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Geénetique: en pratique: 10 genes
Impliqués a ce jour
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Diagnosing and treating Diamond Blackfan anaemia: results of
an international clinical consensus conference

Adrianna Vlachos,"* Sarah Ball,” Niklas ahl,* Blanche . Alter,” Sujit Sheth,” Ugo Ramenghi,” Joerg Meerpohl,®
Stefan Karlsson,” Johnson M. Liu,"'? Thierry Leblanc,"” Carole Paley,'' Elizabeth M. Kang,'* Eva Judmann Leder,"
Eva Atsidaftos,® Akiko Shimamura,'* Monica Bessler,' Bertil Glader' and Jeffrey M. Lipmn,"“ on behalf of the
participants of the Sixth Annual Daniella Maria Arturi International Consensus Conference

“The Feinstein Institute for Medical Research, Manhasset, NY, Schneider Children's Hospital, Albert Einstein College of Medicine, New
Hyde Park, NY, USA, “St. George's Hospital Medical School, London, UK, *Departments of Genetics and Pathology, Uppsala University,
Uppsala, Sweden, “Clinical Genetics Branch, Division of Cancer Epidemialogy and Genetics, National Cancer Institute, Department of
Health and Human Services, Bethesda, MD, “Columbia University, New York, NY, USA, "Universita di Torino, Torine, Italy, *Zentrum
fuier Kinderheilkunde und Jugendmedizin, Universitaetsklinikum Freiburg, Freiburg, Germany, *Lund University, Lund, Sweden,

" Hépital Saint-Louis, Paris, France, |'Novartis, East Hanover, NJ, "*National Institute of Allergy and Infectious Diseases, National
Institutes of Health, Bethesda, MD, “Children’s Hospital, Boston, MA, "*Washington University, St. Louis, MO, and "*Stanford
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Surcharge en fer
& IRM cardiague

Possibilite d’évaluer la surcharge en Fe par
IRM (et non par biopsie myocardique...)

Protocoles actuellement validés &
reproductibles études variées

Principe : mesure en IRM d’'un temps de
relaxation : le T2* : exprimé en mS
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