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CONDITION

Spielmeyer-vogt disease

Spielmeyer-Vogt disease is an inherited condition that progressively damages nerve cells
in the eyes and brain.

WHATITIS
Inherited, progressive condition damaging brain and retinal nerve cells

BODY SYSTEM
Nervous system and eyes

MAIN SYMPTOMS
Vision loss, seizures, thinking decline, movement problems

WHAT CAUSES IT
Inherited CLN3 gene changes

HOW IT IS DIAGNOSED
Genetic testing confirming two harmful CLN3 gene changes

MAIN TREATMENT
Symptom control, rehabilitation, vision support, coordinated supportive care

CAN IT BE CURED?
No - no treatment yet stops progression

IS IT AN EMERGENCY?
Sometimes - prolonged seizure, choking, or breathing difficulty

LONG-TERM OUTLOOK
Progressive disability and shortened lifespan, often into early adulthood

Overview

Spielmeyer-Vogt disease is the historical name for the classic juvenile form of CLN3 disease .
It belongs to a group of inherited conditions called neuronal ceroid lipofuscinoses, or NCLs.
These are sometimes grouped under the name Batten disease.

The condition affects cells in the retina, the light-sensitive layer at the back of the eye, and
nerve cells in the brain. Material that cells would normally process builds up inside structures
called lysosomes, which act as the cell's recycling system. Over time, affected nerve cells stop
working properly.

Symptoms usually begin in childhood. Worsening vision is often the first noticeable problem.
Seizures, learning or thinking difficulties, changes in behavior, and movement problems
commonly develop later.
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Spielmeyer-Vogt disease is progressive, meaning its effects increase over time. It can
eventually interfere with sight, communication, eating, walking, and independent daily
activities. Although treatment cannot currently stop the underlying condition, coordinated care
can manage many symptoms, support comfort, and help a child or adult remain involved in
family, school, and community life.

Symptoms

The timing and order of symptoms are not identical for everyone. In the classic juvenile form,
vision problems often appear between early and middle childhood and may worsen over
several years.

Eye-related symptoms can include:

The retina may initially look similar to other inherited retinal conditions. This is one reason the
diagnosis may not be clear when vision changes first begin.

Seizures often start after the vision symptoms. A seizure is a temporary burst of abnormal
electrical activity in the brain. It may cause staring, loss of awareness, stiffening, jerking, or a
sudden fall. Some people have more than one type.

Other symptoms may include declining attention, memory, planning, or learning skills.
Schoolwork that was previously manageable may become harder. Speech can become slower
or less clear.

Changes in mood, sleep, or behavior are also possible. These may include anxiety, low mood,
irritability, repetitive behavior, hallucinations, or difficulty controlling impulses. Such changes
are part of the neurological condition and are not a personal failing.

Movement may gradually become slower and less steady. Muscle stiffness, shaking, poor
balance, and involuntary muscle contractions can develop. As the condition advances, some
people need mobility equipment and help with transfers.

Later symptoms may include difficulty chewing or swallowing, weight loss, constipation, loss of
bladder control, and reduced ability to communicate.

- Difficulty seeing in dim light
- Trouble reading, recognizing faces, or seeing at a distance
- Loss of side or central vision

- Progressive severe sight loss
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Causes and risk factors

Spielmeyer-Vogt disease is usually caused by harmful changes in both copies of the CLN3
gene . This gene provides instructions for making a protein involved in how cells transport and
recycle materials. When the protein does not work correctly, nerve cells in the brain and retina
are especially vulnerable.

The condition follows an autosomal recessive inheritance pattern. This means an affected
person usually receives one altered CLN3 gene copy from each parent.

Parents who carry one altered copy are called carriers. Carriers usually do not develop the
condition. If both parents are carriers, each pregnancy has:

These chances apply separately to each pregnancy. Having one affected or unaffected child
does not change the chance for the next pregnancy.

A family history increases the chance that the condition will be considered, but an affected
child may be the first person diagnosed in a family. There are also less common CLN3-related
forms with later onset or symptoms mainly involving the retina.

The condition is not caused by parenting, diet, infection, or anything someone did during
pregnancy. It is not contagious.

- A1lin4 chance of an affected child
- Alin2chance of achild who is a carrier

- Alin4 chance of a child who inherited neither altered copy

Diagnosis

An eye specialist may first suspect an inherited retinal condition after examining the retina and
assessing how vision has changed.

Tests may include optical coherence tomography, which produces detailed images of the
retina, and an electroretinogram, which measures the retina's electrical response to light.
These tests can show retinal damage but do not confirm its genetic cause.

The diagnosis is confirmed by genetic testing that identifies harmful changes in both copies of
the CLN3 gene. Testing may examine CLN3 alone or use a panel that includes several genes
associated with retinal degeneration, epilepsy, or neuronal ceroid lipofuscinosis.

A result described as a variant of uncertain significance does not by itself confirm the
condition. It means there is not yet enough evidence to know whether a particular gene change
is harmful. Further family testing or later review may help clarify the result.
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Other assessments help establish a starting point and guide care. These may include:

A skin or other tissue biopsy was used more often in the past to look for characteristic storage
material under an electron microscope. Genetic testing is now generally the main confirmatory
method, although additional testing may be considered when genetic results are unclear.

Genetic counseling can help family members understand the result, inheritance, and testing
options for relatives.

- Aneurological and developmental assessment

- Anelectroencephalogram, or EEG, to record brain activity

- Brain magnetic resonance imaging, or MRI

- Speech, swallowing, movement, and nutritional assessments

- Psychological or behavioral evaluation

Treatment and management

There is no established cure or treatment proven to stop the progression of classic CLN3
disease. Care therefore focuses on controlling symptoms, maintaining abilities for as long as
possible, preventing avoidable complications, and supporting quality of life.

Seizures are treated with antiseizure medicines selected according to seizure type and the
person's other symptoms. A written seizure plan can explain what a usual seizure looks like,
when rescue treatment is appropriate, and when emergency help is needed.

Regular eye care remains useful even after sight loss becomes severe. Low-vision services can
provide magnification, lighting advice, mobility training, screen readers, audio materials, and
instruction in nonvisual ways of completing daily tasks.

Physical and occupational therapy can support balance, joint movement, seating, transfers,
and access to school or home activities. Mobility aids and wheelchairs may improve safety and
participation rather than representing a failure of treatment.

Speech and language therapy can address speech, communication, and swallowing.
Communication aids should be introduced while a person can learn to use them. These may
range from simple picture systems to speech-generating devices.

Nutrition support may include adjusting food texture, increasing energy intake, or using
feeding equipment. If swallowing becomes unsafe or eating no longer provides enough
nutrition, tube feeding may be discussed. This decision should consider comfort, goals, risks,
and the person's and family's preferences.
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Treatment may also help with muscle stiffness, involuntary movements, constipation, sleep
problems, anxiety, depression, or distressing behavior. Medication is only one part of this care;
routines, environmental changes, therapy, and caregiver support can also help.

Palliative care can be involved alongside active treatment. It focuses on comfort, symptom
relief, communication, and family support. It is not limited to the final stage of life.

Clinical trials are studying possible treatments, including approaches aimed at genes or cell
function. Participation is optional, and an experimental treatment may not provide direct
benefit.

Complications

Progressive sight loss increases the chance of falls, injuries, and loss of independence.
Changes to lighting, layout, supervision, and mobility support can reduce some risks.

Seizures may lead to injury. A seizure that continues for a prolonged period or repeated
seizures without recovery can become status epilepticus, which is a medical emergency.

Swallowing problems may allow food, drink, or saliva to enter the airway. This is called
aspiration. It can cause choking or a lung infection known as aspiration pneumonia. Weak
coughing and reduced mobility may further increase the risk of chest infections.

Reduced food and fluid intake can lead to weight loss, poor nutrition, dehydration, and
constipation. Limited movement can also contribute to painful joints, muscle shortening,
pressure injuries, and weaker bones.

Thinking, communication, and behavioral changes may cause distress for the affected person
and family. Depression, severe anxiety, hallucinations, or unsafe impulsive behavior deserve
assessment rather than being accepted as unavoidable.

Prevention

Spielmeyer-Vogt disease cannot be prevented through diet, exercise, vaccination, or lifestyle
changes because it is inherited.

When the specific CLN3 gene changes in a family are known, genetic counseling can explain
reproductive options. These may include testing during pregnancy or testing embryos created
through in vitro fertilization. Some people choose these options and others do not.

Carrier testing may be available to adult relatives. Testing children who do not have symptoms
requires careful discussion because carrier status usually does not affect childhood health.
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Supportive care cannot prevent the genetic condition, but it can reduce some secondary
problems. Examples include seizure planning, swallowing assessment, mobility support,
vaccination according to the usual schedule, and attention to nutrition and skin care.

Living with it and what to expect

Spielmeyer-Vogt disease changes over years rather than days. Vision often declines first.
Seizures, learning changes, movement difficulties, and increasing dependence usually follow,
although their timing and severity differ.

Children can continue learning and taking part in school. Educational plans may need to shift
from visual materials to touch, sound, and hands-on instruction. As thinking skills change,
teaching may focus more on communication, familiar routines, enjoyment, and practical
abilities.

Abilities that are lost because of nerve-cell damage are not usually regained. However,
symptoms may be more manageable after treatment, and equipment can preserve
participation even as physical abilities change.

Over time, most people need increasing help with dressing, bathing, eating, movement, and
communication. Familiar voices, music, touch, social contact, and preferred activities may
remain meaningful even when spoken communication becomes limited.

The condition usually shortens life. Many people with the classic juvenile form die in early
adulthood, although some live longer. Common serious problems in advanced stages include
infections, swallowing complications, and the effects of severe neurological disability. No
single timeline can predict one person's course.

Regular planned follow-up may involve neurology, eye care, rehabilitation, nutrition, speech
and swallowing services, mental health support, genetics, and palliative care. Care plans should
be reviewed as needs change. Families and other caregivers may also need respite, practical
assistance, and emotional support.

When to get medical help

Arrange routine follow-up for gradual changes in vision, mobility, learning, sleep, mood,
communication, eating, or daily care needs. Report increasing seizures or new medication side
effects promptly, even if each seizure stops as expected.

Seek urgent medical advice for:

General health information from sofidex. Not medical advice, and not a substitute for your own clinician. 60f8



SOﬂdeX sofidex.com

Call emergency services for a first seizure, a seizure lasting five minutes or longer, repeated
seizures without recovery, or any seizure with serious injury or breathing difficulty. Follow the
person's emergency seizure plan if it gives a different earlier threshold.

Emergency help is also needed for severe choking, blue or gray lips, marked difficulty
breathing, unresponsiveness, or immediate risk of self-harm or harm to someone else.

- New coughing or choking during meals

- Reduced drinking, dark urine, or other signs of dehydration
- Rapid weight loss or repeated vomiting

- Asuddenincrease in confusion, sleepiness, falls, or seizures
- Fever, persistent cough, or possible chest infection

- New hallucinations, severe distress, or unsafe behavior

Common questions

Is Spielmeyer-Vogt disease the same as Batten disease?

Spielmeyer-Vogt disease is an older name for classic juvenile CLN3 disease. Batten disease is
often used more broadly for the whole group of neuronal ceroid lipofuscinoses, which can have
different genetic causes and ages of onset.

Is there a cure for Spielmeyer-Vogt disease?

There is currently no established cure that stops or reverses classic CLN3 disease. Treatment
can control seizures and other symptoms, support communication and movement, and reduce
some complications. Experimental treatments are being studied.

Will every child with CLN3 gene changes have the same symptoms?

No. The classic form usually begins with childhood vision loss and later affects seizures,
thinking, and movement, but the timing differs. Some CLN3 gene changes cause milder or
later-onset forms, including forms that mainly affect vision.

Can someone with this condition still attend school?

Yes. A child can attend school with suitable support. Useful adjustments may include nonvisual
learning materials, assistive technology, mobility training, extra time, therapy, and an individual
education plan that changes as needs develop.

Could my other children have it?

If both biological parents carry a harmful CLN3 gene change, each pregnancy hasalin 4
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chance of being affected. Genetic testing and counseling can clarify the family's specific

situation.

Is Spielmeyer-Vogt disease contagious?

No. It is caused by inherited gene changes and cannot spread through contact, coughing, food,

blood, or shared household items.
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