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You have received this guidebook because your child has been diagnosed with Kleefstra
syndrome (KLFS), a rare genetic condition that affects about 1in every 24,000 to 35,000
people. KLFS impacts brain development, causing differences in learning, commmunication,
and physical development.

Despite the challenges, people with KLFS bring incredible joy and love to their families.
They have their own unique personality, strengths, and abilities that will shine through.

Receiving a diagnosis can feel overwhelming. You may experience many emotions
including confusion, sadness, worry, or even relief at finally having answers. All of these
feelings are normal, and there is no right or wrong way to respond.

This guide offers information about KLFS to help you better understand the condition and
find the support you need. This is not a replacement for a professional medical care but a
guide to navigate first steps.

Every child with KLFS is different. This guide describes the full range of features that can
occur - not what will happen for your child. Your child may have some, many, or few of
these features, and to different degrees.

Most importantly, know that you are not alone. There are supportive communities of
families, healthcare professionals, and organisations ready to help you on this journey.

This guidebook was prepared by the Kleefstra Syndrome Clinic team at Sydney Children'’s
Hospital. Special thanks to Dr Lisa Ewans, Clinical Geneticist, and Caroly Shalhoub, Senior
Genetic Counsellor, for their advice and guidance.

Forne Pl 0_})/’

Associate Professor Emma Palmer Eleanor Farley
Clinical Geneticist Clinical Nurse Specialist [
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KLFS is a neurodevelopmental condition, which means it mainly
affects brain development and function

Children learn and develop at their own pace

Kids with KLFS are known for their perseverance, deep love for
their families and friends and gentle natures

Many people are diagnhosed in early childhood, but sometimes
people are diagnosed later as adults

KLFS is a rare condition - fewer than 1in 24,000 people have this
diagnosis, but there is a wonderfully supportive Australian and
global community ready to connect with new families

After a diagnosis a team of professionals help kids get the right
care and therapies they need - for example they may need
supports with communication and muscle strengthening
Health checks can be put in place to check for and treat any
other health issues.

While there is currently no cure, early intervention therapies
(such as speech, occupational and physiotherapy) help children
reach their full potential

Supportive care from a team of doctors, therapists, and educators
working together with kids and their families can make a big
difference

A snapshot of beautiful people living with Kleefstra Syndrome - UNIQUE
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KLFS is caused by changes affecting a gene called EHMTI, which is found on
chromosome 9g34.3. This gene gives instructions for making a protein that helps
control how other genes work, especially during brain development. You can read
more about genes and chromosomes here.

C TYPES OF GENETIC CHANGES )

Deletion: Roughly half of people with
KLFS are missing a small piece of
chromosome 9 that contains the EHMTI
gene. This is called a microdeletion.

Variant: Roughly half of people have a
small misspelling (variant) within the
DNA code of the EHMTI gene itself that
affects how it works.

( CAN IT BE PASSED DOWN? )

In Most cases, the genetic change happens randomly during the making of the egg
or sperm, or early in the baby's development shortly after the egg and sperm come
together. This means KLFS is not usually inherited from either parent, and in most
families could not have been screened for before a pregnancy.

In rare situations, a parent might carry the genetic change in one of these ways:
e Have a balanced translocation (where pieces of chromosomes have switched
places)
e Have mosaicism (where the change is present in some cells but not all)
e Very rarely, have a milder form of KLFS themselves.

A genetic counsellor can help explain your family's specific situation and what it
might mean for other family members, and what extra genetic checks could be
helpful for you and your family.

Remember: Nothing that happened during the pregnancy caused this to happen.
KLFS is not caused by anything parents did or didn't do!



https://www.genetics.edu.au/SitePages/DNA-RNA-Genes-and-Chromosomes.aspx
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KLFS is a spectrum - no two children are the same. Your child may experience some,
all, or none of the features below. How much they are affected can also vary widely.

Most children with KLFS have their
own unique learning profile, and
most will benefit from additional
learning support.

Developmental milestones, such as
walking and talking, may take longer
to achieve. Most children walk
between 2 and 3 years of age.

Each child will have their own unique
pattern of strengths and challenges.
Children may attend a specialist
school or mainstream school with
support depending on their needs
and what supports are available in
your local area.

Low muscle tone (hypotonia) is very
common in infancy and early
childhood

Children may have subtle facial
features such as a broad forehead,
wider-set eyes or fuller lips - these
are slight variations are usually only
recognised by specialists

Nutrition and healthy weight can
bean area to monitor, and a
dietitiancan support with this
Height is usually within the typical
range, although some may be shorter
than expected for their family.

Most children have delays in spoken
(expressive) language and understand
much more than they can say.

First words often appear after 2 years
and children who go on to form
sentences typically do so around 4-5
years of age.

A specific condition called childhood
apraxia of speech is common and may
require tailored therapy. Articulation
and phonological delays can also
OoCcCur.

Many children benefit from alternative
ways to communicate, including sign
language and augmentative and
alternative communication (ACC) tools.
Importantly using AAC does not slow
speech development- and likely
improves it.

AAC methods may include:

Key Word Sign (e.g. Makaton, Baby
Sign)

Communication books or boards
Speech-generating devices (on an
iPad® or as dedicated devices) that
use icons and a digital voice

Read more about Speech and Language
Development in KLFS here:
https://pmc.ncbi.nlm.nih.gov/articles/PMCI1
1148766/

NS
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Not every child will have these health
issues. This is a list of things doctors may
check for. It doesn't mean your child will
experience them.

» Gastrointestinal: Constipation and
reflux are commmon, affecting more
than half ofpeople. Constipation may
presentatypically and can significantly
impactmental health and sleep.. Some
children may develop eosinophilic
oesophagitis (a type of inflammatory
swelling in the oesophagus), which
requires medical treatment

o Ears and hearing: Frequent ear
infections are common. Children may
need hearing checks, grommets, or
other ears, nose, & throat (ENT)
procedures

e Sleep: About 50% of children have
difficulty falling or staying asleep

e Breathing: Some babies are born with
floppy airways (tracheomalacia), which
may affect breathing early in life

e Heart and kidneys: Some children are
born with heart or kidney structural
differences, which can be checked by
ultrasound or echocardiogram

e Seizures: Between 1in 10 to nearly half
ofchildren may experience seizures,
usuallybeginning in early childhood

 Vision and hearing: Many children are
long-sighted and need glasses.
Hearing loss (either conductive or
sensorineural) affects about a third

e Thyroid and bone health: Thyroid
issues may arise and are manageable
with medication. Bone health should

be monitored, especially during
adolescence

Children are often very social and enjoy
connecting with others

They are affectionate and enjoy cuddles
and physical closeness

Music, water play, and sensory
experiences are often favourite activities
Some children may show traits similar
to autism and may benefit from
consistent routines and visual supports
Significant behavioural changes or loss
of previously learned skills may
represent regression. Regression may
affect 10-50% of people with KLFS after
puberty, but it is not inevitable. A
sudden, severe worsening of sleep may
be an early warning sign and requires
urgent medical assessment.

How and why regression happens for
some young people is being actively
researched
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While KLFS brings challenges, it also brings many joys and special moments. Here are
some of the wonderful things many families experience:

Each step forward is a cause for
celebration. Whether it's a first smile, a
new word, or climbing a step, these
moments are hard-earned and deeply
cherished.

Children with KLFS are often described
as incredibly affectionate. They form
close bonds with those around them,
and express love in honest,
heartwarming ways - through tight
hugs, gentle gestures, or simply seeking
out the people they love.

Caring for a child with KLFS can bring
family members closer together.
Siblings grow up with deep empathy.
Parents discover strength and patience
they didn't know they had. Extended
families and communities may rally
around in support.

Children with KLFS are often playful,
cheeky, and full of personality. Many
families share stories of their child’s
hilarious expressions, perfectly timed
giggles, or clever mischief - the kind that
brings laughter to even the toughest
days.

Many children develop strong
preferences and favourite activities -
like dancing to music, playing in water,
cuddling with soft toys, or watching the
same movie on repeat (and insisting
everyone joins in!). These shared rituals

can become treasured parts of family
life.

Children with KLFS show amazing
persistence in overcoming challenges,
teaching everyone around them about
strength and determination.

\
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Every family’s journey with Kleefstra syndrome is unique - filled with challenges,
milestones, and moments of unexpected joy. Here, parents share their reflections,
hopes, and what their children have taught them along the way.

“She has this beautiful, affectionate little
personality,” - Mum of a child with KLFS
says, “She loves the Wiggles and dancing —
basically anything with any kind of music
attached to it.”

"Our daughter may take longer to learn
new skills, but her joy when she masters
something new lights up the whole
room. She teaches us patience and
shows us how to celebrate the small
things in life." - Parent of a child with
KLFS

0N
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Caring for a child with Kleefstra syndrome involves a team of healthcare
professionals. Each child's team will look different based on their needs. You are the
most important member of this team as the expert on your child!

CORE TEAM )

You are the expert on your child

You are your child’s voice and advocate, and will increasingly support yourchild to

advocate for themselves as they grow

You are the constant presence across all healthcare settings

Monitors development, growth, and
general health

Coordinates care and refers to relevant
specialists

Helps manage medical and
developmental concerns

Advocates for your child across health,
education, and disability systems -
including support with NDIS
applications and school liaison

Supports your child’s overall health and
wellbeing

Provides referrals to specialists

Helps coordinate ongoing care

Can complete a long annual health check
funded by Medicare (you can learn more
or share this with your GP: Inclusion
Australia — Annual Health Assessments)
Plays a key role in supporting a smooth
transition from childhood to adult
services

( ALLIED HEALTH )

e Supports your child’'s communication
- spoken, signed, and AAC
Helps with feeding and swallowing
challenges
Introduces strategies to support
whole communication (e.g. Key Word
Sign, communication devices)

e Provides behavioural strategies

e Supports emotional regulation,
mental health, and wellbeing

o Offers parent and family support

Builds daily living skills like dressing,
eating, and play

Supports sensory regulation and
routines

Develops fine motor skills like
grasping and writing

Supports gross motor skills like sitting,
walking, and balance

Helps with strength, coordination, and
posture

Guides physical activity and
equipment needs (e.g. orthotics)



https://www.inclusionaustralia.org.au/project/annual-health-assessments/
https://www.inclusionaustralia.org.au/project/annual-health-assessments/
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ALLIED HEALTH )

Helps with nutrition and healthy
eating

Assists with feeding plans, textures, or
fussy eating

Can recommend tailored diets or
supplements if needed

e Develops strategies for behaviours
that are dirstressing or difficult
e Promotes positive behaviour and skill-

building

e Works with families and schools to

create consistent plans

SPECIALISTS (AS NEEDED) )

Explain the genetic diagnosis
Provide guidance on family planning
Can connect you with research,
networks, and resources

Manages issues like gastro-
oesophageal reflux or constipation
Screens for eosinophilic oesophagitis -
- an inflammation of the gullet- if
symptoms suggest it

Monitors brain development
Supports management of seizures or
any concerns about developmental
regression

e Manages frequent ear infections

e Assesses hearing concerns

e Treats tracheomalacia (floppy
windpipe), enlarged tonsils, or
adenoids

Checks heart structure and function
in early life

Monitors heart rhythm during
adolescence

Monitors thyroid function and
hormone levels

Supports your child through puberty
Assesses and manages bone health

e Evaluates sleep disturbances

e Recommends treatments for sleep
disturbances, including melatonin or
behavioural strategies

e Supports mental health and
behavioural concerns

e Recommends therapies, medications,
or other supports

e Works with the family to develop
practical behaviour and wellbeing
strategies




RECOMMENDED HEALTH CHECKS

Kleefstra Syndrome — based on International Evidence-based Guidelines (Bouman et al., 2026)

Gene2Care team, Sydney Children's Hospital Randwick contributed to developing these guidelines.

AT DIAGNOSIS

Health check Recommended action Who

Cardiac Echocardiogram + ECG (heart rhythm) Cardiologist

Vision Ophthalmology review - strabismus, refractive errors, hypermetropia Ophthalmologist
Hearing Fullaudiological assessment Audiologist

Speech & language Receptive and expressive communication assessment Speech pathologist
Clinical genetics Diagnosis confirmation, counselling, family implications Clinical geneticist
Mental health Baseline review; autism and co-occurring conditions screen Paediatrician/GP
Growth Height, weight, head circumference using appropriate charts Paediatrician/GP
Constipation Ask at every appointment - can present atypically in KLFS GP/Paediatrician

ONGOING: CHILDHOOD

m_

Audiology Diagnosis - annual to age 6 - every 2 years to adolescence Audiologist

Speech & language Annually until age 12; then as needed or post-regression Speech pathologist
Sleep Review at every appointment; consider sleep diary GP/Paediatrician
Eggéxiour &mental Annual: changes, new diagnoses, medication review GP/Paediatrician
Growth Height/weight regularly; head circumference until at least age 3 Paediatrician/GP

Ear health Manage otitis media & earwax to prevent hearing loss GP/ENT

Vision Regular checks; strabismus closely under age 6 Ophthalmologist/GP

AT PUBERTY ADULTHOOD (AGE 18 +)

Thyroid (TSH) At puberty and if symptoms arise — GP and/or Annual ECG Rhgthm check: arrhythmias incl. atrial fibrillation
Endocrinologist — GP and/or Cardiologist

Metabolic screen Glucose, lipids, vit D/B12/folate; from age 8 if Weight/BMI/waist I\G/IFc)mitor annually: obesity & cardiovascular risk —
obese — GP

Bone density At puberty; fractures or low mobility — GP and/or Mental health aAggé?;L%er\‘/ci%W} transition planning from mid-
Endocrinologist

Weight & metabolism Monitor overweight/obesity; dietitian referral — Adult care transition Plan proactively from mid-adolescence — Your
GP entire team, led by GP

|V

Every child with KLFS is unique. These checks are guides - not predictions.

Your child may have some, many, or few of these considerations, and to different degrees.
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Australia has at the moment one specialised clinic that focuses on Kleefstra syndrome.

This clinic has a nurse navigator funded by families, coordinated by the Khoury family.

The Sydney Children's Hospital Randwick

For non-urgent enquiries or appointments please contact:
- Phone: (02) 9382 5607/ 5608/ 5609

- Email: SCHN-SCH-ClinicalGenetics@health.nsw.gov.au

For Care Navigation enquiries email Elle; schn-sch-kleefstraclinic@health.nsw.gov.au

The Gene2Care Kleefstra Syndrome (KLFS) clinic connects children and adults, their
families and health care teams with the latest research updates, recommmended health
checks, support, and research opportunities. They do not aim to replace your local
team but be a point of contact for advice and linking to the global Kleefstra
community.



mailto:schn-sch-kleefstraclinic@health.nsw.gov.au
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The National Disability Insurance Scheme (NDIS) provides support for
Australians with permanent and significant disability. For families of children
with Kleefstra syndrome, the NDIS can be an important source of funding for
therapies and supports.

For children with KLFS, the NDIS may fund:

Therapies: Speech therapy, occupational therapy, physiotherapy
Equipment: Communication devices, mobility aids

Support workers: To assist with care and community participation
Home modifications: If needed for safety or accessibility

Respite care: Short-term breaks for carers

1.Check eligibility: Check the current NDIS website for eligibility

2.Gather evidence: You'll need reports from doctors and therapists documenting
your child's needs

3.Submit an access request: This can be done online, by phone, or through an ECEI
partner

4.Planning meeting: If eligible, you'll have a meeting to discuss your child's needs

and goals
5.Implement the plan: Once approved, you can use the funding for agreed supports

Start early: The application process can take time

Be prepared: Gather all medical reports and assessments

Focus on needs: Be clear about how your child's condition affects daily life
Seek help: Ask your healthcare team for support with the application
Consider a support coordinator: They can help you make the most of your NDIS plan

"
%

For more information and detailed guides on the NDIS \ SN
process, visit: (
NDIS website: www.ndis.gov.au >‘é =
Belongside Families NDIS resources: /\/ /
www.belongside.org.au/ndis :
RARE Portal NDIS guide: www.rareportal.org.au/ndis N Q‘
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Having support from others who understand your journey can make a big difference.
You don't have to do this alone - and connecting with the right people can bring

reassurance, advice, and a sense of community. Here are some ways to connect:

Kleefstra Kidz Foundation
Instagram @Kkleefstrakidz
_ A new patient advocacy group recently established here in Australia

IDefine - The Kleefstra Syndrome Foundation (US)

Website: https://www.idefine.org/ Instagram: @idefineorg I Dg E F I N E
A nonprofit organization providing a central community for

L . ] ] The Kleefstra Syndrome
families affected by Kleefstra Syndrome worldwide, including Foundation
Australia.

IDEFINE europe - Kleefstra
Website https.//idefine-europe.org/

IDEFINE IDefine Europe, Foundation for the Advanced Treatment of

E U RL) l) = Rare Genetic Diseases, an NGO based in Slovenia, Central
Europe. The foundation is dedicated to advocacy and research
activities of rare diseases.

Kleefstra Syndrome UK Q7]
Website: https:/mwww.kleefstrasyndrome.org/ sye g',;si':!so'r:;‘
Offers support and resources for families across the world. § UK

Facebook and Online Support Groups
Many families find support through Facebook groups and online forums where
they can connect with other families worldwide who are on a similar journey.

Kleefstra Syndrome; 99 _Deletions (private group),
Kleefstra Syndrome — Chromosome Mutation (private group).

Kleefstra Syndrome All Grown UP (private group). N ' 4

Kleefstra Syndrome (public group).

Remember: While online forums can provide

valuable emotional support and practical advice, \
always check medical information with your

healthcare team. Everyone’s KLFS story is unique

& other people experiences may not reflect your
experience.



https://www.facebook.com/groups/79429162091
https://www.facebook.com/groups/2161082917493028/
https://www.facebook.com/groups/2261204014141887
https://www.facebook.com/groups/589070181175547/
https://www.idefine.org/
https://idefine-europe.org/
https://www.kleefstrasyndrome.org/
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Outside of the KLFS community, rare disease groups are available in Australia to help

navigate disability and health, and provide connection to other like-minded families.

RARE Portal

Website: www.rareportal.org.au
o . cpe RARI
Provides resogr.ces S.peCIfIC to Kleefs.tra synd r.ome . —* AWARENESS
e Connects families with support services and information R
EDUCATION

. Rare Voices Australia
TN Zﬁ‘ﬁ% Website: www.rarevoices.org.au
[au r;eT \F{?AILCIeAS@ };@ "KLFS specific page:
Ve https://www.rareportal.org.au/rare-disease/kleefstra-syndrome/
e National organization advocating for Australians living with
rare diseases

e Provides resources, education, and connection to support

Genetic Alliance Australia (NSW)
Website: www.geneticalliance.org.au (]

e Provides information and support for families affected e
genetic al

ionce

australia

by genetic conditions especially supporting families in
rural and remote areas
Connects families with similar diagnoses

Belongside Families (NSW)
N Website: https://belongsidefamilies.org.au/
Be[ﬂ,ngt’,l de e Provides peer support and resources for families of
Families children with rare diseases
o Offers free online and in person parent workshops and
community connections

Genetic Support Network of Victoria (Victoria)
Website: www.gsnv.org.au @ g S n V

e Connects individuals and families with genetic _
. Genetic Supporf
conditions to support groups and resources Network Victoria

Kiind (Western Australia)

°® -Website: https://www.kiind.com.au/
kllnd - Supports families raising children living with disability,
[

developmental delay, autism, genetic, rare, undiagnosed
and/or chronic conditions.



https://www.geneticalliance.org.au/
https://www.rareportal.org.au/kleefstra-syndrome
https://www.kiind.com.au/
https://www.rarevoices.org.au/
https://belongsidefamilies.org.au/
http://www.gsnv.org.au/
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Caring for a family member with KLFS can greatly impact the emotional well-being

and mental health of parents, extended family, and siblings. Though finding time can
be hard, it's important for parents and caregivers to prioritise self-care and stress

mManagement to support their own health and well-being.

Ask for help: Say yes when family or friends offer
support. It's okay - and important - to share the load.
Take breaks: Even a short walk, a moment with a cup
of tea, or five quiet minutes can sometimes make a
difference.

Connect with others: Talking to people who truly
understand can bring comfort, ideas, and a sense of
community.

Celebrate small wins: Every tiny step forward -
whether it's your child trying a new word or you
making it through a tough day - matters. \
Be kind to yourself: Some days will feel harder than

others. You are doing your best, and that is enough.

Angela’s Story:

https://vimneo.com/942197857/3b162354a6 is a short

video where Angela talks about her experiences Eggﬁ RArEST
with a child with a rare condition, and what supports m
helped her and her family.

Rare Disease Awareness,
Education, Support, and Training

Finding a Way
https://pennsw.schn.health.nsw.gov.au/families/resources/fi
nding-way-video-series These six short videos, based on
positive psychology, were created for parents of children
with long-term, severe epilepsy - but many families of
children with rare or chronic conditions have also found
them helpful and encouraging.

Finding A Way

It is natural to feel overwhelmed, and talking with a professional can be a vital step
to support you, so that the whole family is supported. Your GP can provide a
Mental Health Plan (MHP) for up to 10 subsidised psychology sessions per year.



https://vimeo.com/942197857/3b162354a6
https://pennsw.schn.health.nsw.gov.au/families/resources/finding-way-video-series
https://pennsw.schn.health.nsw.gov.au/families/resources/finding-way-video-series
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Carer Gateway
Website: www.carergateway.gov.au

. @
Phone: 1800 422737 | | | - Carer
Free services for carers including counselling, respite G
care, and practical support. g ClteWC]y

You can self refer, and all services are free and offered
by counsellors with experience of the carer role.

Rare Voices

.’ Website: https://rareportal.org.au/mental-health-and-
- - e ST
EWARENESS \(;\{ellbelnq support-for-australians-living-with-a-rare
EDUCATION disease/

Mental health resources specifically for families affected

by rare diseases
Medicare Mental Health

Website: www.headtohealth.gov.au .
Mental health resources and support options Mental Health

Siblings Australia
bl Website: www.siblingsaustralia.org.au
w Sl II1 Support for brothers and sisters of children with disability

australia inc ..
or chronic illness

Young Carers Network ® 0 Young
Website: www.youngcarersnetwork.com.au Carers
Support for young people who help care for family Network
members

& Carers Australia Initiative

Headspace
Website: https://headspace.org.au/
Offers free and confidential online counselling support for
I%US! headspuce ygung people aged 12 to 24 yea'rs through Webc.hat, email, or
via phone. People have the option to connect with a mental
health clinician without a referral.
Contact number: (03) 9027 0100



https://rareportal.org.au/mental-health-and-wellbeing-support-for-australians-living-with-a-rare-disease/
https://rareportal.org.au/mental-health-and-wellbeing-support-for-australians-living-with-a-rare-disease/
https://rareportal.org.au/mental-health-and-wellbeing-support-for-australians-living-with-a-rare-disease/
https://vimeo.com/942197857/3b162354a6
https://vimeo.com/942197857/3b162354a6
https://headspace.org.au/
http://www.carergateway.gov.au/
https://www.medicarementalhealth.gov.au/
https://www.medicarementalhealth.gov.au/
https://www.medicarementalhealth.gov.au/
https://www.medicarementalhealth.gov.au/
https://www.medicarementalhealth.gov.au/
https://www.siblingsaustralia.org.au/
https://www.youngcarersnetwork.com.au/
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Sharing your child's diagnosis with others can be challenging. There's no right
or wrong way to do this, and it's entirely up to you how much you want to share
and who to share with.

Keep it simple: Most people don't need to know all the medical terms.
Highlight your child’s strengths: Help others see your child as the amazing
individual they are, not just a diagnosis.

Be honest about what you need: Whether it's understanding, a hand with
dinner, or just someone to listen.

Expect questions: People may ask things out of love or curiosity. You don't have
to have all the answers.

It's okay to say “l don’t know yet": You're still learning too. Feel free to point

people to trusted resources - like the ones in this guide.

Hi everyone,

We wanted to share some news about our amazing child [Name].
They have recently been diagnosed with a rare genetic condition
called Kleefstra Syndrome (KLFS).

KLFS affects how [CHILD] develops and learns. It might mean
they take a bit longer to reach certain milestones and may have
some challenges with speech and movement and some extra
health issues. But it also means they see the world in a unique
and special way.

We're still learning what this means for our family, but we know
that [CHILD] will continue to bring us incredible joy and teach us
so much. If you want to learn more about KLFS, we're happy to
share information. Link__

What we need most right now is your understanding and
support. We might be slower to respond to messages - just know
we're busy giving all the cuddles and making sure [CHILD] is
happy as can be.

Thank you for being part of our journey,
[Your names]
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Research into KLFS is advancing rapidly. Scientists around the world are working to
better understand the condition and develop best practice management guidelines
and treatments to improve quality of life.

Understanding What the EHMT]1 protein does

Researchers are working to understand how the EHMTI gene and the protein it
makes affect brain development. By studying animal models, scientists are learning
more about how changes in this gene lead to the features of KLFS.

Supporting Communication Development

Speech and language differences are a key part of KLFS, and researchers are
exploring the best ways to support communication. Professor Angela Morgan and
her team at the Centre of Research Excellence in Speech and Language Disorders
have recently deepened our understanding of how speech and language develop in
children with KLFS.

You can read more here <+ Kleefstra syndrome — Genetics of Speech

Learning More Over Time

Scientists are also studying the natural history of KLFS - in other words, how the
condition typically changes as children grow. This helps doctors better understand
what to expect and how to plan care.

Exploring Future Treatments

Research is underway into potential treatments that may help with specific features
of KLFS. Some studies are looking at ways to target the function of the EHMTI
protein directly - with the hope that one day, we may be able to treat the condition
more specifically.

While there is currently no cure for Kleefstra syndrome, there is much reason for
hope:

e Early intervention therapies are more effective than ever

e Communication technologies continue to improve

e Support networks are growing stronger

e Research is progressing rapidly

o Greater awareness leads to better understanding and inclusion


https://www.geneticsofspeech.org.au/genes/other-conditions-we-have-studied-that-include-speech-and-language-disorder-presentations/kleefstra-syndrome/
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Join the GeneSTART Registry
The Gene2Care GeneSTART registry helps researchers better understand rare
conditions like KLFS. By signing up, you can:

e Stay informed about new resources and updates related to KLFS and other rare
diseases

e Hear about relevant research studies and clinical trials

o Contribute to efforts to improve care and develop better treatments
<~ Learn more: GeneSTART Registry

Consider being part of research through a cell line study
The Gene2Care GeneAdd program connects families to research to better understand
how the EHMT] potein works and possible future therapies.

One current project involves a collaboration with Dr Aung-Htut at Murdoch University
(WA), who is studying how gene based therapies might help children with KLFS in the
future. In some cases, blood sample or a small skin biopsy - often done during another
planned procedure under anaesthetic - can help create a cell line that researchers can
use to study the condition and test new treatments.

If your child has an upcoming anaesthetic (e.g. for dental or surgical procedures), talk
to Elle about whether taking part in this study might be possible.
<~ Learn more: GeneAdd Program

Clinical Trials

While there are currently no active clinical trials specifically for individuals with KLFS,
this may change as research continues.

If you're interested in being notified when a trial becomes available, there are a few
ways to stay informed:
1.Talk with your doctor: Your healthcare team may be able to let you know if
relevant clinical trials are announced.
2.Set up alerts: Visit ClinicalTrials.gov, create an account, and set up email
notifications for trials related to "Kleefstra syndrome" or “EHMTL.”
3.Visit the Advanced Therapies Handbook: This helpful resource explains what
clinical trials and advanced therapies involve, and how families can decide
whether participation is right for them.
<~ Advanced Therapies Handbook



https://kr.schn.health.nsw.gov.au/our-research/research-initiatives/gene2care
https://kr.schn.health.nsw.gov.au/our-research/research-initiatives/gene2care
https://www.clinicaltrials.gov/
https://www.schn.health.nsw.gov.au/advanced-therapies-handbook
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Your child is, first and foremost, themselves - with their own personality, interests,
strengths, and ways of making you laugh. Kleefstra syndrome is just one part of their
story, not the whole of who they are.

There will be challenges, but also moments of joy, pride, and connection. Life may
look different to what you expected, but many families say they've gained a new
perspective - and a deeper appreciation for small wins and everyday moments.

No one has all the answers, and that’s okay. Take things one step at a time.
Celebrate progress, however small, and know that you don't have to do this alone.

Your child may teach you to see the world in new ways, to notice things others
miss, and to discover different ways of learning, communicating, and connecting.

Trust yourself - you know your child best. Reach out for help when you need it, and
remmember that with love and support, your child can thrive in their own way.

Thanks to ongoing research and services like the Gene2Care Kleefstra Syndrome
Clinic at Sydney Children’s Hospital Randwick, families now have access to more
information and support than ever before. These teams are working alongside
families and international expert to better understand Kleefstra syndrome and to
keep improving care for all people living with Kleefstra Syndrome.
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This guidebook includes information from:

IDefine - The Kleefstra Syndrome Foundation: www.idefine.org

Kleefstra Syndrome UK: www.kleefstrasyndrome.org

Rare Voices Australia: www.rarevoices.org.au

RARE Portal Kleefstra syndrome page: www.rareportal.org.au/kleefstra-syndrome
UNIQUE Kleefstra guides:
https://rarechromo.org/media/information/Chromosome%20%209/Kleefstra%20S
yndrome%20FTNW.pdf

Centre of Research Excellence in Speech and Language - Kleefstra Syndrome:
https://www.geneticsofspeech.org.au/genes/other-conditions-we-have-studied-
that-include-speech-and-language-disorder-presentations/kleefstra-syndrome/
Belongside Families resources: www.belongside.org.au

NDIS: www.ndis.gov.au

Carer Gateway: www.carergateway.gov.au

GeneReviews - Kleefstra Syndrome:
https://www.ncbi.nlm.nih.gov/books/NBK47079/
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