The research momentum continues…

I have exciting news to share. Thanks to your past support, The Foundation Fighting Blindness (FFB) is awarding our largest commitment to vision research in our 33-year history.  In fact, our commitment has increased 32% over 2006! 

This year, $1.5 million will be granted to vision researchers who presented the most promising projects to our Scientific Advisory Board – multi-year proposals that will lead us to cures for retinitis pigmentosa, macular degeneration, and other retinal diseases affecting our children, grandchildren – and yes, maybe affecting you or someone you know.

Our team at FFB is committed to funding the research that will lead us to cures.  As you may have read in the last newsletter, 

Dr. Robert Molday, Chair of The Foundation Fighting Blindness’ Scientific Advisory Board and one of Canada’s most prominent scientists, is confident that we will have success in upcoming clinical trials in humans. The stage has been set after very successful pre-clinical trials (in the labs) to cure certain types of degenerative retinal disease.  The cures really are in sight!

This is a year in which we are truly positioned for new discoveries and breakthroughs – but we need your support today to make them happen.  Although it is an exciting year with our largest awards ever, one quarter of the projects approved for funding by our Scientific Advisory Board will not receive FFB funding until we raise more money.

That’s why it’s so important to renew your commitment to FFB each year.  And by renewing your support early in the year, we are able to plan ahead for future commitments earlier. 

Many of our supporters are choosing to give a regular monthly donation through our Commitment to a Cure monthly giving program.  For less than 50 cents a day, or $15 a month, your investment will increase our ability to fund more research.  

As always, if there is any additional information you require, please don’t hesitate to contact our team.  Or visit our website, www.ffb.ca, which is always being updated with the latest news that shows how you really are investing in finding cures for retinal disease. Without you, we simply wouldn’t be on the edge of these exciting discoveries.
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In February 2007, members of The Foundation Fighting Blindness’ Scientific Advisory Board (SAB) gathered for a meeting.... 


Jamie Fotak speaks 
to FFB Scientific 

Advisory Board
Continued from page 1 

in Toronto to review, discuss and award funding to the best scientific grant 
applications from across Canada. 

The night before their day-long meeting, The Foundation hosted a dinner to honour its SAB members and invited Jamie Fotak as a special guest speaker. This is what Jamie had to say to the researchers and to the very special people who support The Foundation Fighting Blindness’ research:

Hi, my name is Jamie Fotak and I am 10 years old. Like all moms, my mom thinks that I am pretty special. But I am a regular 10 year-old kid. I love all sports, especially hockey and playing outside with friends, but I don’t love doing homework!

Unfortunately, one thing about me that makes me “special” or “different” is that I have RP, Re-tin-i-tis Pig-men-tosa. I still have trouble pronouncing it sometimes. My parents tell me they always knew something was wrong with my vision as a baby and I was so different from my sister Meghan. I was very clumsy. But it wasn’t until they took me to the awesome doctors at Sick Kids Hospital that they figured out what was wrong with my vision. 

When I first heard the name Re-tin-i-tis Pig-men-tosa, it scared me. But now I have a label for what I have and an explanation that I can understand for why I have trouble doing certain things. I am learning to figure out how to do some things differently – that some kids with regular vision can do more easily. 

At first it really bugged me but now I have learned to ask for help. Right now the hardest thing for me is seeing at night. I get scared because in the dark I haven’t a clue where I am. 

This year I went for the first time to a sleep over camp for two weeks which was fun. But the counsellors had to carry me to the bonfire and I got lost during a portage which was scary. I have trouble at movies, or being driven in a car. I never have any idea where I am going! But I know that some people with regular vision have that same problem. 

But my biggest worry is that my vision will get worse! The Foundation Fighting Blindness helped me and my family learn about exciting new treatments and research to find a cure. I have learned that when one person has RP, everyone in the family is affected.

I hope that one day I will be able to tell someone what I have and they will understand what I’m talking about. It’s frustrating sometimes – many people have never even heard of RP!

“I have found that talking 

about my problems has made it easier to live with RP.  The FFB has helped me and my family to be a part of a community and not alone with my disease.”

I would like to say thank you to all of the very special doctors and researchers for working so hard to share information together to find a cure to fight blindness. I’m sure all of the pieces of the puzzle will snap into place to find a cure faster for kids like Gavin Morrison and me and everyone else suffering from RP and with the FFB/CIBC Children’s Vision Research Registry, you’ll know exactly where to find us!

I would like to thank you all for your hard work and research. I would also like to thank the FFB and all the special supporters for caring enough to share our problem and help us find a cure.

Please keep it up! There are a lot of us with RP, way, way too many of us – we’re counting on you!

Inside...

Foundation news..........................
2

Research news...............................
5

Making a difference......................
11 Events..............................................
13

National Coalition for Vision Health Workshop

The National Coalition for Vision Health (NCVH) held a workshop in Toronto to develop a national plan of action to promote vision health and prevent avoidable blindness in Canada. The workshop identified strategic priorities: decrease risk of developing avoidable vision loss; improve public and professional education about early detection; improve access to eye health services; promote excellence in vision health; and expand and improve the evidence base. The NCVH will meet with the Public Health Agency of Canada. 

The FFB is a founding member of NCVH and Sharon Colle, FFB National Executive Director, is on the management committee.
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The Foundation Fighting Blindness Canada/Retina International chip project for rapid genetic testing of Leber Congenital Amaurosis and Retinitis Pigmentosa patients 

By Rando Allikmets Ph.D. and 

Robert Koenekoop M.D. Ph.D. 

Genetic testing for blindness due to retinal dystrophies is rapidly entering the clinical arena, as human clinical trials have started and many more are expected in the next few years. These trials are testing the safety, dosages and efficacy of retinal gene replacement and neuroprotective agents (which slow disease progression) in human patients with a variety of retinal dystrophies. But in order to benefit from these trials, patients need to be genotyped, to ensure delivery of the proper, causal gene back to the photoreceptors. For example, patients with diabetes require a blood test to confirm elevated glucose levels, a test that now only takes hours to a day -- while genetic testing for a childhood blindness called Leber Congenital Amaurosis (LCA) and other forms of retinitis pigmentosa (RP) is now also possible, but requires testing of 11 LCA genes. 

Genetic testing for retinal blindness has five immediate advantages for the parents and for the child. LCA is not easy to diagnose at the typical age it appears (6 weeks to 6 months), as it overlaps with several other diseases that look similar to the ophthalmologist. Therefore, finding the LCA gene would confirm the diagnosis very accurately. Some genetic defects give a much more favourable clinical outcome than other genes, for example LCA patients with RPE65 or CRB1 defects may see much more and for longer periods of time, than patients with GUCY2D, CEP290 or AIPL1 defects. The correct prognosis can help parents plan the future schooling and occupation for the affected child. Finding a gene for a child, immediately allows for identification of the defect by a simple blood test in any future offspring before (pre-natal screening) or after birth, in addition to being able to establish who is a carrier (carrier status). Finally, genetic testing allows the identification of those children who may go to a clinical trial now (e.g RPE65 trial), and those who may go later (e.g GUCY2D), or in the future (e.g AIPL1) (trial preparation). 
Before the diagnostic chip, the identification process of the defective (causal) retinal gene, for a new child with LCA, would require screening of more than 100 segments (exons) by sequencing, which is significantly hampered by high costs, time, labor and finding many variants. Our group headed by Dr. Allikmets, with support from the FFB-C and Retina International, and other agencies recently developed the Asper Biotech LCA disease chip, which contains all the known mutations in all known LCA genes. These mutations have been documented in other patients with LCA and published in the world literature. 

In one single step that takes about 4 hours, our new LCA patients DNA can be screened across the LCA disease chip and if a mutation in the patients DNA matches the mutation on the chip, we can “see” this with the help of laser light and computer software. We can thus find the causal gene in a new child with LCA in 4 hours in a significant number of the patients (approximately 35%) for a small fee of about 150 U.S. dollars. 

In addition, our group has developed and tested Asper Biotech disease chips for autosomal dominant retinitis pigmentosa (RP) and autosomal recessive RP (the x-linked RP chip is in progress). Again, these genetic chips can rapidly identify the causal mutations, if the new RP patients DNA change matches with a mutation already on the chip. 

For the dominant RP chip, we found that different populations have different identification rates, for example for U.S. RP patients, we found a rate of about 50%, while this was only about 30% in Quebec patients. We are excited about this, because we know that the population of Quebec is genetically unique and has been isolated from the rest of North America for hundreds of years, probably explaining our different results. The recessive RP chip has an identification rate of about 30%, but we know that for this form of RP, about 50% of the causal genes still await discovery. Since we launched the recessive RP chip about 9 months ago, the chip has been used by at least 1,000 patients from all over the world, illustrating how important rapid genotyping is to many patients and their physicians. 

In separate studies, again supported by the FFB-C, we have been able to discover two new genes for congenital blindness (LCA) and we are currently working on three new gene discoveries for RP. This work is in collaboration with Dr. Anneke den Hollander and Professor Frans Cremers both from The University of Nijmegen in The Netherlands.

In summary, genetic testing of patients with LCA and the three different forms of RP is extremely important for accurate and definitive diagnosis and prognosis, but also allows physicians to group patients into those that may go to trial early (such as RPE65), or a bit later (such as GUCY2D). Because of financial support from The Foundation Fighting Blindness in Canada and Retina International, we have been able to discover two new important genes for LCA, and we are working on three new genes for RP. These discoveries are important as all these patients will one day benefit from gene or other therapies. Also, these new genes have another important consequence for the patients. We have been able to add these new genes to the chips. Updating the rapid genotyping chips from Asper Biotech for LCA and the three types of RP makes these technologies much more accurate and relevant for a growing number of affected patients. 

Rando Allikmets Ph.D. and Robert Koenekoop M.D Ph.D. are lead collaborators for The Foundation Fighting Blindness Canada/Retina International chip project. Rando Allikmets Ph.D. is Acquavella Associate Professor of Ophthalmology and Director of the Molecular Genetics Laboratory at the Edward S. Harkness Eye Institute at Columbia University, New York. Dr. Allikmets is credited with bringing the Asper Biotech micro-array technology to the fields of blindness and retinal dystrophies. Robert Koenekoop M.D Ph.D. is an Associate Professor in Ophthalmology and Human Genetics at the McGill University Health Centre, Montreal, and Director of the McGill Ocular Genetics Centre at the Montreal Children’s Hospital

FFB researcher discovers a new gene linked to childhood blindness

Only six months ago, the same team of researchers discovered another gene responsible for LCA called CEP290

The Foundation Fighting Blindness is pleased to announce that one of its researchers has discovered a new gene that is linked to Leber Congenital Amaurosis (LCA), an eye disease that causes blindness from birth or during the first few months of life. This is significant because every time a gene-related cause is discovered, it means that more patients become candidates for gene therapies to treat or cure the disease.  The discovery was made by prominent Canadian researcher Dr. Robert Koenekoop at McGill University, who receives funding from The Foundation Fighting Blindness, and collaborators Drs. Frans Cremers and Anneke den Hollander, prominent molecular biologists and geneticists in The Netherlands (University of Nijmegen). 

This latest LCA gene discovery will be announced in the scientific literature. Six months ago, this team of researchers discovered another gene responsible for LCA (CEP290). A mutation in CEP290 gene was found to be the most common cause of LCA, accounting for more than 20% of patients. A mutation in the newly discovered gene, accounts for another 5% of patients. 

Prior to  this discovery, LCA had been linked to mutations in nine genes. These mutations accounted for about 45 per cent of LCA cases. This means that with the two new gene discoveries, over 70% of cases/patients can now be linked to mutations in 11 genes. 

“The new technology we use in our research, is a high tech SNP microarray (chip), and is extremely helpful but expensive,” says Dr. Koenekoop. “It cost about $250,000 to discover the two genes (CEP290 and the new gene). 
”As a researcher, I’m grateful to The Foundation Fighting Blindness in Canada 

(FFB-C) which contributed to the funding of this project. Without FFB, these discoveries would not have been possible.”

Researchers are also optimistic that the research project will uncover more gene discoveries in the next 6 months. 

“But to study these genes further, for example, what their function is exactly, and making an animal model to test gene replacement therapies on mice will be our immediate concern and will take approximately 3 years and 5 million dollars,” says Dr. Koenekoop. 

“The progress in LCA research over the last decade has brought us to the point where researchers are now on the verge of discovering gene therapies that could treat or cure this type of blindness – if they have the money and resources they need,” says Sharon Colle, National Executive Director of The Foundation Fighting Blindness. “Our Foundation is committed to giving researchers the funding they need to discover the causes, treatments and cures for the thousands of Canadians affected by blindness.” 

First Human Trial on LCA
Currently, there are two human trials going on in parallel, one for adults (10 people), one for children (10 people), all have RPE65 gene mutations and all are getting the gene therapy in the same way. The main objective is to study safety. The question researchers are asking is whether it is safe to deliver the RPE65 gene under the retina in humans. They know it works from the animal studies. Now they need to know if it safe in humans. 

Both trials are going very well. In both trials researchers will also look for improvement of vision, but it is not the main point in phase I. Because LCA is such a slowly progressive disease, it will take about a year to tell if one eye is doing better (the injected eye) than the other (un-injected eye). Results from this phase I trial are expected within the next year.

Further progress:
Dr. Koenekoop and collaborators are working hard on three new genes for adult onset retinitis pigmentosa (in progress) and two more genes are coming for childhood blindness (in progress). Dr. Koenekoop said, “we also discovered that parents of children who have congenital blindness have abnormalities on simple clinical testing (like the ERG) that point to the causal gene in the child so that the genetic screening is quicker and less expensive. For example: we see a new child with congenital blindness and we must find the mutated gene. If it is one of the known genes, we must screen 11 genes, which is very costly and time consuming. We discovered that some parents have a cone ERG problem measurable on ERG (test takes 30 min). This cone problem in the parent tells us that we must first screen Guanylate Cyclase an important gene for LCA, then we will find the mutation! We don’t have to screen the other genes.”

To help make the next eye research breakthrough happen, please call 

The Foundation Fighting Blindness at 1-800-461-3331 or visit www.ffb.ca to make a donation.

FFB’s Research Grant Commitments for 2007

The Foundation Fighting Blindness (FFB) will fund approximately $1.5 million in eye research in 2007 to Canada’s finest scientists at prominent hospitals and universities. Below is a list of new and ongoing research grants being funded in 2007.

A New Way to Help the Family

Written by:  Jean Pettit, FFB donor
Vision loss has run through my family, having affected my brother, two sisters, and father. I was diagnosed with glaucoma at age 47 and age-related macular degeneration at 72. Now my daughter, Karen, has been diagnosed with ocular hypertension, at age 60. 

Vision loss became even more personal when my niece gathered me and my two sisters to take part in a day of genetic testing at Sick Kids Hospital. It was shortly after my great-nephew, then five year old Gavin Morrison, had been diagnosed with retinitis pigmentosa. It is one thing to lose your sight later in life, but I thought that a little boy having to face this disease was intolerable.

But when I learned promising developments in research through FFB’s newsletters, they gave me hope.  

Our accountant reassured me that donating securities is a great way to donate to the FFB and offers a great tax advantage… an incentive really – and I would not pay tax on the capital gain on the security.  As he explained the simple process, I decided to embrace this new concept.  It has worked well – 

I call it my “win-win-win”, for FFB, for me and for Gavin and everyone affected by blindness. I’m very proud and am now more hopeful, for Gavin and everyone affected by blindness. Good Luck Researchers!

Happy to be part of the quest for a cure

Max Munday and his sister, Carolyn Bacon, of British Columbia generously donated $250,000 to The Foundation Fighting Blindness to help discover the causes, treatments and cures for retinal diseases that cause blindness. They are both affected by Stargardt disease, also known as juvenile onset macular degeneration. 

“We’re hopeful to be part of the solution,” said Max. His son Gavin, who works in the scientific field, is supportive of his father’s decision to donate to The Foundation Fighting Blindness (FFB). Gavin read about FFB’s Scientific Advisory Board Chair, Dr. Robert Molday, and his involvement in an international study that successfully restored visual function in mice with hereditary blindness. This discovery established proof-of-principle that blindness can be cured.

Max and Carolyn are very excited about this breakthrough because they understand first-hand the impact that vision loss has on an individual, their family and friends. When asked why she donated to FFB, Carolyn remarked “if not us, then who?”

The Blind Boys of Alabama benefit concert

On April 12th, 2007, The Blind Boys of Alabama, a world acclaimed soul group, performed at the Dominion Chalmers United Church in Ottawa to raise money for The Foundation Fighting Blindness (FFB). The sold-out benefit concert raised $40,000 for the FFB, which will go towards vital equipment needed for research into retinal degenerative disease at the University of Ottawa Eye Institute. Congratulations to the Ottawa chapter of The Foundation Fighting Blindness who donated a great deal of their time to organize this exceptional fundraiser and secured support from generous sponsors, CTV and Claridge Homes.

Hockey fans and NHL Alumni teamed-up 

for the NHL Ultimate Fantasy Hockey Playoffs to raise money for The Foundation 

Fighting Blindness

On April 10, 2007, Gary Leeman, former Toronto Maple Leaf and Honorary Chair of the NHL Ultimate Fantasy Hockey Playoffs, teamed-up with fellow NHL Alumni and hockey fans to raise money for vision research.

The event, held at the Hockey Hall of Fame in Toronto, raised $36,500 for The Foundation Fighting Blindness. 

The money was raised through corporate table/team sales and proceeds from the live and silent auctions. The Foundation Fighting Blindness would like to thank the NHL Alumni for its continued support and those who participated in the event and auctions. To reserve your spot for next year, please visit: 

www.ffb.ca or call The Foundation at 416-360-4200.

“Jamie looked so small when he went to sleep last night in his jersey.  He put all the NHL memorabilia in his bed with him.  Thank you for making a dream come true for him and giving him his Andy Warhol celebrity moment in the spotlight.  I am so proud of him for rising to the occasion, and grateful to all of you for helping him to see that while his vision may not be perfect, he is very special and not alone with his RP.”        
Carmela Capone, Jamie’s mom
[Left] Mark Napier, Executive Director, NHL Alumni Association, presented 10

year-old, Jamie Fotak, with an NHL hockey jersey to thank him for

attending as a special guest speaker. Jamie, a huge hockey fan, talked about what it’s like to live with retinitis pigmentosa and of course, his love of hockey.

Ride for Sight, Canada’s largest motorcycle fundraiser, aims to raise $1 million

Motorcyclists, their families and friends fundraise all year round to make sure that The Foundation Fighting Blindness continues to be the largest, non-government funded, contributor to retinal research in Canada. Families affected by eye disease are also involved in Ride for Sight, like the McDougald’s in Calgary.

Three-year old Rosie McDougald, who has Usher Syndrome (a type of RP) and her parents, Natasha and Campbell, recently attended a motorcycle show to thank riders for their support. The McDougald family is also featured on Ride for Sight’s national brochures to educate people about the plight to find treatments and cures to help Rosie and the thousands of Canadian children affected by blindness. 

To make a donation or to find out dates and locations for Ride for Sight, please visit: www.rideforsight.com or call 1-800-461-3331. Ride for Sight takes place in eight different locations across Canada in June, July and August.

Comic Vision expands

Comic Vision, a comedy fundraiser to fight blindness, expands to four Canadian cities in 2007.

Comic Vision, a fun-filled evening of stand-up comedy, will take place in London, Oakville, Toronto and Vancouver, in April. The event was founded by Ann Morrison, whose son, Gavin, has RP. Comic Vision has raised more than half a million dollars since its inception in 1999. 

Visit www.comicvision.ca for more information or contact Ann Morrison at 800-461-3331, ext. 32. More on Comic Vision in the next issue.

