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First	
  mammalian	
  model	
  for	
  tubular	
  aggregate	
  myopathy	
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Stormorken	
  syndrome
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Understanding	
  NEDD4L-­‐related	
  MCD	
  (Malformations	
  of	
  Cortical	
  
Development)	
  through	
  investigations	
  of	
  a	
  Knock-­‐In	
  mouse	
  model	
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Mouse	
  modeling	
  of	
  a	
  missense	
  mutation	
  in	
  the	
  essentiel	
  gene	
  
PIK3R4	
  (VPS15)	
  responsible	
  for	
  a	
  ciliopathy-­‐like	
  disease	
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FacioScapuloHumeral	
  Dystrophy	
  (FSHD):	
  targeting	
  two	
  
alternative	
  Fat1	
  exons	
  with	
  one	
  mouse	
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Impg1	
  gene	
  Knock-­‐Out,	
  a	
  mouse	
  model	
  for	
  human	
  vitelliform	
  
macular	
  dystrophy	
  and	
  retinitis	
  pigmentosa	
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Generation	
  of	
  a	
  humanized	
  mouse	
  model	
  for	
  Recessive	
  
Dystrophic	
  Epidermolysis	
  Bullosa	
  harbouring	
  a	
  recurrent	
  COL7A1	
  
mutation	
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Generation	
  of	
  a	
  novel	
  mouse	
  model	
  of	
  hemophilia	
  A	
  constituted	
  
of	
  mice	
  transgenic	
  for	
  a	
  human	
  T	
  cell	
  receptor	
  specific	
  for	
  
therapeutic	
  factor	
  VIII
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Is	
  matriptase-­‐2	
  involved	
  in	
  iron	
  homeostasis	
  regulation	
  and	
  
anemia	
  exclusively	
  through	
  the	
  hepatocytes?	
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CHCHD10S59L	
  mouse	
  model:	
  how	
  mitochondrial	
  dysfunction	
  
promotes	
  motor	
  neuron	
  disease?	
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Generation	
  of	
  an	
  ALS-­‐FTD	
  mouse	
  model	
  based	
  on	
  a	
  conditional	
  
CHMP2B	
  intron	
  5	
  mutant	
  Knock-­‐In
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Role	
  of	
  LRBA	
  in	
  the	
  control	
  of	
  the	
  immune	
  response:	
  implication	
  
in	
  primary	
  immunodeficiencies	
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