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DISEASE:
Epidermolysis bullosa simplex with mottled pigmentation

NAME: Epidermolysis bullosa simplex with mottled pigmentation

DESCRIPTION:

A rare, inherited, epidermolysis bullosa simplex characterized by neonatal or infantile onset of generalized 
blistering with mottled or reticulate brown pigmentation developing later. Blistering is often accompanied by 
mild nail dystrophy and focal palmoplantar keratoderma, and rarely by milia and mostly affects the limbs and 
trunk.

ORPHACODE: 79397

SYNONYMS:
EBS with mottled pigmentation
EBS-MP

XREF(S):

Orphanet
OMIM
MeSH
ICD-10

ANALYTE(S):
KRT14
KRT5
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RELATED CONTENT

Related Genetic Tests 

Ichthyosis (gene panel)

Related Laboratories 

Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

keratin 14
keratin 5

Related Gene Panels 

Ichthyosis and erythroderma (98 genes) - KUL

Source URL: http://gentest.healthdata.be/disease/3218

file:///var/www/gentest.healthdata.be/docroot//genetic_test/100
file:///var/www/gentest.healthdata.be/docroot//genetic_test/100
file:///var/www/gentest.healthdata.be/docroot//genetic_test/100
file:///var/www/gentest.healthdata.be/docroot//laboratory/3
file:///var/www/gentest.healthdata.be/docroot//laboratory/3
file:///var/www/gentest.healthdata.be/docroot//laboratory/3
file:///var/www/gentest.healthdata.be/docroot//analyte/3376
file:///var/www/gentest.healthdata.be/docroot//analyte/3376
file:///var/www/gentest.healthdata.be/docroot//analyte/3376
file:///var/www/gentest.healthdata.be/docroot//analyte/1667
file:///var/www/gentest.healthdata.be/docroot//analyte/1667
file:///var/www/gentest.healthdata.be/docroot//analyte/1667
file:///var/www/gentest.healthdata.be/docroot//genepanel/115
file:///var/www/gentest.healthdata.be/docroot//genepanel/115
file:///var/www/gentest.healthdata.be/docroot//genepanel/115
http://gentest.healthdata.be/disease/3218
http://gentest.healthdata.be/disease/3218
http://gentest.healthdata.be/disease/3218

