


What is hemophilia A? 

�  Prolonged bleeding after injury and surgery 

�  Impaired blood clotting: factor VIII deficiency 

�  Mutation on F8 gene 

 

�  Intracranial bleeding, bleeding into joints 

�  Well-known from European monarchy 





The 
Coagulation 

Cascade 



Classical Diagnosis 

�  Bleeding into joints, bruising, prolonged/
spontaneous bleeding, GI bleeding 

�  Blood tests for low levels of factor VIII with normal 
von Willebrand factor 
�  Activated partial thromboplastin time 
�  Prothrombin time 



Classical Treatment 

�  Factor VIII concentrates 
�  Plasma 
�  Monoclonal antibody purified factor VIII 
�  Recombinant factor VIII 
�  Antibodies 

�  Desmopressin for mild hemophilia 



Diagnostics Influenced by 
Genomics 

�  Targeted mutation analysis 

�  Sequence analysis 

�  Deletion/duplication analysis 

�  Linkage analysis 





Status of Genomics-Based 
Therapies 

�  Gene replacement therapy was in clinical trials 
�  Ataluren 
�  Put on hold for safety concerns 

�  Current research focuses on factor VIII sources 

�  Severe hemophilia diagnosed before the age of 2 
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