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PALABRAS CLAVE Resumen La enfermedad de Wilson es un trastorno del metabolismo del cobre que se hereda
Enfermedad de forma autosémica recesiva. Esta causada por mutaciones en el gen ATP7B que codifica para
de Wilson; una ATPasa tipo P implicada en el transporte de cobre dentro del hepatocito, tanto al interior
ATP7B; del aparato de Golgi para su incorporacion a la anoceruloplasmina como en la excrecion biliar
Cobre; t lugar a la acu-
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le manifiesto la
importancia de que se realice un diagndstico correcto y temprano, siendo esencial para ello la
aportacion del laboratorio clinico.
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ATP7B: Abstract Wilson’s disease is an autosomal recessive disorder of copper metabolism. It is caused
Coppe’r' by mutations in the ATP7B gene, which encodes a P-type ATPase that functions in the transport

of copper inside the hepatocyte, both into the trans-Golgi compartment for incorporation into
apo-caeruloplasmin, and into the bile, for excretion of the excess metal. Defective function of
this protein leads to progressive copper accumulation, first in the liver but ultimately in the
brain and other tissues, with mainly hepatic, neurological, psychiatric and ophthalmologic signs
and symptoms. Nowadays, it still represents a diagnostic challenge due to it being an uncommon
disease, with unspecific clinical manifestations, and limitations in the accuracy of the available
diagnostic tests. The risk that it remains undiagnosed together with the availability of effective
treatments stresses the importance of an early and correct diagnosis, with the clinic laboratory
playing an essential the role.
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