











Muscular Dystrophy

Muscular dystrophy is characterized as a group of more than 30 genetic diseases that are
characterized by progressive weakness and degeneration of the skeletal muscles that
control movement. Muscular dystrophy (MD) is a group of inherited muscle diseases in
which muscle fibers are unusually susceptible to damage. Muscles, primarily voluntary
muscles, become progressively weaker. Symptoms include: muscle weakness, lack of
coordination, and progressive crippling.

There is no specific treatment to stop or reverse any form of MD. Treatment may include
physical therapy, respiratory therapy, speech therapy, orthopedic appliances used for
support, and corrective orthopedic surgery. Drug therapy includes corticosteroids to slow
muscle degeneration, anticonvulsants to control seizures and some muscle activity,
immunosuppressants to delay some damage to dying muscle cells, and antibiotics to fight
respiratory infections. Some individuals may benefit from occupational therapy and
assistive technology. Some patients may need assisted ventilation to treat respiratory
muscle weakness and a pacemaker for cardiac abnormalities.

Prader-Willi Syndrome

Prader-willi syndrome is caused by a important piece of genetic coding being missed
from paternal chromosome 15. Characteristics and disabilities include: low muscle tone,
immature sexual development, obesity, similar facial characteristics, excessive appetite,
short stature, tiredness, emotional instability, adverse reaction to drugs, prolonged
drowsiness after anesthesia, irregular body thermostat, high pain threshold, easy bruising,
lack of vomiting, visual impairments, curvature of the spine, skin problems, delayed
puberty, dental and oral problems, diabetes, speech and language problems, temper
tantrums, stubbornness, resistance to change, obsessive or compulsive behavior,
possessiveness, perseveration, skin picking, and immature social skills.

People with Prader-willi syndrome must have a supervised diet because their appetite is
so excessive and they have weight control issues. The major medical concern is morbid
obesity.

Sickle-Cell Anemia

Sickle cell anemia is a serious disease in which the body makes sickle-shaped red blood
cells. “Sickle-shaped” means that the red blood cells are shaped like a "C." The most
common symptom is feeling tired or week. Sudden pain throughout the body may also
occur, often resulting in organ damage.

Sickle cell anemia has no widely available cure. However, treatments can help relieve
symptoms and treat complications.



Spina Bifida

Spina bifida means split spine. Spina bifida occurs when the central nervous system (the
brain and spinal cord) of a developing baby doesn’t form normally at some point along its
length. It can occur anywhere in between the brain and the end of the spinal cord.
Messages pass up and down the spinal cord carrying information between the brain and
all areas of the body. When the spinal cord is not completely formed, these messages
cannot be sent or received from areas below the spina bifida. As a result several body
systems cannot function properly. Abnormal function may occur in the brain, spinal
cord, kidneys, bladder, bones, or muscles. People with spina bifida may also have
fractures, seizures, eye problems, early puberty, latex allergy, or skin problems. Spina
Bifida is not one condition; it is a multitude of problems that affect the mind, the body,
and the spirit. No two cases of Spina Bifida are ever the same.

People with spina bifida need ongoing care for their lifetime. Treatment usually involves
surgery, though not always.
Tourette Syndrome

Tourette syndrome is a physical disorder of the brain which causes involuntary
movements and involuntary vocalizations. It can occur in any part of the body, and
includes eye blinking, facial grimacing, shoulder shrugging, head jerking, hand
movements, throat clearing, sniffing, making loud sounds, grunting, or saying words.

Although the basic cause of Tourette Syndrome is unknown, current research suggests
that there is an abnormality in the gene(s) affecting the brain's metabolism of
neurotransmitters. TS is mostly a genetic disorder, although there has been some
sporadic cases.

Medications are available when tourette syndrome interferes with functioning.
Psychotherapy and counseling can assist a person with TS and some behavior therapies
can teach the substitution of one tic for another that is more acceptable. The use of
relaxation techniques and/or biofeedback may serve to alleviate stress reactions that
cause tics to increase.



