
 
 
 
 
 
 
 
 
 
 
 
 
Euro-Ataxia is an association whose members work together to give people with hereditary ataxia as normal a life as possible. It does 
this by building a strong organisation which represents people with hereditary ataxia’s throughout Europe, by encouraging scientific 
research into causes, treatments and by campaigning for treatments to be made available. 
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EDITORIAL 
 
 All Friedreich Ataxia sufferers are waiting anxiously for the 
results of the idebenone clinical trial and on reading the report from 
Germany we can all feel close to the action. I read with interest in the 
New York Times about the availability of the drug, PT25, for a 
Duchenne muscular dystrophy sufferer. I thought how close this 
resembled the discussion we had at our last AGM in Paris on the 
availability of medication for severely affected FA patients.  
 
 Dr John Day, Minnesota, talks about a swamp of ignorance 
that presents itself to many people before a diagnosis is made. I hope 
to help sporadic ataxia sufferers address that swamp of ignorance by 
reading the article which NAF published in a recent magazine and 
have kindly shared with euro-ATAXIA in this newsletter.   
  
 As we look forward to euro-ATAXIA’ s 3rd scientific 
conference this September in Dublin on ataxia awareness day we can 
all be sure it will be a wonderful occasion. The outline of speakers for 
this international conference is awesome as you can see from this 
newsletter. Many thanks to all who contributed to this newsletter and 
if you have information you would like to share with euro-ATAXIA  
from the science, politics or legislation please feel free to inform me 
at newsletter@euro-ataxia.eu.  

Mary Kearney 
 
 
 
EXPLANATION OF ABBREVIATIONS 
 
AGM  Annual General Meeting 
AFAF  Association Française de l’Ataxie de Friedreich 
EMEA  European Medicines Agency 
EURODIS European Organisation for Rare Diseases 
FA  Friedreich’s Ataxia  
FEDAES Federación de Ataxias de España 
GoFAR Go Friedreich’s Ataxia Research 
NAF  National Ataxia Foundation (USA) 
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Germany reports on idebenone clinical trial 

By Eckhard Stemmler 
In der Breite 3 

78606 Seitingen-Oberflacht 
Baden-Wurttemberg, Germany 

www.erssoft.de  
About me: 
 
My name is Eckhard Stemmler. I am a 51 year old 
German.  I have Late Onset Friedreich Ataxia (In 
LOFA symptoms develop after the age of 20 years 
of age). My symptoms first appeared in 1988/89 
when I was 21 but the FA diagnosis was not made 
until1996, when I was 39years old, when the gene 
was identified. I have about 200 repeats. I am the 
only member of my family with FA. I have two 
brothers. My family tree dates back to 1700’s and 
does not show any sign of the disease. 
 
Course of disease 
 
In 2000 I was given a walking frame, but I only 
began to use it two years later In May this year I got 
a wheelchair with a little motor tractor named 
SwissTrac (see www.swisstrac.ch a photo of my 
partner and I). I still use my walking frame, but the 
wheelchair is a new gaget to help me navigate long 
distances and keep in touch with my friends. 
 
Employment 
 In 2002 I was unable to keep working full time due 
to my ataxia. I received a half pension on the basis 
of a reduced earning capacity (I worked as a 
computer scientist in a software development 
company). At the end of 2006 the company closed 
and I was left unemployed. 
 
In Germany it is very difficult for a disabled person 
to find a job. Last year the German retirement 
pension institution awarded me a full pension on the 
basis of my reduced earning capacity. 
 
With my free time I have become involved in a 
‘self-help’ group.  I lead a regional self-help group 
for people with ataxia. Since last year I'm a member 
of executive board of the german national ataxia 
organisation DHAG (see www.ataxie.de). So I have 
little free time and I never get bored!  
 
 
 

Participation in Santhera trial: 
 
Since May 2003 I have been taking Idebenone. 
Initially I started on 5mg/kg body weight and after 
18 months I felt that I had improved in myself. I 
decided to increase the amount of idebenone. So 
from 2005 to Easter 2007 I took 10mg/kg body 
weight. I noted more improvements particularly my 
"little feets". In May 2007 the clinical trial with 
idebenone started for all patients with FA. In order 
to partake at that time I would have had to have 
cardiomyopathy. But I do not have a 
cardiomyopathy. The criteria for partaking in the 
trial changed and in July 2007 due to a lack of FA 
sufferers with cardiomyopathy. When the criteria 
changed I was able to take part in this great trial but 
I had to remain off idebenone for 3 months prior to 
starting in the trial. 
 
Up to autumn 2007 I suspect that I got a placebo – 
which is a pharmacologically inactive substance 
made up in a form apparently identical to an active 
drug. Later, I think I got the middle dose rate 
(900mg per day) of idebenone. In the 5 years that I 
have taken this "drug" I did not develop any side-
effects. I hope that it will make me younger!!! It is 
only synthetic coQ10 which is suppose to help one 
look younger. 
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When you are involved in the trial you must attend 
your trial centre 7 times. In my case, this is 
Göttingen university hospital and Würzburg or 
Berlin 3 times for a heart check. Because I can 
travel by car it wasn't difficult for me to make the 
trial appointments. All costs for transport and 
accommodation to the clinical trial are paid for by 
the sponsor company SANTHERA. My last visit 
was on 8th July, in Göttingen.  
 
On 9th July 2008, I became involved in another trial 
in Tübingen University hospital. This trial is 
looking at the long-term safety of idebenone and it 
lasts for 2 years or until idebenone gets a marketing 
license as a medical drug in Europe. The 
participants get the high dose rate of Idebenone 
with 2250mg per day. For more information see 
http://www.erssoft.de/Rekrutierungen2.pdf ) 
 

 
 
Information about the clinical trial is available on 
the homepage of GENEMOVE www.genemove.de, 
I have been fortunate that I've regular contact with 
the network secretary and so new information can 
be placed in ataxia discussion forum in Germany 
and Austria on  
http://www.ataxie.de/vbportal/ 
http://www.fataxie.net/cms/forum/portal.php    . 
 
I hope all Friedreich ataxia sufferers with help to 
make this trial successful.  
 

Eckhard 
 
Editor: If anyone had questions for Eckhard please 
feel free to forward them to me or directly to 
Eckhard ateckardtgiese@arcor.de  

 

Fragile X - What is it?  
 
The classical Fragile X syndrome has been known 
since the late 1970s/ early 1980 and is the most 
common inherited cause of mental retardation and 
the most common known cause of autism in 
children.  
 However, it was only in 2001 that the 
Fragile X tremor ataxia syndrome (FXTAS) was 
recognised. This syndrome usually presents in 
middle age through to the elderly. The person is 
usually a male carrier but females are not immune 
typically presenting with gait ataxia, progressive 
intention tremor, parkinsonism and peripherally 
neuropathy. 
 In fragile X there are two problems. There 
are elevated levels of fragile X mRNA and a 
reduction in fragile X protein which is involved in 
normal learning and memory function. The latter 
obviously is more problematic when fragile X 
occurs in children.  
 
How is Fragile X inherited? 
Fragile X is an X-linked recessive disorder. The 
disorder may be present in the family for 
generations without anyone knowing, and only 
becomes evident when a child is affected. The 
knowledge now that there are two different 
presentations for Fragile X complicates genetic 

 
 
Many thanks to National Library of Medicine US for diagram 
  
 
 
 
counselling for “fragile X families”. The discovery 
of the classical fragile X syndrome raises the risk of 
other family members developing FXTAS and vice 
versa. About 1 in 250 women carry fragile X and 
could pass it to their children. About 1 in 800 men 
carry fragile X, their daughter will be carriers. 
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Searching for a cure  

How to know the difference between an ataxian scam and the real thing 

 
By Peter Ruessener 

D-22844 Nordersted ,Germany 

Ataxia scam 
 
Most of the readers can identify with the above 
thought “searching for a cure”. Over a lifetime 
many sensational articles appear in print about 
people who have a rare illness and after extensive 
searching do find a cure. As partner or parent of an 
adult or child with a inherited progressive illness we 
will all want to think that we have done what we 
can to help our loved one.  
 Recently, I looked on the internet for new 
developments in ataxia and Friedreich’s Ataxia. I   
found a link to: http://ataxotab.com/about.html   
which looked promising initially but when I looked 
closer, I began to have doubts about the validity of 
the information. I contacted my friends who are 
taking part in the Idebenone trial and we 
approached the company, Santhera, and ataxia-
researchers. None of them had ever heard of 
“ataxotab” and had their doubts. 
  
Here are some of the reasons for my concerns: 

1. There is no information given about the 
effectiveness of this drug or a study. A 
friend of mine asked them by e-mail about 
such scientific background and received no 
answer.  

2. There are a lot of very similar websites for 
other diseases like: 
Vertigo            http://vertigo-tab.net/  
thyroid   http://thyrotab.com/  
Vitiligo            http://www.vitiligo-tab.net/  
Pityriasis alba  http://www.albatab.com  
Anämie            http://anemia-
tab.net/index.html  
Emphysema      http://emphotab.com/  
Parkinson          http://parkotab.com/  
-look at google under "tab guaranteed 
treatment "  

3. They have copied the information about 
Friedreich Ataxia from www,ninds.nih.gov 
(with or without permission???)  

4. There is no name or address given of the 
producer/seller 

 

 
I have sent this information to all of you because I 
think we should warn people not to spend their 
money in a very doubtful treatment.  
 

Peter 
 
Editor’s note: Paul Konanz, Friedreich Ataxia 
parents group, USA sent this report to me. 
 
Clues to a scam  
- You've never heard of this at any patient 
organisation as being a treatment.  
- "100% guaranteed treatment"  
- "...leave you amazed."  
- "faster than any other solution currently 
available."  
 
 
Advice from recent Wall street 
Journal on searching for a cure 
 
The Wall street Journal of 28th July 2008 talked to 
Dr Jay M Tenenbaum, a multimillionaire from the 
internet boom of the late 1990’s. Jay learnt in 1998 
that he had developed a lethal melanoma, the most 
serious kind of skin cancer. Five years later the 
cancer returned and he was looking at his own 
mortality. Frustrated with treatment options Dr 
Tenenbaum began investigating other potential 
therapies.  
 Jay found dozens of patient advocacy 
organisations dedicated to raising money to support 
scientific research. They “all had good ideas” he 
said “but no one had put the different pieces 
together in the right way that would let them make 
progress in finding a drug in the lifetime of a 
patient. His article can be read on 
http://online.wsj.com/article/SB1217279539473910
15.html?mod=2_1566_leftbox 
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General advice in searching for a cure 
 
Some people seeking faster cures for disease start 
advocacy groups or build a virtual biotech to 
develop drugs but there are easier steps, he said, 
that anyone can take that can make a difference 
 

1. Do an internet search to find existing patient 
groups, which often have many resources 
and welcome new patients who want to help 

2. Search google scholar (scholar. 
Goggle.com) or 
www.pubmedcentral.nih.gov; orphanet to 
find published papers on your disease.  

 

 
 
 
 
3. Researchers often include contact 

information. 
4. Find existing clinical trials by searching 

clinical trials.gov or World Health 
Organisation.  

5. Contact EURORDIS in Europe or rare 
disease section of NIH which will link you 
to other patients 

6. Contact genetic alliance (raredisease 
.info.nih.gov) which will link you to other 
patients, advocacy groups and on-going 
biomedical research 

___________________________ 

Compassionate use of non-regulated 
medication   

Advocating a treatment, but denied access to It 

In July 2008, the New York Times ran a story about 
rare illness and research made the head lines see 
www.nytimes.com/2008/07/17/business/17dystroph
y.html. In summary, Ms Gunvalson, a mother 
whose son has muscular dystrophy is suing a 
pharmaceutical company for access to a non 
regulated medication that she says could help her 16 
year old son. He has not been included in a recent 
clinical trial. Ms Gunvalson had been instrumental 
in getting federal legislation passed to provide more 
research money for the disease. It is an emotive 
issue, close to the heart of any ataxia sufferer, their 
friends and family. As more patients and families 
work closely with companies on treatments, experts 
say conflicts are increasingly frequent. 

Reasons compassionate use is better avoided:  

- the risk to the patient is too high – Who will 
monitor compassionate use? Who will be 
responsible if patient dies from drug? 
 
- there is not enough of the drug for compassionate 
use and clinical trial use 
 
- it will probably slow or stop clinical trials. It will 
possibly drain the pharmaceutical company of 
resources to carry out clinical trial. 
 

 
Santhera seeks EMEA approval  

 
         Idebenone approved in Canada 
 
In July 2008 Santhera, the Swiss pharmaceutical 
company, Santhera,  which focuses on 
neuromuscular diseases, gained market approval, 
with conditions, in Canada for use of idebenone in 
Friedreich’s Ataxia. Canada’s decision is the first 
market authorisation worldwide for any FA 
treatment. Idebenone will be distributed under the 
brand name Catena® 
  
 As this announcement was being made in 
Canada, it transpired that in Europe, the Committee 
for Medicinal Products for Human Use (CHMP) of 
the European Medicines evaluating Agency 
(EMEA) informally advised Santhera that it would 
not support a marketing authorization application 
(MAA) for SNT-MC17/idebenone to treat patients 
with Friedreich's Ataxia at this time. 
  
  According to the information received, 
Santhera's ongoing phase III trials prevented the 
CHMP from reviewing the company's application 
under the EMEA guideline on clinical trials in small 
populations as requested by Santhera in its MAA 
filing. The company's understanding is that the 
committee believes it cannot approve the drug 
before data from at least one of Santhera's advanced 
trials in Europe and United States.  
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Ataxia Study Group formed 

The Ataxia Study Group (ASG) as a non-profit 
group of physicians and researchers from medical 
centres in Europe was founded on 24 January 2008 
during a meeting that took place at the Institute of 
Genetics and molecular and cellular biology in 
Illkirch. 35 leading ataxia scientists from 12 
European countries unanimously agreed to establish 
the ASG. Although formed by European clinicians 
and researchers, the ASG will be aiming at 
including ataxia researchers from non-European 
countries in the following years. 

Goals of the ASG 

The major goal of the ASG will be to plan, 
implement and perform clinical trials and other 
research studies in ataxia disorders. To increase the 
impact and visibility of the ASG, studies will not be 
focussed on one particular ataxia disorder or one 
group of disorders, but rather cover the whole 
spectrum of ataxia disorders. Clinical studies may 

include interventional trials, observational studies 
and studies that aim to elucidate the causes of 
ataxia. The ASG hopes to be able to maintain an 
infrastructure that supports clinical and scientific 
research including, but not limited to, patient registries 
and banks of biomaterials. The ASG will adopt 
rules that regulate the access and usage of the 
information and materials provided by this 
infrastructure. 

How will the ASG be organized?  

The ASG is governed by a constitution and bylaws 
and an executive committee that has been elected 
during the foundation meeting. The executive 
committee will primarily be responsible for the 
direction and oversight of its research projects and 
activities. The first ASG Executive Committee 
pictured below with Thomas Klockgether, MD as 
chair.  

 

    
Thomas Klockgether  
Bonn, Germany 

Alexandra Dürr, 
Paris, France 

Caterina Mariotti, 
Milan, Italy 

Olaf Riess, Tübingen, 
Germany 

    
Bart van de 
Warrenburg Nijmegen, 
Netherland 

Ludger Schöls, 
Tübingen, Germany 

Sylvia Boesch, 
Innsbruck, Austria 

Massimo Pandolfo, 
Brussels, Belgium 
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Potential Causes of Sporadic Ataxia 
 

By Sid Gilman, MD, FRCP 
 
Sid Gilman, MD, FRCP, is the William J. Herdman Distinguished University Professor of Neurology at the 
University of Michigan Medical School. His research work is in the pathophysiological processes underlying 
neurodegenerative disorders. Dr. Gilman has published about 400 scientific papers, book chapters and 
abstracts, including nine books that he co-authored or edited. He earned his undergraduate degree and MD 
degree from the University of California, Los Angeles. Dr. Gilman serves on National Ataxia 
Foundation’s(NAF) Medical and Research Advisory Board. 
 
The following was presented at the 2007 NAF Annual Membership Meeting in Memphis, Tennessee and edited 
for publication in the Winter 07-08 issue of Generations, the National Ataxia Foundations official newsletter 
and they gave euro-ATAXIA permission to publish it in this newsletter. The Power Point slides that 
accompanied this presentation can be found on the website www.ataxia.org under 2007 A MM Presentations. 

 
This is going to be a clinical review of the 

sporadic ataxias. I want to put the sporadic ataxias 
in the context of the medical disorders that may 
cause a sporadic ataxia. I will do that by first giving 
you an overview of the ataxias.   

By definition, an ataxia is an incoordination of the 
limbs and of walking that’s not caused by stiffness. 
The primary causes of ataxia are diseases of the 
cerebellum and its connections, but also the 
peripheral nerves, the vestibular system, which has 
to do with balance and coordination, and having 
semi-circular canals in the ear and nerve fibres that 
go into the brainstem. The results are abnormal 
speech, eye movements, limb movements, 
instability, falls, trouble talking, and sometimes 
trouble swallowing.  

 
       What is sporadic ataxia? 
One can look at the ataxias broadly as falling into 

two big divisions: the hereditary ataxias and the 
sporadic ataxias. Sporadic means that by the history 
of the patient and the patient’s family there is no 
evidence that this is a genetic disorder.  

 
The hereditary ataxias can be viewed as multiple 

in type.  There are also so-called congenital ataxias, 
that is, children are born with abnormalities that 
become apparent later. One is the Chiari or the 
series of Chiari malformations. There are three 
types.  Type-1 is the one we see most commonly 
where a piece of the cerebellum is down below the 
level of the brain.  It’s through the foramen 
magnum.  It’s often discovered because people have 
an MRI scan to find what may be causing the 
patient’s symptoms, which are often headaches. 
Often surgery is recommended to cure the headache 

but frequently that doesn’t cure it because it is a 
migraine-type headache.  Occasionally having the 
tonsils (of the cerebellum) down will in fact cause 
headache and that is a situation in which surgery 
may be needed.  The other one is the Dandy-Walker 
malformation in which there are various kinds of 
cysts in the back of the head involving the 
cerebellum. There are recessively inherited 
disorders, Friedreich’s ataxia is the best known, but 
there are also many metabolic disorders in children. 
You have heard about the spino-cerebellar ataxias, 
previously known as dominantly inherited OPCA 
and then there are the sporadic ataxias, which is the 
topic of this conversation.  

 
 
   Why history taking is important in  
    sporadic ataxia?  
I want to give an overview of what causes 

sporadic ataxia. This is a very interesting area of 
work. I have found it to be continuously fascinating 
throughout my whole career, because it is a 
detective story. You have to get a good history, you 
have to do an examination and most of all and 
hardest of all you have to think from the clues that 
we have, “What is going on here?” X-ray imaging 
sometimes helps, sometimes it doesn’t help.  
Mostly it is the history and the examination that 
give one the diagnosis. If you work hard and long 
enough, even in the most obscure kind of patient, 
the answer usually comes through but sometimes it 
takes a little while to get it.   
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Trauma as a cause of sporadic ataxia 
Injury to the brain can produce an ataxia.  Often it 

is seen from birth. There is a so-called ataxic form 
of cerebral palsy in which there is an ataxia in 
addition to some of the other abnormalities that 
occur with this disorder.  Then primarily in soldiers 
in battle who have a direct injury to the cerebellum 
from missile fragments that will enter the 
cerebellum.  There are a number of vascular 
diseases or stroke related conditions that can cause 
ataxias.  Ischemic stroke is due to decreased blood 
flow to the cerebellum. It often affects the 
brainstem because the blood supply that goes to 
both structures can affect both at the same time or 
there can be a haemorrhage or leakage of blood in 
the cerebellum itself.   

There’s a whole series of abnormalities that can 
lead to haemorrhage in the cerebellum.  High blood 
pressure is one cause, but also there are little 
abnormal blood vessels that can leak and produce 
haemorrhage either suddenly or more gradually into 
the cerebellum causing a progressively worsening 
ataxia.  Von Hippel-Lindau disease is one of them.  
It’s a rather unusual disorder often picked up by 
ophthalmologists during an examination. Looking 
at the back of the eye, one can see these little 
tangles of blood vessels that make the diagnosis of 
von Hippel-Lindau disease. It’s an interesting 
disease in which there are these abnormal tangles of 
blood vessels in both the eyes and in the cerebellum 
and sometimes in other parts of the brain and 
brainstem.  There are venous sinus thrombosis that 
can rarely but sometimes present with an ataxia.  
There are very large draining veins coming from 
your cerebellum as from the rest of the brain. Often 
women who have just delivered a baby will develop 
a very severe headache, feel terrible and at times 
will develop an ataxia because a blood clot has 
developed in the back of the head, but not in an 
artery, in a vein that’s usually accompanied by 
swelling of the eye grounds, the discs which contain 
nerve fibers.  It is sometimes associated with 
pregnancy itself and with clotting abnormalities but 
also with dehydration and can occur to almost 
anybody at any time. The physician needs to be 
alert to it with patients who experience a new 
headache. 

 
Infections . 

There are many infections that can affect the 
function of the cerebellum, including bacterial, 
fungal and viral infections, and ironically, 
immunizations to prevent infections can at times 
produce ataxia through an autoimmune process. 

Bacteria can invade the brain itself, and this 
invasion results in a high fever, stiff neck, 
weakness, and at times delirium. This can occur in 
infants, who become ill very quickly. The specific 
bacteria that affect infants and young children tend 
to be different from those that affect adults. 
Similarly, fungal infections and viruses can invade 
the brain, including the cerebellum, and they also 
usually cause fever, stiff neck, and severe 
weakness. When these infectious agents affect the 
cerebellum, ataxia can be a presenting symptom. 
Ataxia can be the earliest stage of such a severe 
infection, and this occurs when the cerebellum is 
invaded early in the process and reflects 
inflammation of the tissues. Infectious agents, 
bacteria, fungi or viruses, can enter the brain from 
the blood stream, which is the most frequent route 
of infection, although at times an infection of the 
sinuses can lead to infection of the nearby brain 
tissue. 

 
There’s an obscure bacterium called T. whippelii 

which causes a disease called Whipple’s disease 
that rarely, can produce an ataxia and associated 
problems with eye movements, typically when a 
person is looking upwards. Along with an ataxia 
there may be a nystagmus, (beating movements of 
the eyes) and no other abnormality that one can 
detect. To make the diagnosis, first you have to 
think about Whipple’s disease and then the 
diagnosis is by means of a biopsy from the bowel 
and testing for the typical kind of antigen.  

 Syphilis is getting to be a diagnosis that we 
don’t see much anymore except in people with HIV 
or AIDS but it is still worth keeping in mind.  And 
Lyme’s disease, we do a lot of testing for Lyme’s; 
we rarely see it but it is still in the differential 
diagnosis.  For bacterial infections that cause 
meningitis and sometimes a cerebellar 
inflammatory process there are specific treatments.  
Sometimes one needs surgery if the infection of the 
cerebellum or brain causes an abscess. That 
involves an infection that gets walled off with 
connective tissue and it may need to be drained 
surgically. 

 
There are a number of fungus that can affect the 

cerebellum as well as other tissue of the brain. This 
is often seen in people who are immuno-
compromised, their immune systems are not 
working normally. Previously we saw that mostly in 
people with AIDS but now we are seeing it in  
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people who have had organ transplantation; heart, 

liver, kidneys, pancreas, all the various organs that 
are now being transplanted. In order to prevent 
rejection of those tissues, these people need to get 
drugs that will suppress the immune system. With 
an ever increasing number of transplants this has 
become extremely common now.  People with 
cancers get immune therapy, which decreases the 
capacity of the immune system to function 
naturally.  

 
Last month I saw a patient who had an amoeba 

involving the brain.  It was called an acanthamoeba.  
It comes from the water supply in the United States.  
You don’t have to go to a third world country to get 
this particular beastie.  It was a patient who had 
acute myelogenous leukemia, he had 
immunosuppression for it and then developed the 
fungal infection. Previously I saw a patient with 
aspergillosis involving the cerebellum. That is a 
common fungus that is all around us. There are now 
very specific antifungal treatments that are available 
for people with these disorders.   

 
Parasites 

There are very few examples of this in the United 
States but there certainly are in developing 
countries.  Mosquito bites, tick bites, contaminated 
food or water are sources of these. If you are 
immunosuppressed it is more likely that this will 
develop. They produce a meningitis, inflammation 
of the covering tissues of the brain, fevers and stiff 
neck. These are very ill people. Sometimes they 
will have epilepsy, a seizure disorder, sometimes 
twitching, so called myoclonus and they will often 
become delirious with other mental status changes. 
These will sometimes produce a mass lesion, a 
walled-off piece of tissue that looks like an abscess. 
There are various kinds of these.  Malaria is one, 
toxoplasmosis is another.  Cysticercosis is a 
helminthic or worm abnormality, but what you get 
in your brain is more the baby cysticercosis. It is 
very common in India and in Mexico and now, 
cysticercosis is becoming more common in parts of 
the United States, like southern California, southern 
Texas, that border upon Mexico because it is 
transmitted by what are called fomites, unwashed 
hands or other contaminated items like door knobs 
that infect people.  Although it is mostly from food 
and water that you get these beasties in your brain.   
Rocky Mountain spotted fever is another one of 
these disorders because of a Rickettsial disease. 

 

 
Viruses 

Viruses are a major cause of sporadic ataxias. We 
see this in children where they get an acute 
inflammatory process affecting the cerebellum and 
there are a number of them, measles, mumps, 
infectious mononucleosis. One sees acute cerebellar 
disorders also after vaccination in children. It is 
rare, but it happens and it is from the DPT 
vaccination, but also from some of the other 
vaccinations such as influenza and hepatitis. In 
adults we see cerebellar ataxias resulting from 
actual infections affecting the nervous system from 
viral causes. In my session on sporadic ataxias I 
heard of a woman who developed an ataxia after 
immunization for anthrax.  She was in the military 
service and had a history that is very convincing for 
the development of a cerebellar ataxia that 
gradually increased, then plateaued and has gotten 
somewhat better.    

 
There’s a disorder called PML, progressive 

multifocal leukoencephalopathy. It’s an awful 
disease due to a virus in the brain that is not 
treatable. It was not known, except in very rare 
cases of people with immunosuppression, until the 
advent of HIV and then AIDS when it became a 
much more common disorder. It’s due to a virus 
called the JC virus. Recently it has been seen, 
unfortunately, in multiple sclerosis patients treated 
with a new drug called Tysabri or Natalizumab.  
Tysabri is a very potent drug for multiple sclerosis, 
it’s probably twice as powerful or effective as the 
other drugs that have been developed for multiple 
sclerosis. Unfortunately in 3000 patients there were 
three patients, one per thousand, who developed 
PML.  Two of them have now died. One is still 
living but quite disabled. It’s untreatable once it 
develops. So people are very cautious now about 
prescribing Tysabri for multiple sclerosis.  

 
There is a disorder called Creutzfeldt-Jakob 

disease that can produce an ataxia.  You probably 
know this more as mad-cow disease or spongiform 
encephalopathy.  It is a disorder that is also 
incurable once it develops. Initially it causes, over 
the course of a couple of years, an ataxia that 
progresses into myoclonus, which are twitching 
movements of large groups of muscles. That then is 
followed by a progressive dementia and then it is a 
lethal disorder.  Diagnosis is not difficult once one 
thinks about that possibility and there are various 
tests including spinal fluid examination that will 
give that diagnosis.  
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Infection causing sporadic ataxia continued: 
 
 There have been outbreaks of it related to the 

consumption of contaminated beef.  Treatment is 
anti-viral agents where they are effective, IVIg, 
plasmapheresis and so on. 

 
 

Primary Brain Tumours . 
 These are not very difficult to diagnose.  There 

are some inherited disorders: ataxia-telangiectasia 
which is associated with medulloblastoma, Von 
Hippel-Lindau disease with cerebellar 
haemangioblastomas, and then metastatic tumours, 
tumours that spread to the brain from elsewhere that 
will cause an ataxia. One is paraneoplastic disease, 
where there is often a slowly evolving cerebellar 
degeneration because of a tumour, usually 
malignant but sometimes benign, somewhere else in 
the body, often it is in the lung, maybe in the 
ovaries.  There are antibodies that can be detected 
that are found in the spinal fluid or in the blood and 
there are particular kinds that will appear in cancers 
of the breasts, ovary, the uterus and in the lung.  
The diagnostic evaluation is important because this 
is a treatable disorder and the earlier the diagnosis 
the more likely it is that we can treat it effectively 
before it becomes a disaster. Treatment for it is to 
identify the tumour and remove the tumour.  Often 
the ataxia gets a little bit better but often the patient 
does not return completely to normal so the earlier 
the diagnosis the better. 

 
 

Autoimmune Disorders. 
There are a series of autoimmune disorders that 

will produce cerebellar ataxia.  In the antigliadin 
story, one has these antibodies in what is called 
sprue, celiac sprue, which is a gluten enteropathy; 
people are overly sensitive to glutens.  They have 
antibodies against them and they will have a small 
bowel disorder with diarrhoea, foamy fat-laden 
stool.  They have antigliadin antibodies.  Some 
years ago investigators, mostly in Germany, 
discovered that there are people without sprue who 
have antigliadin antibodies and have ataxia. 
However they have found non-affected people who 
have antigliadin antibodies and there are people 
with the dominantly inherited ataxias who have 
antigliadin antibodies so that test has become much 
less specific and therefore not nearly as exciting an 
entity.  Dr. Susan Perlman has said that she still 
treats people when she finds it with some beneficial 

affect in a few patients, but not in most. There’s an 
entity called anti-GAD (glutamic acid 
decarboxylase) antibodies seen often in people with 
diabetes or other endocrine disorders so an anti-
GAD is a test I usually ask for. If it is positive, then 
these patients’ ataxia does respond to immuno-
suppression.   

 
Endocrine Disorders 

 Hypothyroidism and hyperthyroidism can 
produce an ataxia.  Hypothyroidism presents with 
gait problems and instability in the trunk so that 
people rattle to and fro. They can develop cognitive 
disorders and they’re usually responsive to thyroid 
medication.  In Hashimoto’s thyroiditis there is an 
immune-mediated cerebellar ataxia that does 
respond to immunotherapy.  Then hyper-
parathyroidism and hypoparathyroidism are rare, 
but they can be associated with cerebellar ataxias.   

 
 

Toxic Disorders 
  I often get the question, “I have a drink or two at 

night. Is that causing my ataxia?” And the answer is 
no.  In order to get a cerebellar ataxia from 
alcoholism you need to have Vitamin B1 
deficiency, you have to be a very severe alcoholic, 
missing meals. A little bit of alcohol does not 
produce cerebellar degeneration.  It usually makes 
your existing cerebellar degeneration a bit worse 
while you have the alcohol in your blood. Some 
anticonvulsant and antineoplastic medications can 
cause an ataxia. Toxic disorders, heavy metal 
intoxications, many household compounds, so-
called recreational drugs and there are metabolic 
injuries that will produce ataxias. 

 
 

Neurodegenerative Diseases 
 Progressive supranuclear palsy can give you a 

pure cerebellar ataxia.  It presents with parkinsonian 
features, dystonia, but it may present initially with a 
pure cerebellar ataxia and with time one determines 
that that’s what it is.  The fronto-temporal 
dementias also can give you an ataxia. Interestingly 
enough, conversion reaction, which are functional 
non-organic disorders, very frequently appear in my 
clinics as a cause of ataxia. 
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Idiopathic Cerebellar Ataxias. 
Sporadic OPCA or olivopontocerebellar atrophy 

also called idiopathic late onset cerebellar ataxia 
also known as adult onset cerebellar degeneration of 
unknown cause.  These are all patients that come in 
with a diagnosis of sporadic ataxia.  Abele, one of 
our colleagues in Germany, wrote a paper 
evaluating 112 patients with sporadic ataxia onset 
over age 20 years.  They found, even though the 
family history was negative, that 13% had a 
genetically mediated ataxia frequently SCA6 but 
some SCA3 and some SCA2 and a few had 
Friedreich’s.  About 30% met criteria for multiple 
system atrophy and most remained undiagnosed so 
that when one goes through this entire list of 
sporadic ataxia you still have 50% who do not have 
a diagnosis.   

 
 

Multiple system atrophy 
Multiple system atrophy, my colleagues and I 

evaluated 51 patients with sporadic OPCA over 
multiple years.  We determined by survival analysis 
that about 25% of those who appear with sporadic 
OPCA will evolve to MSA within five years.  MSA 
is a neurodegenerative disorder unknown in cause. 
It causes cerebellar ataxia, parkinsonism, autonomic 
failure.  Usually it begins with parkinsonism 

features with autonomic failure, that is light 
headedness or drop of blood pressure when 
standing up, urinary incontinence and difficulty 
sweating. A minority begin with cerebellar ataxia.  
Some respond to treatment for parkinsonism and 
most respond to treatment for autonomic failure. It 
does shorten the life span.  And it is an area for 
development. It is due to an alpha-synuclein 
abnormality and we are hot on the trail of how to 
deal with that.  It is a similar kind of abnormality to 
Parkinson’s disease.  

 
In summary ,  
Sporadic ataxias result from multiple causes. 

Tracking them down is a challenge and an 
interesting process for the physician.  They need 
thorough evaluation for diagnosis but still about 
50% of them do not receive a diagnosis initially.  It 
takes time. Usually the cause becomes clear with 
patience.  One has to evaluate them early and very 
thoroughly because some of them can be treated 
and reversed.  Thank you very much.   
 

Editor’s comment: 

Many thanks to National Ataxia foundation for 
allowing euro-ATAXIA to reproduce this article

 

 
 

 

 

 

Further information on Sporadic Ataxia 

In a recent Generation magazine, the National 
Ataxia Foundation, thanks to Dr Susan Perlman 
produced a comprehensive booklet called 
“Evaluation and Management of Ataxic Disorders, 
An Overview for Physicians”. It is available from 
National Ataxia Foundation.  

 In it, Dr Perlman specifies in Table 10 that 
any recessively inherited ataxia can present as 
sporadic ataxia as well as x-linked or 
mitochondrially inherited ataxia. For any patient 
with sporadic ataxia this booklet may be a helpful 
resource to you. It will help you understand the 
investigations needed into sporadic ataxia. It may 
also be a valuable resource for any doctor in the 
investigation of an ataxia.   

For more information see 
www.ataxia.org/store/default.aspx 
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News from ataxia patient organisations - worldwide 
 

 
Ataxias en Moviminento 
This Spanish association is collaborating in a 
clinical trial which will try to prove that, Algatrium 
plus, is effective in treating FA. Algatrium is an 
antioxidant. No mention is made in this press 
release whether this trial is a double blind trial or 
how an improvement in ataxia is measured.  
 
 
Friedreich Ataxia Research Alliance (FARA) 
FARA America (www.curefa.org) announced in 
July 2008 that a phase 1 trial using A0001 in 
healthy volunteers is being conducted by a contact 
research organization chosen by Penwest 
pharmaceuticals. 
  A0001 is a small molecule that has the 
potential for treating defects in the mitochondrial 
respiratory chain like those believed to cause 
significant damage in FA and a number of other 
neurological and neuromuscular disorders. In April 
2006, the food and drug administration (FDA) 
granted orphan drug designation status to A0001 for 
treatment of inherited mitochondrial respiratory 
chain diseases. 
 Phase I of this trial like all phase I trials will 
concentrate on safety of the drug, A0001 has not 
been used before for any other condition. Therefore, 
the phase I trial will not be using FA sufferers. Data 
from this phase I trial will be used to establish 
safety of A0001 in humans and will help instruct 
selection of the best doses to use in phase II clinical 
trials in FA patients. 
 FARA are preparing to meet the FDA to 
discuss their EPO protocol for a clinical trial. 
Santhera has increased recruitment to 70 
participants in the idebenone double blind clinical 
trial 
 
Editor’s comment; I hope all FA sufferers have 
registered on the FARA patient registry so if 
clinical trial is planned near you, the organisers 
can contact you.  
 
FARA Australasia www.fara.org.au  
FARA has recently been in the news with Prof 
Richardstown, Professor of Cancer Cell Biology 
telling us that his research is the first to demonstrate 
the processes responsible for the iron loading. A 
mouse model of FA was used to show that frataxin 

deficiency alters cardiac iron metabolism. Prof 
Richardson’s team found that the increased iron 
loading in the myocardium was due to the marked 
uptake of transferrin, a protein which binds to iron 
and delivers it into the cell. The Australian 
researchers then looked at treating the problem with 
a non mitochondrial iron chelator, desferrixamine 
and a mitochondrial chelator called pyricoxal 
isonicotinoyl hydrazone (PIH). A combination of 
the two prevented cardiac iron loading and limited 
cardiac hypertrophy in the mouse model suggesting 
it should be further explored as a potential therapy 
 Other items on their agenda at the moment 
are the deferiprone trial in which Australia has been 
included. The trial is also underway in Europe and 
Canada. Australia also hope to be involved in EPO 
trial due to commence later this year or early 09. 
 
 
Federación de Ataxias de España (FEDAES) 
gave a report of their recent very successful annual 
meeting in Valladolid. It was there 2nd annual 
meeting at this location and they were very pleased 
with it.  
 On the 1st day they had a display of the 
latest in computer technology and mobilisation 
equipment. In particular they had a covered scooter 
which could be directed by a computer and eye 
movements. The following day was devoted to 
scientific research in Spain.  
 After the scientific meeting Isabel Campo 
told members that she is now a board member of 
Spanish branch of EURORDIS. She discussed 
EURORDIS strategy for rare illness. She also 
advised members that she would like them to 
contribute to FEDAES so that all ataxias would be 
represented.  
 
Editor’s comment: I can concur with that advice 
and would also like to hear from other groups. 
 
 
GoFAR 
The HDAC team (Repligen team, Joel Gottesfeld, 
Massimo Pandolfo, Mark Pook, David Lynch, 
GoFAR reps and FARA representatives met May 
31st  2008 in Boston. The group outlined the next 
steps and goals for the upcoming six months.  
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GoFAR report continued: 
Repligen feels that they are on target to submit an 
IND in the late fourth quarter of 2008. The team is 
now beginning to outline clinical and biomarker 
studies to begin laying the necessary groundwork 
for a clinical trial. The next team meeting is planned 
for October 2008. 
GoFAR - Comitato RUDI has approved funding for 
the following projects: 
 
1. Prof. Massimo Pandolfo laboratory gets 

€150,000 for the year 2008 to support the 
research project entitled: "Histone deacetylase 
inhibitors to overcome the transcription 
deficit in Friedreich Ataxia: mechanism of 
action and pre-clinical development". 

 
2. Prof. Joel Gottesfeld (Dr. Elisabetta Soragni) in 

conjunction with Ataxia UK gets $67,000 for 
the year 2008 to support the research project 
entitled: Time dependence and dose response 
of HDAC inhibitors of the pimelic diamide 
family on the chromatin structure of the 
frataxin gene 

 
3. and Prof. Antonio Piga, Turin, gets € 29,000 for 

the  year 2008/09 to support the research project 
entitled: Study on use of iron chelation in 
Friedreich’s Ataxia.  

Reasons for this study include: 
a) to verify the safety of deferiprone in FA  
patients.  
 b) to measure the frataxin levels in mononuclear 
peripheral blood cells of FA patients at baseline, 
and at the end of the study by a dedicated kit. 
 c) to assess the feasibility and the preparation 
needed for a randomized controlled trial on 
efficacy of deferiprone in FA patients using 
International Cooperative Ataxia Rating Scale 
(ICARS), and Friedreich’s Ataxia Rating Scale 
(FARS).  
d) to evaluation of the effect of deferiprone on 
cardiac function  

 
National Ataxia Foundation (NAF)  
 
NAF held its annual meeting in March in Las 
Vegas. This year the Ataxia Investigators meeting 
(AIM) preceded the Annual meeting of NAF. 
Researchers from all parts of USA, England,    

  
NAF report continued: 
In a recent edition on the NAF newsletter, 
Generations, Dr John Day a neurologist from   
Minnesota, USA did a summary of what was learnt 
at the conference. Dr John has been doing 
summaries for NAF for a number of years and is 
nothing short of an expert in this field now.  
He went on to speak about the swamp of ignorance 
that any parent or ataxia sufferer faces when they 
sense something is wrong and no diagnosis is made. 
Finally, when a diagnosis of ataxia is made and he 
refers to a desolation desert as you finally have a 
name for the condition and you do not know what it 
means.  
 
Patient associations are a wonderful help when 
sufferers have just been diagnosed. Dr Day went on 
to tell us that in keeping the blazing a trail in 
research theme, which NAF chose for their 
conference, that we are now on a treatment ridge.  
Below are the top ten list of things which he felt 
were most important at this time in ataxia research: 
 
10) more young scientists are interested in ataxia 
       research 
9)   co-operative research networks have been    
      formed both in USA and Europe and are in  
      regular contact 
8)   more ataxias have been identified 
7)   a better understanding of cerebellar  
      development is available now as was  
      discussed at AIM.  
6)  a better understanding of the genetics of ataxia 
5)  learning about ataxia triggers and exacerbating      
     factors is ongoing 
4)  learning how the cerebellum is involved in  
     thinking and emotions will help sufferers 
3)  x-ray changes in ataxia are more defined now 
     with better MRI scans and this is helping to 
     understand the disease further. 
2)  more treatment approaches are being developed  
      including RNA interference, gene therapy. Stem      
     cell therapy was not specifically discussed but  
     ataxia investigators are keeping a close eye on  
     developments in this area  
1)  there are several treatment trials underway for  
     F A and plans are well advanced for a clinical  
      trial in SCA using lithium

Strasbourg and Australia participated.  
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Programme   ‘Current Research into Ataxia’ - 25 Sep t. 2008 
 

Stillorgan Park Hotel, Dublin 
 
 

 
 

Friedreich’s Ataxia Research      Chair: Prof. Massimo Pandolfo, Brussels 
 
9.30  Restoring frataxin gene expression in Friedreich's Ataxia - epigenetics meets transcription 

– Prof. Richard Festenstein, Imperial College London, UK   
 
Drugs that target frataxin gene silencing   
- Dr Joel Gottesfeld, Scripps Research Institute, California, USA 
 
TAT conjugated frataxin as novel non-viral therapy for Friedreich's Ataxia  
- Dr Piyush Vyas, Indiana University, USA 
 
 

11.00-11.30 Coffee break  
  
11.30                Proteomic Studies on Friedreich’s Ataxia  

- Prof. Dolores Cahill, University College Dublin, Ireland  
 

Idebenone trial update  
- Prof. Massimo Pandolfo, Erasme Hospital and Libre University, Brussels, Belgium  

 

Deferiprone trial update 
- Dr Arnold Munnich, Necker Childrens Hospital, Paris    

 
Clinical outcome measures in Friedreich’s Ataxia 
- Prof. Martin Delatycki, Murdoch Childrens’ Research Inst, Melbourne, Australia 

 

Discussion on results from latest trials – facilitated by Prof. Pandolfo 
 

13.30-14.30 Lunch  
 
 
14.30 Cerebellar Ataxia Research    Chair: Prof. Koenig, Strasbourg 
 

Update on EuroSCA clinical projects 
- Dr Thomas Klockgether, University of Bonn, Germany 

 
RNAi as potential therapy for dominant ataxias – focus on SCA7 
- Dr Matthew Wood, University of Oxford, UK 

 

15.45–16.15   Tea break  
 
 

16.15 Spinocerebellar ataxia type 2: Functional characterization of ataxin-2 by inhibitory molecules 
- Dr Sylvia Krobitsch, Max-Planck Institute for Molecular Genetics, Germany 
 
Bone marrow-derived stem cells and their potential role in degenerative ataxias 
- Dr Alastair Wilkins, University of Bristol, UK  
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 Worldwide experience of clinical trials & living with Ataxia  

 
 

Friday 26 Sept. 2008   Stillorgan Park Hotel, Dublin, Ireland 
9.30  Welcome: Tom Kelleher, Chairperson, Friedreich’s Ataxia Society Ireland  
 

Research updates                Chair: Prof Michel Koenig  
 

Update on clinical trials in Friedreich’s Ataxia  
- Prof. Massimo Pandolfo, Erasme Hospital and Libre University, Brussels, Belgium 

 
Update on therapies for overcoming frataxin gene silencing  
- Dr Joel Gottesfeld, Scripps Research Institute, US 
 
Practical Genetics of Ataxias 
- Prof. Andrew Greene, Geneticist, National Centre for Medical Genetics, Dublin 

 
11.00-11.30   Coffee break  
 
11.30  Overview of EuroSCA project 

- Dr Thomas Klockgether, University of Bonn, Germany 
 
Update of the recessive ataxias 
- Prof Michel Koenig, Louis Pasteur University, Strasbourg, France  

 
12.30-13.30    Lunch  
 
13.30   Living with Ataxia       Chair: To be confirmed 
           

The Melbourne Friedreich’s Ataxia Programme 
- Prof Martin Delatycki, Clinical Geneticist, Melbourne, Australia  

 
Ataxia UK Accredited Ataxia Centres  
- Dr Julie Greenfield, Research Projects Manager, Ataxia UK  

 
Specialist Ataxia Clinic: an example from Ireland 
- Dr Raymond Murphy, Neurologist, Adelaide & Meath Hospital, Dublin  
 

14.45–15.15   Tea break  
 
15.15  Long-term Housing for People with Ataxia  
  - Margot Barnes, Occupational Therapist 
 

The Benefits of Speech Therapy 
- Fiona Hill, Senior Speech & Language Therapist, Adelaide & Meath Hospital 
 
Contemporary physiotherapy practice in the UK.   Results of a survey 
- Elisabeth Cassidy, Physiotherapist, Brunel University London  
-  

Dinner 
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‘Current Research into Ataxia’ 

 
This two day ataxia conference has something for 
everyone. Day 1 gives an idea of what is happening 
at the cutting edge of science and an insight into 
how discoveries are made. Day 2 concentrates on 
the value of the current treatment and how best to 
optimise the services that are available to ataxia 
sufferers. As a neurologist, general physician, 
general practitioner, nurse, health care professional 
or ataxia patient there is some information for 
everyone. 
 

 
 
Prof Barry Hunt is Dean of 
the Faculty of Health and 
Human Sciences at the 
University of Hertfordshire, 
Hatfield, UK and is Chair of 
Ataxia UK’s Scientific 
Advisory Committee  
 
 

 
 
Prof. Raymond Murphy 
is Consultant Neurologist at 
the Adelaide Meath 
Hospital, Tallaght, Dublin 
where he has responsibility 
for the Ataxia Clinic. He 
has always had a keen 
interest in ataxia   

 
 
Prof Massimo Pandolfo is 
one of the worlds leading 
experts in Ataxia and his 
work is currently at Erasme 
Hospital, Brussels where he 
is Professor of Neurology. 
Prof Pandolfo received his 
primary degree at the 
University of Milan and his 

post doctorate in molecular genetics from the 
University of California. He has since worked in 
neurology and research departments in Universities 
in Milan, Houston (Texas) and Montreal. While in 
Montreal he was one of the group that discovered 
the Friedreich Ataxia gene in 1996.  He is a member 
of the medical and scientific board of both patient 

organisations in the USA and of euro-ATAXIA. 
Who better could there be, than Prof Pandolfo to 
chair the morning session?  

 
 Classification of ataxia  

 
Ataxia is a neurological disorder characterized by 
loss of control of body movements. People who 
have ataxia are usually: 

a) clumsy,  
b) unable to walk steadily, it can be so severe 

that they can be mistakenly accused of being   
drunk, and eventually become wheelchair 
bound, 

c) having difficulty with their speech, which is 
often slurred.  

d) in the final stages of their illness have 
difficulty with swallowing and breathing. 

 
There are over 50 different types of inherited 
ataxias that can strike during childhood or 
adulthood. Ataxia is usually inherited in an 
autosomal recessive pattern when a diagnosis is 
made in childhood, typically presenting between the 
ages of 2 to 16 years. In this case neither parent has 
the disorder but carries the gene for it and then 
gives it to their child. Ataxias can be inherited in a 
dominant manner i.e. the condition is inherited from 
a parent who suffers from the condition themselves. 
This ataxia usually presents in an older age group 
40-60 years. It is called Spino-Cerebellar Ataxia 
(SCA). Ataxia can be sporadic or be caused by 
metabolic disorders, brain injuries and toxins.  The 
most common type of ataxia worldwide is 
Friedreich’s Ataxia, with frequency of about 1 in 
40,000. It is an autosomal recessive ataxia, 
presenting in childhood leaving the sufferer 
wheelchair bound within 15 years of diagnosis. It is 
usually associated with scoliosis, foot deformities, 
heart problems and occasionally diabetes mellitus. 
There is no curative treatment at present.  

 

Restoring fratraxin gene expression 

in Friedreich’s Ataxia 

Prof Festentein opening the conference will 
hopefully be able to give us the latest on this project 
which he is involved in with Prof Pandolfo 
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(Brussels) and Dr Joel Gottesfeld (California).  Prof 
Richard Festenstein, Clinical Professor of 
Molecular Biology at Imperial College, London 
(located at Hammersmith Hospital Campus) has 
been active in various research groups within the 
Clinical Sciences Centre, a division of the Faculty 
of Medicine. 
  
 Friedreich’s Ataxia is caused by expansion 
of GAA repeats in the first intron of a nuclear gene 
that encodes the mitochondrial protein, frataxin. As 
a result sufferers with Friedreich’s Ataxia make too 
little of the protein frataxin, an essential protein for 
the proper functioning of mitochondria, the energy-
producing components of cells. This is because the 
gene responsible for producing frataxin is ‘switched 
off’ by the expanded tightly packed DNA or 
chromatin structure. The protein heterochromatin is 
known to be important in creating tightly packed 
DNA. 
   
 Prof Pandolfo’s team, Prof. Festenstein’s 
team in London and Dr Gottesfeld’s team in the US, 
has been working over the last few years on the 
possibility of using specific small molecules histone 
deacetylase inhibitors (HDAC) to switch on the 
gene again in Friedreich’s Ataxia. They are now 
investigating the mode of action of HDAC 
inhibitors and their therapeutic potential. The effect 
of these inhibitors on frataxin levels will then be 
studied in cells, and potential epigenetic therapies 
tested on a mouse model of Friedreich’s Ataxia to 
improve the transcription problems in Friedreich’s 
Ataxia and evaluate benefits and toxicity. This 
important step is necessary to confirm whether the 
results from cells can be replicated in an animal, 
and is a prerequisite to any human clinical trials. 
 

   
Dr Joel Gottesfeld 
works at the 
Department of 
Molecular Biology at 
the Scripps Research 
Institute which is one of 
the world’s largest 
independent, non-profit 
biomedical research 
organisations.  The 

Institute is involved in research of compounds 
called Histone Deacetylase (HDAC) inhibitors 
which increase the production of the frataxin 
protein 
 

 
 
Prof Martin Delatycki 
is director of the 
Murdoch Childrens’ 
Research Institute in 
Melbourne and has 
recently published a 
paper on “How is 
disease progress in 
Friedreich Ataxia best 

measured? A study of four ataxia rating scales”                                
                                                      
 
International co-operative ataxia rating scale 
(ICARS) is a general ataxia scale, which was 
developed by a special ad hoc committee of the 
World Federation of Neurology, in an effort to 
produce a valid and reliable instrument that could 
be used in trials for new therapeutic agents in 
patients with different types of ataxia (Trouillas 
1997). The ICARS scale did not consider the 
clinical spectrum of Friedreich Ataxia, in particular 
the sensory abnormalities associated with Friedreich 
Ataxia. By contrast Friedreich Ataxia Rating Scale 
(FARS) was specifically developed for Friedreich 
Ataxia and validated in 2007 (Delatycki et al 2007) 
and this study found that FARS is the best scale to 
use in Friedreich Ataxia clinical trials.  
 
In the June 2006 Lynch et al published details of 
another method of measuring Friedreich Ataxia. It 
is called the Friedreich Ataxia rating scale (FARS) 
and involves the simple performance measures – 
9hole peg test, the times 25 foot walk, PATA test 
and low contrast letter acuity. Validation of this 
scale involved 155 patients with Friedreich Ataxia 
in six medical centres. 
 
 

 
Prof Michael Koenig, 
Associate Professor in the 
Department of Molecular 
Pathology at the Institute 
of Genetics and 
Molecular Cell Biology 
at the Louis Pasteur 
University, Strasbourg,  

 
 Prof Koenig was one of the group that discovered 
the Friedreich Ataxia gene in 1996. Since then he 
has been involved in the discovery of other genes. 
These include Ataxia and Ocular Apraxia 1 
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(AOA1) and AOA2 and the identification of 
recessive ataxia in an Algerian family, a serious 
mutation in ADCH3 locus which is involved in 
coenzyme Q biosynthesis on chromosome1. This 
raises the issue of how coenzyme Q is involved in 
degenerative ataxias and raises the possibility of 
supplementation therapy with it. 
 
 
 

Proteomic research in Ireland 
 

Proteomics is the large-scale study of proteins, 
particularly their structures and functions. The term 
"proteomics" was coined to make an analogy with 
genomics, the study of genes. The word "proteome" 
is a blend of "protein" and "genome" 
 

Prof Dolores Cahill read Natural 
Sciences at Trinity College 
Dublin, specialising in 
molecular genetics and 
completed a Ph.D in 
Immunology before going to 

Technical University, Munich for an EU funded 
postdoctoral position. She co-founded the German 
biotechnology company PROTAGEN AG. She 
returned to Royal College of Surgeons, Dublin 2000 
as Director of Proteomics and is located at 
University College Dublin since 2005.   
 
In conjunction with Dr Ray Murphy’s team at 
Adelaide Meath Hospital, Dublin she is conducting 
research into the proteomics of Friedreich’s Ataxia 
and will be able to tell us more on 25th September. 
 
 
 
 
 

Research in dominant Ataxias  
 

Research in this area has 
been helped significantly 
by an EU funded 
programme called 
European Spino-Cerebellar 
Ataxias (EUROSCA) 
which was started in 2003. 
This involves 17 clinical 
centres from 10 countries 

and has been co-ordinated by Prof Thomas 
Klockgether, Neurology Department, Bonn. 
Recently, he was appointed chief executive of 
European ataxia study group (ASG). This 
collaborative group gathers scientists working on 
ataxia from all over Europe, with the goals of 
translating excellent basic research (mostly 
hypothesis-driven) into clinical trials. 
 
 

RNAi therapy for SCAs’ 
 
In 2006 two researchers, Andrew Fire and Craig 
Mello, from Stanford University, California won a  
Nobel Prize for discovering the technique of RNA 
interference (RNAi). This has the potential to 
silence or ‘switch off’ genes. Dr Matthew Wood is 
now studying this as a potential genetic therapy for 
several neurodegenerative diseases, including 
spino-cerebellar ataxia type 7 (SCA7).  
 The first step towards testing the use of 
RNAi therapy is to test it in animal models and 
identify the most active RNAi molecules. It may 
lead to effective treatment in humans. It is hoped 
that the results of this project should prove whether 
RNAi therapy can be used to silence the abnormal 
gene in SCA7.This could lead to treatments being 
developed using this technology. 
 

 
 
Dr Matthew Wood  is 
currently University Lecturer 
in the Department of 
Physiology, Anatomy and 
Genetics and Fellow and 
Tutor in Medicine at  

                                    Somerville College. 
 
 
On Friday afternoon we have experts from 
Australia, United Kingdom and Ireland speaking of 
the ataxia centres, caring exclusively for ataxia 
sufferers. This is followed by information on 
housing, and the benefits of speech therapy for 
ataxia sufferers. The final speaker is Elizabeth 
Cassidy who has conducted research on 
contemporary physiotherapy practice for people 
with ataxia in UK and will give us the benefit of her 
experience. 
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Friedreich Ataxia sufferers in Paralympics 

Amy Kelehan, FA sufferer 
who is wheelchair bound, 
originally from Dublin but 
currently living in Galway is 
representing Ireland in 
sailing in Beijing paralympic 
games in the two-person 
keelboat class. Amy is 
joined by John Twomey 

Cork, paraplegic and wheelchair user who has been 
a regular at the Paralympics since 1976 

.Carl Gustaf, FA sufferer since he was 18 years 
old, from Sweden and is now 43 years old . He is 
wheelchair bound. He is pictured below with 
Birgitta Jacobsson, 53 years old with whom he sails 
with in the paralympics. She is also wheelchair 
bound from a cyst on the spinal cord.  

 
 Gustaf says that this time he is very 
optimistic that he will win a medal. But even more 
important than winning is to show a country like 
China that disabled people can compete and live a 
full and active life and don't belong in institutions. 
You can find some more information about him on 
his webpage http://www.fresk.info/skud18 
 
Amy and Carl both use a Skud 18 boat that has 
some special features to assist them. The only 
standard equipment is the cockpit and a box that is 
holding water bottles. The sailing events at the 
Games take place in Qingdao in East China at the 
Qingdao Olympic Sailing Centre and will run from 
September 8 with finals scheduled for September 
13. All euro-ATAXIA  members wish them both the 
best of luck.

 

 
 

 
New spinal implant to correct scoliosis 

 
UK CONTACT - Claire Bowles, New Scientist Press Office, London: 

Tel: +44(0)20 7611 1210 or email claire.bowles@rbi.co.uk

Children suffering from the spinal condition 
scoliosis face the prospect of major surgery with 
lifelong complications. To try to avoid this, a new 
corrective implant is under development that 
“grows” with the child, harvesting the energy it 
needs from its host’s movements. 
 Scoliosis affects as many as 1 in 50 adult 
women and 1 in 200 men, causing their spines to 
curve from side to side into unnatural “C” or “S” 
shapes. In severe cases, it is treated by grafting 
sections of bone or metallic fixators onto the spine 
to help straighten it. But this “spinal fusion” surgery 
usually cannot be done until a child is almost fully 
grown, by which time the symptoms are already 
advanced. 

 The NADAR device is designed to allow some free 
movement of the spine, some of which it harnesses 
to pump hydraulic fluid from a low-pressure reserve 
within the device into a high-pressure reservoir. 
When adjustment is needed, the doctors use 
wireless telemetry to open a valve that releases fluid 
from the reservoir into the piston. The device is 
removed completely once the spine is straight, 
reducing the risk of complications. 
 
When will it be available? 
Tests on sheep have been very promising, but it will 
be at least three years before it is ready to be tried in 
humans  
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