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 This funding was used to produce a retinal dystrophin Dp260 knock out mouse 
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RESEARCH INTERESTS: 

 

The research focus in my lab is the identification of genes involved in the normal production of red 

blood cells. This has involved using 4 mouse mutants with hereditary anemias. The positional cloning of the 

causative genes for these anemia mouse mutants has resulted in their identification and provides the 

experimental data for the next phase of this work in molecular biology. The significance of this work is in the 

possible development of novel therapies for iron overloading, a condition that leads to severe morbidity and 

death and includes Hereditary Hemochromatosis and transfusion-dependent diseases such as sickle cell anemia. 

In addition, I have identified the causative gene for a novel model of Hereditary Spherocytosis (HS), the most 

common hereditary anemia in man with an incidence as high as 1 out of 2,500 in persons of Northern European 

descent. It is estimated that 10% of patients with HS has no known genetic defect and this discovery may lead 

to the identification of the defective gene in this significant group. Finally, I am actively pursuing the 

identification of a novel erythropoiesis factor in a new mouse mutant with a transient neonatal anemia. A 

second area of research includes developing a gene therapy strategy including the use of a human retinal 

dystrophin transgene using muscular dystrophy mice. 
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