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Abstract: Stickler syndrome (SS) is a hereditary progressive arthro-ophthalmopathy and 
belongs to the group of genetic disorders affecting connective tissue, in particu-
lar collagen. SS is a subtype of collagenopathy types II, IX and XI. It ias charac-
terized by facial anomalies, eye problems, hearing loss and joint problems. SS 
is a predominantly inherited disorder of collagen connective tissue that affects 
the vitreous of the eye, with high degrees of myopia, risk of retinal detachment, 
cataracts and glaucoma. Early degenerative joint diseases are common. Other 
manifestations may include splitting of the palate, orthostatic anomalies and 
deafness. Recent molecular-level studies have shown that SS can be due to 
mutations in the COL2A1, COL11A1, COL11A2, COL9A1 or COL9A2 genes. 
There are many different types of collagen, which are indicated by Roman nu-
merals. The COL2A1 gene encodes for collagen type II; the COL11A1 and 
COL11A2 genes encode for collagen type XI; the COL9A1, COL9A2 and 
COL9A3 genes encode collagen type IX. Additional phenotypic-genotypic stud-
ies can clarify the role of specific collagen fibers. It is necessary to continue the 
study of the relationship between SS and other collagen type II, type I  and typ  
XI disorders. 
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