our community to assist the collaboration of research
efforts both here in Australia and globally.
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Providing information to newly diagnosed families, as
well as educating health care professionals, educators

and support staff on the needs of our children to
maximise inclusion and best clinical practice.
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health care professionals, communities, sporting clubs,
schools, service providers and all those who are part of

the care and education of children with Usher syndrome U S H E R SYN D RO M E

to ensure they have the knowledge, resources and

skills to assist our children to thrive in their everyday AUSTRALIA

endeavours.
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UsherKids Australia has Charity and

L To see children and
I Ffamilies living with Usher
AUSTRALIA Syndrome love their lives

UsherKids Australia is a dedicated parent-led
organisation committed to enhancing the lives of
children with Usher syndrome and their families.
UsherKids Australia’s mission is to empower the
Usher Community through support, connnection
and knowledge.
IDENTIFY
Ensuring all those with Usher syndrome are known to




WHAT IS USHER SYNDROME?

Usher syndrome is a rare genetic condition characterised
by congenital hearing loss or deafness, progressive vision
loss, and in some cases vestibular dysfunction.

The loss of vision is caused by an eye disease called
Retinitis Pigmentosa, which affects the light-sensitive area
of tissue at the back of the eye (the retina). Early symptoms
can include a reduced ability to see in dark conditions and
a narrowing field of vision.

Usher syndrome is the most common cause of
deafblindness, affecting an estimated 400,000

people worldwide.
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There are currently 9 genes known to cause different
subtypes of Usher syndrome:

TYPE 1

Subtype | 1B 1C D F 1G

Gene MYO7A | USHIC CDH23 | PCDHIS | USHIG

TYPE 2 | sybtype |24 2C 2D

Gene USH2A | ADGRVI WHRN

TYPE 3 | subtype 3A

Gene CLRN1

§I-IER
1
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HEARING

The level of hearing loss in those with Usher syndrome
varies and may be supported with hearing aids or cochlear
implants. An audiologist can work with families to better
explain these options. Speech pathologists can support
children with Usher syndrome with their communication.
Auslan, Australian sign language, can also be considered
for children with Usher syndrome.

VISION

Regular vision assessments by a paediatric
ophthalmologist are recommended to monitor and
manage eye health. Paediatric orthoptists can provide a
range of assessments and recommendations to support
a child’s functional vision. Orientation and mobility
specialists can work with families to explore options for
environmental safety including adequate lighting in

dim areas, and the introduction of mobility aids such as a
white cane.

Since children with Usher syndrome are born with sight,

it is important for families to plan for the future by giving
their children environmental and practical knowledge that
will help them as their vision deteriorates.

Some examples of this include:

e Touch typing skills

e Learning public transport

e Training in the use of a mobility aid

® Environmental familiarisation (school, parks, etc.)

VESTIBULAR DYSFUNCTION

Children with Usher syndrome Type 1 typically have
a dysfunctional vestibular system that can interrupt
balance and coordination resulting in delayed gross
motor development. Occupational therapists and
physiotherapists can assist children

with Usher syndrome Type 1 to achieve
their developmental milestones and »
compensate for vestibular dysfunction. &

HOW IS USHER SYNDROME
DIAGNOSED?

There are different sub-types of Usher syndrome and it is
necessary to receive a definitive diagnosis through genetic
testing. When an individual is diagnosed with a genetic
condition, there may be implications and considerations
for any future children as well as for other family members
including siblings. It is imperative these issues are
discussed with a genetic counsellor, who can also provide
ongoing support for the family.

WHAT SUPPORT IS AVAILABLE?

Families of children with Usher syndrome may experience
many different emotions after receiving a diagnosis for
their child. It may be beneficial to see a psychologist to
help with these emotions and develop strategies to cope.
These supports can be accessed through your GP.

UsherKids Australia has a dedicated case coordinator who
can provide individualised support to families including
connecting them with other families for peer-to-peer
support, providing education to health professionals
working with families and preparing families for review
meeting with the National Disability Insurance Scheme.
Across Australia, there are also organisations that can
provide further support and information.

For more details please visit www.usherkidsaustralia.com



http://www.usherkidsaustralia.com/

