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Commentary
Abetalipoproteinemia (otherwise called: Bassen-Kornzweig system, 
microsomal triglyceride transfer protein deficiency disease, MTP deficiency, and 
betalipoprotein inadequacy syndrome) is a problem that obstructs the normal 
absorption of fat and fat-solvent vitamins from food.  It is brought about by a 
transformation in microsomal triglyceride transfer protein bringing about lacks in 
the apolipoproteins B-48 and B-100, which are utilized in the combination and 
exportation of chylomicrons and VLDL individually. It is not to be confused with 
familial dysbetalipoproteinemia.

Symptoms
• Ataxia

• Muscle weakness

• Slurred speech(dysarthria)

• Scoliosis (arch of the spine)

• Progressive decreased vision

• Balance and coordination Issues

• Frothy stools

• Putrid stools

Features
Abetalipoproteinemia influences the retention of dietary fats, cholesterol, 
and certain nutrients. Individuals impacted by this issue can't make specific 
lipoproteins, which are molecules that comprise of proteins joined with 
cholesterol and specific fats called triglycerides. This prompts a multiple vitamin 
deficiency, influencing the fat- soluble vitamin A, Nutrient D, Nutrient E, and 
Nutrient K. However, large numbers of the noticed impacts are because of 
vitamin E deficiency in particular.

Signs and symptoms fluctuate and present differently from person to person. As 
a rule, 80–almost 100% of people show malabsorption of fats and fat-soluble 
vitamins. Roughly 30%-79% of individuals with the disease display symptoms 

of abnormality of the retinal pigmentation, ataxia and muscular hypotonia or 
reduced tendon reflexes.

Mechanism
Abetalipoproteinemia impacts different physiological systems, the two most 
common being the nervous and the skeletal. Disruption of nervous function 
incorporates loss of reflexes, speech impairments, tremors or involuntary motor 
tics, or peripheral neuropathy (damage to the nerves outside of the brain and 
spinal cord). Peripheral neuropathy causes loss of sensation, weakness or 
numbness and pain in the extremities through stabbing, burning, or tingling 
sensations. Skeletal system improvements frequently incorporate lordosis, 
kyphoscoliosis, or High arch. Individuals often have abnormal bleeding due to 
the difficulty of forming clots.

Additional complications of the diseases if not properly treated include visual 
deficiency, mental deterioration, ataxia, loss of peripheral nerve function.

Diagnosis
The initial workup of Abetalipoproteinemia commonly comprises of stool 
sampling, a blood smear, and a fasting lipid board, however these tests are 
not confirmatory.  As the disease is rare, though a genetic test is necessary for 
diagnosis, it is generally not done initially. However, prenatal testing may be 
available for pregnancies identified to be at an increased risk (if both parents 
are unaffected carrier and one parent is affected and the other in a carrier).

Treatment
Treatment regularly comprises of rigorous dieting, , involving massive amounts 
of vitamin E. High-dose Vitamin E therapy helps the body restore and produce 
lipoproteins, which people with abetalipoproteinemia usually lack. Vitamin E 
additionally assists keep skin and eyes healthy; studies show that many affected 
males will have vision problems later on in life. Normal extra supplementation 
incorporates medium chain unsaturated fats and linoleic corrosive. Treatments 
also aim to slow the movement of sensory system irregularities. Formative 
coordination disorder and muscle weakness are normally treated with 
physiotherapy or occupational therapy. Dietary limitation of triglycerides has 
additionally been helpful. Nutritionists frequently work with medical professionals 
to configuration proper dietary treatments for their patients.
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