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2015 C��������� S������ 

Welcome to the 2015 Kleefstra syndrome conference summary which 

follows the success of last year’s event held in Coventry, UK on 15th 

August. Once again we were fully booked with 36 families attending 

from around the world to learn more about Kleefstra syndrome. 

The weekend offered a unique chance for families to learn from the 

expertise of our guest speakers during the formal presentations while 

being able to ask questions relating to their own individual 

circumstances. Throughout the weekend families took part in 1:1 

sessions, video interviews and most importantly were able to network 

with other families affected by Kleefstra syndrome to learn from each 

other’s experiences. 

We would like to take this opportunity to thank all those who attended 

and helped to make the weekend a complete success. 

    Chris & Fiona Heslehurst. 
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We celebrated the 3rd Kleefstra syndrome awareness day on 17th September, the 9th 
month of the year is September and the 17th letter of the alphabet is Q, together this 
makes 9Q. 

We like many families rushed home on diagnosis day and took to 

the internet in search of answers, what we found were old medi-

cal journals which were difficult to understand and very negative. 

Together we set up the website in May 2008 because we felt pas-

sionate about providing a network of support for families and the 

opportunity to share positive experiences. 

We hosted our first gathering of 9 families in August 2011 and 

our first conference with 27 families attending in August 2013. 

When Leah was diagnosed with Kleefstra syndrome we were told 

she was number 35 in the world. We were overwhelmed and 

amazed to be able to welcome 36 families to the 2015 conference. 

Families came from Canada (1), US (2), China (1), Poland (1), 

Switzerland (1), Denmark (1), Sweden (1), France (4), The Neth-

erlands (3), Italy (1), Ireland (1) and UK (19). Individuals from 

the age of 1 to 23 years were represented by their families. 

During the conference weekend many of our families had the op-

portunity to have 1-1 consultations with Professor Chris Oliver 

and Dr Jane Waite from Birmingham University. The appoint-

ments focused on behavioural aspects of Kleefstra syndrome and 

changes with age.  

A big thank you to Donna Solomon and Rachel Leak who organ-

ised a fabulous care facility (crèche) for our young people during 

the conference. The theme for the day being “Under the sea”.  

I����������� 

Chris and Fiona Heslehurst are parents to Leah 

(10) and Lucas (6). Leah was born in 2006 and di-

agnosed with Kleefstra syndrome in 2007, or 

9q34.3 deletion syndrome as it was then known. 

Chris works full time in the IT department for a lo-

cal council and Fiona works as a teaching assistant 

within a local special school. 

Kleefstrasyndrome.org was able to help subsidise 

the cost to families attending the conference with 

the help of a small grant awarded to FIND from 

the Economic and Social Research Council. 

Money was also kindly raised by families which 

helped to subsidise the crèche, children’s entertain-

er and conference materials. 
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A�������� D�� 

17th September 

We celebrated the 3rd 

Kleefstra syndrome 

Awareness day on 17th 

September 2015.  

Families shared their 

child’s milestones, 

what they love about 

their KS child, favour-

ite pictures and videos 

on our social network-

ing pages.  

Thank you to all those 

who took part! 
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The children had the opportunity to take part in lots of lovely ac-

tivities including singing, dancing, crafts, stories, messy play, ac-

tivities in the garden, music therapy and a magic act which incor-

porated Makaton sign language. Activities for the siblings were 

organised too with a special time set aside to share experiences 

and feelings associated with having a brother or sister with Kleef-

stra syndrome. Thank you to Rachel and all her volunteers for 

their amazing efforts. 

Two professional photographers captured many amazing pic-

tures and memories from our conference. This was made possi-

ble by a generous donation from one of the attending families. 

We hope to get those images onto the website and Facebook 

community page very soon! 

To access our social networking sites please see page 14 for the 

links. 

F����� ����  

Our future aims include investigating the feasibility of gaining 

charity status along with a refresh of our website, so keep your 

eyes peeled for our new look. We also aim to continue momen-

tum with our social media pages on Facebook and Twitter, mak-

ing them easily accessible for those needing support in the fu-

ture. Many prefer Facebook these days so we will look to make 

better use of social media, although as always privacy and securi-

ty are of utmost importance. We also intend to start work on the 

2017 Kleefstra syndrome conference in the coming months! 

W��������� 

We now have Kleefstra 

syndrome awareness 

wristbands for sale. 

The bands are £1 each 

+ postage and available 

in adult size only. 

If you wish to order 

some wristbands bands 

please contact us by e-

mail: 

info@kleefstrasyndrome.org  

Please let us know the 

number of bands you 

wish to purchase, your 

country of residence 

and your PayPal e-mail 

address. 
Volunteers working with the Children in the Crèche 
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Dr Kleefstra works at 

the Department of 

Human Genetics, 

Radboud University, 

Nijmegen Medical 

Centre, The Nether-

lands. 

Kleefstra syndrome - 

previously known as 

9q34.3 deletion syn-

drome was re-named 

in April 2010 after Dr 

Kleefstra identified 

the gene responsible for the syndrome - EHMT1. The identifica-

tion of Kleefstra syndrome was possible after the introduction of 

micro chromosomal sequencing, when smaller deletions were 

able to be seen. Dr Kleefstra noted that access to facilities to 

identify the deletions may still be an issue in certain areas. 

D� T������ K�������� 

Although the number of diagnosed cases is not known due to the 

fact there is no central registry database, it is very apparent that 

there is an increasing number of patients, in fact recent figures 

from the Deciphering Developmental Disorders (DDD) study in  

the UK found that EHMT1 is in the top 15 of WES (Whole exome 

sequencing) results. 

N�� �������� ����� 

 

Dr Kleefstra also noted 

that the reprogram-

ming of somatic cells 

opens up a new field of 

study.  It was stated 

that the team may be 

looking for families to 

take part in this re-

search in the future, 

which involves the tak-

ing of a skin biopsy un-

der local anaesthetic. 

 

An information sheet 

with further infor-

mation will be available 

shortly so once we have 

further details on how 

to take part we will 

place an update on the 

website and Facebook 

pages. 
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“Thank you for your great investment in bringing the families 

and knowledge together, I realise I have two Kleefstra families!” 
Dr Tjitske Kleefstra. 

Dr Kleefstra spoke about the challenges of obtaining 

funding for research of rare ID/autism disorders and 

that as a result there is a real need for a patient reg-

istry and an international collaboration study with a 

network of dedicated professionals. 

There is however pressure from the European Union 

to have more research into rare disorders, with rec-

ognised expert centres, so there is hope for Kleefstra 

syndrome. 

Dr Kleefstra shared past and ongoing research and 

findings of particular interest were the ongoing re-

search on mice models. 

EMHT1 +/-- mice show reduced exploration and in-

creased anxiety, decreased social play, memory 

de cits and fear. 

Intellectual disability

Behavioural difficulties
(including Autism)

Motor & Muscle problems

Sleep difficulties

Feeding difficulties

Hearing problems

Vision problems

Recurrent Infections

At the end of Dr Kleefstra’s presentation, families were handed an optional survey on behalf of 

RADIANT.  RADIANT are an international team of experts in rare diseases who's aim is to con-

duct surveys asking individuals and families affected by such diseases what treatments they 

would prefer in the future for their respective conditions.  They intend to initiate and coordinate 

clinical trials for rare developmental disorders, develop treatment guidelines and educational 

support for health care professionals. 

The overall surveys are ongoing but we have preliminary results from the Ks conference which 

shows families believe it’s more important for professionals to concentrate their efforts on both 

Intellectual and Behavioural difficulties. 

RADIANT S����� 
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Hira and Andy explained the motivation behind the foundation had been 

their respective children Nikhil Verma age 3 and Natalaya Klump age 2, 

both who have Kleefstra syndrome. 

Hira explained that the 

GeneSpark.org has an aggres-

sive approach to their goals, 

preliminary project discussions 

have already taken place with 

formal proposals expected in 

soon. There is a $1 million im-

mediate funding goal to launch 

2-3 key projects. 

GeneSpark.org are asking fami-

lies to get involved by signing 

up to the newsletter, submitting 

data to the patient database 

and to volunteer for specific 

roles within the organisation. 

For further information 

please visit GeneSpark.org 

H��� V���� & A��� K���� (G���S����.���) 

Hira Verma introduced the new foundation GeneSpark.org 
and their aim to advance drug development for Intellectual 
Disability disorders. Hira and his wife Neha Verma made con-
tact with fellow Kleefstra syndrome parents Andy and Lindsay 
Klump following the US conference in Texas, 2014. 
GeneSpark.org will have an initial focus on Kleefstra syn-
drome. The team consists of: 

Hira Verma - Chair & President 
Andy Klump - Board Director 
Samer Abughannam - Board Director 
Neha Verma - Co-Director of Operations & Fundraising 
Lindsay Klump - Co-Director of Operations & Fundraising 

Hira and Andy explained the motivation behind the foundation 
had been their respective children Nikhil Verma (age 3) and 
Natalaya Klump (age 2), both who have Kleefstra syndrome. 

 

Kleefstrasyndrome.org 

would like to thank the 

GeneSpark.org team 

for making the long 

journey to speak at the 

conference. Whilst we 

are not working in di-

rect partnership at this 

time, we will endeav-

our to support their 

efforts as much as pos-

sible. Their work to fi-

nally collate data for a 

patient registry is of 

particular importance 

for furthering research. 

We look forward to 

seeing how their work 

develops and wish 

them every success 

with their foundation. 

  

Hira and Neha Verma 

Andy and Lindsay Klump 
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C����-J� M������ (M���� T��������) 

Cindy qualified as a Music Therapist in 2006 and is 

HCPC registered. She initially started working for a 

music therapy charity in North Yorkshire offering a 

service at special schools, mainstream schools, me-

dium secure hospital units, day centres and family 

homes. 

Considerable experience has also been gained in 

the NHS working with a number of individuals with 

Rett syndrome. Cindy is now Music Therapy Advi-

sor to Rett UK, attending conferences and regional 

days and has a paper published about her work 

with Rett syndrome – A retrospective practice 

based evaluation of music therapy: Rebecca’s Story. 

Alongside this Cindy provides music therapy into 

the Autism Service offering individual and group 

sessions and is qualified to carry out Au-

tism Diagnostic Assessments. 

  

“Music is a powerful emotional medium, which can affect us all 

deeply. In music therapy sessions, interactive music is sponta-

neously created by the client and therapist” Cindy-Jo Morison. 

Fiona Heslehurst & Cindy-Jo Morison 

Cindy –Jo Morison at work during one of the Music Therapy sessions 

F������ ��������� 
 

If you are interested in trying 

Music Therapy for yourself, 

Cindy has created a document 

to help. It also includes a 

handy list of iPad apps which 

she uses during her sessions. 

The document can be 

downloaded here:  

http://bit.ly/1Qzu8Mh 
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�P�� R�������� 

The iPad is a useful tool 

used in conjunction 

with instruments such 

as Mini Egg Shaker Ma-

racas, Egg Shakers, 

tambourines and bells. 

Cindy produced a list of 

frequently used iPad 

apps which contribute 

to her sessions. 

 Beatwave 

 MelodicaFree 

 Air Guitar 

 Bubble Harp 

 Virtuoso Piano 

 Relax Melodies HD 

 Magma 

 Electra 

 iMeba 

 Beamz 

 Bloom 

 iKaoscillator 

 Aquasonic 

 12 String 

 Bubl Draw 

 ThumbJam 

Another useful accesso-

ry is the Wowee One 

Classic portable speak-

er which increases vol-

ume from the iPad and 

vibrates at the same 

time. 

 

 

W��� �� M���� T������? (�� C����-J�) 

During the conference some video footage was shown of music ther-
apy sessions with Chris & Fiona’s daughter Leah (age 10) who has 
Kleefstra syndrome. The videos showed the progress made by Leah 
throughout her sessions which have been taking place for around a 
year. Leah has grown in confidence and developed skills in a number 
of areas owing to music therapy.  
 
A huge thank you to Cindy for giving up her time to speak at the con-
ference, for providing a group session for the children within the 
crèche and for being on hand to discuss 
music therapy with parents throughout 
the weekend. Having seen her expertise 
work for Leah first hand we hope others 
found this session useful. 

Music therapists help find a voice – a means of communication 
through the use of improvised music. Music has a physical effect on 
us and often offers a way to express “that which cannot be put into 
words”. Through music we communicate at different levels. Every-
one can respond to music irrespective of disability or illness. Thera-
py sessions can bring about changes in listening and communication 
skills, sound tolerance, vocalisation, playful interaction and confi-
dence. Whatever the level of participation the client is always in 
charge. Feelings of joy and satisfaction and equally of anger and 
frustration can emerge in any session. Music therapists are trained 
to explore and contain these difficult feelings and in doing so the 
individual is able to show emotions that cannot be easily expressed 
in other ways. 

Music is a powerful emotional 
medium, which can affect us 
all deeply. In music therapy 
sessions, interactive music is 
spontaneously created by the 
client and therapist. The client 
does not need any musical 
training or experience in order 
to make use of music therapy. 
A variety of percussion and 
tuned instruments as well as 
more modern technology such 
as a Skoog, Beamz and the 
iPad are used.  

R��������� B������� 

W��� ���� � M���� T�������� ��? (�� C����-J�) 

 Social skill development 

 Social-emotional 

 Behavioural 

 Speech and communication 

 Fine and gross motor skills  

 Self-esteem  

  

V���� C���� 
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FIND is driven by the aim of providing current research findings to 
families and professionals in a bite-sized format.  

Learn more at www.findresources.co.uk 

Professor Chris Oliver and team from the Uni-

versity of Birmingham are interested in fur-

thering research into Kleefstra syndrome with 

a view to developing support and intervention 

for diagnosed individuals and their families. 

Their team are launching a new website called 

FIND in March 2016 which is a novel online 

resource aiming to improve the exchange of 

knowledge about rare genetic conditions and 

difficulties experienced by people with Intellec-

tual Disability. This year the site will be ex-

panding to include Kleefstra syndrome. The 

site focuses on behaviour and its purpose is to 

summarise research studies using a range of 

interactive and engaging formats, for example, parent stories, professional talking heads, bite-sized 

written information and an interactive database.  

During the weekend Chris and his team conducted 1:1 consultations. These sessions were designed 

to allow parents an opportunity to discuss any concerns they may have around challenging behav-

iour whilst allowing the staff from the university to collect and collate information to further their 

studies and research. Those families 

who took part in an individual consulta-

tion received direct feedback, advice 

and signposting which proved to be 

very helpful.  Those who completed the 

questionnaire will receive feedback 

based on upon their responses.  

A brief paper on self-injury and other 

challenging behaviours in children with 

moderate to profound intellectual disa-

bilities and a link to the FLACC (pain 

assessment) is available here: http://

bit.ly/1OvOcjk 

During the conference, some parents were filmed describing their experiences of having a child with 

Kleefstra syndrome. Topics included characteristics of autism spectrum disorder, social skills, com-

munication, mood and behaviours that challenge. We are very excited to share with you the first in a 

series of six videos on the FIND website here: http://bit.ly/1Spcrkk with the rest to be published 

very soon. 

 

A full overview of the presentation given by Prof Chris Oliver can be found on page 10. 

P�������� C���� O����� & T��� 
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www.findresources.co.uk 
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Karlijn Vermeulen, child & adolescent psychiatrist 
and PhD-student at the Radboud University Nij-
megen in the Netherlands, spoke at the confer-
ence regarding her ongoing research studies. 
 
A pilot study of 5 patients with Kleefstra syn-
drome was completed in 2013 and further funding 
was obtained to continue this research. This is an 
ongoing study of psychopathology in 24 subjects 
with Kleefstra syndrome.  
 
Karlijn was able to give the conference attendees 
an insight into some of the preliminary results. 
She showed a difference in developmental profile 
between the male and female (ratio 1:2) partici-
pants. The female participants in general reached 
higher levels of development. More research into 
why there is a marked difference in male and fe-
male individuals needs to be carried out. 

“This has given me the opportunity to give personalised advice 
in diagnostics and treatment. Together, we can make a  
difference” Karlijn Vermeulen 

All participants showed autistic features which were measured with a qualified observation 
schedule.  
 
It was also noted that individuals with Kleefstra syndrome score highly for happy moods! 
 
Prevalence of other psychiatric disorders (major depression, generalized anxiety, (manic) psycho-
sis) were high, whereas treatment rates for these disorders were low.  
 
Karlijn highlighted the importance of treatment in general for these disorders, not-
ing that patients with Kleefstra syndrome have a vulnerable brain. She paid special 
attention to treating sleep disturbances in late adolescence/early adulthood, be-
cause these seem to precede regression. 
 
The latest results have recently been published in a paper which is freely accessible online. The 
paper is entitled “From a Single Gene Defect Towards a Cross Species Neurocognitive Phenotype: 
The EHMT1 Disruption Example (Kleefstra Syndrome)”. You can download the paper in PDF for-
mat here: http://bit.ly/1N3Ckzw 
 
Karlijn met recently with members of the government in The Netherlands and has been invited to 
give presentations throughout the country. It is hoped this will create awareness amongst other 
health care professionals of Kleefstra syndrome, and propose a prevention/treatment plan for 
some of the psychiatric issues associated with the syndrome. 
 
Karlijn continues her research into Kleefstra syndrome and work on other related papers which 
she hopes will be published in 2016. 

K������ V�������� 
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S����� M���� R�������� 

‘Like’ our Facebook page, search 

Kleefstrasyndrome.org 

‘Follow’ us on Twitter 

@Kleefstrasyndro 

F������� C������� 

“We met great people, everything was perfect. We got so much more information than we 
expected.” 
 
“Thank you for the opportunity to meet so many different people with Ks, also, being able to 
speak to knowledgeable doctors/clinicians. Well done!” 
 
“I loved the approach Prof Chris Oliver had. He didn't shy away from the problems, but he had 
such an empowering way of talking about it. The feeling was that "we can do something" which 
was very important to me. I feel empowered as a parent towards the surrounding community; 
schools, doctors and others.” 
 
“Helpful, empathetic with excellent suggestions how to move forward with several aspects of 
our child's health and psychological well-being.” 
 
“The one-to-one was brilliant - again, Jane really knew her stuff, but most important of all she 
could ask us the right questions and listen. I realised afterwards, that this was the first time a 
professional has done this in any systematic way.” 
 
“Thanks for a brilliant conference, great to meet the doctors and researchers - it wasn't long 
enough!” 
 
“We really appreciated and enjoyed the presentation by Cindy, it inspired us to try Music 
Therapy with our own child.” 
 
“Fantastic organisation and welcoming atmosphere, please, please, please arrange another 
one!!” 
 
 


