DISCLAIMER

Our Mission
"Our mission is to accelerate
full spectrum research to
cure Beck-Fahrner
syndrome (TET3 deficiency)
and to empower affected
families with information,
knowledge, and
connectivity."

The information provided in this pamphlet is
intended to serve as a reference guide for
parents, care providers, physicians, and other
health specialists.
It is not intended to be a substitute for
professional medical advice. There are a
variety of signs and symptoms which can occur
in individuals with Beck-Fahrner syndrome,
though not all are seen in every person.
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@befahrs
The Beck-Fahrner Syndrome Foundation
is a 501(c)(3) nonprofit organization and
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EIN #87-2064508

info@beckfahrner.org
www.beckfahrner.org

BECK-FAHRNER SYNDROME
FOUNDATION
info@beckfahrner.org
www.beckfahrner.org

What is Beck-Fahrner
syndrome? (BEFAHRS)
Beck-Fahrner syndrome (BEFAHRS) is a rare genetic disorder caused by a variant

(also known as a mutation) in the TET3 (Tet Methylcytosine Dioxygenase 3) gene.

The TET3 gene is a protein-coding gene and plays a critical role in the developing

brain and in neuronal functioning.

In the case of Beck-Fahrner syndrome, a mutation in the TET3 gene causes the TET3
protein to malfunction or to not to be produced sufficiently, ultimately disrupting
normal development and causing health problems.

Beck-Fahrner syndrome was first identified in 2020 and is characterized by global

developmental delay and/or intellectually disability with mild to severe intellectual
impairment. Affected individuals often have behavioral manifestations, such as

autistic features, anxiety, or attention deficit-hyperactivity disorder (ADHD). Most
patients have hypotonia (low muscle tone) and distinctive facial features. Some

may have seizures and other movement disorders, joint hypermobility, poor feeding,
and growth abnormalities, including overgrowth or poor growth.

As of 2021, there are only around 50
individuals in the world that have
been genetically diagnosed with

Beck-Fahrner syndrome. It is highly

Clinical features of
Beck-Fahrner syndrome
NEUROLOGICAL SYMPTOMS
Global developmental delay
Delayed gross motor skills, e.g. walking
Delayed fine motor skills, e.g. writing
Speech delay or inability to speak
Intellectual disability
Learning disabilities
Hypotonia
Autistic characteristics / social difficulties
Obsessive-compulsive tendencies
Attention-deficit hyperactivity disorder (ADHD)
Anxiety / Depression
Seizures / EEG Abnormalities
Movement disorders / abnormal movements

OTHER ASSOCIATED SYMPTOMS
Overgrowth or poor growth

Vision impairment
Strabismus/misalignment of the eyes
Scoliosis / abnormal spine curvature

Joint hypermobility (laxity)
Gastrointestinal problems, e.g. feeding difficulties
Cardiovascular abnormalities

likely that many individuals with BeckFahrner syndrome remain

undiagnosed or are misdiagnosed

with other disorders. There is no cure
for Beck-Fahrner syndrome. However,
a diagnosis allows for appropriate
monitoring and treatment of
associated symptoms.

PHYSICAL FEATURES
Large head size (macrocephaly)

Small head size (microcephaly)
Flattening on back of head (brachycephaly)
Long face
Myopathic face
Tall / broad forehead
Protruding ears
High-arched palate

