The Eye Care Circle: Did you know? 

Dr. Elise Héon, M.D.       

Program Summary:
When living with retinitis pigmentosa (RP), it’s important to make sure you can access comprehensive care targeted to your condition. This talk explains who the individuals are that can assist you in that manner and why. We will give you updated guidelines on what ongoing care and referrals you can access, how you can be identified as a patient through the FFB Patient Registry and how that can benefit you. It is important that you know how to access and how to filter the information that is right for you.

Background – Why are we here? To be advocates for our eye health

You are: Individuals, concerned family members, friends, in some case health care workers whose lives or work have been affected by, or work intersects with Retinal Degenerative Diseases (RDD).

Also: you are patients and families who are recently diagnosed, learning about what the lingo of retinal diseases such as RP, retinal dystrophy, rod cone dystrophy, LCA, etc; and others who were diagnosed decades ago may not have received follow-up care, a clear diagnosis and possibly told: “nothing can be done”.

I am: A pediatric ophthalmologist, ocular geneticist, retina specialist with a great interest in the care of patients and families with RDD’s for almost 2 decades (yikes!). There is no cure for the conditions that affect most of you but I’m here to explain what “can be done” today and who can assist you in improving your quality of life as well as help preserve your vision. Although there is no “cure” yet, some interventions can improve quality of life, preserve visual acuity and empower you to help us all move forward faster in fighting visual impairment.

Why is it important to have access to expert information? In this day and age of easy information access through the internet a lot of information is not filtered and can be misleading to many patients. For example, several sites may claim they have cure or a treatment for a disease that appears similar to yours – not only may that treatment not be for you, it may not be effective and it could cause you harm. The principle to follow is “First do not harm”. 
There will not be one treatment but a range (a portfolio) of treatment opportunities depending on what condition you have, your age and at which stage you are at in the disease process, etc.
What is the ‘Eye Care Circle?’ 

Who are the key players in your eye care team? 

Ophthalmologists, retina specialists, optometrists, genetic counselors, low vision specialists, social worker, and family doctors. 

Does it matter who is following your ongoing care, optometrist, ophthalmologist, retina specialist? 
They can all work together as long as they exchange information for your own benefit.

Because of stricter privacy rules, you must agree that information is shared between caregivers. See following websites for further privacy information:

1. http://www.oma.org/Health/privacy/opabrief.asp
2. http://www.piac.ca/privacy/a_consultation_paper_proposed_ontario_privacy_act
How often should a patient see their eye care professional?

It depends on the age of the patient, the condition involved, the various needs, etc. Usually a yearly or bi-yearly visit is sufficient if there are no ongoing issues that require immediate care. This may vary, of course, between patients.

If I haven’t seen a professional in years, what should I do?

You should either ask your family doctor or ophthalmologist to re-initiate a referral or contact the office of the doctor who initially saw you.

Medical Diagnosis and Management

What is the referral process for seeing a specialist within the Canadian health care system (i.e. in order to have OHIP cover an appointment, visual/genetic tests, etc.)?

The process of patient referral varies between provinces. In Ontario in order to have the appointment covered by OHIP the patient must be OHIP insured and a written referral must be sent from your family doctor or ophthalmologist.

In order to accelerate a referral at Sickkids the use of the ARMS electronic system is preferred: www.sickkids.ca/AmbulatoryClinics/index.html or www.sickkids.ca/referralsystem/default.asp website.
What role does your family doctor play? Do they need to keep informed of eye care? 

The family doctor plays an important role as he/she is the reference person for the care of the patient. The family doctor should be informed of the ocular situation.
Genetic Testing / Counseling      
Which professionals can initiate genetic counseling? 

There are genetic centres with genetic counselors all over Ontario in bigger cities and some towns have satellite clinics. The clinic at Sickkids has an expertise with RP and related disorders but other centres such as North York are growing in that direction.  A referral is required from a physician to access a genetic counselor.  The genetic counselor explains the details of what a “genetic disease” is, how these are inherited and what that means to families and future generations. Genetic counselors are also critical in initiating the genetic testing and helping in the interpretations of the results (www.geneticresourcesontario.ca). Genetic testing does NOT require a genetic counselor and can be initiated by a physician. However this is rarely done because of the time this process consumes and the specialty of the knowledge to transfer.

What is genetic testing? How is it initiated?

Genetic testing refers to the analysis of a biological sample from a patient (usually blood) for the analysis of a gene sequence (e.g. letters in a chapter) in search of a genetic change (looking for a typographical error) that is related to the disease process affecting the patient in question.

Which patients are good candidate for genetic testing?

Any patient with a condition determined to be genetic, who wishes to learn more about the basis of their eye condition, is eligible for testing.  We usually start by studying the affected individual before studying “unaffected” family members. Once the genetic defect is identified in the affected individual, “unaffected” relatives can be tested to see if they carry that change or not.

Is it covered by OHIP?

If you have an OHIP number we ask OHIP for permission to cover the cost of testing. The process is long on our side but usually they agree to pay. This is why we may ask you to repeatedly sign forms!

How is genetic testing done? 

The technology is constantly evolving as is the number of genes to be tested.  An increasing number of tests are available commercially for which OHIP usually pays for. It is the responsibility of the professional who requested the test to understand how the test was done and what the results mean. A negative test may not mean much, it depends how the test is done.

How long will it take to get results back after testing is initiated?

As there are over 150 genes that cause retinal diseases, the odds of finding a response are limited by the searching strategy, the technology available and luck! Not all genes have been identified and not all of those that are known can be totally analyzed as this would not be financially possible. Therefore we use a screening strategy where we choose the genes to analyze first based on your clinical and family history, what your eyes look like etc. Despite this I would say that most patients do not yet have a positive result. We are still learning every day on how to improve our screening strategy. 
What if your eye care professional does not initiate genetic testing, whom should they refer you to? 

A key point in referring for genetic testing is knowing what we are looking for. When unsure you should refer to an expert in the field. There are unfortunately few experts in the field of eye genetic testing. Luckily the number of people interested is growing and a lot of educational information is available. You MUST REMEMBER that a test is just a test and there can be a great challenge in figuring out how to interpret it. Often you need a team approach including the genetic counselor and the eye care provider. It’s all about communication! 

Can the family doctor refer for genetic testing?

In principle anyone can refer for genetic testing. The challenge is the interpretation of the results. In order to understand the results one must know details of the eye condition. How will the family doctor interpret the result?  The most important aspect of identification of a genetic defect is making sure the genetic change identified is truly related to the disease of the individual. However the family doctor can assist in getting the paperwork started.

What will happen to me if genetic testing is not done for me?

You should be taken care of as indicated per standard of care. You will not be deprived of receiving a treatment. For the treatments where a specific genetic result is required for eligibility, we make sure that patients are screened for that genetic defect first if we think they are eligible.
Psychosocial Support

The prospect of vision loss and visual impairment can be quite distressing for patients, families and their surroundings. The intervention of psychosocial support is highly recommended for adults as well as for children to help deal with challenges encountered (school issues, work related issues, depression, etc). For psychosocial support, a social worker can be accessed for any individual or family seen at Sickkids.  Services are also available outside of Sickkids such as from the Centre for Sight Enhancement- School of Optometry- University of Waterloo, the CNIB and the Employee Assistance Program (EAP). Through a family doctor or eye care provider a referral can be obtained for a community psychiatrist (as this is covered under OHIP); or seek out a referral from a family physician or community pediatrician for a community social worker or psychologist (although there would be a fee to such individuals in private practice that may or may not be covered under an extended health benefits plan).  

To find a social worker in private practice, one option is the website:  www.findasocialworker.ca. These individuals may not have expertise with disability, but do deal with issues such as grief, loss, depression, anxiety, etc. 

 

For financial support, there are a variety of resources that patients can access, depending on their degree of vision loss (i.e. Disability Tax Credit Certificate, ODSP, ACSD, the juvenile form of ODSP for children ages 0-17).  One can claim "medical expenses" on their income taxes if they have spent enough in any given calendar year (this applies to anyone regardless of disability or not). The ADP (Assistive Devices Program) can provide partial support for glasses and low vision aids (1-800-268-6021).

Low vision support and management

There are a number of low vision specialists both in the Toronto area, Waterloo, Etobicoke, Peel,etc, in addition to the great service provided by the CNIB.  Vision Resource/Itinerant Programs through school boards know how to access some of these as well.  I do not have an exhaustive list of resources but low vision optometrists and ophthalmologists working in the field of low vision/blindness should have some knowledge of low vision resources in their local area.  An eye specialist would need to make the referral to a low vision clinic (as staff would require medical information/vision information on the patient). The decision to get a “low vision referral” or not is usually made by the eye care provider and the patient’s needs. There are many variables to consider. The general aim is to improve the visual acuity to improve quality of life.

Research – what is going on? How can I be involved?

Stay informed by staying in contact with FFB-C.
Support groups

The FFB is a great resource for vision research information, connecting with other people with similar conditions, conferences and the Patient Registry. Seeking support from family and friends, and having them involved in your care, is important.

What can a patient do to stay proactive in the care of their eye health? 

Talk about their needs publicly, write to their MP, let FFB know what is missing where. Demand for increase funding for vision research and patients with visual disabilities.

The FFB/CIBC Children Vision Research Registry
www.sickkids.on.ca/FFBC/Login/login.aspx?ReturnUrl=%2fffbc%2findex.aspx 
The goals of this registry are:

To identify and register patients (children and adults) affected with retinal dystrophies, especially if a molecular diagnosis is identified.

To collect a minimum standard of information describing the retinal function and medical issues relating to patients registered.

1. To allow scientists to access a specific patient population (e.g. a specific disease type or a specific gene change etc.) for research. This gives patients more opportunities to participate in studies including clinical trials assessing new treatments.
2. To allow patients to be identified (anonymously) and be given the opportunity to participate in ethically approved research.

The registry is not a research project. The registry is a powerful tool developed for patients and scientists to allow the development of research and care.

Contact: Catherine.deveault@sickkids.ca

The patients are the best advocates for their needs. 

Silence will not make a difference.
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