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DISEASE:
Exfoliative ichthyosis

NAME: Exfoliative ichthyosis

Exfoliative ichthyosis is an inherited, non-syndromic, congenital ichthyosis disorder characterized by the
infancy-onset of palmoplantar peeling of the skin (aggravated by exposure to water and by occlusion)
associated with dry, scaly skin over most of the body. Pruritus and hypohidrosis may also be associated.
DESCRIPTION: Well-demarcated areas of denuded skin appear in moist and traumatized regions and skin biopsies reveal
reduced cell-cell adhesion in the basal and suprabasal layers, prominent intercellular edema, numerous
aggregates of keratin filaments in basal keratinocytes, attenuated cornified cell envelopes, and epidermal
barrier impairment.

ORPHACODE: 289586

Autosomal recessive exfoliative ichthyosis

SYNONYMS: Ichthyosis exfoliativa
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RELATED CONTENT

Related Genetic Tests

e Epidermolysis bullosa (gene panel)
e |chthyosis (gene panel)

Related Laboratories

e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

e cystatin A
e serpin family B member 8

Related Gene Panels

e Epidermolysis bullosa and bladder diseases (60 genes) - KUL
¢ Ichthyosis and erythroderma (98 genes) - KUL
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