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CONDITION

Micropolygyria with muscular dystrophy

A rare, likely inherited condition involving early muscle weakness and abnormal

development of the brain's surface

WHAT IT IS

Rare congenital muscle weakness with many small brain folds

BODY SYSTEM

Muscles and nervous system

MAIN SYMPTOMS

Early weakness, low muscle tone, developmental disability, seizures

WHAT CAUSES IT

Likely inherited; exact gene often unknown

HOW IT IS DIAGNOSED

Brain MRI, muscle testing, and genetic testing

MAIN TREATMENT

Neurological, respiratory, nutritional, and rehabilitation support

CAN IT BE CURED?

No, treatment manages symptoms and complications

IS IT AN EMERGENCY?

Sometimes, with breathing trouble or prolonged seizures

LONG-TERM OUTLOOK

Lifelong disability; muscle weakness may progress

Overview

Micropolygyria with muscular dystrophy is an extremely rare condition affecting the muscles

and brain from early life. Published information is limited, and the name comes mainly from

older descriptions rather than from a single, clearly defined genetic diagnosis.

Muscular dystrophy means that muscle fibers are unusually fragile and may weaken over time.

When it is present at birth or becomes clear during infancy, it is called congenital muscular

dystrophy.

Micropolygyria is an older term for an abnormal pattern of many small folds on the brain's

surface. Today, specialists often use the term polymicrogyria . These folds form before birth

and may affect movement, learning, communication, swallowing, or seizure control.
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The brain finding itself does not spread through the brain. However, its effects are usually

lifelong. Muscle weakness may remain stable for a time or become more noticeable as a child

grows.

Several better-defined genetic conditions can cause both congenital muscular dystrophy and

abnormal brain development. For that reason, someone given this diagnosis may later receive

the name of a specific genetic muscular dystrophy. Modern genetic testing can sometimes

clarify the underlying condition, but it does not always find a cause.

Symptoms

Symptoms usually begin at birth or in early childhood. Their type and severity are not identical

in every affected person.

Muscle-related features may include:

Some people may never walk independently. Others may gain movement skills but continue to

need braces, equipment, or help with daily activities.

The abnormal brain folds can affect development. Possible features include intellectual

disability, delayed speech, difficulties with coordination, and problems with learning or

communication.

Seizures can occur. A seizure is a sudden burst of abnormal electrical activity in the brain. It

may cause staring, stiffening, jerking, loss of awareness, or less obvious changes in behavior.

The seizure pattern can differ according to which parts of the brain are affected.

Weakness or reduced coordination of the mouth and throat may cause chewing and

swallowing difficulties. Warning signs include coughing during meals, long mealtimes, a

wet-sounding voice after drinking, or repeated chest infections.

Breathing muscles can also be affected. Early changes may appear during sleep and cause

restless sleep, morning headaches, unusual daytime tiredness, or weak coughing.

- Low muscle tone, which can make the body feel unusually floppy

- Weakness affecting the trunk, arms, legs, face, or breathing muscles

- Delayed ability to sit, stand, or walk

- Difficulty maintaining posture or balance

- Tight joints, called contractures, as movement becomes limited

- Curving of the spine, known as scoliosis
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Causes and risk factors

The exact cause of micropolygyria with muscular dystrophy has not been established in all

reported cases. Older family reports suggested that it may be inherited in an autosomal

recessive pattern. This means a child would usually need to inherit an altered copy of the same

gene from both parents.

Parents carrying one altered copy generally do not have symptoms. However, the chance of

the condition happening again in a family cannot be estimated reliably unless a specific genetic

cause is found.

Related congenital muscular dystrophies can result from changes in genes needed for healthy

muscle fibers and normal brain development. Some affect a protein called dystroglycan , which

helps connect muscle cells to their surrounding support structure. Problems with this system

can also disturb the way the brain's surface forms before birth.

Having a child with this condition is not caused by anything a parent did during pregnancy. It is

not contagious, and it cannot be acquired through contact with another person.

Diagnosis

Diagnosis usually requires both evidence of congenital muscular dystrophy and imaging

showing abnormal brain folds. Because the name is rare and historically based, evaluation

often focuses on identifying a more specific underlying condition.

A neurological and muscle examination looks at muscle tone, strength, reflexes, joint

movement, head growth, development, and movement skills. Pregnancy, birth, developmental,

and family histories can provide useful clues.

A brain MRI uses a magnetic field to produce detailed images. It can show polymicrogyria,

identify the areas involved, and look for other differences in brain structure.

Blood testing may measure creatine kinase , or CK. This substance leaks into the blood when

muscle fibers are damaged. A raised CK level supports the presence of muscle damage but

does not identify the exact muscular dystrophy.

Genetic testing may include a muscular dystrophy gene panel, testing for genes linked to

abnormal brain development, or broader testing such as exome or genome sequencing. A

confirmed genetic result may replace the descriptive diagnosis with a specific condition name.

A negative test does not rule out the condition because not every responsible genetic change

is currently known or detectable.

A muscle biopsy, in which a small muscle sample is examined under a microscope, may show a

General health information from sofidex. Not medical advice, and not a substitute for your own clinician. 3 of 8



sofidex sofidex.com

dystrophic pattern. Specialized staining can look for missing or abnormal muscle proteins.

Biopsy is used less often when genetic testing can provide an answer.

Other assessments are selected according to symptoms. These may include an EEG to record

brain electrical activity, swallowing studies, breathing tests, sleep monitoring, hearing or vision

assessment, and heart tests when the suspected muscular dystrophy subtype can affect the

heart.

Treatment and management

There is no treatment that can reverse the brain malformation or cure the muscular dystrophy.

Care aims to support development, maintain comfort and movement, and identify

complications early.

Physical therapy can help preserve joint movement and find safe ways to stretch, sit, transfer,

or exercise. Occupational therapy supports daily activities, seating, hand use, and access to

school or work. Braces, standing equipment, wheelchairs, and other mobility devices can

improve positioning and participation.

Speech and language therapy may address communication and swallowing. Communication

boards, picture systems, or electronic devices can help when spoken language is limited.

A dietitian and swallowing team can help make eating safer while maintaining nutrition and

hydration. Food textures or mealtime positioning may be adjusted after assessment. If eating

by mouth is unsafe or does not provide enough nutrition, tube feeding may be discussed.

Respiratory care can include monitoring breathing during sleep, helping clear mucus, and

supporting weak breathing muscles. Some people use assisted coughing devices or

non-invasive ventilation, which delivers air through a mask. These treatments are based on

individual respiratory testing.

Seizures are treated according to their type. A neurological team may prescribe antiseizure

medicine and create an emergency seizure plan. No single seizure medicine is suitable for

everyone with this condition.

Orthopedic care may be needed for contractures, hip problems, or scoliosis. Treatment can

involve positioning, braces, or surgery, depending on how these problems affect comfort,

breathing, and function.

Emotional, educational, respite, and social support also form part of care. Families may need

help coordinating equipment, school services, home adaptations, transportation, and

long-term care planning.
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Complications

Weak breathing muscles can make it harder to clear mucus and may increase the risk of chest

infections. Breathing may become too shallow during sleep before problems are obvious

during the day.

Swallowing difficulties can allow food, drink, or saliva to enter the airway. This is called

aspiration. It may lead to coughing, poor nutrition, dehydration, or aspiration pneumonia.

Reduced movement can contribute to joint contractures, scoliosis, pain, pressure injuries, and

fragile bones. Suitable seating, assisted movement, and bone-health assessment may reduce

some of these effects.

Seizures may be difficult to control in some people. A seizure lasting several minutes or

repeated seizures without recovery can become a medical emergency.

Developmental and communication disabilities can make it difficult for someone to report pain

or illness. Changes in sleep, behavior, alertness, appetite, or movement may therefore be

important signs that something is wrong.

Not every person develops every complication. The risks are influenced by the severity of

muscle weakness, the areas of the brain affected, seizure control, swallowing safety, and the

specific genetic cause when one is found.

Prevention

Micropolygyria with muscular dystrophy cannot generally be prevented. The brain and muscle

changes begin because of biological processes before or around birth, often related to an

inherited genetic change.

Routine exercise, diet, or pregnancy behavior cannot prevent an inherited form. Supportive

care may still help prevent or limit secondary problems such as contractures, poor nutrition,

aspiration, and avoidable chest infections.

Genetic counseling can explain what is known about inheritance and discuss testing for

relatives. If a responsible genetic change is identified, families considering another pregnancy

may be able to discuss prenatal testing or testing of embryos created through in vitro

fertilization. These are personal options rather than treatments or requirements.

Living with it and what to expect
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This is a lifelong condition. Polymicrogyria forms before birth and does not keep spreading, but

its effects on development and seizure risk remain. Children may continue to learn and gain

skills, often at a slower pace and with substantial support.

The muscle course is less predictable. Weakness may progress over months or years, remain

fairly stable for periods, or become more limiting as the body grows. Illness, surgery, poor

nutrition, or reduced activity can sometimes cause temporary or lasting loss of function.

Regular follow-up usually includes checks of movement, joints, spine, nutrition, swallowing,

breathing, sleep, development, and seizure control. The exact schedule and need for heart

monitoring depend partly on the genetic muscular dystrophy subtype.

Many people need lifelong assistance with mobility, communication, personal care, or

decision-making. Appropriate equipment and accessible education can support comfort,

choice, relationships, and participation in family and community life.

Because so few people have been reported under this exact condition name, there is not

enough evidence to give a reliable life-expectancy estimate. Long-term health is often shaped

by breathing strength, swallowing safety, infections, seizures, and the underlying genetic

diagnosis.

When to get medical help

Arrange routine follow-up if there is a gradual change in strength, mobility, posture, sleep,

eating, communication, or seizure frequency. Coughing during meals, slow weight gain,

morning headaches, weak coughing, or repeated chest infections should also be assessed.

Seek urgent medical advice for a new seizure, a clear change in a known seizure pattern,

increasing sleepiness, possible dehydration, or worsening breathing symptoms. Follow any

personal seizure or respiratory care plan already provided.

Call emergency services for:

- Severe difficulty breathing, blue or grey lips, or inability to speak or respond

- A seizure lasting five minutes or longer, unless the emergency plan says otherwise

- Repeated seizures without recovery between them

- Sudden unresponsiveness or a major, unexpected loss of movement

- Choking that does not clear or signs of a blocked airway
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Common questions

Is micropolygyria with muscular dystrophy the same as polymicrogyria?

Not exactly. Polymicrogyria describes the pattern of many small brain folds. Micropolygyria

with muscular dystrophy describes that brain finding together with congenital muscular

dystrophy. Polymicrogyria can also occur without muscle disease.

Will the brain abnormality get worse?

The abnormal folds form before birth and do not spread. However, developmental difficulties,

seizures, and other effects can continue throughout life. Muscle weakness may become more

limiting over time.

Can someone with this condition learn to walk?

Some affected people may gain supported or independent walking, while others do not. Early

muscle strength, contractures, balance, brain involvement, and the underlying genetic subtype

all influence mobility.

Can genetic testing give a clearer diagnosis?

Sometimes. Testing may identify a specific congenital muscular dystrophy or

dystroglycan-related condition. In other cases, no responsible genetic change is found.

Reanalysis may be useful later as genetic knowledge improves.

Does everyone with the condition have seizures?

No. Seizures are possible because of the altered brain structure, but they do not affect

everyone in the same way. Any suspected first seizure needs medical assessment.

Is there a cure?

There is currently no cure that reverses the muscle or brain changes. Rehabilitation, seizure

treatment, respiratory support, nutritional care, equipment, and educational support can

address specific needs and complications.
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