Dr. Peter S. Rose, MD, Mayo Clinic Rochester MN - Orthopedic Specialist.

· Underlying etiology of SS appears to be changes in genes encoding collagen subunits:  COL2A1
COL11A1
COL11A2

· Type II collagen

Triple helix molecule


COL2A1


COL2A1
  wound together


COL2A1

Forms basic building block of cartilage.

· Type XI collagen

Triple helix molecule


COL2A1


COL11A1
  wound together


COL11A2

Forms another basic building block of cartilage. 

Bundles of collagen form together to provide a structure around cells that form cartilage. He explained that altered procollagen genes, altered collagen precursors, altered collagen structure lead to altered cartilage.  Cartilage is the initial model of bones when born (seems to be unaffected in Stickler syndrome), growth of bones in children and is the smooth lubricating surface in our joints.

With the abnormal growth plate with Stickler patients it results in mild bone shape and abnormalities and narrow joint space.  This adds up to Spondyloepiphyseal Dysplasia for Stickler syndrome.

Spondylo = spine



Epiphyseal = ends (joints) of bones



Dysplasia = alteration in shape or structure

Dr. Rose showed several slides of spine abnormalities such as Scoliosis, Schmorl’s Nodes/Endplate abnormalities, Focal Kyphosis, Platysmondylia (abnormal flattening of vertebra), scalloping of vertebra and stress fractures at base of spine.  Some of these abnormalities were listed in our 2008 SIP Conference Notes and these notes are worth reviewing.  You can view Dr. Rose’s Spine Abnormalities slides here.

Dr. Rose mentioned that most of these findings are mild and don’t require any specific treatment and can help in recognition and diagnosis of Stickler syndrome.   

Dr. Rose went on to discuss the NIH Clinical Center’s hip study with 51 patients. They observed hip abnormalities such as Protrusio Acetabuli (abnormal deepening of the hip socket), Valgus alignment (abnormal neck-shaft alignment), Arthritic Hip and Bone Spurs. He said that Femoral Head Failure was observed but not understood. This occurs at youth or adolescence and 16% of adult patients had a history of it.

Dr. Rose went into detail about Orthopedic Treatment Options.  He explained how weight control correlates with our joints. One pound extra puts an extra 8-16 tons of stress on the knees each day. Also, medical therapy such as supplements, over-the-counter medicines, prescription medicines, physical therapy and injection therapy are good treatments to consider.  Please see his Medicine Therapy slides for more information.

He went into specific details for Surgical Treatment of the joints.  Please review his Surgical Treatment and Joint Surgery slides for more joint replacement information. Dr. Rose concluded with spine treatment and said the full story of spine deformity in Stickler syndrome is still unclear and probably in the mild category and not require treatment or bracing.  You can view his Spine Bracing slides for pictures of this spine brace building process. 

