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Introduction: Extra-cutaneous morbidities including learning disabilities and
neuropsychiatric disorders have been reported in Darier disease (DD), an orphan autosomal-
dominant genetic disorder. Systemic findings have not been fully characterized.

Objective: To investigate systemic findings in a large group of patients with Darier disease.

Materials and Methods: Thirty-four families comprising 76 individuals affected with DD were
evaluated by detailed questionnaires and physical examination. Medical information was
also gathered by retrospective assessment of patient's medical records.

Results: Systemic findings included recurrent salivary gland obstruction in 9 patients (12%),
thyroid disease in 9 patients (12%), and ophthalmic pathologies in 26 patients (34%).
Significant variation in the prevalence and severity of these disorders was found within and
among families. 

Conclusions: Darier disease has important extra-cutaneous findings that vary within and
between families. Hence, it is important to conduct proper systemic assessment in patients
with Darier disease and to include this information in the genetic counseling of families.
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