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Brief Description of the Spinal Muscular Atrophy
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DESCRIPTION

Spinal muscular atrophy is a hereditary disorder characterized by
weakness of motor muscles (skeletal muscles) and muscle wasting
(atrophy). This is caused by the loss of specialized nerve cells
called motor neurons that control the movement of muscles.
Weakness is more pronounced in the muscles near the center of
the body (proximal) than in the muscles outside the body
(distal). Weakness usually worsens with age. There are many
types of spinal muscular atrophy caused by changes in the same
gene. Types differ in age of onset and severity of weakness.
However, there are some overlaps between types. Other forms of
spinal muscular atrophy with progressive muscular cloned
epilepsy, spinal muscular atrophy with predominant lower
extremities, X-inked infantile spinal muscular atrophy, and
spinal muscular atrophy with type 1 respiratory distress Spinal
muscular atrophy and associated motor neuron disease are
caused by mutations in other genes.

Spinal muscular atrophy type O occurs prenatally and is the
rarest and most severe form of the disease. Affected babies often
have joint malformations (contractures) because they move less
in the womb. Muscle tone (hypotension) at birth is very weak.
Their respiratory muscles are so weak that they often cannot
survive infancy due to respiratory failure. Some infants with type
0 spinal muscular atrophy have heart defects that have existed
since birth (congenital).

Spinal  muscular atrophy type I (also known as
Weldnighoffmann's disease) is the most common form of the
disease. It is a severe form of illness with weakness that appears

at birth or in the first few months of life. Most affected children

are unable to control their head movements or sit without help.
This type of child may have dysphagia, which can lead to eating
disorders and dysgenesis. Breathing problems can also occur due
to weakness in the breathing muscles and an abnormal bell-
shaped chest that prevents the lungs from fully expanding. Most
children with type I spinal muscular atrophy do not survive early
childhood due to respiratory failure.

Type II spinal muscular atrophy (also known as Dubowitz's
disease) is characterized by weakness that develops in children
aged 6 to 12 months. This type of child need help finding a
sitting position, but can sit without assistance. However, as
weakness worsens as a child, people may need to help sit down.
People with type II spinal muscular atrophy cannot stand or walk
on their own. Often, the fingers have involuntary tremors
(tremors), laterally curved spine (scoliosis), and potentially life-
threatening weak respiratory muscles. Life expectancy for people
with type II spinal muscular atrophy varies, but many people
with this condition live in their 20s or 30s.

Type III spinal muscular atrophy (also known as Kugelberg-
Welander's disease) usually early
childhood. People in this state can stand and walk without help,
but over time, walking and climbing stairs can become more
difficult. Many patients need help in a wheelchair later in life.
People with type III spinal muscular atrophy usually have a

causes weakness after

normal life expectancy. Type IV spinal muscular atrophy is rare
and often begins in early adulthood. Affected people usually
have mild to moderate weakness, tremors, and mild breathing
problems. Life expectancy for people with type IV spinal
muscular atrophy is normal.
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