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DISEASE:
Autoimmune enteropathy and endocrinopathy-susceptibility to chronic infections 
syndrome

NAME: Autoimmune enteropathy and endocrinopathy-susceptibility to chronic infections syndrome

DESCRIPTION:

An extremely rare, autosomal dominant immunological disorder characterized by variable enteropathy, 
endocrine disorders (e.g. type 1 diabetes mellitus, hypothyroidism), immune dysregulation with pulmonary 
and blood-borne bacterial infections, and fungal infections (chronic mucocutaneous candidiasis) developing 
in infancy. Other manifestations include short stature, eczema, hepatosplenomegaly, delayed puberty, and 
osteoporosis/osteopenia.

ORPHACODE: 391487

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S):
TOM1
STAT1
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RELATED CONTENT

Related Genetic Tests 

Candidiasis, familial 7 / Immunodeficiency 31A (AD) / Immunodefyciency 31B (AR)
Primary immune deficiencies (gene panel)

Related Laboratories 

Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

signal transducer and activator of transcription 1
target of myb1 membrane trafficking protein

Related Gene Panels 

Immunogenetics (21 genes)
Primary immune deficiencies (444 genes) - KUL

Source URL: http://gentest.healthdata.be/disease/2335

file:///var/www/gentest.healthdata.be/docroot//genetic_test/61
file:///var/www/gentest.healthdata.be/docroot//genetic_test/61
file:///var/www/gentest.healthdata.be/docroot//genetic_test/61
file:///var/www/gentest.healthdata.be/docroot//genetic_test/142
file:///var/www/gentest.healthdata.be/docroot//genetic_test/142
file:///var/www/gentest.healthdata.be/docroot//genetic_test/142
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/2571
file:///var/www/gentest.healthdata.be/docroot//analyte/2571
file:///var/www/gentest.healthdata.be/docroot//analyte/2571
file:///var/www/gentest.healthdata.be/docroot//analyte/5447
file:///var/www/gentest.healthdata.be/docroot//analyte/5447
file:///var/www/gentest.healthdata.be/docroot//analyte/5447
file:///var/www/gentest.healthdata.be/docroot//genepanel/329
file:///var/www/gentest.healthdata.be/docroot//genepanel/329
file:///var/www/gentest.healthdata.be/docroot//genepanel/329
file:///var/www/gentest.healthdata.be/docroot//genepanel/129
file:///var/www/gentest.healthdata.be/docroot//genepanel/129
file:///var/www/gentest.healthdata.be/docroot//genepanel/129
http://gentest.healthdata.be/disease/2335
http://gentest.healthdata.be/disease/2335
http://gentest.healthdata.be/disease/2335

