurofibromatosis Type 1 
Volker Mall, Freiburg  

1045 Coffee break 
1115 Third Session: Treatment Perspectives 

Chair: Judith Allanson, Ottawa and Patrick Raynal, Toulouse 
1115 Induced Pluripotent Stem Cells for Ras Pathway Disorders: Backing Up 

into the Future 
Bruce Gelb, New York 

1140 Growth Hormone and Growth Hormone Treatment in Patients with 
Noonan Syndrome 
Jovanna Dahlgren, Gothenborg 

1205 Developing Treatment Trials for Rare Disorders: Lessons from the 
Progeria Trial 
Annachiara De Sandre-Giovannoli, Marseille 

1230 Developing Guidelines for Diagnosis and Treatment in RAS-MAPK 
Pathway Disorders  
NF1: The Manchester experience, Sue Huson, Manchester 
Noonan guidelines (precirculated) for discussion, Ineke van der Burgt 

1300 Discussion 
1330 Close 
 



 
 
Speakers and Chairpersons: 
 
Prof. Judith Allanson, MD 
Department of Genetics 
Children's Hospital of Eastern Ontario 
Ottawa, Canada 

Dr. Simone Martinelli 
Dept. of Hematology. Oncology and Molec. Medicine 
Istituto Superiore di Sanità 
Rome, Italy 

Prof. Jovanna Dahlgren, MD PhD 
Inst. of Clinical Sciences, Dept. of Pediatrics 
The Queen Silvia Children’s Hospital 
Gothenborg, Sweden 

Prof. Giovanni Neri, MD 
Istituto di Genetica Medica 
Università Cattolica del S. Cuore 
Rome, Italy 

Dr. Annachiara De Sandre-Giovannoli, MD PhD 
Laboratoire de Génétique Moléculaire 
Département de Génétique Médicale 
Hôpital d'Enfants la Timone, Marseille, France 

Dr. Elizabeth Patton 
Edinburgh Cancer Research Centre 
University of Edinburgh 
Edinburgh, Scotland 

Prof. Jeroen den Hertog, PhD 
Hubrecht Institute-KNAW 
and University Medical Center 
Utrecht, The Netherlands 

Prof. Michael Patton, MD 
Medical Genetics 
St Georges Hospital Medical School 
London, United Kinddom 

Prof. Bruce Gelb, MD 
Center for Molecular Cardiology 
Dept. of Pediatrics & Dept. of Genetics and Genomic Sciences 
Mount Sinai School of Medicine, New York, USA 

Prof. Nicole Philip 
Department of Medical Genetics 
Hôpital d’Enfants de la Timone 
Marseille, France 

Dr. Carmen Guerra, PhD 
Molecular Oncology Programme 
Spanish National Cancer Research Centre (CNIO) 
Madrid, Spain 

Prof. Patrick Raynal, PhD 
Centre de Physiopathologie 
Hôpital de Toulouse-Purpan 
Toulouse, France 

Prof. Peter Hammond, MD 
Molecular Medicine Unit 
UCL Institute of Child Health 
London, United Kingdom 

Dr. Anna Sarkozy, PhD 
Institute of Human Genetics 
University of Newcastle 
Newcastle upon Tyne, United Kingdom 

Dr. Sue Huson, MD 
University Department of Medical Genetics 
Royal Manchester Children's Hospital 
Manchester, UK 

Prof. Marco Tartaglia, PhD 
Dept. of Hematology. Oncology and Molec. Medicine 
Istituto Superiore di Sanità 
Rome, Italy 

Dr. Bronwyn Kerr, MD 
University Department of Medical Genetics 
Royal Manchester Children's Hospital 
Manchester, UK 

Prof. Jeremy Turk and Laura Freeman 
Dept. of Child Psychiatry 
St Georges Hospital Medical School 
London, United Kingdom 

Prof. Didier Lacombe, MD 
Service de Génétique Médicale 
Hôpital Pellegrin-Enfants, CHU de Bordeaux 
Bordeaux, France 

Dr. Ineke van der Burgt, MD 
Department of Human Genetics 
University Medical Center St Radboud 
Nijmegen, The Netherlands 

Prof. Eric Legius, MD PhD 
Department of Human Genetics 
Catholic University of Leuven 
Leuven, Belgium 

Prof. Alain Verloes, MD PhD 
Département de Génétique 
Hôpital Robert Debré 
Paris, France 

Prof. Volker Mall 
Dept. of Neuropediatrics and Muscle Disorders 
University Children's Hospital Freiburg Freiburg, Germany 

Dr. Martin Zenker, MD 
Institute of Human Genetics 
University of Erlangen-Nuremberg 
Erlangen, Germany 

Prof. Giacomo Della Marca, MD 
Department of Neurosciences 
Catholic University 
Rome, Italy 
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