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What is Fragile X?

What Causes Fragile X?

FRAXA is Finding a Cure

Fragile X is the most common inherited cause
of intellectual disabilities and autism.

Symptoms can include:

* learning problems

* autism

* severe anxiety

* seizures in 20-25% of boys
* attention deficit

* hyperactivity

Boys are often more severely affected than girls.
Most boys have mental retardation, while two

thirds of girls have normal I1Q or learning disabilities.

Emotional and behavioral problems are common in
both sexes.

Fragile X can occur in all races and ethnic groups.
It affects:

* | in 4000 boys
e | in 6000 girls

Brain pathways affected in
Fragile X are also affected
in other common disorders:

e Autism
¢ Alzheimer’s
* Down Syndrome

“Fragile X is poised to become

a triumph for translational
research and the design of

rational therapeutics for
brain disease.”

One gene in the brain shuts down.

In 1991 scientists discovered the gene on the

X chromosome that causes Fragile X. This gene,
called FMRI, shuts down and cannot manufacture
the protein it normally makes—a protein vital for
normal brain development.

Fragile X can lurk in a family for generations
before a child is born with a fully defective gene.

Fragile X'is carried by:
* | in 260 women
* | in 800 men

Carriers can also have symptoms: some older
male carriers have Fragile X-associated Tremor
Ataxia Syndrome (FXTAS) and women are at risk
for early menopause.

Fragile X testing is available.

A simple, reliable DNA test can identify affected
individuals. It can also test whether or not a
person is a Fragile X carrier. This test is widely
available yet most people who have Fragile X are
still undiagnosed.

“This is perhaps the most
promising therapeutic
discovery ever for a gene-
based behavioral disease.”

We are on the verge of breakthrough treatment.

FRAXA-funded scientists have discovered a brain
pathway (mGIuR) which is defective in Fragile X and
implicated in autism.

Investigational
new drugs

which target this
pathway are being
tested in clinics
around the world.

FRAXA-funded
studies have

also discovered
other compounds
which can
reverse symptoms in Fragile X animal models.
We are working with university and pharmaceuti-
cal researchers to bring these compounds into
clinical trials.

Treatments being investigated are likely to benefit all
people with Fragile X, regardless of age.




