
Common Variable Immune Deficiency
LRBA deficiency Michael Lenardo at National Institute of Allergy and Infectious Diseases, the National Institutes of Health and Dr. This
disorder is caused by a mutation in the gene LRBA. It was first described by Gabriela Lopez-Herrera from University College London in
2012. Investigators in the laboratory of Dr. LRBA stands for “lipopolysaccharide (LPS)-responsive and beige-like anchor protein”. This

condition is characterized by autoimmunity, lymphoproliferation, and immune deficiency. Michael Jordan at Cincinnati Children’s Hospital
Medical Center later described this condition and therapy in 2015. discovery of these gene mutations, patients were diagnosed with

common variable immune deficiency (CVID), which is characterized by low antibody levels and LRBA deficiency is a rare genetic disorder
of the immune system 813e67fd9a

The symptoms of CVID vary between those affected. Its main features are hypogammaglobulinemia and recurrent infections.
Hypogammaglobulinemia manifests as a significant decrease in the levels of IgG antibodies, usually alongside IgA antibodies; IgM antibody

levels are also decreased in about half of those affected. 813e67fd9a In general, as a rare complication of a rare disease, the condition
remains incompletely understood, and there is real need for further research in the area. 813e67fd9a By whether the immune system is

overactive or underactive 813e67fd9a

IgG deficiency BMC Medical Genetics IgG deficiency is a form of dysgammaglobulinemia where the proportional levels of the IgG isotype
are reduced relative to other immunoglobulin isotypes. and haplotypes in 240 index patients with common variable immunodeficiency and

selective IgG subclass deficiency in central Alabama&quot; 813e67fd9a

== Signs and symptoms == 813e67fd9a Although infections and complications of infection such as bronchiectasis are more common
complications of CVID in the lung, the presence of immune manifestations including GLILD is important because this has been associated
with greater risk of death. 813e67fd9a However, symptoms vary greatly between people. The term "variable" refers to the heterogeneous
clinical manifestations of this disorder, which include recurrent bacterial infections and gastrointestinal disease, as well as increased risk
for autoimmune disease and lymphoma. CVID is a lifelong disease. 813e67fd9a == Signs and symptoms == 813e67fd9a According to the

International Union of Immunological Societies, more than 150 primary immunodeficiency diseases (PIDs) have been characterized.
However, the number of acquired immunodeficiencies exceeds the number of PIDs. 813e67fd9a CVID affects males and females equally.

The condition can be found in children or teens, but is generally not diagnosed or recognized until adulthood. The average age of diagnosis
is between 20 and 50. 813e67fd9a People affected by GLILD may have symptoms such as cough and breathlessness, but may also be

asymptomatic, with the condition first detected through abnormalities on lung function tests... 813e67fd9a

Humoral immune deficiency Cunningham-Rundles, Charlotte (2017-05-11). Expert Review of Clinical Immunology. They are associated with
increased vulnerability to infection, but can be difficult to detect (or asymptomatic) in the absence of infection. 5 (5): 557–564. It can be

mediated by insufficient number or function of B cells, the plasma cells they differentiate into, or the antibody secreted by the plasma cells.
doi:10 Humoral immune deficiencies are conditions which cause impairment of humoral immunity, which can lead to immunodeficiency.
&quot;Role of B cells in common variable immune deficiency&quot;. The most common such immunodeficiency is inherited selective IgA

deficiency, occurring between 1 in 100 and 1 in 1000 persons, depending on population 813e67fd9a

Immunodeficiency Immunocompromisation may also be due to genetic diseases/flaws such as SCID. Most cases are acquired ("secondary")
due to extrinsic factors that affect the patient's immune system. Examples of these extrinsic factors include HIV infection and

environmental factors, such as nutrition. related to illnesses such as X-Linked Agammaglobulinemia and Common Variable Immune
Deficiency Secondary immunodeficiencies, also known as acquired immunodeficiencies Immunodeficiency, also known as

immunocompromise, is a state in which the immune system's ability to fight infectious diseases and cancer is compromised or entirely
absent 813e67fd9a

Primary immunodeficiency About 1 in 500 people in the United States are born with a primary immunodeficiency. Patient advocacy
organizations support individuals affected. the body&#039;s immune system is missing or does not function normally. Most primary

immunodeficiencies are genetic disorders; the majority are diagnosed in children under the age of one, although milder forms may not be
recognized until adulthood. Research is currently evaluating the use of stem cell transplants (HSCT) and experimental gene therapies as

avenues for treatment in limited subsets of PIDs. While there are over 430 recognized inborn errors of immunity (IEIs) as of 2019, the vast
majority of which are PIDs, most are very rare. To be considered a primary immunodeficiency (PID), the immune deficiency must be inborn
Primary immunodeficiencies are disorders in which part of the body's immune system is missing or does not function normally. There are
currently limited treatments available for these conditions; most are specific to a particular type of PID. Immune deficiencies can result in

persistent or recurring infections, auto-inflammatory disorders, tumors, and disorders of various organs. To be considered a primary
immunodeficiency (PID), the immune deficiency must be inborn, not caused by secondary factors such as other disease, drug treatment, or

environmental exposure to toxins 813e67fd9a

By whether the condition is congenital or acquired 813e67fd9a By the component(s) of the immune system affected 813e67fd9a ==
Classification == 813e67fd9a It has been suggested that most people have at least one primary immunodeficiency. Due to redundancies in

the immune system, though, many of these are never detected. 813e67fd9a IgG deficiency is often found in children as transient
hypogammaglobulinemia of infancy, which may occur with or without additional decreases in IgA or IgM. IgG subclass deficiencies are also

an integral component of other well-known primary immunodeficiency diseases, such as Wiskott–Aldrich syndrome and
ataxia–telangiectasia. 813e67fd9a

LPS-responsive beige-like anchor protein deficiency The most common features include Immune dysregulation (95%) Organomegaly (86%)
LPS-responsive beige-like anchor protein deficiency is a rare genetic condition caused by the absence of LPS-responsive beige-like anchor

protein (LRBA). presentation of this condition is variable making the diagnosis difficult 813e67fd9a

== Signs and symptoms == 813e67fd9a
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Common variable immunodeficiency Symptoms generally include high susceptibility to pathogens, chronic lung disease, as well as
inflammation and infection of the gastrointestinal tract. Common variable immunodeficiency (CVID) is an inborn immune disorder

characterized by recurrent infections and low antibody levels, specifically in immunoglobulin Common variable immunodeficiency (CVID) is
an inborn immune disorder characterized by recurrent infections and low antibody levels, specifically in immunoglobulin (Ig) types IgG,

IgM, and IgA 813e67fd9a

IgG1 is present in the bloodstream at a percentage of about 60-70%, IgG2-20-30%, IgG3 about 5-8 %, and IgG4 1-3 %. IgG subclass
deficiencies affect only IgG subclasses (usually IgG2 or IgG3), with normal total IgG and IgM immunoglobulins and other components of

the immune system being at normal levels. These deficiencies... 813e67fd9a

Granulomatous–lymphocytic interstitial lung disease It has been defined histologically as the presence of (non-caseating) granuloma and
lymphoproliferation in the lung. Blood 2012;119:1650-1657 PMID 22180439 PMC Granulomatous–lymphocytic interstitial lung disease

(GLILD) is a lung complication of common variable immunodeficiency disorders (CVID). However, as GLILD is often associated with other
auto-immune features such as splenomegaly, adenopathy and cytopenias, a definition based on abnormalities on lung imaging (CT scan)
together with evidence of granulomatous inflammation elsewhere has also been employed. Morbidity and mortality in common variable

immune deficiency over 4 decades. Godbold JH, Cunningham-Rundles C. It is seen in approximately 15% of patients with CVID 813e67fd9a

== Signs and complications == 813e67fd9a

Selective immunoglobulin A deficiency It is defined as an undetectable serum IgA level in the presence of normal serum levels of IgG and
IgM, in people older than 4 years. However, most people with the condition remain healthy throughout their lives and are never diagnosed.

IgA deficiency and common variable immunodeficiency (CVID) feature similar B cell differentiation Selective immunoglobulin A (IgA)
deficiency (SIgAD) is a kind of immunodeficiency, a type of hypogammaglobulinemia. It is the most common of the primary antibody

deficiencies. higher risk of developing autoimmune diseases in middle age. People with this deficiency lack immunoglobulin A (IgA), a type
of antibody that protects against infections of the mucous membranes lining the mouth, airways, and digestive tract 813e67fd9a

The presentation of this condition is variable making the diagnosis difficult. The most common features include 813e67fd9a

Immune disorder These disorders can be characterized in several different ways:. An immune disorder is a dysfunction of the immune
system. adhesion deficiency (LAD) Selective immunoglobulin A deficiency: the most common defect of the humoral immunity, characterized

by a deficiency of IgA 813e67fd9a

A person who has an immunodeficiency of any kind is said to be immunocompromised. An immunocompromised individual may be
particularly vulnerable to opportunistic infections, in addition to normal infections that could affect anyone. It also decreases cancer

immunosurveillance, in which the immune system scans the body's cells and kills... 813e67fd9a == Signs and symptoms == 813e67fd9a
85–90% of IgA-deficient individuals are asymptomatic, although the reason for lack of symptoms is relatively unknown and continues to be

a topic of interest and controversy. Some patients with IgA deficiency have a tendency to develop recurrent sinopulmonary infections,
gastrointestinal infections and disorders, allergies, autoimmune conditions, and malignancies. These infections are generally mild and

would not usually lead to an in-depth workup except when unusually frequent. They rarely present with severe reactions, including
anaphylaxis, to blood transfusions or intravenous... 813e67fd9a LRBA deficiency presents as a syndrome of autoimmunity,

lymphoproliferation, and humoral immune deficiency. Predominant clinical problems include idiopathic thrombocytopenic purpura (ITP),
autoimmune hemolytic anemia (AIHA), and an autoimmune enteropathy. Before the discovery of these gene mutations, patients were
diagnosed with common variable immune deficiency (CVID), which is characterized by low antibody levels and recurrent infections.

Infections mostly affect the respiratory tract, as many patients suffer... 813e67fd9a Signs/symptoms of humoral immune deficiency depend
on the cause, but generally include signs of infection such as: 813e67fd9a IgG has four subclasses: IgG1, IgG2, IgG3, and IgG4. It is

possible to have either a global IgG deficiency, or a deficiency of one or more specific subclasses of IgG. The main clinically relevant form
of IgG deficiency is IgG2. IgG3 deficiency is not usually encountered without other concomitant immunoglobulin deficiencies, and IgG4

deficiency is very common but usually asymptomatic. 813e67fd9a == Signs and symptoms == 813e67fd9a In clinical settings,
immunosuppression by some drugs, such as steroids, can either be an adverse effect or the intended purpose of the treatment. Examples of

such use include organ transplant surgery as an anti-rejection measure and in patients with an overactive immune system, such as in
autoimmune diseases. Some people are born with intrinsic defects in their immune system, or primary immunodeficiency. 813e67fd9a
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