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Coordinator Comment

Those of you who know me would agree that I am seldom at a loss for words. If you have been on the list server, you know the success of this year’s conference. Except for one very small incident at the end of the conference, it was a very stress free event for me. (I normally leave REALLY needing a vacation.) Now comes the stress of planning the 2008 conference. We will be in the Providence Rhode Island area. So, you can start planning now for the weekend of July 11-14. There was discussion about making this a full three day event. So, if you are willing to help, let me know.

The “loss for words” that I mentioned above is my inability to convey the value of a conference to those of you who have never attended. Please make plans to join us. We will continue to move around the country, to provide locations near by.

Conference 2007

The 2007 conference began with a welcome by Robert M. Jacobson, M.D, who is the Chair of Pediatric and Adolescent Medicine and Professor of Pediatrics, at Mayo Clinic, Rochester. He also announced this year is the first year of an award presented to the pediatric resident at Mayo. The award is named in honor of Dr Stickler. He also introduced Dr Stickler, after giving us a rundown of Dr Stickler’s accomplishments at Mayo. Most speakers started with mention of how Dr Stickler had affected their lives and careers.

Dr Stickler stated, “If a doctor does not listen to the patient, they should be veterinarians.” He gave credit to the mother, in his original study, who (he said) actually discovered the syndrome he named Heredity Progressive Arthro-Opthalmopathy.

Nazli McDonnell-NIA Study -Gave a NIH history, for the study started by Claire Francomano, which moved to the NIA. Stickler syndrome is autosomal dominant mutation found in 1 in 10,000 persons (Hermann, 1975). It is under diagnosed, and often not recognized unless the person had Pierre Robin Syndrome (PRS). Work needs to be done to increase awareness of pediatricians. 

Stickler syndrome involves eyes, hearing, bones and joints, and COL2A1, COL11Al and COL11A2 are the gene codes of collagen in eyes, joints and bones. 50% have COL2A1 and 40% have an unlocated gene. High myopia, vitreous degeneration, retinal detachments and tears, premature cataracts, glaucoma, cleft palate and/or bifed uvula are all diagnostic indicators of Stickler syndrome. Facial indicators are flattened facial profile, small chin, and broadened nasal bridge. High frequency hearing loss is another indictor. 
10% of patients with isolated cleft palate and 12% of persons with PRS have undiagnosed Stickler syndrome. (Kronwith et al, 1990 and Sheffield et al, 1987). The actual incidence is higher.

70% of the body is collagen. Type II collagen is abundant in the vitreous, spinal column, cartilage and inner ear. 


Jon K. Shallop-Audiologist- works with hearing loss and the cochlear implant program at Mayo. The Number One consequence of hearing loss is communication. Fatigue, irritability, tension, and avoidance are other consequences. Sensoral Neural Hearing Loss (SNH) results in loss of sensitivity, loss of the dynamic range, creates intolerance of sound, loss of temporal processing (finite speech), loss of frequency processing. SNHL includes a loss of hair cells.

Tests are Air and Bone conduction; Speech audiometry. They check for type of loss and severity of loss. Tests help evaluate treatment. A hyper mobile tympanic membrane goes “off the charts”, but may not have low hearing loss. Smaller may not be better in hearing aids. 

Assistive Aides include FM systems, where a microphone picks up the voice, a transmitter is used by the speaker, and a receiver is used by the listener. Both are wireless and receiver can be built into a hearing aid. Children do not have the ability to listen like adults. They need a quieter environment and louder signals, even with no hearing loss. Induction Loop- has a t-coil and an infrared system, used in movie theatres. It has sound fields. 

All children with aids need an FM system as well as all children with cochlear implants. A wireless unit is available for the teacher and hand held units for other students.

The time for MANDATED hearing screening of newborns is NOW!

Noralane M. Lindor-Genetics Counselor - Clinical diagnosis is not molecular diagnosis. She illustrated that bricks in a wall are the cells and the morter is connective tissue. Collegan is secreted by cells with instructions coming from within the cells. Clinical diagnosis does not depend on molecular information. Collagen is in the eye and in joint cartilage. 

There is not CAUSE for Stickler syndrome, not the age of the parents, not chemical, really not caused. Before getting molecular diagnosis, decide if is medically helpful, decide psychologically if you really want/need to know, ask if insurance will pay, decide if laws about pre-existing conditions are helpful to you.

Dr Miguel Cabanela-Orthopedist - has worked 15 years doing hip and knee replacements at Mayo. 70% of Mayo hip replacements are over 65. Joints are a bit different for younger persons. Wear is the reason for needing replacement. Abnormalities result in early replacement. Stickler syndrome problems include 1) hyper mobility, 2) joint enlargements, 3) Stiffness, 4) pain in lower extremities. 

Arthroplasty is the replacement of both HIP joint surfaces. Two types are 1) conventional and 2) Resurfacing, which is not for Stickler patients, because the head is not solid. Conventional hip replacements are of three types: 1) cement where the socket is plastic and is cemented into each bone. He does 250 hips a year and, in 30 years, 80% have been this type; 2) No cement, the bone grows into the replacement. The replacement material is very porous and bone grows into the prosthesis. 3) One piece is #1 and the other is #2.

Wear and bone loss are long term problems. There have been many improvements of materials and techniques over the years. Have surgery done ONLY by a surgeon who does over 50 hip replacements a year. It should be a 1-2 hour procedure and 3-5 days in the hospital. There is not much pain and a fairly easy rehabilitation. A person should be on crutches for 4-6 weeks and then walk fairly normal. Anesthesia may be regional or general. A block may be used for post-op pain. EXPECTATIONS: 95% satisfaction, last 20+ years; ability to walk distances, walk, ski, horseback, bike, light tennis No running, jumping, basketball or volleyball.

RISKS: Infection (less that 1%), Nerve damage (less than .3%), dislocations (1% from Mayo surgeries, 6-7% nationwide), leg length discrepancy (which is not a concern with a bilateral disease like Stickler syndrome). INDICATIONS: Pain, lack of function, loss of mobility.

KNEES: Always use cement. Consider age, occupation and activity level, surgical ability, patient desire. A knee replacement is a 1-2 hour procedure with 3-5 days in the hospital. There is more discomfort (a lot more) and a harder rehab. EXPECTATIONS: 95% satisfaction, last 20+ years, ability to walk, bike, horseback. No skiing, no running, no jumping. Recovery is 4-6 weeks, wound healing is a concern and Physical therapy is advisable. There is also minimally invasive surgery, same surgery with a smaller incision. It is technically more demanding and there is no proof that recovery is better, faster or less painful.

ANKLES: Fusion is better than replacement. Fusion does not loose mobility, in an ankle.


Dr. Philip Fischer-Adolescent Adjustments - said that Dr Stickler took care of the whole child. Zebra disorders, in the medical world, are rare and unusual disorders. Drs are taught to look for a horse when they hear hoof beats, but it could be a zebra. 

He advised us to take care of the child and the condition will “come along“. He listed 10 ways to help a child merge into adulthood: 10) Find a “medical home”- a place of medical care, where a team focuses on the patient; 9) Get immunizations (www.cdc.gove/vaccines/regs/schedules/defautl.htm is the latest information on required shots; 8) Be safe- no trampolines yes-bike helmets, car seats and seat belts; 7) Get Check-ups -eye, general health, and anoy out follow ups. 6) Be positive - -Be confident- do not confuse the diagnosis with the person. Use a positive nickname for the child; Brag about the child and let them hear you rag. Give them identity and independence. 5) focus on function, focus on abilities, not disabilities; Ask “what’s on the schedule for today”, not “how do you feel?” Ask “what did you do today?”, not “how was school?” 4) Accept autonomy; we have not cloned our children; “to an adolescent, there is nothing in the world more embarrassing than a parent.” 30 Support living, not a disability; Make it about ability and ease, not disability and disease. Do not wait for the light at the end of the tunnel, stride down there and light the bloody switch.
2) Keep a big view -See the future, but do not be overwhelmed. Picture a Fitness Center with an escalator, take one step at a time, not the escalator; 1) Have fun- Make mistakes so you can learn from them. 

Martin Snead-Ophthalmologist   - Stickler syndrome is the most common cause of retinal detachment in children. Early and accurate diagnosis is essential. A child may be blind before they tell an adult.

Indicators of Stickler syndrome: retinal detachments (80%, mostly bilateral); cataracts, high myopia, deafness, joint laxity, facial features.

John Scott noticed a difference in vitreous gel. The vitreous is 98% water and forms at 8-12 weeks after conception. 

With clefting, there is a higher incidence of conductive hearing loss. Other types of hearing loss are sensoral-neural and high tone loss.

Skeletal problems include joint laxity, premature naturopathy, and problems that show on x-ray. 

We also have a propensity for giant tears of the retina. This can happen bilaterally, any age from 18 months to 80 years.

Did a follow-up study of 204 persons with retinal detachments. Of those who had been treated with cryo therapy, 97% had no additional detachment. He feels that the positioning of the cryo is so critical that the statistic would be 100% if the cryo had been done in the right place. He believes in Cryotherapy, not laser, because it stands the test of time. But, it has to be done in the right location. 

Stickler syndrome may appear in combination with any other syndrome.

Detachments are normally caused by a giant tear putting stress on the vitreous. Cryo avoids this.

Most persons with Stickler syndrome are born with cataracts. Any detachment normally develops cataracts. Persons with Stickler syndrome have larger eyes. Contacts give better vision.

He would not recommend Lasix, because it complicates any later surgery.

He advocates a self exam to check for detachments, by covering each eye and comparing vision.

The Stickler retina looks normal, vitreous is different.

He used to wait until a child was 5, before doing a prophylactic surgery. But, 5-25 is the greatest risk for detachments.

Mark F. Hurdle-Physical Therapy 

Joint hypermobility is poorly recognized in Stickler syndrome. There is no evidence based medicine for a physical therapy, but it is standard care. There is a cycle of dysfunction, with an underlying pathology. The cycle is pain and joint dysfunction, decreased physical activity, decreased normal proprioceptive feedback and soft tissue atrophy.

Physical therapy (PT) increases muscle strength, improves muscle stamina, and improves general fitness. The best brace for joints is strength of the muscles. One should progress from isometrics to isometric exercises. Taking a video of the progress and using a mirror for patient to see process is helpful.

We need to learn to keep joints in a normal range. For best general fitness, use low impact exercise, start slow and go slow. Bicycling and swimming are recommended. Hydrotherapy is beneficial for acute flair-up. Occupational therapy (small joint) may help as will fat grip pens and ergonomic chairs. He recommends using ice and heat alternately. 

A TENS machine uses electric impulses to block pain. A prescription is needed. Relaxation and distraction techniques are also available for pain.

Meds include NSAIDS, which need to have GI toxicity and kidney toxicity monitored. Opiods have a long term addiction concern.

He recommends an aggressive swimming to avoid osteoporosis. With any exercise, stay within a normal range of motion.

He feels that acupuncture is so safe, that persons should use 6 sessions and see if it works. Other choices are drugs, exercise, injections and finally surgery. 

 

SIP News

Be sure to visit our newly redesigned web site:

www.sticklers.org Rick Bishop and Mike Cermak have done a lot to improve the website and we all owe them a BIG THANKS!

Contributions Recognized

Since the last newsletter:

Robert Engel

Jamie Solvie, in honor of her mother

Rick and Sheri Bishop

Mamie Malo

Tom Hanson

Ron and Jaki Thorne

Mamatha Ramegowda

Dr and Mrs Stickler

Bill and Pat Houchin

 

 

 

 

 

SIP SCHOLARSHIP

Dr. and Mrs. Stickler donated the start-up money for a fund to provide high school seniors, who have a diagnosis of Stickler syndrome, with a four year scholarship. This year’s winner is Elena Cox, for New York State. Applications are available on line and are due June 15 The winner is announced at the annual conference. Applications are on the SIP website.

 

Conference AID

The SIP Board is making a special effort to help persons come to our annual conference. We may have funds for airfare next year. We want to work with any and all to get you to the conference. Please contact sip@sticklers.org if you have thought “Gee, I would go, but for the cost.” PLAN NOW to join us in 2008

NSGC

The SIP board, in order to promote recognition of Stickler syndrome, will have a booth at the National Society of Genetic Counselors, in Kansas City, October 12-15. Thank you, Jan Helfer, for organizing and manning this booth. Jan is also doing another mailing to targeted physicians, with our new brochure and information about the Stickler video. If you want your physician to receive a brochure, contact sipbrochure@yahoo.com
 

 

 

2008 Conference

As was mentioned earlier, there is a “movement” to have an additional day at the 2008 conference. One thought would be that we all bring our talents to offer at a ‘crafts show” to make money for Stickler Involved People. Those of us who come by plane could bring samples (or photos) and take orders for items we would offer for sale. We know of a great wood worker, and someone who tats and a great latch hook rug maker and one who makes jewelry. One of us used to make really cute stationary. 

Think of your talents and think about what will work for you to present for sale at the conference. Maybe, you can offer child care for parents to go out on Friday or Saturday night, or Sunday after the conference. Maybe, you can ………..
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