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CONDITION

Sudanophilic leukodystrophy

Sudanophilic leukodystrophy is an inherited condition in which the brain and spinal cord
make too little protective myelin.

WHATITIS
Inherited condition causing too little myelin in the nervous system

BODY SYSTEM
Nervous system

MAIN SYMPTOMS
Abnormal eye movements, developmental delay, stiffness, poor coordination

WHAT CAUSES IT
Inherited or new changes in the PLP1 gene

HOW IT IS DIAGNOSED
Brain MRl and PLP1 genetic testing

MAIN TREATMENT
Rehabilitation, symptom control, nutrition, and breathing support

CAN IT BE CURED?
No - current care manages symptoms

IS IT AN EMERGENCY?
Sometimes - choking or serious breathing difficulty

LONG-TERM OUTLOOK
Progressive disability; lifespan reflects severity and breathing complications

Overview

Sudanophilic leukodystrophy is a rare inherited condition affecting myelin, the fatty protective
covering around nerve fibres. Myelin helps electrical signals travel quickly through the brain
and spinal cord. When too little myelin forms, communication between the brain and body
becomes slow or disrupted.

The term is an older name based on how affected myelin appeared with laboratory stains
called Sudan dyes. It generally refers to the condition now described as Pelizaeus-Merzbacher
disease within the broader group of PLP1-related disorders .

Most affected people have a change in the PLP1 gene, which contains instructions for making
important myelin proteins. The condition mainly affects movement, coordination, muscle
control, speech, and other physical abilities. The age when symptoms begin and their severity
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differ widely.

Some babies develop signs during the first months of life. Other people have milder symptoms
that do not become clear until childhood or adulthood. Learning and understanding may be
less affected than movement, although this is not the same for everyone.

Symptoms

Early signs often include rapid, involuntary eye movements called nystagmus . A baby may also
have low muscle tone, meaning the body feels unusually floppy, and may be slower to gain
head control, sit, or walk.

Movement problems often become more noticeable over time. Symptoms may include:

Muscle tone can change with age. A young child who was initially floppy may later develop stiff
muscles, known as spasticity . Tight muscles can make movement uncomfortable and may
limit the range of motion at a joint.

Severe forms can cause feeding or breathing problems in infancy. Milder forms may mainly
cause leg stiffness, an unsteady walk, tremor, or bladder difficulties. Some people develop
seizures, but seizures are not present in everyone.

- Shaking or uncontrolled eye movements

- Delayed development of movement and speech
- Muscle stiffness or spasms

- Poor balance and coordination

- Tremor or other uncontrolled movements

- Difficulty speaking clearly

- Problems chewing or swallowing

- Weakness and reduced mobility

Causes and risk factors

Sudanophilic leukodystrophy is usually caused by a change in the PLP1 gene . This gene helps
the body make proteins needed to form and maintain myelin in the brain and spinal cord.

Different types of PLP1 changes can have different effects. Some lead to too much PLP1
protein, while others change its structure or prevent it from working. This helps explain why

General health information from sofidex. Not medical advice, and not a substitute for your own clinician. 20f7



SOﬂdeX sofidex.com

the condition ranges from severe early-onset disability to milder symptoms appearing later.

PLP1is located on the X chromosome. The condition therefore follows an X-linked inheritance
pattern. Boys and men are more likely to be clearly affected because they usually have one X
chromosome. A harmful change on that chromosome has no second PLP1 copy to offset it.

Girls and women with a PLP1 change often have no symptoms, but some develop stiffness,
balance problems, or other neurological symptoms. This can happen because cells use X
chromosomes differently throughout the body.

A gene change may be inherited from a parent who carries it. It can also arise for the first time
in an affected person, meaning there may be no previous family history. Nothing done during
pregnancy or parenting causes the genetic change.

Diagnosis

The assessment begins with the person's symptoms, development, neurological examination,
and family history. Because several genetic conditions can interfere with myelin, symptoms
alone cannot confirm the diagnosis.

A brain MRl scan is an important test. MRI uses a strong magnet to make detailed pictures of
the brain. It may show hypomyelination, meaning that too little myelin formed. Unlike some
other white-matter conditions, the MRI pattern may remain broadly similar on scans taken
months apart, even while physical symptoms change.

Genetic testing is used to look for changes involving PLP1. Testing may include methods that
detect an extra or missing copy of the gene as well as methods that read its genetic sequence.
A confirmed harmful PLP1 change can establish a PLP1-related diagnosis.

If initial testing is negative, a specialist may consider a broader leukodystrophy gene panel or
genome testing. This is because other conditions can produce similar symptoms and MRI
findings.

Family testing can help show whether a genetic change was inherited and who else may carry
it. A genetics professional can explain results that are uncertain or have different implications
for relatives.

Treatment and management

There is currently no treatment that can correct the PLP1 change or restore normal myelin
throughout the nervous system. Care focuses on comfort, function, communication, nutrition,
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and preventing avoidable complications.
Management may involve several types of support:

Treatment for stiffness may include medicines, targeted injections, therapy, or sometimes
surgery. The most suitable approach is based on how stiffness affects comfort, movement,
sleep, and personal care.

If swallowing becomes unsafe, food or liquid may enter the airway instead of the stomach.
Changing food texture, adjusting positioning, or using specialist feeding equipment may help.
Some people need tube feeding to maintain nutrition and reduce choking risk. A feeding tube
does not necessarily stop all eating by mouth; this is assessed individually.

Regular reviews can also address eyesight, hearing, dental care, bone health, bladder function,
sleep, pain, and mental well-being. Equipment may need to change as the person grows or their
mobility changes.

- Physical therapy to maintain movement, positioning, and flexibility
- Occupational therapy for seating, equipment, and daily activities

- Speech therapy and communication devices

- Treatment for muscle stiffness, spasms, pain, or seizures

- Swallowing assessment and nutrition support

- Mobility aids, braces, standing equipment, or wheelchairs

- Breathing support and help clearing mucus when needed

Complications

Limited movement and persistent muscle stiffness can lead to contractures, in which joints
become fixed in a bent position. Spinal curvature, called scoliosis, can also develop. Supportive
seating, movement, and timely treatment may reduce their effects, although they cannot
always be prevented.

Swallowing difficulties can cause poor nutrition, dehydration, choking, or aspiration, which
means food, drink, or saliva enters the lungs. Aspiration can contribute to chest infections.

Weak coughing and reduced mobility can make it harder to clear mucus. In more severe forms,
repeated respiratory infections and breathing problems can become major health concerns.

Other possible complications include constipation, bladder problems, pressure injuries, low
bone strength, pain, sleep disturbance, and seizures. Not everyone develops these problems.
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Prevention

Sudanophilic leukodystrophy cannot currently be prevented because it results from a genetic
change. Exercise, diet, or actions during pregnancy do not prevent the PLP1 change from
occurring.

Genetic counselling can help families understand X-linked inheritance and the chance of the
condition affecting future children. If the family's PLP1 change is known, reproductive options
may include testing during pregnancy or testing embryos created through in vitro fertilisation.
These are personal choices, and availability differs by location.

Early recognition does not stop the condition, but it can allow feeding, mobility,
communication, and breathing needs to be addressed sooner.

Living with it and what to expect

The course is strongly linked to the particular genetic change and how early symptoms begin.
A person with a severe infantile form may never gain independent sitting or walking and may
need extensive support for feeding and breathing. Milder forms can allow walking and greater
independence for years or into adulthood.

Skills do not always change in a straight line. Nystagmus may become less obvious, while
stiffness and mobility limitations become more noticeable. Some people continue to learn and
communicate despite major physical disability. Others have broader developmental difficulties.

Over months and years, therapy often shifts from gaining new movement skills to preserving
comfort, communication, safe positioning, and participation. Wheelchairs and communication
technology can increase independence rather than signal that care has failed.

Life expectancy cannot be predicted from the condition's name alone. People with milder
PLP1-related symptoms may live well into adulthood. Severe swallowing and breathing
complications can shorten life, particularly in early-onset forms.

Care plans commonly need adjustment during growth, school transitions, adulthood, or
changes in mobility. Emotional and practical support may also be important for affected
people, parents, siblings, and other caregivers.

When to get medical help

Arrange routine follow-up if there are gradual changes in walking, stiffness, comfort, speech,
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feeding, sleep, bladder function, or ability to manage daily activities. New coughing during
meals, weight loss, repeated chest infections, worsening scoliosis, or equipment that no longer
fits should also be reviewed.

Seek prompt medical advice for a clear loss of skills, a first seizure, repeated vomiting, signs of
dehydration, unusual drowsiness, or a sudden change in muscle control. These changes may
have another treatable cause and should not automatically be attributed to the
leukodystrophy.

Get emergency help for:
Follow any individual emergency plan provided for seizures, breathing, or feeding problems.
- Serious trouble breathing, blue or grey lips, or inability to wake
- Choking with an inability to breathe or cough effectively
- Aseizure lasting five minutes or longer
- Repeated seizures without recovery between them

- Asudden severe change in awareness or responsiveness

Common questions

Is sudanophilic leukodystrophy the same as Pelizaeus-Merzbacher disease?

The older term is generally used for Pelizaeus-Merzbacher disease, which is part of the
PLP1-related disorder spectrum. Modern reports are more likely to name the specific
PLP1-related condition and genetic finding.

Does sudanophilic leukodystrophy always start in babies?

No. Severe forms usually become apparent in infancy, often with abnormal eye movements,
low muscle tone, and delayed development. Milder PLP1-related forms may not be recognised
until later childhood or adulthood.

Can girls have sudanophilic leukodystrophy?

Yes, although boys and men are more often clearly affected because PLP1is on the X
chromosome. Girls and women who carry a PLP1 change may have no symptoms or may
develop stiffness, balance problems, or other neurological symptoms.

Can an MRl alone confirm it?

An MRI can show the characteristic lack of myelin and strongly suggest a hypomyelinating
leukodystrophy. Genetic testing is usually needed to identify a PLP1 change and distinguish
this condition from other causes of hypomyelination.
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Is there a cure?

There is currently no cure or routine treatment that replaces the missing myelin. Rehabilitation,

communication support, nutrition care, breathing support, and treatment of individual

symptoms can improve comfort, safety, and participation.

Will it keep getting worse?

Many affected people develop greater stiffness and physical disability over time, but the rate
and extent are not predictable from symptoms alone. Some features remain stable for long
periods, and people with milder forms may retain substantial independence into adulthood.
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