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Q1. What is Duchenne muscular dystro-
phy (DMD)?

Al. It is the most common form of muscular
dystrophy in children. It is estimated to affect
1 in every 3500 to 5000 male births worldwide.
DMD is a genetic disorder caused by mutations
in the dystrophin gene responsible for producing
the protein dystrophin. Dystrophin is a protein found
in muscle cells that helps keep them strong and
functioning properly. The lack of dystrophin leads
to progressive muscle degeneration, resulting in
a variety of symptoms, including muscle weak-
ness, contractures, cardiomyopathy, and difficulty
in breathing. The disorder is progressive, typically
diagnosed in early childhood, and is associated with
a shortened lifespan.

Q2. What are the symptoms of DMD?

A2. The symptoms of DMD vary depending
on the age of the individual, but generally include
muscle weakness, difficulty walking, and difficulty
climbing stairs. As the disease progresses, the
individual may experience difficulty standing,
and eventually require the use of a wheelchair.
Other common symptoms include muscle wasting,
joint contractures, difficulty swallowing, difficulty
breathing, and heart failure. In some cases, indi-
viduals may also experience cognitive impairment,
seizures, and scoliosis.

Q3. What are the causes of DMD?

A3. DMD is caused by mutations in the dystro-
phin gene, which is located on the X chromosome.

The dystrophin gene is responsible for produc-
ing the protein dystrophin, which is necessary for
muscle cells to function properly. Mutations in
this gene cause the body to produce an abnormal
or non-functioning dystrophin protein, which leads
to the muscle weakness.

Q4. How is DMD diagnosed?

A4. DMD is typically diagnosed through a com-
bination of clinical examination, muscle biopsy, and
genetic testing. During the clinical examination,
a doctor will look for signs of muscle weakness,
joint contractures, and other abnormalities. Both
genetic testing and a muscle biopsy can be used
to confirm the diagnosis with the former able to
1dentify specific mutations in the dystrophin gene.
In some cases, other tests such as an electromyo-
gram (EMG) or a nerve conduction study may be
used to help diagnose DMD.

Q5. What treatments are available for DMD?

A5. Currently, there is no cure for DMD, but
there are a number of treatments available to help
manage the symptoms and slow the progression
of the disease. The primary treatment for DMD is
corticosteroid therapy, which is used to reduce mus-
cle inflammation and slow the progression of the
disorder. The most commonly used corticosteroid
is prednisone, which has been shown to improve
muscle strength and function in those with DMD.
Additionally, long-term use of corticosteroids has
been associated with a reduced risk of scoliosis,
cardiomyopathy, and respiratory complications.
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Physical therapy is an important component
of DMD treatment and is used to improve muscle
strength, reducing fatigue and function, and im-
proving balance and coordination. It can also help
to reduce the risk of contractures and scoliosis.
Orthopedic surgery is sometimes used to treat se-
vere contractures or scoliosis. These surgeries can
help to improve range of motion and reduce pain.

Cardiac care is an important component of
DMD treatment, as the disorder is associated with
an increased risk of cardiomyopathy. It typically in-
cludes regular monitoring and medication to reduce
the risk of complications and manage heart failure.

Respiratory management strategies for DMD
involve a combination of medical and physical
therapy. Medically, bronchodilators and steroids
may be used to reduce airway inflammation and
improve airway function. Oxygen therapy can
also be used to increase oxygen levels in the body.
Physically, regular exercise and postural drainage
techniques can help maintain pulmonary function.
Additionally, respiratory rehabilitation programs
may be employed to provide education and train-
ing on how to better manage shortness of hreath
and other symptoms. Nocturnal assisted breath-
ing devices such as continuous positive airway
pressure (CPAP) machines and bi-level positive
airway pressure (BiPAP) machines can help stabi-
lize breathing during sleep and reduce the risk of
respiratory infections. Mechanical ventilation may
also be necessary to maintain adequate oxygen
levels in the body and to prevent complications
such as respiratory failure.

Psychosocially, psychological support can help
manage the emotional and cognitive effects of the
condition.

Gene therapy is a promising treatment for
DMD, but it is still in the early stages of develop-
ment. The goal of gene therapy is to replace the
mutated dystrophin gene with a healthy version,
which could potentially restore muscle function.
While gene therapy is still in the early stages
of development, it has shown promise in animal
models, and clinical trials are currently underway.

Q6. What is the prognosis for individuals
with DMD?

A6. The prognosis varies depending on the
severity of the disease and the age at which it is
diagnosed. Most individuals with DMD will require

the use of a wheelchair by the age of 12, and the
average life expectancy is around 25 years.

Q7. What research is being done to find
a cure for DMD?

A7. Currently, there is a great deal of research
being done to find a cure for DMD. This research
includes gene therapy, stem cell therapy, and
medications to help manage the symptoms of DMD.
A number of treatments are already in various
phases of clinical trials. Additionally, researchers
are looking at ways to improve the quality of life
for individuals with DMD, such as developing as-
sistive devices and improving physical therapy and
occupational therapy techniques.

Q8. Are there any support groups or re-
sources available for individuals with DMD?

AB8. Yes, there are a number of support groups
and resources available for individuals with DMD.
These include local and online support groups,
and national organizations such as the Muscular
Dystrophy Association (MDA) or Parent Project
Muscular Dystrophy (PPMD). Additionally, there
are a number of websites and blogs dedicated to
providing information and support.

Q9. What advice would you give to par-
ents of a child with DMD?

A9. The most important advice I would give to
parents of a child with DMD is to seek out support
and resources. It is important to connect with other
families who have a child with DMD, as well as local
organizations. Additionally, it is important to stay
informed about the latest research and treatments
available for DMD, and to make sure that your
child is receiving the best possible care. Finally, it
is important to remember that each child is unique
and to focus on the positive aspects of their life,
such as their strengths and abilities.

— Thank you for the interview.
— Thank you for having me.
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