
What are the most common symptoms?
Retinal detachment, early onset myopia, early onset joint problems, hearing loss, flat facial features, and Pierre Robin sequence (small mouth / jaw, causing cleft palate or a cleft under the skin) are the hallmarks of Stickler syndrome (SS).

How do I find GOOD Stickler doctors? Take SIP brochures to any doctor.  If they are not interested in being educated, find another doctor.  That is Dr Stickler’s advice.  We need to be responsible to educate all doctors about Stickler syndrome .  

Should I insist on genetic testing for SS? COL2A1 and COL11A1 are the KNOWN genes. The National Institutes of Health, Human Genome Institute (NIH) confirmed, in 1999, that there is at least one otherundetermined gene mutation that causes Stickler syndrome.  We do not feel that test results give a definite answer, at this time.  Many times, a geneticist can determine SS by clinical observation and family history.  Check with your insurance company, as another consideration, before having testing done.  Most do not cover these tests. 

Can symptoms be conditional? Some affected people say the time of day, amount of light in the day, the barometric pressure and overall weather, will very much impact how they can see at any given time of the day.  It can be radically different. This is true of joint pain and ability to hear, also.

What are the chances of my unborn child having SS? If a parent has SS, the chance is 50%, for each pregnancy.  If a person does not have Stickler syndrome, they cannot pass it on.  10-20% of affected persons are new mutations.  A genetic counselor can help a couple make pre-pregnancy decision.

How do I get help at school? Set up an IEP with the principal and teachers and take SIP brochures and specific information about your child AND a friend.  Find a copy of ADA and section 504 and IDEA. Also, remember: the district is there for us. We are not an inconvenience to their work....we ARE their work. They are paid to serve children. Protect your child's rights even if it means being a “mama” bear.

How common is Stickler syndrome? The statistics say that 30-50% of persons born with cleft palate have Stickler syndrome. Also, one in 10,000 have Stickler syndrome, but that is probably a very conservative estimate.
How can I help my Audiologist? Try to keep a journal and make notes such as "Today a fire truck w/ the sirens on went by." And then check the next week for hearing levels. Also, check from one ear to the other.  

What about retinal detachments? Be aware of any dark spots or more floaters.  Make sure each eye sees the same.  Get an exam after any impact to the head.  Watch small kids for head tilting or shutting one eye. (They are not prone to noticing vision changes.)  Surgery is relatively simple IF a detachment is treated early. 

How do I explain Stickler to relatives?  SS is a mutation of the collagen gene that affects connective tissues, in different parts of the body.  Those who might be affected need to know, with the intent to help them prevent blindness.   But, some people will react very different than we might expect. 

Why do I hurt so much -if the x-ray shows nothing and there is no arthritis? The arthrosis of SS does NOT show up in SED tests.  Fibromyalgia  (FMS) may also be the reason: The feeling is that FMS is a type of neurotransmitter dysfunction. Often, people with FMS are found to have MPS (myofascial pain syndrome) which is a chronic neuromuscular pain condition that involved trigger points. They refer pain, and can cause extreme dizziness, migraines, buckling knee. Pain from MPS is specific and regional; pain from FMS is body-wide (like the deep ache from the flu).


What can I expect? As with any change, people react in any number of different ways:  grief, denial, despair, guilt, anger, disappointment, relief, and/or resentment.  If the diagnosis is Stickler syndrome, the GOOD NEWS is that SS does not affect mental capacity nor does it affect length of life. None of us wish "bad things" to happen, but Stickler syndrome is truly one of the "less bad”.  Each person may deal with different symptoms at different time and one cannot predict a child’s afflictions by what has happened to the parent.  As to how the body will progress, there is no way to predict.

Are there any preventive measures I could take to combat the symptoms of SS? At this time, the best treatment is prevention.  Having eyes and hearing checked frequently, a test for possible Mitral Valve Prolapse, and being conservative with joint use are the best measures.  There is no cure.  Treat any symptoms with a specialist in that field.  Some recent publications (and Dr Stickler) think that prophylactic schaleral buckling is a justified procedure.
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"We do survive every moment, after all, except the last one."        

- John Updike

