
Notes on Orthopedics

2001-Montreal

Dr F Fassier, Orthopedist:   He spoke first of a lawsuit of pediatricians vs. chiropractors.  The outcome was that there is no proof that chiropractic helps and it is NOT a cure.  He spoke of polymorphism, which means that Stickler syndrome is a different disease for each of us, due to each individual’s body being different.  He said that Stickler syndrome affects the daily mobility of 75% of Stickler patients.  We have pain, crepitation (noise in the joints) and locking of joints. 
He spoke of inflammatory vs. degenerative arthritis (where NSAIDs may not help).  WE have joint pain in ankles, hips and knees,  and morning stiffness.  No blood test will show this arthritis, only x-ray.  X-rays will also show soft tissue swelling and joint space narrowing.    Cartilage  is invisible on x-ray.  It shows up as shadow, as space only.  The best view is from an MRI (gadolinium contrast).
He talked about the survey results that show 25% of us have lower limb anomalies and that they are self-aggravating.  He spoke of no surgical treatments, such as medications, braces, and weight control.  

Before he does surgery, there has to be functional limitations.  His goal, in surgery, is to restore the proper axis.  He checks hip alignment before doing knee surgery.  Timing is everything, he hesitates on those too young or too old.  He showed slides of procedures to eliminate bow legs or knock knees.  He starts with stapling the growth plates to make adjustments and can surgically remove a wedge of bone to adjust the alignment. 
He said that for scoliosis the treatment would be the same as for non-Stickler affected persons.  He said that 50% of us have hyper mobile joints. An AFO (ankle/foot/ orthosis) is better than a shoe wedge.  Neither is a permanent solution.  He said that joints need mobility for life and suggested swimming and bicycling.
His final thought is that “If a doctor cannot change natural history, do nothing.”

2002-Baltimore

Dr Sponseller – Musculoskeletal

oManifestations

§Scoliosis

§Premature osteoarthritis

§Pectus deformities (sternum development has a high dependency on development of ribs and spine)

§Osteoporosis

§Marfanoid habitus (tall, thin, height ratios)

§Various hip and femur woes

Spinal involvement

§Adults w/ back pain: 86% [15% in general population], pediatric: 25%

§Spinal abnormalities: almost always

§Chronic back pain common and often disabling

§Abnormalities progress w/ age and associated w/ back pain

§Although common, scoliosis is generally self-limited (40 deg curve is considered serious, 20 degrees is mild to moderate)

§74% have endplate abnormality (narrowing & wedging of disks) 

§64% have Schmorl nodes (notches in vertebra, due to weak endplate resulting from collagen degradation)

§Treatment

·Physical therapy / exercise

·Bracing

·Analgesic medications

·Surgery as a last resort only (…particularly w/ disks, removing one disk will only load up the other already weak disks. If a disk is herniated or severe scoliosis then surgery is warranted.)

Hips

§79 % adults reported hip pain

§Slipped Epiphysis

·Sudden onset of limp in older children (teens)

·Simple surgical fix (screw femoral head into a ball joint).  Failure to do the surgery will result in permanent hip disability.

·Seen in teens because collagen is being stressed to the max during this time of rapid growth. Patient reports of hip pain spike during teens then decrease ~50%. Linear increase with age of number of patients reporting hip pain.

§Hip Replacement

·Good pain relief

·Duration of the replacement is a problem in young adults

·Not studied in Stickler syndrome

2003-San Jose

Dr Mohammmad Diab - Type II Collagen mutations cause (from mildest to most severe) premature osteo-arthritis, Stickler syndrome, Spondylo-epiphysis dysphasia, Kneist dysphasia, and schondrogenesis II.  80% of persons with Stickler syndrome are affected musculoskeletally.  In persons with Stickler syndrome, scoliosis occurs 33%, end-plate irregularity 75%, Schmorf nodes 66%, platyspondyly 40%, Schellermann kyphosis 40%, and back pain 80%.  Operations for deformity is needed less that 5% of persons.  (Letts M. Spine,  24:  1260-4, 1999;  Rose PS. Spine,  26:  403-9, 2001)

2005-Orlando

Dr Nazli McDonnell:  Orthopedic presentation:  6 of 38 mature patients had a history of femoral head failure.  The femoral head can actually disappear.  Hip pain can transfer to the knee.  Legg-Perthes is found in children with Stickler syndrome.   Protrusio Acetabuli- bulge of acetabulun in pelvic cavity;  causes pain and limitation of motion.  This happened in 10% of 51 persons studied.   Slipped Capital Femoral Epiphysis- shift of femur- early diagnosis is important because later surgery may not be as successful.  With no cartilage, bone rubs against bone.  2 persons studied had vargus (hip angle) and 10 were valga.  Either may need bracing or surgery.

Of 102 hips studied, 19 hips, in 13 patients, had grade 2, or greater, arthritis.  Narrowed joint space is painful and eventually will need hip replacement.  Most orthopedists will not do x-rays of the hips.  So, having the Stickler syndrome diagnosis is critical. 

Spine in Stickler syndrome:  34% had scoliosis, 85% of persons reported chronic back pain.  Only 1 of 53 had no spinal abnormality.  Though 1/3 had scoliosis, only 1 person had to have surgery.  So, scoliosis was self-limiting.  Most spinal curves are right oriented, but 4 of 18, in the study were left oriented.  Joint hyper mobility in Stickler syndrome probably accelerates the process of back pain.

2006-Omaha
Wayne Stuberg, Physical Therapist:  He works on cardiovascular and musculoskeletal health.  Recommends www.omim.org and that we check with a cardiologist, if we have Mitral Valve Prolapse, before starting any PT.  Daily, we should Walk the dog, Take the stairs, take extra stairs, park the car further and walk.  3-5 times  week, for 25-20 minutes, we should take long walks, go biking, swim, do recreational sports.  About 2-3 time a week, we should do strengthening exercises.  Muscle laxity, in an adult, increases the risk of ligament sprains.  We should avoid contact sports and use arch and ankle supports.

Maldevelopment of the spine may need trunk support and PT.  Nerve pain is a shooting pain, rather than an ache.  Bone is pain sensitive and rubbing bone to bone is more pain sensitive.

For management of a Stickler body, he recommends:

1.  Low impact aerobic exercises

2.  Isometric exercise for strengthening 
      (this contracts the muscles     with our moving the joints)

3.  Medications, as needed, over the counter and prescription

4.  Glucosamine with condroiten

5.  Heat for stiffness and ice for soreness

6.  Mechanical aides, as necessary.
2007 –Rochester-Mayo Clinic

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) Combo-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. Mark F. Hurdle - Physical Therapy
Joint hypermobility is poorly recognized in Stickler syndrome. There is no evidence based medicine for any 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 you use 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 a person should use 6 sessions and see if it works. Other choices are drugs, exercise, injections and finally surgery

