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Troyer syndrome

Description

Troyer syndrome is a type of hereditary spastic paraplegia, also called hereditary
spastic paraparesis. Hereditary spastic paraplegias are a group of genetic disorders
characterized by progressive stiffness (spasticity) and weakness of the leg muscles.
The degree of leg weakness in people with hereditary spastic paraplegia can vary.
Paraparesis is the term used to describe leg weakness, while paraplegia refers to
severe weakness of the leg muscles.

Hereditary spastic paraplegias are divided into two types: pure and complex (sometimes
called uncomplicated and complicated). The pure types of hereditary spastic paraplegia
involve the legs and the bladder. Complex hereditary spastic paraplegias may include
additional signs and symptoms such as intellectual disabilities, problems with
coordination and balance (ataxia), and damage to the nerves that connect the brain and
spinal cord to the rest of the body (peripheral neuropathy). Troyer syndrome is a
complex hereditary spastic paraplegia.

People with Troyer syndrome can experience a variety of signs and symptoms. These
health problems typically begin in early childhood and slowly worsen over time.
Common features of Troyer syndrome include delays in learning to walk and talk,
progressive weakness and spasticity of the leg muscles, muscle wasting in the hands
and feet (distal amyotrophy), and short stature. Affected individuals may also have
speech difficulties (dysarthria), skeletal (bone) abnormalities, and mood swings.

Troyer syndrome causes the breakdown (degeneration) and death of muscle cells and
motor neurons (specialized nerve cells that control muscle movement) throughout a
person's lifetime, leading to a slow decline in muscle and nerve function. Most affected
individuals require wheelchair assistance by the time they are in their 50s or 60s. Troyer
syndrome generally does not affect a person's life expectancy.

Frequency
Around 40 cases of Troyer syndrome have been reported. This condition was first

recognized in the Old Order Amish population of Ohio. It has since been found in other
populations.
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Causes

Some variants (also called mutations) in the SPART gene have been found to cause
Troyer syndrome. The SPART gene provides instructions for producing a protein called
spartin. Spartin is found in a number of body tissues, including the brain. Researchers
believe that spartin may be involved in regulating the size and number of lipid droplets
inside the cell. Specifically, spartin may be involved in delivering lipid droplets to the cell’
s recycling center. Lipid droplets help cells use and store fats, which are an important
energy source.

Spartin also plays a role in other cell activities. Spartin may play a role in regulating the
activity of endosomes, which are structures inside the cell that are involved in sorting,
transporting, and recycling proteins and other materials. Spartin may also play a role in
mitochondrial function. Mitochondria are the energy-producing centers inside the cell.

The variants that cause Troyer syndrome reduce the amount of functioning protein
inside the cell. Cells that do not have enough normal spartin cannot break down lipid
droplets properly, which allows fat molecules to build up inside the cell. Researchers are
investigating how variants in the SPART gene cause the specific signs and symptoms
of Troyer syndrome.

Learn more about the gene associated with Troyer syndrome

» SPART

Inheritance

This condition is inherited in an autosomal recessive pattern, which means both copies
of the gene in each cell must have a variant to cause the disorder. The parents of an
individual with an autosomal recessive condition each carry one copy of the altered
gene, but they typically do not show signs and symptoms of the condition.

Other Names for This Condition

» Autosomal recessive spastic paraplegia type 20

» Spastic paraparesis, childhood-onset, with distal muscle wasting
» Spastic paraplegia 20, autosomal recessive

» Spastic paraplegia, autosomal recessive, Troyer type

« SPG20

Additional Information & Resources

Genetic Testing Information
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https://medlineplus.gov/genetics/gene/spart/
https://medlineplus.gov/genetics/gene/spart/

* Genetic Testing Registry: Hereditary spastic paraplegia (https://www.ncbi.nlm.nih.g
ov/gtr/conditions/C0037773/)

* Genetic Testing Registry: Troyer syndrome (https://www.ncbi.nlm.nih.gov/gtr/conditi
ons/C0393559/)

Genetic and Rare Diseases Information Center

» Autosomal recessive spastic paraplegia type 20 (https://rarediseases.info.nih.gov/di
seases/5372/index)

» Hereditary spastic paraplegia (https://rarediseases.info.nih.gov/diseases/6637/index

)

Patient Support and Advocacy Resources

» National Organization for Rare Disorders (NORD) (https://rarediseases.org/)

Clinical Trials

» ClinicalTrials.gov (https://clinicaltrials.gov/search?cond=%22Troyer syndrome%?22)

Catalog of Genes and Diseases from OMIM

* SPASTIC PARAPLEGIA 20, AUTOSOMAL RECESSIVE; SPG20 (https://omim.org/
entry/275900)

Scientific Articles on PubMed

* PubMed (https://pubmed.ncbi.nim.nih.gov/?term=%28troyer+syndrome%5BALL%5
D%29+AND+english%5Bla%5D+AND+human%5Bmh%5D+AND+%22last+3600+d
ays%22%5Bdp%5D)
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