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Here we describe the current challenges of mucopolysaccharidosis type I: the need for an adequate
classification, establishing its relationship to therapeutic indications; an early diagnosis, from neonatal
screening, its advantages and barriers, to clinical suspicion of severe and attenuated forms; spinal and
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eye disease care, from diagnosis to follow-up and treatment; allergic reactions caused by enzyme
replacement therapy, their diagnosis and treatment. And lastly, transition to adult care.

Keywords: allergy; diagnosis; mucopolysaccharidosis type I; neonatal screening; transition to adult
care.
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