What causes the abnormal buildup of Cholesterol In MY CELLS?

     Tangier disease is due to an error in the genetic material (a base deletion) of chromosome number 9 (9q31)

  This error affects the production of a protein called ATP-binding cassette 1 (ABC1). This protein is responsible for transporting cholesterol out of cells into transport proteins in the blood called Apo-A1 lipoproteins to form High Density Lipoproteins (HDL). If the ABC1 protein is not produced correctly cholesterol builds up inside certain cells resulting in abnormal cell function. This loss of cell function is what causes the signs and symptoms of Tangier Disease. Shown below are examples of normally (A) and abnormally (B) functioning ABC1 proteins.
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IS there a Treatment for Tangier DISEASE?

     At this time there is no recognized treatment for Tangier Disease. However, it has been suggested that a diet low in fat may help reduce the amount of cholesterol in the affected cells and thus slow down the progression of the condition.

What is the LAtest Development in Tangier Disease Research and how does it affect SOCIETY AND ME?

    The most recent advancements in Tangier Disease research have been centered on determining the role of the ABC1 protein in cholesterol transport. Researchers are hoping that advances in the understanding of the ABC1 protein and its role in cholesterol metabolism may lead to new treatments for disorders of cholesterol metabolism. Tangier Disease patients have been and will continue to be and important part of cholesterol research.
How Did I get Tangier Disease?

    Tangier Disease is a genetic condition. That causes a defective ABC1 protein to be produced. 

     Since people have two copies of the gene (the set of directions to make a protein) for ABC1 protein a person may have one altered gene and show no symptoms of the condition. In order for a person to develop Tangier Disease they must have two altered ABC1 genes. This means a person who has Tangier Disease must inherit a defective gene from each of their parents. Therefore it is said that Tangier Disease is inherited in an autosomal recessive manner.

Is there testing available to determine if my unborn baby has Tangier Disease?

     Currently there is no test to determine if an unborn child will have Tangier Disease. Research is being done to determine if a test using fetal blood or amniotic fluid can be used to diagnose Tangier Disease in a unborn child.


Tangier Disease:
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What is Tangier DISEASE?

    Tangier Disease gets its name from the small island that sits in the middle of the Chesapeake Bay call Tangier. This island located in Virginia is where the first reported case of Tangier Disease was found in a young boy.
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  Tangier Disease is also known as High Density Lipoprotein Deficiency (Tangier Type) or Analphilalipoprotenemia. It is a condition in which the cholesterol in your body is not processed correctly. This causes cholesterol to build up in certain tissues of the body causing the symptoms associated with Tangier Disease. 

       Tissues affected include the tonsils, thymus, lymph nodes, bone marrow, liver, intestines, immune system cells such as macrophages, cornea of the eye, and in the Schwann cells (which maintain the nerve tissues of the body).

 The abnormal buildup of cholesterol can result in:

· Loss of temperature and pain sensation.  

· Progressive muscle weakness. Including loss of hand muscle mass.

· Loss of vision

· Inability to completely close the eyelids

· Paralysis of face muscles

· Enlargement and recurrent infection of the tonsils

How Common is this

CONDITION?

     Tangier Disease is a very rare condition. In 1992 there were only 50 people in the whole United States with the Tangier Disease. That means about one in 5 million people were affected with this condition.

Tangier disease is found far more frequently on Tangier Island, but cases have been found in Kentucky, Missouri, England, Australia, Canada, Switzerland, Germany, Poland, Pakistan, Japan, Denmark, Italy, and France.

What are the signs and symptoms of Tangier DISEASE?

Symptoms and clinical findings of Tangier Disease include:

· Enlarged tonsils with a characteristic orange appearance

· Enlargement of the spleen, liver, and lymph nodes.

· Loss of sensation (especially to temperature and pain)

· Paralysis of facial muscles

· Earlier than normal development of blockages of the arteries supplying the heart and brain with blood

· Loss of vision due to cholesterol deposits in the tissues of the eyes.

· Inability to completely close the eyelids and abnormal outward rolling of the eyelid.

· Low blood levels of LDL ‘bad cholesterol’ and HDL ‘good cholesterol’ 

· High blood levels of chylomicrons (a type of transport molecule for fats absorbed in the intestines from food) 

· Brownish orange spots in the tissues of the intestines

· Thymus and Reticuloendothelial Cells (part of the immune system) fill with cholesterol resulting in abnormal immune system function.

What should i expect in the future as i deal with Tangier DISEASE?
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     The life expectancy and quality of life for people with Tangier Disease is reasonable as long as proper preventive health measures are followed. Since people with Tangier disease have a larger than normal incidence of early coronary heart disease and strokes they should be screened regularly for vessel blockages. People with Tangier Disease also have sensation problems and measures should be taken to prevent accidental wound formation that could result in lethal infections.
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