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    Abstract



Background Wilsone disease (WD) is an autosomal recessive hereditary metabolic disorder leading to the pathologic accumulation of copper in various organs, especially in the brain and liver. The most frequent clinical manifestations consist of the liver form and neurological-psychiatric form. Problems with the joints are common and affect a high percentage of patients suffering from WD. Joint involvement in WD patients has not been studied in details so far. Treatment of WD is very effective. One approach involves treatment with penicilamin. Alternatively zinc can be used. Treatment must be life-long. On the other hand treatment of arthropathy is difficult and mostly not very successful. The aim was to determinate the location and types of changes in the affected joints in a set of patients diagnosed with WD and to determinate, if there is any relation between the type of treatment and joint manifestation.





Objectives To evaluate changes in clinical and image assessment of patients with WD after 5 year period.





Methods From the group of 41 patients with diagnose of WD was selected a group of 10 patients with arthropathy. They were evaluated for the history, clinical assessments, X-ray and sonography of the affect joins, bone densitometry of the hip and lumbar spine. The complete assessment was repeated after 5 years.





Results Ages ranged from 19 to 61 years, average age was 36 years. There were 8 women and 2 men. The knee was the most frequently involved joint. Other involvement joints (in decreasing order of frequency) were wrist, schoulders, metacarpofalangeal joints, ankles and lumbosacrale spine. Patients had involvement of 1-15 joints/patient. Physical finding consisted mainly of pain, pain on motion, stiffness and crepitus in affected joints. 5 patients had decrease range of motion in abnormal joints and 2 had hypermobility. During 5 years period 5 patients had arthritis (clinical and sonography detected) with duration from 1 months to 2 years. Radiographic changes included joint space narrowing, ostephytes, cysts, soft tissue calcification and bone fragmentation. 3 patients had osteoporosis and 3 osteopenia. After 5 years period there increase number of affected joints, radiographic changes and decrease T- score in the lumbar spine in these set of patients. More radiographic changes can be seen in patient treated with penicialamin than with zinc.





Conclusions Wilson’s disease is connected with morphological damage to the skeleton, premature arthrosis, arthritis and osteoporosis. Although all patients were treated by penicillamine or zinc and neurological-psychiatric and liver manifestation were stable there were progresion of artropathy. More changes have patients on penicilamin. Further studies with great number of patients are needed.
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