CTNNB1 SYNDROME

CTNNB1 syndrome is a newly
recognised condition, first
reported in 2012 for its
association with developmental
delay and intellectual disability.
It occurs when there is mutation
in one of the two copies of
CTNNB1 gene (located on
chromosome 3) causing loss of
function of the gene.

MANIFESTATIONS - wide
spectrum among
patients

Developmental delay

Intellectual disability, learning
difficulties

Low muscle tone in trunk but
increased muscle tone over
lower limbs, scoliosis

Microcephaly
Speech impairment

Vision problems: squint,
hyperopia, myopia

Special facial features: broad
nasal tip, long philtrum and thin

upper lip

Sleep problem, autistic features,

ADHD, aggression, behavioural
problems

Startle response: very sensitive
to sound

A minority have abnormal MRI
of brain or spine
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DIAGNOSIS

By detection of the mutated
gene through Gene
Sequencing. With increasing
availability of gene sequencing,
it is expected that more patients
will be diagnosed in the future.

CHANCE OF HAVING
AFFECTED SIBLINGS

As CTNNB1 gene mutation is
mostly de novo, the risk of
having a sibling with CTNNB1
syndrome is very low. Yet there
is a rare case of CTNNB1
syndrome affecting two children

in a family.

MANAGEMENT

At the moment, there is no cure
for CTNNB1 syndrome.

Most patients are followed up
by Geneticists, Paediatricians,
Neurologists or
Ophthalmologists

Combination of special
educational support, speech
therapy, occupational therapy,
physiotherapy, hydrotherapy
and hippotherapy may be
helpful.

Some need medications for
muscle tone, sleep and
psychiatric symptoms. Some
need surgery for squint
correction or improving muscle

tone.

Possibility of gene therapy is

yet to be explored.
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+ CTNNBT Syndrome Awareness
Worldwide (CSAW)
https:// www.ctnnb1.org
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+ Unique
CTNNB1
Syndrome
disorder guide
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BEH: hkmpsinfo@gmail.com

&5 (852) 2794-3010
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