
Angelman Syndrome Association Newsletter – Feb 2013 

 
 1 

ANGELMAN  SYNDROME  ASSOCIATION 

www.angelmansyndrome.org 

Newsletter                  Charity No. CFN13843                    ABN 42 169 355 488             No. 61 – Feb. 2013 

President’s Report 

 

On February 1st 2013, FAST  hosted its 

first Angelman Syndrome Symposium at 

the Royal Children’s Hospital in Melbourne, 

Australia; uniting Australian researchers 

(including the Australian scientific Adviso-

ry board) with three of the four FIRE la-

boratory heads: Dr Edwin Weeber, Dr Da-

vid Segal and Dr Scott Dindot. US re-

searchers will discuss the state worldwide 

AS research including developments, chal-

lenges, updates from the minocycline clini-

cal trials and the FIRE initiative.    

See report 

 

International Angelman Day – see reports 

in the body of the newsletter. 

 

 
24 Countries voted on 53 logos submitted 

and  the design by Matt Smith, an Australi-

an, won the contest.    You will see this logo 

displayed around the world on February 

15th which is International Angelman Day 

and will be celebrated annually.  Congratula-

tions to Matt Smith.  We love it.  See the 

happy faces.   

 

 

Conference planning is underway.  Save the 

date:  Friday 4th, 5th and 6th October 

2013.     

 
 

 

                                                       Continued over….. 

 

My thoughts and concern is directed to An-

gelman families who may have been affect-

ed by the bush fires and high tempera-

tures, floods and cyclones across Australia 

since Christmas.   This is indeed a land of 

extremes but for myself I couldn’t call any 

other country home.   

 

The Better Start programme for Angel-

man families has commenced and hopefully 

eligible families will have registered with 

Carers Australia for their early interven-

tion benefits for children under seven 

years of age, and for families with children 

under 13, having registered a health care 

plan for Medicare benefits.    If you re-

quire more information, the fact sheet is 

available to download from our website:    

www.angelmansyndrome.org.   Children with 

Angelman are eligible regardless of sub-

type – deletion, UPD, UBE3A and mutations, 

and if your child has a clinical diagnosis 

without laboratory confirmation, a letter 

from a geneticist, or clinical paediatrician 

will be required to confirm diagnosis.   

A list of registered therapists in each 

State can be found on www.fahcsia.gov.au/

betterstart  
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                                            ….continued from page 1 
 

The Management Committee met in Janu-

ary.  Topics under discussion are a donate 

button on our website and  updated infor-

mation to replace the out-of-date info-

pack. 

I am pleased to welcome Cathy Bayliss 

NSW  and Lynne Cousins ACT to the man-

agement committee.    

  
 

Liz Stanley 
President 
17th February 2013.  . 
 

President’s Report 

 

ANGELMAN SYNDROME 

 CALENDAR 2014 

 

We are intending to produce a 2014 calen-

dar to have ready for sale at the October 

conference. Please participate! The more 

the merrier!  Send a photo of your child as 

soon as possible ( with their name and date 

of birth included) to: 

 

Lysandra Warren  

warren.lysandra@gmail.com 

CLINIC CHAT  

 

My name is Madhura Bakshi. I am a Clinical 
Geneticist by training with a paediatric 
background. 

 I have recently joined the team at Kogarah 
Diagnostic and Assessment Service and 
hope to be involved with the Angels over 
the year. I had the pleasure of meeting a 
few of you at the Angelman Syndrome Pic-
nic earlier this month. I am looking forward 
to an ongoing involvement with the Angel-
man Syndrome clinic and working in part-
nership with the families in organising the 
AS International Conference later this 
year. I am keen to engage your support and 
participation in gaining a more detailed un-
derstanding of the features of Angelman 
Syndrome as well as keeping ourselves up-
dated on key research in the area. 

The clinic email address is: 

AngelmanClinic@sesiahs.health.nsw.gov.au 
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CELEBRATING  INTERNATIONAL  

ANGELMAN  DAY 

  

 NSW STYLE ! 
 

A group of 50 Angelman children and adults 

and their families and carers attended a 

delightful picnic day at the Sydney Tram-

way Museum at Loftus on Sunday 17th Feb-

ruary 2013. We were fortunate on the day 

to also have the company of both Dr Robert 

Leitner and Dr Ellie Smith as well as Dr 

Madhura Bakshi, to help us to celebrate In-

ternational Angelman Day and to celebrate 

our 20 years anniversary of a partnership 

between the Angelman Clinic and the AS 

Association.  A highlight was having them 

there to assist with cutting the cake and 

acknowledging all the Angelman families 

there on the day. Not only did the weather 

stay fine, but the constant tram rides kept 

everyone busy and entertained on the day!  

An article in the local newspaper , The 

Leader, also recognised the fact that the 

Better Start funding initiative also now in-

cludes Angelman Syndrome and advertised 

the Angelman Clinic and International An-

gelman day.  I was invited to present on An-

gelman Syndrome to a group of Genetic 

Counsellors last week as well as to Better 

Start RIS Advisors Workshop. So the word 

is getting out about Angelman Syndrome as 

well as all our brochures! Finally, the venue 

is booked for the AS Conference in Syd-

ney, from 4-5 October 2013 at the Crowne 

Plaza Coogee Beach. Planning has com-

menced and we are seeking sponsorships, if 

anyone has any suggestions or contacts 

please feel free to give me a call.   

Warm Regards to all – Anne Funke 
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My name is Justine Marguerat, I am a high 
school student who was assigned a project 
on Angelman's syndrome and through my 
research I stumbled upon your website. I 
wanted to take the time to thank you and 
your association for the work and effort 
you put in to helping these children and 
adults. You are making a big difference in 
many peoples lives and it does not go unno-
ticed. Thank you for all the hard work you 
contribute and for all your accomplishments 
that have aided in helping AS kids and their 
families. 
 
I wish you all the best and thank you again 
for your compassion and dedication. 
 
A thankful student, 
Justine Marguerat 

Justine Thanks You! 

With thanks to Kevin Kennedy and Anne Funke for providing the above photos. They show 

some NSW families enjoying the day as well as  Dr Robert Leitner, Dr Ellie Smith and Anne 

Funke cutting the beautiful cake. 

International Angelman Day is a time to re-
member angels who are no longer with us 
and other Angelman family members who 
have passed away over the twenty years we 
have been established. 

To all families with angels who have winged 
to heaven and parents of angels who have 
winged to heaven, we remember you and 
your family at this time.  …Liz Stanley 
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Renew your Membership for 2013 

  
You will have received your membership re-
newal in the mail and it is for the 2013 cal-
endar year and should be paid by 
28th February. 
Families with current memberships will re-
ceive discounted registration fees for the 
2013 Conference which will be held on 
4th 5th and 6th October 2013 in Sydney.   
    

On-line payments to ASA 

 

Quite a number of membership renewals in 

January/February were not identified due 

to lack of a reference on the payment.  We 

therefore have a number of payments 

which cannot be allocated to members.   If 

you can remember if you made an on-line 

payment for renewal could you please send 

an email to Kevin Kennedy, our Treasurer to 

this effect so he can apply the payment to 

your account.  kev-

in.kennedy@angelmansyndrome.org  

 
If paying your membership by direct funds 
transfer please put your last name and in-
voice number as the reference eg Stanley 
0987 so we can apply the funds to the ap-
propriate invoice.  
 

 

 

 

 
 
  

 

 

 

 

 

 

 

 

 

 

                                         ….. From the Editor 
I’ve finally had the chance to watch and lis-

ten to A three-part Education Seminar 

held as part of the FAST Global Summit in 

Chicago in December 2012. It is presented 

by Erin Sheldon (Canada) and Mary-Louise 

Bertram (Australia). You may know Erin as 

‘Magster’s mom’ on the AS forum. Mary-

Louise should be well-known to the West 

Australian members!  This presentation is 

very informative and I would recommend 

it to all parents, teachers, therapists 

and everyone involved with people 

with A.S! I found it on this link: 

angelmannetwork.wordpress.com/resources

-2/education-and-communication/ 

 

 

 

 

 

 

 

 

 

 

You may also be interested in reading about  

Intensive Interaction. Recently, I ordered 

a copy of a DVD showing …”scenes of inten-

sive interaction activities in schools and 

adult day and residential services…. Dave 

Hewett provides voice-over commentary 

outlining the main principles of Intensive 

Interaction, the aims and learning out-

comes”. You can read more about it on the 

website: 

www.intensiveinteraction.co.uk 

mailto:kevin.kennedy@angelmansyndrome.org
mailto:kevin.kennedy@angelmansyndrome.org
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I am a committee member of 

ASAWA and have a little girl called 

Aralie with AS. We are organising 

the charity dinner similar to the one 

in Sydney. The only difference it 

90% of funds go to FAST and 10% go 

to ASAWA.                   Danneal Jez. 

We are the proud parents of Aralie, aged 3 

and Tyson, aged 5 with another baby on the 

way in April. Aralie was diagnosed with An-

gelman syndrome on 24th December 2010, 

after a long year of many puzzling ques-

tions and no answers. She was finally admit-

ted to hospital for observation after a pae-

diatrican suspected she was having infan-

tile spasms. She was in fact having seizures 

which were confirmed by an EEG that the 

neurologist also told us had an “Angelman 

like” pattern. They sent Aralie’s blood off 

for genetic testing which was conclusive 

after a month and the result was that she 

had a deletion. 

Once Aralie commenced seizure medication 

we got to meet our beautiful girl on anoth-

er level. It felt like she had been in a zom-

bie-like state for the majority of her first 

year due to sleep issues and her seizures. 

Slowly she began to blossom and show us 

how much determination she can have. She 

began more regular therapy and in the May 

after she was diagnosed we were very lucky 

to get a spot in a Parent-Child Conductive 

education class. We have found this ex-

tremely beneficial for Aralie and a great 

complement to the minimal amount of ther-

apy provided by the government. 

Aralie is a gorgeous, loving, smiley, huggy 

girl who is able to get around by crawling, 

cruising and holding our hands. We were so 

happy when she began to crawl and now we 

are on the long wait to see her walk inde-

pendently. We hope it is soon but as we all 

know sometimes these things seem to take 

an eternity to happen. On the communica-

tion front  Aralie is displaying signs that 

she is attempting to purposefully communi-

cate with us. We use a PODD (Pragmatic 

Organisation Dynamic Display designed by 

Gayle Porter) book and key word sign with 

her and hope that one day she can communi-

cate back in some way. 

We love our little girl to bits but do hope 

that a therapeutic can be found in the near 

future to enable her life and others to be 

easier.  The constant threat that her sei-

zures can become worse is frightening and 

her ability to balance and control her body 

is such a hard battle for her. If something 

could be found that would ease these it 

would be amazing. This is why we decided 

that we would like to fundraise for FAST 

Australia and Angelman Syndrome Associa-

tion of WA. ASAWA have given us tremen-

dous support and friendship when we have 

needed it most and we are extremely grate-

ful for their existence. FAST continue to 

give us hope that our children may some or 

all of their difficulties eased one day. 

Our charity dinner fundraiser is based on 

“A Night for the Angels” held in Sydney 

last year by Michaela Townshend and we 

hope it is going to be just as successful. For 

more information or to donate, visit 

www.anightfortheangels.org. 

                               Danneal and Shane Jez. 
                                                       See photos over. 

http://www.anightfortheangels.org/
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From the Jez 
 family album 

Correspondence to President  

16 Kirkcolm Way WARWICK WA 6024  

Payments to Treasurer  

PO Box 554 SUTHERLAND NSW 2232  

kevin.kennedy@angelmansyndrome.org 

Newsletter articles to  

sallyshackcloth@live.com.au  

Deadline for next issue: mid-April 2013 
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Generating support in the search for a cure – building partnerships 
Posted on February 9, 2013 by cureangelman 

 

In an Australian first, the opportunity to hear about Angelman Syndrome research being 

conducted overseas was showcased at a scientific symposium at the Royal Children’s Hospi-

tal on February 1st.  The Foundation for Angelman Syndrome Therapeutics Australia’s 

(FAST AU) Inaugural Scientific Symposium was a ringing success. 

 

 

Currently there is no research into Angelman Syndrome (AS) in Australia.  Although the AS 

population in the country is small, FAST Australia has been a powerful force in raising 

funds to host this symposium and to fund and stimulate AS- specific research in Australia. 

Members of the FAST Australia board hosted a meeting in the afternoon that included 

members of the FAST Integrative Research Environment (FIRE) team from the United 

States as well as representatives from Australian’s medical and research community.  The 

meeting was structured to provide those in attendance a more detailed discussion that was 

aimed at building collaborations between researchers working on AS related projects. 

 

 

 

 

 

 

 

 

 

Melbourne boy, Max Smith. Picture: Ian Currie Source: Herald Sun 

 

The day kicked off with an article run by the Melbourne Herald Sun,  “Drug may deliver 

a better life for little angels” .  The Melbourne Herald Sun is a newspaper with one of the 

largest distribution rates in Australia.  The article generated considerable awareness for 

FAST and Angelman Syndrome. 

 

The Symposium began with Dr. Helen Heussler, leading the discussions with the Clinical 

Presentations of Angelman Syndrome. Dr. Heussler is a developmental pediatrician special-

izing in sleep and behaviour based at the Mater Hospital in Brisbane, Queensland, and mem-

ber of the FAST Australia Scientific Advisory Board. 

 

A Report from the Angelman Syndrome Symposium—from the FAST blog 

http://blog.cureangelman.org/generating-support-in-the-search-for-a-cure-building-partnerships/
http://blog.cureangelman.org/author/admin/
http://blog.cureangelman.org/lighting-a-fire-fire-fast-integrate-research-environment/
http://www.news.com.au/national/drug-may-deliver-a-better-life-for-little-angels/story-fndo4cq1-1226566256128
http://www.news.com.au/national/drug-may-deliver-a-better-life-for-little-angels/story-fndo4cq1-1226566256128
http://www.news.com.au/national/drug-may-deliver-a-better-life-for-little-angels/story-fndo4cq1-1226566256128
http://www.news.com.au/national/drug-may-deliver-a-better-life-for-little-angels/story-fndo4cq1-1226566256128
http://www.uq.edu.au/uqresearchers/researcher/heusslerhs.html


Angelman Syndrome Association Newsletter – Feb 2013 

 
 9 

 

Dr. Edwin Weeber updated attendees on the molecular mechanisms underlying the cognitive 

disruption in the Angelman Syndrome mouse model and the various approaches his laborato-

ry are taking towards a therapeutic. Dr. Weeber is a Professor at the University of South 

Florida, U.S.A. in the Department of Molecular Pharmacology and Physiology, and is the Di-

rector of the Neurobiology of Learning and Memory, the Cellular Electrophysiology and the 

Murine Neurobehavior Laboratories. 

 

Dr. Weeber presented preliminary results from a U.S. first-phase trial he is conducting us-

ing the common antibiotic, Minocycline.  Dr. Weeber’s preliminary results demonstrate that 

Minocycline treatment improved behaviour, attention and communication in children with 

Angelman Syndrome.  Dr. Weeber emphasized that the data was preliminary, and that it is 

important to wait until the current trial is completed to draw any strong conclusions.  Addi-

tionally, he explained that if the results from the completed trial remain positive, there 

will be a strong need to conduct larger trials in order to legitimize the use of Minocycline in 

individuals with Angelman Syndrome.  Dr. Weeber detailed the requirements and proce-

dures that would be necessary for expanding the current Minocycline trial in Australia if 

warranted.  Notably, similar efforts to expand the clinical trials are underway in the 

U.S.  Dr. Wen-Hann Tan of Boston Children’s Hospital notes that, “the Rare Diseases Clini-

cal Research Network (RDCRN) is excited about the possibility of conducting a larger trial 

to explore the efficacy of Minocycline in AS“.  Lastly, Dr. Weeber emphasized the im-

portance of compiling more accurate measurement outcomes to use in characterizing the 

skills and abilities of those with Angelman Syndrome to better capture improvements in fu-

ture clinical trials for therapeutics. Dr. Weeber is one of the four researchers involved 

with the FIRE Initiative. 

 

FIRE is a co-ordinated consortium of leading researchers working together to identify, 

characterize and implement new therapeutics for the treatment and ultimate cure of 

AS.  Evidence strongly suggests that therapeutic intervention can ameliorate many, if 

not all, of the symptoms associated with AS, which include seizures, severe verbal im-

pairment, cognitive and motor challenges.   The underlying cause of AS is the loss of 

function of the maternal copy of the UBE3A gene.  In the brain, the paternal copy 

of UBE3A is intact, but is epigenetically silenced in most regions.  The FIRE team aims to 

identify new therapeutics to treat AS and associated symptoms while simultaneously iden-

tifying ways to safely reactivate the paternal UBE3A allele, which may provide a true cure 

for this disorder. 

FIRE researcher Dr. David Segal, is an Associate Professor in both the Department of Bio-

chemistry and Molecular Medicine and in the Department of Pharmacology, as well as the 

Associate Director of Genomics in the UC Davis Genome Center. Dr. Segal’s research fo-

cuses on engineering DNA-binding proteins as molecular tools for gene therapy.   

http://weeberlab.com/
http://cureangelman.org/news/ClinicalTrial/ClinicalTrial.html
http://cureangelman.org/news/ClinicalTrial/ClinicalTrial.html
http://rarediseasesnetwork.epi.usf.edu/
http://rarediseasesnetwork.epi.usf.edu/
http://en.wikipedia.org/wiki/Gene_silencing
http://www.ucdmc.ucdavis.edu/pharmacology/Faculty/segal/index.html
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 He spoke about his lab’s development of Zinc finger-based artificial transcription factors 

that appear to cross the blood-brain barrier and promote widespread activation of the si-

lenced Ube3a gene in the brains of an AS mouse model.  Dr. Segal’s work will be progressing 

to the next stage of behavioural testing in the mouse model as part of the FIRE Project. 

 

FIRE researcher Dr. Scott Dindot is an Assistant Professor at Texas A&M University 

where he has appointments in the Department of Molecular and Cellular Medicine within the 

College of Medicine and in the Department of Pathobiology within the College of Veterinary 

Medicine and Biomedical Sciences.  Dr. Dindot presented his work in understanding the cel-

lular and molecular mechanisms regulating genomic imprinting of the AS gene,UBE3A, in-

cluding the function of the human UBE3A isoforms and the dissection of elements regulat-

ing imprinting of genes within the PWS/AS imprinted domain. Understanding the mecha-

nisms that govern imprinting of UBE3A will provide important avenues to explore for thera-

peutics to reactivate the silenced gene.  Dr. Dindot will be continuing this work as well as 

participating in drug screening studies as part of the FIRE initiative. 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

Photo by Rhys Vontano 

From left: Jo Davis, Chloe Simons, Jen Kyriacou, Dr Randal Moldrich, Dr Scott Dindot, Dr 

Edwin Weeber, Dr David Segal, Dr Jessica Banko, Dr Helen Heussler, Meagan Cross, and Dr 

Matthijs Smith. 

 

http://en.wikipedia.org/wiki/Zinc_finger
http://vetmed.tamu.edu/vtpb/directorydetail?userid=2325
http://en.wikipedia.org/wiki/Genomic_imprinting
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The FAST Australia Symposium also gave families and supporters the ability to participate 

in an informal discussion and question and answer session with researchers and board mem-

bers during a cocktail evening in the city. 

“The cocktail evening was a great opportunity to meet other parents that we had only pre-

viously met online. It made everything seem so real, actually being in the room with the 

people that are making the research happen – this will really happen in our kid’s life-

time”  Michaela Townsend, mum to Jake. 

 

The first FAST Australia Research Symposium was an enormous success! Australian par-

ents and supporters were given the rare opportunity to listen to renowned researchers dis-

cussing cutting-edge research.  In addition, FAST Australia accomplished something that 

prior to this event, seemed insurmountable;  bringing together busy researchers and pro-

fessionals that previously may not have had the time to read the newsletters and research 

publications into one space to hear about the latest AS research from three of the leading 

Angelman Syndrome researchers.  The Symposium was an effective way to bring both par-

ents and researchers in Australia up to date on Angelman Syndrome research, as well as to 

encourage and excite them to join the search for a therapeutic for individuals living with 

Angelman Syndrome. 

 

“The Symposium was made possible due to the hard work and fundraising of Angelman Syn-

drome family & friends and is a huge step towards stimulating Australian research towards 

the search for a therapeutic to treat the syndrome. We have formed some fantastic part-

nerships through this initiative and I am really excited to see where this will lead us.” 

FAST Australia Chairperson, Meagan Cross 

  

Newsletter by email  

If you would like your newsletter emailed 

(PDF for-mat) to you instead of being post-

ed send a note to Kevin Kennedy at kev-

in.kennedy@angelmansyndrome.org    re-

questing that your future newsletters be 

emailed to you. This is not only cheaper for 

the association but faster for our current 

Treasurer who volunteers his time while, 

like us all, juggling work, family and life 

with an angel. 

Disclaimer 

The views expressed in this news-

letter and any enclosures are not 

necessarily those of the Angelman 

Syndrome Association. Information 

is presented in the interest of 

providing a range of alternatives. 

Inclusion in this newsletter does 

not imply endorsement by the An-

gelman Syndrome Association. 


