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Coordinator Comment

 “Do it with, not for”. This was a line in an article about relating in a group setting. I really like it. I do with my kids: cooking, cleaning, laundry, playing. I do with my parents: banking, grocery shopping, and gardening. I do with my grandchildren: knitting, video games, movies, decorating. I do with my Stickler involved persons: doctor appointments, decisions about surgery, and vacations from it all.

Doing “for” someone makes them obliged to you, makes you an authority figure set apart. Doing “with” is love in action. Always ask yourself, as you fold socks, am I doing this WITH or FOR???

FOUR THINGS

1) The deadline to get the TREMENDOUS hotel rate ($79 a night includes parking, free breakfast, and free airport shuttle) is June 24. (See article below)

2) Dr Stickler’s birthday is June 13 and you have time to buy a card, send it to SIP, and we will forward them: 15 Angelina, Augusta, KS 67010

3) Scholarship deadline is June 15 (see article)

4) At this time, we do not have any nominees for locations for the 2011 conference. To have a conference in your town, what we need from you is your specialists and someone to provide childcare. Reply to this email with your city and we will contact you with details. (See article below)
Save your vacation time for July 9-11, 2010
　
Final “Get The Word Out” Update:

Letters, brochures and business cards were sent to nearly 700 craniofacial specialists in April. 

The Indiana Journal of Optometry will be publishing an all electronic newsletter for its members this summer and a piece on Stickler syndrome and Stickler Involved People will be included. 

Although GTWO efforts are normally aimed at health care professionals, we are undertaking a new project with the help of Peggy Green. Thanks to Peggy for volunteering to pull together information for parents on IEP’s, 504s and other school-age issues for kids with Stickler syndrome! Once completed, this information will be available on the SIP web site.

As mentioned in previous newsletters, our physician education efforts are funded by donations to SIP. These funds are now at a level where future work on the Get The Word Out campaign will not be possible without generous new donations. 

Over the past few years, mailings have been sent to all specialty physicians that are likely to see Stickler patients. The most effective way to get our information into their hands, however, is by exhibiting at annual medical conferences held by national physician associations; however, this strategy is very expensive. 

If you have expertise in fundraising (especially at a corporate level), and would be willing to volunteer to take on this fund-raising endeavor, please contact Jan Helfer at jdhelfer@yahoo.com or Pat Houchin at sip@sticklers.org. If SIP does not receive substantial donations toward this effort, we will wrap up the GTWO work. The good news is that we educated thousands of physicians and other health care professionals along the way! - Jan 

2010 Conference
Plans are in the works for the Dallas area conference. We are meeting at the Hilton Garden Inn at the Dallas Airport. Plan now to join us July 9-11. Registration information is on our website: www.sticklers.org !!! 
MORE Conference Info

Guests can either call the hotel directly to make their reservations at 972-313-2800 (they will just make the reservation with the person that answers the phone at the hotel - that goes directly to our front desk) or they can book online if preferred.

Online reservations if preferred:

Go to http://www.dfwairportsouth.hgi.com/
Enter dates of stay on opening page next to hotel picture, then click “go”

Enter room reservation details,

Then room type/preference

Then on same page and under “Special Accounts”, go to “Group/Convention Code” and enter: SIP _

All set to make the reservation! 
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. Applications are available on line and are due June 15 each year. The winner is announced at the annual conference each year. Applications are on the SIP website. Donations are accepted for this fund.
MEET A SIP

Interesting how the years bring new issues, so the stories we share take on new meaning. I am the first in the family line with obvious SS, and assumed to be the original "mutant" - since then, I have had 4 children, all also born with PRS/SS and affected in different ways - but all nearsightedness enough to start in glasses at about 3 months of age....

We all have that "classic" look (people are amazed at my kids resemblance to both each other and then to me.....I just smile.)

I'm 40ish, born with known PRS in the 1960's....always had the high myopia, clumsiness and hearing loss and started at age 7 with hearing aids. First told of and diagnosed with Stickler Syndrome in the 1980's when developing issues in the eyes and high ocular pressure. (Like many of you, what a relief to know many of my oddities and health issues were actually related -). Joint involvement is there, in that they were hyper mobile when young, now not so mobile due to some arthritis, but not significantly affecting me thank goodness. Currently a single Mom, working full time with an RN degree (all those medical problems made me fascinated with the medical profession), and now doing health insurance case management. 


Melissa, 11 yrs daughter - born w/ PRS, SS, and was the surprise to me as I was not aware of the strong genetic component of the disease. Became aware with her birth though, when a geneticist came to see me! Well, she thrived with frequent, long feedings. Had her palate repaired, wears glasses and struggles with middle ear problems due to Eustachian tube dysfunction, but so far has managed well.

Kelly: 10 yr old daughter (apparently the genetic propensity did not scare us). Had slightly more respiratory difficulty with her PRS/SS at birth, came home with an apnea monitor, but did much better after age 3 mos. She had her cleft repaired at age 1, intensive ST until age 7, still gets through the school now for issues w/ volume, clarity. Developed sudden neural hearing loss last year, needing hearing aids, so now has a FM in school too. She seems to have the hyper mobility without the clumsiness...she's actually fairly athletic, strong into figure skating, gymnastics. 


Jake: the sickest of the twins, now 5 years...born with severe respiration distress, aspiration issues requiring a trach from age 3 weeks to 18 mos, and a g-tube for feedings until age 2. Those years are such a blur now....so many hospitalizations, complications, but I'm thrilled he did so well. One month post decannulation he did require an emergent tonsil/adenoidectomy due to repertory distress returning - this obviously severely impacted speech due to his cleft history. But, has had 3 years of very intense speech therapy and I think we may be avoiding more surgery. He has probably been the healthiest of all of them ever since!  He is smart as a whip, but very klutzy moving. 

And Jenna.....Jake's best friend. Also born with PRS/SS, high myopia...seemed mild originally, but at age 2, became very concerned with a development gap occurring, then realized a hearing loss that had probably been overlooked by her then ENT (not any longer though...). Started on hearing aids at age 3, and has been struggling to make up the gap since. Think we are gaining ground though, with intense speech and hearing therapy. She recently had eye muscle surgery, has some retinal abnormalities, but nothing significant occurring yet. She too is athletic and agile surprisingly, despite her loose joints. 

I am very biased but feel so lucky and blessed watching them enjoy each day and life as it is for them...despite any issues. - Sandy


2011 SIP Conference
If you are wishing you could attend a Stickler Annual Conference, but need it was closer to home, NOW is that opportunity. SIP will take your offer to help us hold a conference in your area. All we need is for you have contact SIP with a list of specialists that have you as a patient. We can find hotels, dinner, and other arrangements. We need your specialists to get conference speakers. We will prefer a location toward eastern United States, having been west and central last two years.

A Simple Way to Help

Anyone with an ophthalmologist who is a supporter of prophylactic retina laser or cryo surgery, please email jdhelfer@yahoo.com with the following information - 

Physician's Name: 
Physician's Full Address: 
Physician's Office Phone: 
If you or a family member has had prophylactic surgery by this doctor, was it Laser or Cryotherapy?
Was the procedure done prophylactically on both eyes or on one eye following a detachment in the other eye?
What year was it performed?
What age was the patient at the time?
Your name, and let us know if it is OK to share that with someone interested in contacting your physician.

We will start a database of this info that can then be shared, upon request

STICKLER CLINIC

Patients will need to book the appointment with Sandy Massalski: 617-726-1561. The patient has to pre-register with Mass. General Hospital to give billing information, and to get a hospital number.
Dr Liberfarb’s regularly scheduled clinic appointments are on Thursday afternoon 
from 1-5pm. She could see 3- 4 people. 

The patient needs to submit medical records in advance.
The Genetics Unit has a training program for physicians doing 
fellowships in Med. Genetics. Some of these "fellows" might want to participate in the clinic. 

The clinic is not free, but it is a 
dream come true” for persons with Stickler syndrome. Please make the call VERY soon. This clinic will not stay open, unless we use it. 
CONFERENCE SPEAKERS

We are very excited that Dr Nazli McDonnell will be able to join us this year, for the entire conference. She is always willing to spend one-on-one time with each of us.

Also, Darron Fors is an undergraduate at Brigham Young University studying Physiology and Developmental Biology. Because of his personal experience with Stickler Syndrome, along with a number of his family members who have it, Darron was thrilled to learn that BYU is heavily involved with research concerning connective tissue disorders. Currently Darron works with Dr. Robert Seegmiller on a team that is trying to better understand the sequence of events that lead to osteoarthritis when collagen genes are mutated. Specifically, Darron uses a Transmission Electron Microscope to observe these processes. In his address, Darron will discuss how a change in DNA can lead to cartilage degradation, and the current work that is being done in laboratories to answer questions about connective tissue disorders that will ideally lead towards better treatments in the future.

Toni LP Kelner, who recently added Stickler syndrome into one of her books, will speak with us. (She is bringing a gift basket for a drawing.) IF you want to be added to the speakers for this session, please contact Pat at sip@sticklers.org BTW, Toni will have books to autograph for those interested.

NIA STICKLER STUDY

Dr. Nazli McDonnell is the principal investigator for the Connective Tissue disorders study at the NIH. The study is located at the Baltimore campus at the National Institute on Aging. The study information can be found at:

http://www.grc.nia.nih.gov/studies/ctd.htm 

On the website, you will see a sample consent form, as well as a downloadable medical history questionnaire. We are hoping that many of you are interested in participating in the study. 
If you wish to participate, please complete the questionnaire in as much detail as possible and email it to me directly, or fax it to attention Ben Griswold at 410 350 7308. If you already had a genetic mutation study done, please also include the results in your questionnaire. It is especially important to include as much clinical detail as possible (such as height, cleft palate, eye complications, joint and bone problems) about all the affected persons in your family. If you would like to do so, you can also mail photographs of affected persons as this will aid in determining the extent of craniofacial involvement.

Upon receiving your questionnaire, they will contact you and obtain a phone consent if you would like to participate without coming to Baltimore, or schedule a visit if you would like to be seen for a study visit. Obtaining the consent will also allow us to obtain a tissue sample if you are undergoing a surgical procedure at home at a future date.

Some of you have already participated and given samples when the study was located in Bethesda Clinical Center under the direction of Dr. Clair Francomano. They are still working with the samples and clinical information obtained from the study at that time. Some of you will be receiving reports regarding genetic mutations in the next few months. 
Coordinator:  Pat Houchin           Medical Advisor:  David M. Brown, M.D.         www.sticklers.org
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