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Clinical	  Trials………..	  





Rank Status Study 

1 Not yet 
recruiting  

Physical Training Introduction in Lifestyle of Facioscapulohumeral 
Dystrophy Patients  

Condition:  Muscular Dystrophy, Facioscapulohumeral 
Interventions:  Other: Physical training;   Other: Control 

 

2 Recruiting  Myotonic Dystrophy and Facioscapulohumeral Muscular Dystrophy 
Registry  

Conditions:  Myotonic Dystrophy;   
Muscular Dystrophy, Facioscapulohumeral; 
  Muscular Dystrophy 

Intervention:   
 

3 Recruiting  Molecular Analysis of Patients With Neuromuscular Disease  
Conditions:  Limb-Girdle Muscular Dystrophy;   

Duchenne Muscular Dystrophy;   
Becker Muscular Dystrophy;   
Facioscapulohumeral Muscular Dystrophy 

Intervention:   
 

	  

Total	  studies:	  3	  
Total	  drug	  studies:	  	  0	  



Total	  studies:	  5	  
Total	  drug	  studies:	  	  1	  (France	  and	  The	  Netherlands)	  

 
 



  Total	  studies:	  9	  
  Total	  drug	  studies:	  	  0	  



  2	  year	  time	  frame:	  
§  Nonspecific	  treatments	  to	  improve	  weakness	  
▪  Troponin	  activator	  (Cytokinetics)	  
▪  Myostatin	  inhibitors	  (Novartis,	  Pfizer,	  BMS,	  etc.)	  

  3-‐5	  year	  time	  frame	  
§  Specific	  drugs	  directed	  at	  FSHD	  pathophysiology	  
▪  “Knock	  down”	  of	  Dux4	  (Genzyme)	  
▪  Targeting	  of	  other	  misregulated	  proteins	  in	  FSHD	  (GSK)	  

  10	  years	  or	  greater	  
§  Stem	  cell	  therapy	  	  



Animal	  and	  cellular	  models	  



  Degree	  to	  which	  phenotype	  mirrors	  human	  
disease:	  

  Unclear	  translation	  to	  humans	  
§  Currently,	  the	  only	  pharmacologic	  agent	  with	  proven	  
benefit	  in	  muscular	  dystrophy	  (prednisone)	  developed	  
initially	  from	  anecdotal	  observations	  in	  patients,	  not	  
from	  animal	  studies	  

§  Conversely,	  several	  agents	  with	  promise	  in	  mice	  had	  
no	  clear	  benefit	  in	  muscular	  dystrophy	  (e.g.	  creatine,	  
glutamine,	  CoQ10)	  

§  Not	  unique	  to	  muscular	  dystrophy	  field:	  	  e.g.	  
beneficial	  effects	  in	  preclinical	  SOD1	  studies	  have	  not	  
translated	  to	  benefit	  in	  ALS	  with	  one	  exception	  
(Riluzole).	  	  	  



  Example	  :	  Human	  tumor	  models	  to	  assess	  if	  
	  an	  individual	  patient’s	  tumor	  will	  	  
	  respond	  to	  a	  specific	  therapeutic	  regimen	  

  Successes:	  	  Multiple	  Myeloma	  response	  to	  proteosome	  
	  inhibitor	  Velcade	  and	  to	  combination	  therapy	  Velcade	  
	  and	  melphalen	  first	  demonstrated	  in	  xenografts	  and	  now	  
	  standard	  of	  care	  in	  MM	  

  Limitations:	  
§  To	  more	  or	  less	  degree	  a	  hybrid	  of	  species	  
§  Meaningful	  outcome	  measures	  evaluating	  therapies	  are	  

reduced	  compared	  to	  whole	  animal	  
§  Labor	  intensive	  preparation	  of	  animal	  cohort.	  	  	  





anti-‐human	  spectrin	  H&E	  
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Human	  CD31	�

Mouse	  CD31	�



anti-‐human	  CD31	   anti-‐mouse	  TER-‐119	  	  



anti-‐SV2	   α-‐bungarotoxin	  
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  Study	  of	  human	  muscle	  regeneration	  
  Preclinical	  drug	  screening	  with	  molecular	  
outcome	  measure	  

  Genetic	  modification	  studies	  
§  	  Dux4fl	  knock-‐down	  in	  human	  FSHD	  xenografts	  
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