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Resumen Las enfermedades de depdsito lisosomal son errores congénitos del metabolismo
originados por la deficiencia hereditaria de hidrolasas lisosomales, causando un acumulo pro-
gresivo de moléculas complejas que no pueden degradarse. El diagndstico definitivo de estas
patologias consiste en la determinacion de la actividad enzimatica especifica en leucocitos,
fibroblastos u otros tipos celulares, ademas del diagnostico molecular. Estos métodos son com-
plejos y presentan incomodidades para los pacientes. En los Gltimos anos, la determinacion de
la actividad enzimatica en muestras de sangre seca recogida sobre papel ha facilitado enorme-
merte #antala tama da miactrac cinanuin o lnc cantrac da rafarancia aci ~amgo la manipulacion
de |
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B-galactosidase activity as an index of quality control of dried blood sample collected
on paper

Abstract The lysosomal storage diseases are inborn errors of the metabolism originated by
the hereditary deficiency of lysosomal hydrolases, which cause a progressive accumulation of
complex molecules that cannot be degraded. Besides the molecular diagnosis, the definitive
diagnosis of these pathologies consists of the determination of specific enzymatic activities in
leukocytes, fibroblasts or other types of cells. These methods are complex and may be incon-
venient for the patients. In the last few years, the determination of enzymatic activity in dried
blood specimen (DBS) has facilitated sampling, their shipment to the reference laboratories,
as well as their manipulation.
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