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INTRODUCTION HISTORY AND GEOGRAPHICAL LOCATION OF THE UNIT

This is a renewal application for the single-team research unit UMR_S933 previously renewed in 2014. UMR_S933 is a joint structure between Inserm and the University of Paris 6 unit located at the Armand-Trousseau hospital, where the research unit (150 m 2 ) shares premises with the clinical laboratory.

MANAGEMENT TEAM

The UMR_S933 is directed by Mr Serge AMSELEM (PUPH), with no deputy head.

HCERES NOMENCLATURE

SVE2; SVE5.

SCIENTIFIC DOMAIN

The UMR_S933 research unit is studying three groups of rare diseases: rare pulmonary disorders (primary ciliary dyskinesia (PCD) and interstitial lung diseases), auto-inflammatory disorders and several developmental disorders including growth disorders of endocrine origin, disorders of sex development, premature ovarian insufficiency and infertility. The goals are: to identify the molecular defects responsible for these diseases in patients; to understand the pathophysiology of those rare diseases by designing various disease/gene models; to characterize the molecular networks impacted by the mutations and ultimately to search for new therapeutic options for patients. 

UNIT WORKFORCE

Unit workforce

GLOBAL ASSESSMENT OF THE UNIT

The unit has continuously produced high-level translational research resulting in an impressive publication record both quantitatively and qualitatively. Teaching and training activities at the pre-graduate and post-graduate level are numerous and diverse. During the last contract, the unit has further elucidated the molecular basis of three groups of rare diseases i.e. pulmonary diseases including PCD, auto-inflammatory disorders and developmental disorders. Thanks to the team's long-term expertise in these diseases, their close relationship with the diagnostic laboratory, the access to large cohorts of clinically well characterized patients and involvement of the unit in the national diagnostic/health networks, the unit has significantly contributed to a better knowledge of the genetic basis of these clinically and genetically heterogeneous groups of disorders. The unit occupies a leader position at the international level for the investigation of PCD in particular and has growing international visibility in the fields of autoimmune diseases and developmental disorders. This research has already led to improved diagnosis, genetic counselling and care of the patients affected by these diseases. The next contract period should continue to produce clinically important results and may give rise to new therapeutic approaches.
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