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This was a two day conference held in April 2006 by the Down’s 
Syndrome Research Foundation at the Institute of Child Health, 
London, for parents and professionals on topics such as: 
 

·  For Doctors:  “How to break the news to parents”. 
·  Why we need ‘Specialist Down Syndrome Clinics’. 
·  Latest news on research and health issues. 
·  What’s happening next – Improving the future for people with 

Down syndrome. 
 
Six speakers from U.S.A. came to share with us their personal 
experiences and professional knowledge. 
 
The meeting started with a welcome by Peter Elliott.  He introduced the 
first speaker  
 
 
Dr. S. Jill James 
 
Research into Folic metabolism in Down syndrome.  
 

                
       Dr. S. Jill James           



 
Associate Professor, University of Arkansas whose research interests are 
folic acid metabolism, Oxidative stress, Gene-environment interactions in 
the etiology of heart defects, Down syndrome, leukaemia, autism, 
polymorphisms in the folate/methionine/glutathione pathway. 
 
It is known that having had a baby with Down syndrome the risk of a 
second baby having Down syndrome is significantly higher suggesting 
that there may be an underlying genetic predisposition involved.  If 
genetic and metabolic risk factors could be established, intervention 
strategies to reduce the risk of the baby having Down syndrome could be 
envisioned. Four out of five (t21) babies are miscarried so there would be 
more babies being born, no terminations and no miscarriages. None of 
these babies would have Trisomy 21 which is the cause of Down’s 
syndrome, and they would have none of the health problems associated 
with Down syndrome.    
 
Dr Jill James has conducted research to investigate the folic metabolism 
and generic polymorphisms in mothers who have had a baby with Down 
syndrome.  She has discovered that both mother and child have disturbed 
folic metabolism and abnormal DNA methylation which may be 
predisposing factors for chromosome non-disjunction.  If proven correct, 
these findings may have application for targeted intervention strategies to 
reduce the risk of the child having Down syndrome to begin with. 
She has been involved in a survey of 42 children with T21 and 36 normal 
siblings (the control group),  both age range  7.4 ± 4.2 years   and has 
found that levels of homocysteine (an amino acid found in the blood), 
methionine (one of the essential amino acids obtained from various 
proteins in the diet) and glutathionine (an important antioxidant which 
also provides protection for the mitochondria against free radical damage) 
were lower in children with Down syndrome whilst levels of 
cysthathionine were very high leading to folate traps where folic acid is 
not getting to where it should. 
   
            In fact, cysthathionine levels were 3.6 for the control  
            group compared to 14 for children with Down syndrome. 
 
The Down syndrome children took part in a 3 month trial where they 
were given folinic acid and betaine to increase plasma homocysteine, 
methionine and gluthathionine levels and at the end 
 
            Methionine had increased from 20.6 ±4.1  to   30.1 ±5.0 
 



There was also a 2 cm increase in height of the children after the trial! 
 
Dr. Jill James gave some advice for people thinking about becoming 
parents again. Beforehand, get your doctor to check your homocysteine 
levels and ensure first of all that there is reduced risk.  
 
These same rules apply to all women planning to have a baby.  High 
homocysteine  is the marker for high risk of an abnormal pregnancy.  It 
needs to be in the normal range to reduce risk of harm to the baby.  
 
 She suggested that several months before conception, the woman takes: 
 
1.2 mg folate a day plus 500 µg B12 and  50 mg B6 to normalise 
homocysteine levels.  If the B vitamins are ineffective then 1000mg of 
Betaine can be added.  These can also be supplemented by Choline. 
 
This should decrease the chance of having another child with Down 
syndrome.   
 
 
 
Certainly some food for thought here and advice which some 
Mums may wish to consider for the future. 
 
 
 
 
Next on the agenda, we saw the NDSS, American video: “Down’s 
Syndrome and the Medical Professional”.  The DSRF is currently sending 
out these DVDs to doctors around the UK. If you would like to give a 
copy to your doctor, please contact Peter Elliot at 
dsrf.office@btinternet.com .  
 



‘DOWN’S SYNDROME AND  
 THE MEDICAL PROFESSION’  
 
 
             In America, 1 in 1000 babies are born with Down  
            syndrome.  How do you break this news to parents? 
 
Introduced by a Paediatrician who went through answers to various 
questions, offering some very good advice for other professionals based 
on years of personal experience. 
 
Who tells the parents?  This news is better taken from a physician or a  
    professional who knows you – not the nurse  
    on duty that day. This should be done quickly,  
                                         not days later after the birth. 
 
Who should be there?   Both parents and the baby should be present. 
 
What do you say?          You should go through the characteristics of  
    Down’s syndrome – flat face, fold around the
    eyes, curvature of small finger, line across the 
    palm of the hand and say you think the child  
    has Down syndrome but you cannot be sure 
    until you have the results from a blood test 
    which can be taken. 
    Medical professionals need to listen to parents 
    and give them the chance to express their  
    feelings. 
 
What else can you do? Give them information (Like Bright Beginnings 
    New Parents book from the DSRF). Tell them 
    about Parent Support Groups, National  
    Associations.  Discuss cardiac problems and                                      
    possible feeding problems.  Be prepared to  
    revisit parents to answer more questions and ask 
    them how you can help. 
 
He said that Parents wanted Doctors and Nurses to be more informed 
and to be more sensitive towards them.  They wanted details of contacts 
to use in their own time. Physicians should be up-to-date with the world 
of Down syndrome, the opportunities for early intervention, education, 



and the work expectations when they leave school. Much of this 
information is in Bright Beginnings.  
 
 
What do you say to    Make sure you express no opinion either way. 
Parents who learn from    Get the parents to tell you their thoughts. 
the Amniocentesis? 
 
Should assumptions As each person is unique, this would be unwise. 
be made?   There may be some significant delay, maybe  
    not.  However, every child should have an 
                                         echo-cardiogram and there may be blood 
                                         problems (leukaemia).  It is important that the 

physician and parents are aware of these  
facts. 
 
 

 
This all sounded like good basic common sense but  there is an obvious 
need for this video in certain areas, even if it just starts doctors thinking 
more about how they break the news to parents in a more informed yet 
sympathetic way. 
 

 
 
Chris Burke ,     an actor with Down syndrome, then went through his 
life and summed it all up by: 
 
 

                                   
 
                “Sometimes I have to work harder to  
                         achieve the things I want” 



 
 
Chris is a very special young man who does not see Down syndrome as 
something which stops him getting on with his life.  This made me feel 
very humble, as I am always worrying about the future for my daughter 
and how she will cope and very often I forget that she has her own 
thoughts and ideas on how things will turn out.  I made a decision there 
and then to listen to her more and value her opinions maybe more than 
I have in the past. All people with Down syndrome are just that -  
people – and deserve to be treated as individuals. 
 
 
 
Peter then introduced Sheila Moore, Director of the Down Syndrome 
Association of Middle Tennessee (DSAMT), herself a mother of a child 
with Down syndrome. 
 
Sheila Moore 
 
Down syndrome from a Parent’s perspective 
DSAMT and Down Syndrome Clinic, Vanderbilt Hospital 
 
Having a baby with Down syndrome can change your life and result in 
ordinary people doing and achieving extraordinary things.   
 

                     
 
Bright Beginnings          Sheila Moore 
 
 



Sheila started up a support group in 1995 with two other Mums which has 
now expanded into the DSAMT, a non-profit organisation supported by 
its members, friends and fund raising events.  The DSAMT provides: 
 

·  new parent packs for hospitals, paediatricians’ and obstetricians’ 
offices which includes their ‘Bright Beginnings’ book.  

·  a family group which counsels new parents. 
·  hospital and home visits to answer any questions. 
·  links to other parents who are slightly ahead in their journeys. 
·  Educational Advocates who work with families to assist in making 

sure that early intervention programs are working.  They work with 
the families to ensure services are being provided according to the 
Law in school systems. They also attend I.E.P. meetings at schools 
with families and advocate for the child. 

·  Quarterly  Workshops on     
                                    Down syndrome and Autism 

Down syndrome and Alzheimer’s 
Transition to schools 
After school 
Post Secondary Education 
Employment 
Adult services 
Sibling Issues  - they have set up Sib Shops. 

 
·  Quarterly Newsletters. 
·  A State-wide conference every other year. 
·  Summer camps      Summer Learning Academy – a 4 week  

Academic camp for ages 12-22. 
My Life, My Choice, My Plan – a 2 week camp 
teaching self advocacy skills. 
Transition camp. 

·  Monthly Circle of friends for 12 years and older which has a 
program on social and recreational skills such as photography, tai 
kwon do, art, social skills, relationships and yoga. 

·  Saturday Play group with younger children, age 8-10,  covering art, 
music and appropriate play. 

·  Adult Issues group which looks at ageing issues associated with 
Down syndrome and indeed those of ageing parents. 

·  Social events such as picnics, parties and sponsored walks. 
·  Homes – DSAMT constructs home for people with Down 

syndrome.  They provide 0% mortgage and low monthly payments, 
financed through grants and local contributions. 



 

                                      
 

·  Healthcare – they support parents and families with their medical 
needs and in 2001, they set up a    Down Syndrome Clinic     
at Vanderbilt Children’s Hospital. 

 
 
They have an informative  website at    www.dsamt.org      
 
 
Following on from Sheila’s introduction to the Down Syndrome Clinic, 
Romney Snyder-Croft spoke at more length about its actual structure and 
the work which goes on there. 
 
 
Romney Synder-Croft 
 
Down syndrome from a parent’s perspective 
Down Syndrome Clinic, Vanderbilt Hospital 
 

                 
 
Vanderbilt Children’s Hospital  Romney Synder-Croft 
 
 
Romney, another mother of a child with Down syndrome, is the Down 
Syndrome Program Co-ordinator at the Vanderbilt Children’s Hospital in 



Nashville, a Clinical Social Worker, Research Co-ordinator, outreach 
support and grant writer for DS Co-ordinator for both the Paediatric and 
Adult DS Clinic. 
 
To begin with, she spoke about her child and how she got involved with 
the DS Clinic. 
 
She then highlighted the number of DS Clinics distributed throughout the 
world: 
  
 57 in USA 
 3   in Canada 
          2   in South America 
          1   in Japan 
          1   in Africa 
          2   in Southern Asia 
          1   in the Middle East 
          1   in Australia 
          6   in Europe  ( Oxford, France Netherlands, Slovakia, Spain & 
                                   Sweden). 
 
Romney collaborates a great deal with Sheila Moore in the running of the 
clinic and their work is driven by their own experiences in having a child 
with Down syndrome. 
 
She sees the Clinic as a tool which complements the work of primary care 
physicians. It serves as a referral clinic, providing comprehensive medical 
care and professional services to children with Down syndrome by: 
 

·  Aiding families in acquiring specialised and personal care. 
·  Providing current information on health related services. 
·  Referring families to resources in their community and their 

region. 
·  Educating communities about the strengths and abilities of children 

with Down syndrome.   
 
The goals of the clinic are: 
 

·  To make a difference 
·  To be family centred – the clinic encourages evaluation/feedback 
                                           from the DS community on the needs of the 
                                           children. 



          -  the DS Medical Advisory Board also 
             consists of family members as well as 
             professionals.    

-  local communication through baby 
   support groups. 

 
·  Cost effective             - in terms of insurances/Medical Centre/ 

       Families. 
 
In the beginning, the team consisted of a Robert Vandervoort the Clinic 
Director and Developmental Paediatrician, they also had a cardiologist, a 
genetic counsellor, a social worker and a representative from the 
Vanderbilt Kennedy Center for Research into Human Development. 
Sheila and Romney are parents so from the beginning they did parent 
evaluations to assess the needs in their area, and the team grew to include 
a Physical Therapist, an Occupational Therapist and a Speech/Feeding 
Therapist, Nutritionist and a Volunteer.  Now they have expanded from 
child care and there is also an Adult Clinic looking at healthcare issues. 
 
One great advantage of the Down Syndrome Clinic is that 
you can book all your specialist appointments on one day in 
one place instead of booking over several days in several 
hospitals. They take referrals from all over the USA and this 
clinic serves an area twice the size of the UK. No parent is 
ever turned away. (This contrasts with the UK where 20 
miles can put you in the wrong health care region to access a 
hospital running a DS Clinic).   
 
 
Peter Elliott thanked Romney for her introduction to the 
work of Vanderbilt Children’s Hospital,  and remind ed us 
that if we wanted more Clinics around the UK we would 
have to raise the profile of people with DS and make sure 
that everyone realises that we need improved access to real 
experts and to comprehensive DS Clinics and research is 
also necessary if we are to improve the health of our 
children.   
 
 
 



The next speaker works at the Vanderbilt Children’s Hospital as a 
Developmental Paediatrician. He is the Director of the Down Syndrome 
Clinic 
 
Dr. Robert Vandervoort 
 
The Down Syndrome Clinic    
 

  
                       

 
 
Dr. Vandervoort is the Medical Director of the Down Syndrome Clinic at 
Vanderbilt.  He was invited to establish this Clinic and, within one 
month, it was operational and seeing its first patients.  Now it is 
integrated into the Kennedy Center for Human Development at 
Vanderbilt. 
His main area of interest is in Developmental/Behavioural Paediatrics as 
well as General Paediatrics – looking at ADHD and school related 
concerns. 
 
Behaviour Spectrum for children with Down Syndrome. 
 
These have been observed and you may recognise some or all in your 
child. 
 

·  If you have problems communicating, you can become frustrated 
which could lead onto poor behaviour. 

·  Children will continue with poor behaviour if we, as parents, do 
not carry out our ‘threats’  -  ‘If you do that again, there will be no 
TV for you.’  The child repeats the behaviour and still gets to 
watch TV – what sort of message does this give to our children?  
They get our attention through their poor behaviour and then 
continue getting what they want.  This sends out very mixed 
messages. 



·  Some children with DS have ADHD. 
·  Some have Autism which can occur later on in life. 
·  Obsessive compulsive qualities. 
·  Depression – what happens when your teenager with DS realises 

that they cannot go down town or to the pub like their peers? 
·  Regressed development. 
·  Motor/TIC disorder. 
·  Lack of motivation -  if something goes wrong, they may not be 

motivated enough to get on with their life.  They find it hard to 
pick up the pieces and move on. 

·  Coping with sex – child tries to figure out how to deal with it at 
their own level. 

·  Inability to clearly state what is wrong with them if they become 
ill.  People with DS do seem to have a different pain threshold and 
may not understand the context of their symptomology. Very often, 
they are not given sufficient time to relay their symptoms. 

 
Research does take place at this Down Syndrome Clinic and 
 

·  Healthier individuals participate in studies due to past care at he 
Clinic. 

·  They can look at trends and see if the trends warrant a closer look 
(i.e. research project), as well as identify resources that may be 
needed for families within the clinic (i.e. patient education 
materials). 

·  They can create a database of clinic families that can possibly be 
informed of research opportunities to participate. 

 
 
Dr. Vandervoort suggested a good website on healthcare for our 
children: 
 
www.AAP.org 
www.vanderbiltchildrens.com      for the hospital website 
 
 
 
Peter Elliott updated us on the Vitamins and Minerals Trial 
undertaken by the DSRF.  The trial has been going for 4 
years now with 156 babies enrolled in the project. 



The children were randomly picked to receive either 
antioxidants, or folate, or antioxidants and folate or a 
placebo. 
After 9 months, their growth was measured and a health 
questionnaire completed. 
After 18 months, in addition there was a developmental and 
language assessment. 
At the moment, the results are being looked at and will be 
analysed to see if there is any benefit from the use of any 
aspect of these  therapies, then the results will be published 
during May 2006 . 
 
 
 
After a well earned lunch, we moved on to the work of two more 
Researchers. 
 
 
GEORGE T. CAPONE  M.D. 
 
The Down Syndrome Clinic and Medical Research 
 
 

                  
 
Dr. Capone is the Director of the Down Syndrome Clinic at the Kennedy 
Krieger Institute, Baltimore, Maryland, affiliated to the Johns Hopkins 
Children’s Hospital.  He started this Clinic in 1990 and over the years he 
has helped to establish several Down Syndrome Clinics around the 
U.S.A. 
 



Dr Capone and his colleagues are committed to research that explores the 
neurobiological basis of cognitive impairment and co-morbid psychiatric 
disorders associated with Down syndrome, as well as the genetic basis of 
congenital heart disease.  These activities help to increase our 
understanding of Down syndrome and have potential to produce new 
treatments. 
 
One research study explores the link between children with both Down 
syndrome  and autistic spectrum disorders ages 2 to 10 years. 
Another, drawing from a population of individuals ages 15 to 35 years, 
seeks to better understand the relationship between Down Syndrome and 
neuropsychiatric disorders  (i.e. depression, obsessive-compulsive 
tendencies, movement disorder and cognitive decline). 
 
Dr. Capone started off explaining the 3 models of Down Syndrome 
services at the Kennedy Krieger Institute. 
 
Model 1  (Pre-school &       Medical, Audiology, Psychology, 
                              Young Children)   Motor and Speech Therapies. 
 
Model 2  (School age &      Medical, Psychiatry, Psychology, 
   Adolescents)         Medication and Behaviour 
              Management, Measured outcomes. 
 
Model 3  (Adult          As above. 
                               Evaluations) 
 
He talked about their work as outlined above and expressed the need to 
become more up-to-date on what are the priorities in Down Syndrome 
research: 
 

·  Need to increase government and parental support of Down 
Syndrome research. 

·  Need to formalise clinical research and findings. 
·  Need to set up centres of excellence. 

 
What is the Neurobehavioral Phenotype(s) of Down Syndrome? 
 
Is there such a thing as the typical Down Syndrome phenotype?  Yes, for 
as much as 75% of the time. 
 
By the age of 5 year, we see 
 



Motor     mild-moderate decreased tone, strength and co-ordination. 
Cognitive     mild-moderate impairment (IQ 40-60), visual greater than 
                        auditory. 
Linguistic     speech production impaired.  Receptive language is 
                        greater than expressive. 
Behavioural   strong-willed, stubborn, able to co-operate, affectionate. 
Social     sociable, good adaptive skills. 
 
 
There is more than a single neurobehavioral phenotype. 
 
Maybe 5% of the DS population are doing better than this and 15-20%  
struggle a bit more. 
 
 
Identifying Neurobehavioral – Psychiatric Disorders 
 
Behaviour  High Intensity   –   harm to others or self. 
   Across               - home, school, community.  
   Environments 
   Interferes           -   family, peer and academic 
               function. 
 
Physiologic   Sleep-cycle, appetite, activity level, anxiety, 
Symptoms  mood instability. 
 
Neuro-cognitive Attention-organisation, motivation-planning, play- 
Changes  social interaction, regression. 
 
Family History?   Bi-polar, OCD, Schizophrenia, Autism. 
 
 
He estimates that between 12-20% of people with DS under 21 years of 
age have disruptive behaviour.  There may be many considerations here 
such as: 
 
 
Occult pain             for example, problems with sinuses, ears, 
                                          gastrointestinal, menstrual and dental. 
 
Underlying ADHD           impulsivity, autism spectrum, anxiety or 
     mood disorder. 
 



Sleep disturbance or Apnea. 
 
Communication (expressive) skills      the more frustrated a person 
      becomes, the more prone they 
      are to outbursts. 
 
Expectations at home and school 
 
Management style    transitions, requests and limit setting. 
 
Discipline 
 
 
 
Poor behaviour could be due to high anxiety levels in a person with DS or 
their mood swings. 
In their survey, they found that giving children Risperidone did help to 
lower these outbursts of behaviour. 
 
www.kennedykrieger.org     for further information. 
 
 
The final speaker was 
 
DR. WILLIAM C. MOBLEY MD, PhD  
 
Research into therapies to improve cognitive abilities 
 

��������� �

 
Dr. Mobley is a Professor and Chair of the Department of Neurology and 
Neurological Sciences at Stanford University, U.S.A. 



Scientists there have already identified abnormalities in the nerve cell 
structure of people with Down syndrome, differences that appear to be 
responsible for much of the brain damage that is the hallmark of the 
syndrome.  They are now trying to home in on the genes that cause that 
particular abnormality through research on mice that model Down 
syndrome. 
 
 
He reminded us that every deviation from the norm in 
people with DS is due to that extra copy of chromosome 21, 
containing in itself 225 genes. By the time they reach 40 
years of age, signs of Alzheimer’s may be evident. So what is 
causing such an early onset of Alzheimers?  Is it one or more 
of the genes on the extra copy of chromosome 21?  Is there 
anything which can be done to prevent this? 
 
 
A brain region that is particularly affected in Down syndrome is the 
Hippocampus, which plays an important role in learning and memory. 
Current research is focusing on identifying the gene(s) that may be 
responsible for structural and functional changes at the synapse or circuit 
between nerve cells in the brain through experimentation on mice models 
of Down syndrome.  Dr. Mobley and his team have found that the spines 
on the synapses of these mice models are abnormal and are not effective 
in processing information from one cell to another in the brain.  Trying to 
identify the gene(s) responsible for this has been the centre of their work 
and they think they may have found one particular gene, APP  (Amyloid 
Precursor Protein), which if over expressed, can lead to changes in the 
brain called neuritic plaques and neurofibrillary tangles which lead to the 
loss of brain function as in Alzheimer’s. 
 
Experiments were performed on mice to block inhibition through deleting 
one copy of APP and synaptic plasticity was restored with increased 
transport of NGF ( a naturally occurring hormone that stimulates the 
growth of neurones) from the Hippocampus to the Cholinergic Neurons. 
 
They now propose to decrease APP gene expression through medication 
and eventually move onto clinical trials. 
Theoretically, such medication can be given at any point in the life span 
of a person with Down syndrome to improve their brain function.  
Potential treatments resulting from this research could be in the near 



future and ultimately the result is going to be an individual who is much 
more independent, has a job, has an apartment and is a tax payer.  It’s not 
only going to enhance their lives, it’s going to enhance society. 
 
 
 
You could have cut the atmosphere in the lecture theatre at this point as 
it slowly began to hit the audience that scientists are perhaps on the 
verge of developing medication which can greatly enhance the lives of 
our children.  The hope that this gives to many parents and indeed to 
people with Down syndrome is immeasurable. 
Such a round of applause ensued and I know everyone there was 
secretly hoping that the work of Dr. Mobley and his colleagues would 
soon be scientifically proven to allow for clinical trials and the start of a 
new life for our children.  
 
 
 
The whole day was an unforgettable experience and one which I am 
grateful to Peter Elliott and the Down’s Syndrome Research Foundation 
for organising.  Many thanks Peter for bringing together such a wonderful 
selection of experts in their own fields, each wanting to share with us 
their vision for the future for people with Down syndrome.   
 
 
If you would like further information on this subje ct, please 
contact Peter Elliott on   dsrf.office@btinternet.com 
 
Copies of all the presentations are being recorded onto DVD 
and can be purchased from Peter to help raise money to 
fund further vital research. 
 
 
 

News Flash:    The DSRF have been asked to provide 2 years 
of support for the Tc1 mouse  (the mouse model for Down 
Syndrome)  at a cost of $188,848 (about � 110,000).  That’s 
about � 22.00 for every child under age 10 with Down syndrome 
in the UK.   
 



The DSRF needs parents who can help right now. They will 
match every parent’s donation pound for pound up to 
� 50,000.00. That’s all the money the DSRF has for research and 
it shows how important the research is.  
 
We can have the � 110,000 within a few weeks and Professor 
Mobley will have the mice he needs and 2 years of support to 
find the therapy that we need for our children.  Trials could be 
started in under 5 years.   
 
Note:    This therapy targets improved memory and learning.  
Your child will be the same happy child but will be able to do so 
much more. This research is also to prevent neurodegeneration. 
100% of young people with Down syndrome show 
neurodegeneration by age 30.  
 
We are incredibly lucky to have Professor Mobley doing this 
research. He is a world class scientist and he is quite sure he can 
succeed. However, he needs the Tc1 mouse and he is asking for 
our help to create that facility in the USA. Here in Britain, 
Professor Lizzy Fisher at The Institute of Neurology in London 
asked Peter Elliott to help them with funding - they are just 
months away from having no funding at all! She said we need to 
find the funds to get the Tc1 mouse to the USA.  So what are we 
waiting for?   Lets do it! 
 
 
If you feel you can help in any way, please contact 
Peter Elliott  on      dsrf.office@btinternet.com 
 


