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Early-onset refractory diarrhea of immune dysregulation

ALL IMAGES VIDEOS

11,000 Results Any time -

Immune Dysregulation, Polyendocrinopathy, Enteropathy, X ...
https://www.ncbi.nim.nih.gov/pmc/articles/PMC6370736

Introduction. The immune dysregulation, polyendocrinopathy, enteropathy, X-linked (IPEX)
syndrome is a rare disorder characterized by dysfunction of the regulatory T H 1 lymphocytes (Treg) that
causes immune dysregulation leading to autoimmune diseases. It is an x-linked recessive disorder
caused by mutations of the forkhead box protein 3 (FOXP3) gene that is located in the short arm of ...
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Jul 31, 2012 - Immune dysregulation, polyendocrinopathy, enteropathy, X-linked syndrome was
described for the first time in 1982 in a large family with 19 affected males across five generations, as an
X-linked syndrome with diarrhea that was lethal in most male infants by the first months or years of life
(Powell et al., 1982).

Cited by: 282 Author: Federica Barzaghi, Laura Passerini, Ros...
Publish Year: 2012

YJ




b Early-onset refractory diarrhea of immune dysregulation Q

ALL IMAGES VIDEOS MAPS NEWS SHOPFING
11,400 Results Any time -
Immune Dysregulation, Polyendocrinopathy, Enteropathy, X ... Immune dysregulation

https://www.ncbi.nlm.nih.gov/ipmc/articles/PMCGE3 70736

Introduction. The immune dysregulation, polyendocrinopathy, enteropathy, X-linked (IPEX)
syndrome is a rare disorder characterized by dysfunction of the regulatory T H 1 lymphocytes (Treg) that
causes immune dysregulation leading to autoimmune diseases. It is an x-linked recessive disorder
caused by mutations of the forkhead box protein 3 (FOXP3) gene that is located in the short arm of ..
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Immune dysregulation is any proposed or confirmed breakdown or
maladaptive change in molecular control of immune system processes. For
example, dysreguiation is a component in the pathogeneses of
autoimmune diseases and some cancers, to the extent that the
pathophysiology is understood to date. Immune system dysfunction, as
seen in IPEX syndrome leads to immune dysfunction, polyendocrinopathy,
enteropathy, X-linked. IPEX typically presents during the first few months
of life with diabetes mellitus, intractable diarrhea, failure to thrive, eczema,

Immune DYSI'E'gulatiD n, PD|yEHdDC rinﬂpathy, El"itu::_'if'lt:rpaﬂ'[}r‘r ) S and hemolytic anemia. unresirained or unregulated immune response.
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described for the first time in 1982 in a large family with 19 affected males across five generations, as an

A-linked syndrome with diarrhea that was lethal in most male infants by the first months or years of life
(Powell et al., 1982). Data from: Wikipedia
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The best characterized of these is Immune Dysregulation, Polyendocrinopathy, enteropathy, X-linked
(IPEX), resulting from mutations affecting FOXP3. A number of other gene defects that affect T R cell
function also give rise to IPEX-related phenotypes, including loss of function mutations in CD25 and
STATSb and ITCH.
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The immune dysregulation, polyendocrinopathy, enteropathy, X-linked (IPEX) syndrome is a rare,
x-linked, recessive disorder charactenized by dysfunction of the T regulatory (Treg) lymphocytes leading
to autoimmune diseases. Herein we report a male patient with IPEX syndrome who presented with
severe diarrhea, eczema, and malabsorption leading to failure to thrive and necessitating total ...
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