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Research Update – March 2009

In the first quarter of 2009 the Cure Tay-Sachs Foundation raised $106,526 to support Tay-Sachs disease research.   We issued our first grant for 2009 in January – a $100,000 grant to the Tay-Sachs Gene Therapy (TSGT) Consortium.    This brings our total financial support of the TSGT up to $300,000.    

 

The Tay-Sachs Gene Therapy Consortium (http://www.tsgtconsortium.com/) is the most promising research currently underway to stop the degenerative nature of Tay-Sachs disease.     The Consortium consists of research experts from Harvard Medical School/Massachusetts General Hospital, Auburn University, Boston College, NYU and Cambridge University in England.   After a wonderfully successful Year 1, they are currently in their second year of research and focusing on perfecting a large animal research model.   

The most exciting research development – may not be scientific at all.    The TSGT applied for a research grant from the National Institute of Health (NIH) in November 2008.    The grant application scores were released in March 2009 and the TSGT has received a score that puts them in the top 7% of all grants reviewed.    In 2008 grant applications scoring in the top 10% where funded.    While nothing has been officially announced by the NIH – it is possible the TSGT will receive significant government funding.     We are very excited about the prospect of this additional funding – but it is very important to remember no grant has been awarded at this time.   

 

While we are very excited about the Gene Therapy research, we are also cautious to avoid putting all our hopes into one project.    Research on a Chaperone Therapy (pyrimethamine or PYR) is preparing to begin clinical trials in 2009.    PYR is already approved for human use making it cost effective to transition to Tay-Sachs clinical trials.     This pharmacological chaperone will be trialed against some Late On-Set Tay-Sachs mutations and may also be effective on some Juvenile mutations.   The initial trial locations will be Toronto and New York.     To get the trial started will cost about $120,000 with additional funding needed later.    The trial has received support from the New Hope Foundation, the NTSAD research initiatives, the New York chapter of the NTSAD and other Tay-Sachs family Foundations.   
As a reminder, chaperone therapy is when a drug (like PYR) binds with mutated Hex A (the defect present in Tay-Sachs affected people) to gain entry into the brain cell.  Once chaperoned into the cell, the mutated Hex A often still possesses the ability to break down waste (GM2).    Some Hex A mutations are very minor defects, but the brain cells quality control department is very strict.   Chaperones will only bind too certain mutations and only certain mutations still possesses the ability to work once inside the brain cell.    While this is not a cure, it may raise the useful level of Hex A in a Tay-Sachs affected person – delaying symptom and improving quality of life.   

At the NTSAD Family Conference (April 2009) there was exciting new research topics discussed such as Stem Cell and combined therapies.   There is a growing belief that the cure might be found by combining a number of therapies.   The CTSF is hoping to help support another new therapy to see what it might be capable of and potentially repeat the success we’ve seen with the TSGT consortium.  
To better explain the process by which the CTSF issues grants, you need to understand the players.   We are parents or disease advocates that raise money to support research.    The NTSAD’s Scientific Advisory Committee’s (SAC) is a group of world famous doctors who review research proposals and research progress and gives us their professional opinion.   As one might imagine, as parents we are often not qualified to make informed decisions on the merits of a research proposal.    The SAC gives us their opinions on research and we are free to follow or ignore, we are not bound by their recommendations.    Having this wonderful scientific review resource allows us to spend our money in the wisest possible manner.   It was their opinion that the TSGT was the best existing Tay-Sachs research – that is why we funded that project so aggressively.    

 

This update will be posted on the Cure Tay-Sachs website under quarterly updates.   If you have any question or comments about this update I can be reached at ken.bihn@curetay-sachs.org or you can call the foundation offices at (216) 812-5855
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