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EDITORIAL

Michael Morgan

rganising the 2001 AGM proved to be difficult. Edinburgh in Scot-
land, was supposed to be the location, but it was suddenly changed

to Gatwick, south of London. However, it seemed that Gatwick was not a
suitable location either. So, the venue changed again to Ataxia UK’s of-
fice in London. Then, London turned out to be too expensive for most
delegates. Ataxia UK saw no possibilities to organise the meeting within
the finacial limits of most delegates and had sadly to withdraw their of-
fer to host the meeting.
As happened before in 1997, when the Flemish suddenly withdrew, the
Dutch saved the AGM again. The Dutch FA group will host this year’s
AGM in Lunteren, where we met before in 1995 and 1997. The date
changed to 2-4 November as no other weekends where available. For the
latest details see our website at:
http://home.wanadoo.nl/euro-ataxia/agm01.htm.
We will post the details up there as soon as we get them.

The medical news in this edition is taken up primarily with the success-
ful breeding of an FRDA mouse. Inside, Michel Koenig gives a more or
less scientific evaluation of what they have done, while Michael Morgan
gives a more layman’s point of view.

Newcomers to the world of Ataxia are Philip Grammont and his SCD
Euro group. This started independently, but as it follows precisely the
same aims as Euro-Ataxia, it was decided to bring it in as part of the
main group.

All good things come to pass. This will be the last issue under the pres-
ent editor. Michael Morgan has decided to retire and his successor will
be named at the forthcoming AGM. He will continue to sub-edit articles
sent in, but will, alas, no longer attend AGM’s or public conferences. Ba-
sically, it’s time we brought some new talent into the picture, and mak-
ing way for the new generation seems the best course.

Having ataxia and trying to operate voice software is not an easy thing.
Essentially the problem is one of controlling the ataxic voice into a con-
sistent run of intonation for data input into a computer. Carolien Koop-
mans has been struggling for years with successive voice software pro-
grammes, but has finally found a way to master it. Inside she gives her
assessment of how to make the thing work – which is a lot more than
your editor can do.

Voice problems in Friedreich’s Ataxia are now the subject of a study be-
ing carried out at the University of Ulster, in Ireland. Inside, Bronagh
Blaney gives an overview of what this research is about, and also focuses
on the day-to-day problems many ataxic people face.
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MOUSE MODELS FOR FRIEDREICH ATAXIA EXHIBIT CARDIOMYOPATHY, SENSORY NERVE
DEFECT AND FE-S ENZYME DEFICIENCY FOLLOWED BY INTRAMITOCHONDRIAL IRON
DEPOSITS.

Hélène Puccio, Delphine Simon, Mireille Cossée, Paola Criqui-Filipe, Francesco Tiziano, Judith Melki, Colette Hindelang,
Robert Matyas, Pierre Rustin and Michel Koenig

riedreich ataxia (FRDA), the most common auto-
somal recessive ataxia, associates degeneration of

the large sensory neurons and spinocerebellar tracts,
cardiomyopathy and increased incidence in diabetes1,2.
FRDA is caused by severely reduced levels of frataxin,
a mitochondrial protein3 of unknown function. Yeast
knock-out models, histological and biochemical data
from patients heart biopsies or autopsies have shown
that frataxin defect causes a specific iron-sulfur pro-
tein deficiency and intramitochondrial iron accumula-
tion4-7. We have recently shown that complete absence
of frataxin in the mouse leads to early embryonic le-
thality8, demonstrating an important role for frataxin
during mouse development. Through a conditional
gene-targeting approach, we have generated in paral-
lel a striated muscle frataxin-deficient line and neu-
ron/cardiac muscle frataxin-deficient line, which to-
gether reproduce important progressive pathophysi-
ological and biochemical features of the human dis-
ease, including cardiac hypertrophy without skeletal
muscle involvement, large sensory neuron dysfunction
without alteration of the small sensory and motor neu-
rons, and deficient activities of complexes I-III of the
respiratory chain and of the aconitases. Our models
allow to demonstrate time-dependent intramitochon-
drial iron accumulation in a frataxin deficient mam-
mal, which occurs after onset of the pathology and af-
ter inactivation of the Fe-S-dependent enzymes. These
mutant mice represent the first mammalian models to
evaluate treatment strategies for the human disease.

Mice homozygous for a conditional allele of Frda
(FrdaL3/L3) were crossed with mice heterozygous for the
deletion of Frda exon 4 (Frda∆/+) and carrying a tissue
specific Cre transgene [under the control of the muscle
creatine kinase (MCK)9 and the neuron-specific eno-
lase (NSE)10 promoters] to induce striated muscle- and
neuron- restricted exon 4 deletion, respectively. For
both crosses, the expected ratio of FrdaL3/∆; MCK-Cre+

or F FrdaL3/∆; NSE39-Cre+ newborns (MCK and NSE
mutants, respectively) was obtained, indicating no sig-
nificant embryonic lethality. NSE mutants present a
weight reduction at birth accompanied by progressive
neurological phenotype including ataxia, hunched
stance, and loss of proprioception. They have a short
life expectancy (24 ±9 days) with a 41% weight differ-
ence at death compared to littermates. MCK mutants
loose weight at around 7 weeks, and progressively de-
velop signs of fatigue to die at 76±10 days, with a 29%
weight difference at death.
We observed a restricted absence of full length tran-
script and protein in skeletal and cardiac muscles of

MCK mutants, indicating 100% excision in these tis-
sues. In contrast, excision of the full length transcript
in the NSE mutants occurred in neuronal as well as
non-neuronal tissues, such as heart and liver, as pre-
viously described10. In these animals, frataxin protein
is absent in heart and is present in a variable reduced
amount in brain, liver, and kidney. The incomplete ex-
cision observed in neuronal tissues, particularly brain
stem, does not exclude the possibility of high rate of
specific excision in neurons “diluted” in the mass of the
other cells such as glia.
Both mutant lines exhibit a cardiac hypertrophy as
substantiated by the wet weight (normalized to body
weight) of hearts. Histological analysis confirmed the
presence of cardiac hypertrophy, as evidenced by a
thickening of the walls of the left ventricle, and
showed myocardial degeneration with cytoplasmic
vacuolization in the myocytes, evidences of necrosis, as
well as post-necrotic fibrosis in the MCK mutants, pre-
sumably related to the longer disease duration. In
MCK mutants, the initial cardiac hypertrophy devel-
ops into a dilated cardiomyopathy, consistent with the
natural history of the human disease. The earlier on-
set of cardiomyopathy in NSE mutants compared to
MCK mutants, despite less extensive excision in the
former is puzzling. However, the pathologic changes in
the other tissues are likely to explain the more severe
presentation of the NSE mutants, and may contribute
to the earlier heart involvement.
By heart electron microscopy of both mutant lines, we
observed myofibrils with abnormal alignment and dis-
ruption, as well as disintegrating mitochondria with
centrally placed tubular cristae, highly suggestive of a
mitochondrial dysfunction. In addition, in the myofi-
brils of NSE mutants, 50% of mitochondria appeared
to be swollen), and there was an abnormal abundancy
of lipid droplets. These lipid droplets are suggestive of
a defect in one of the many steps of lipid homeostasis,
and are frequently observed in sample tissues from pa-
tients with respiratory chain defects11. In the MCK
mutants, we observed atrophied myofibrils pushed to
the periphery of the fiber, and a proliferation of mito-
chondria (presumably compensatory for a functional
defect) with only rare swollen mitochondria.
NSE mutants also develop a rapidly progressive move-
ment disorder characterized by gait abnormality with
the average onset of ataxia at 12 days accompanied by
progressive loss of proprioception. By 16 days, most of
the NSE mutants were moribund and rapidly stop
gaining weight (some even rapidly lost weight). His-
tological analysis of the NSE mutants nervous system
revealed areas of degeneration and necrosis shared
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with FRDA pathology, such as the dentate nucleus of
the cerebellum and the brain stem (consistently ob-
served in the trigeminal nucleus and tracts, the ves-
tibular system and the cochlear nuclei and nerve).
However, NSE mutants also exhibit spongiform de-
generation in areas preserved in FRDA patients, such
as the brain cortex, particularly the frontal cortical re-
gions. Vacuoles were observed mostly within neuronal
cytoplasm, and occasionally in neuronal nuclei and
other structures.
On electromyographic measurements, sensory nerve
conduction on the caudal nerve (almost exclusively
composed of small diameter sensory axons) and motor
evoked potential measurements were normal. In con-
trast, the absence of H band response (sensorimotor
reflexes) after sciatic nerve stimulation indicates that
the large myelinated proprioceptive sensory neurons
are functionally defective. The peripheral nerve defi-
ciency is therefore restricted to the large myelinated
sensory neurons, a distinctive pathological selectivity
characteristic of FRDA.
The prevailing hypothesis supposes that frataxin is in-
volved in the regulation of mitochondrial iron export12,
and that impaired intramitochondrial iron metabolism
results in iron overload4 and defective Fe-S formation6.
Whether frataxin directly binds iron is currently con-
troversial13-15. Recent studies in yeast suggest that
aconitase deficiency is not a mere consequence of iron
accumulation16. We found, in the 10 weeks old MCK
mutants, the presence of small intramitochondrial
electron dense deposits consistent with iron accumula-
tion. The ferric nature of these deposits was further
suggested by the positive Perls staining on histological
sections. Iron accumulation appears to be a time-
dependent event as no positive Perls staining was seen
in the hearts of 7 weeks old animals, and electron
dense deposit were not consistently seen. Direct meas-
urement of iron concentration by atomic absorption
spectroscopy in heart mitochondrial-enriched fractions
revealed that at 7 weeks mitochondrial iron appears
normal or slightly increased in MCK mutant heart mi-
tochondria (791 ±108 ng iron/mg protein versus 749
±35 ng iron/mg protein (n=4)), while at 10 weeks, heart
mitochondrial iron is significantly increased [1049
±205 ng iron/mg protein versus 579 ±65 ng iron/mg
protein (n=4, p=0.005)], in agreement with the appear-
ance of positive Perls staining. No iron deposits nor
Perls staining was seen in the NSE hearts. These re-
sults demonstrate that iron deposits are subsequent
and not causative to heart pathology.
We observed a dramatic decrease in the intensity of
succinate dehydrogenase (SDH) staining in the mutant
cardiac tissues (NSE mutants at 2-3 weeks and MCK
mutants at 7 and 10 weeks, with no significant differ-
ence in cytochrome c oxidase (Cox). Biochemical analy-
sis of MCK (7 and 10 weeks) and NSE (at death) mu-
tants cardiac tissues revealed that complexes I, II, III
of the respiratory chain and aconitases were specifi-
cally deficient, consistent with the specific loss of Fe-S

proteins activities in patients heart6. We observed a 4
to 8 fold complex II deficiency and a 2 to 4 fold aconi-
tase deficiency. No significant difference was observed
in the heart of 2 weeks old MCK mutants, suggesting
that despite absence of frataxin, the biochemical phe-
notype occurs with delay. In addition, preliminary re-
sults in neuronal tissues of NSE mutants suggest
similar biochemical dysfunction. Therefore, it appears
that multiple Fe-S enzymes deficiencies occur in par-
allel to pathology in the heart and central nervous sys-
tem of the frataxin deficient conditional mutants.
Our results demonstrate that hearts from 7 weeks old
MCK mutants have a marked deficit in respiratory
chain complexes I-III and aconitase activities with no
or limited intramitochondrial iron deposits and no
measurable mitochondrial iron accumulation, which
becomes overt at later stages (10 weeks). Moreover,
the NSE mutant animals do not present any iron de-
posit at death, while a deficit in Fe-S enzymes is pres-
ent. Both models therefore indicate that the Fe-S defi-
ciency and cardiomyopathy are independent of mito-
chondrial iron accumulation, which is time dependent.
Some of the tissue specificity characteristics of FRDA
are reproduced in both models, independently of the
Cre promoter specificity. As in patients2,6, the skeletal
muscles of both models show no histological, ultra-
structure, or biochemical defect, despite extensive Cre
recombination in this tissue in the MCK model. This
indicates that skeletal muscles which normally ex-
presses high levels of frataxin are not as sensitive as
heart to frataxin deficiency. Similarly, despite large
neuronal expression of the NSE39-Cre transgene, and
particularly in the motor neurons of the spinal cord10,
the latter do not show obvious signs of pathology in our
frataxin conditional knock-out, both at the histological
and electrophysiological level. The absence of motor
nerve defect is a hallmark of FRDA2, used for differen-
tial diagnosis with related conditions, such as Charcot-
Marie-Tooth disease. Here again, part of the natural
history of the disease is reproduced in the peripheral
nervous system of the NSE mutants, even if degenera-
tion in the brain structures is much more dramatic
than in the human disease. Possible explanations for
the cellular specificity of the pathology may relate to
frataxin level of expression17-19, absence of regeneration
capability, and higher sensitivity to mitochondrial dys-
function.
In conclusion, we have generated conditional mouse
models for FRDA which exhibit important pathophysi-
ological and biochemical features of the human dis-
ease. Our MCK model allows for the first time to dem-
onstrate intramitochondrial iron accumulation in a
frataxin deficient mammal but also that it does not
represent the causative pathological mechanism.
These models will allow for the detailed study of the
mechanism of frataxin involvement in iron metabolism
and Fe-S cluster biogenesis, and will be useful in the
evaluation of treatment modalities, including antioxi-
dant and iron chelators strategies.
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THERE WAS A MOUSE…

Michael Morgan

he news last February that two French FRDA re-
search teams had succeeded in breeding ‘knock-

out’ mice went largely unreported. But this in fact rep-
resents another major stage in the development of ef-
fective therapeutic interventions and drug treatments
against FRDA, because now we have an invaluable re-
search tool that will allow us to open up the study of
disease pathology, and carry out large-scale testing. In
short we’re a step closer to our ultimate goal of stop-
ping FRDA in its tracks.

But, first, we need to ask why is it so important to de-
velop a mouse – or indeed any animal - model, and,
second, why was this so difficult to achieve in practice?

Some may still be surprised that the original research
on FRDA took place using yeast. In fact the humble
yeast model has proved its worth as a tool for scientific
research many times over. But there’s just so much
you can do with yeast, that’s the trouble. No process of
neurodegeneration or cardiomyopathy can be analysed
using yeast – both of which are vital to FRDA research
– and this effectively rules out yeast as a contender. It
must be done on an animal which shares a similar,
mammalian structure to man, and the best candidate
for this is the mouse. Life isn’t so bad for the lab mice
either. It may be short but there’s no risk of a grue-

some end by poison, or by being ripped apart by the
neighbour’s cat. Whatever the animal welfare issues
involved, experiments using mice is vitally important.
To analyse drugs with any efficacy you must use a
mammal structure, and this means the mouse. Now
with the ‘knock-out’ mouse model in place it becomes
possible to experiment on a serious level with drugs
such as Ibedonone.

Of course the same researchers have attempted to
breed ‘knock-out’ mice before this. Unfortunately, the
creatures died within very short periods of foetal life.
The reason behind this was actually quite simple:
without any Frataxin at all, life is unsustainable.
Those of us with FRDA have depleted levels of Fra-
taxin in our bodies, not none at all. The problem thus
facing researchers was how to limit the amount of Fra-
taxin present in the mouse – a sort of ‘fine-tuning’ ap-
proach which would allow enough Frataxin going in to
ensure survival, but yet which would allow for suffi-
cient, serious loss in the specific areas that the scien-
tists wished to study. The solution was hypothesised to
generate conditional mouse models for FRDA whereby
100% knock-outs (where the amount of Frataxin drops
at around birth from normal to zero) could be achieved
but only in selected tissues – in the heart and muscle
in the MCK mouse, or in the heart, neurons and liver
in the NSE mouse. The research is attempting to fine-
tune this even further by breeding mice who have their
Frataxin knocked-out in neurons only.
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As said above, the successful development of a mouse
model is a crucially important step in that it now
clears the way for drug experimentation on mammals,
which hopefully should be the last stage before testing
them on humans. The mouse model will also make it
possible to derive cellular models and cell cultures,
which in turn, will make possible new procedures for
drug identification. Large-scale blind screening for
new drugs will be more efficiently performed on
mammalian cell cultures (drugs don’t penetrate so
readily in yeast cells, due to their thick protective
wall). And so, the development of the FRDA mouse
model takes us that bit closer to our overall goal: that
of turning Friedreich’s Ataxia around from being an
untreatable disorder into a treatable one.

SCD EURO: FIRST STEPS

Philippe Grammont, SCD Euro Chairman
(translated by Gillian Dupuis, SCD Euro Secretary)

amilial Spastic Paraplegia is a neuro-degenerative
condition characterized by spasticity and progres-

sive weakness in the lower limbs. The age at onset
seems to decrease with successive generations. And,
FSP is very rare.
Studies concerning the frequency of spastic paraplegia
in France show that about three people are affected in
every 100,000. In Norway, it is estimated at 14 in
100,000, whereas in Germany some studies estimate it
at only 1 in 100,000.
We can therefore estimate the total number of suffer-
ers in the European Union (15 countries) as between
20,000 and 50,000.

SCD Euro emerged as an attempt to bring together all
sufferers of Familial Spastic Paraplegia in Europe
within a common organizational framework. This will
aim at two goals: First, the creation of a transnational
network throughout Europe will help build commu-
nity, strength and confidence among FSP sufferers.
Second, setting up an organizational presence at
European level will help gain EU recognition, hope-
fully leading to more substantial support.
While SCD Euro aims to work at European level there
are a number of national organizations in existence al-
ready. The Familial Spastic Paraplegia Group is a
British group, having about 200 members. It is contac-
table on the internet at:
http://www.fspgroup.org.
The BSSP stands for Bundesarbeitsgemeinschaft-
Sebsthilfegruppe für Spastische Spinalparalyse Er-
krankte. This German group also has about 200 mem-
bers. The Tom Wahlig Stiftung is a foundation named
after a sufferer of this extremely rare condition. His
family created the foundation with the aim of making
this condition recognized and furthering research.
They can be contacted at:

http://www.fsp-info.de.
In Sweden, there is a Swedish Discussion Forum,
which can be contacted via email at:
HSP-sweden-owner@egroups.com.
The Association Strümpell-Lorrain is a very active as-
sociation that is regularly called upon by people world
wide (South America, Asia) and by patients in neigh-
bouring countries. It has 450 members at the present
time.
There are as well groups being set up in Portugal,
Switzerland, and Finland.
As well many FSP sufferers have joined larger existing
organizations for neuromuscular diseases. Interest-
ingly though Familial Spastic Paraplegia is not uni-
versally considered as being neuromuscular.
Nevertheless the Finnish MS Society, to cite one ex-
ample, does, and is ready to join a European federation
if it were to be created.
There are other more isolated individual European
sufferers, who have joined the American forum, at
their site: http://hspinfo.org. This discussion group via
Internet is made up of about 300 members who mainly
live in the USA, as well as Canada, Australia, and
New Zealand.

In May 2000 the first international HSP (Hereditary
Spastic Paraplegia) meeting was organized - bringing
together both sufferers and researchers. The Strüm-
pell-Lorrain Association and Tom Wahlig Stiftung both
gave presentations in the view of promoting interna-
tional community and participation so that we may
stay as close as possible to the particular interests of
the European Community of sufferers of familial spas-
tic paraplegia.
In January 2001, the Strümpell-Lorrain Association
created a European federative association, known as
SCD Euro (Spino-Cerebellar Degeneration in Europe),
with the aim of grouping together existing national
groups and helping other countries to create their own
organizations. FSP Group (Great Britain) and TWS
(Germany) have already joined the federation.
However, it was then discovered that there was al-
ready in existence an organization operating on a
European level for people with Spino-Cerebellar De-
generation. SCD Euro now wants to be part of this,
and intends becoming a sub-group of Euro-Ataxia –
the European Federation of Hereditary Ataxias. This
long established and well-connected group brings to-
gether national organizations of sufferers of Spino-
Cerebellar Ataxia (a similar condition).
It seems particularly important that SCD-Euro col-
laborates with the European medical network
SPATAX (created in France). SPATAX is primarily a
scientific research network, focusing specifically on
spastic paraplegia and ataxia.
Alongside this SCD Euro hopes to organize regular
symposia and events in different European countries
and collect money for research. These projects can only
come to be if they are accepted by well-placed authori-
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ties – particularly in the European Union.
SCD-Euro is also planning to develop a website of its
own. Up to now they have been operating on the
Strümpell-Lorrain Association’s web site:
http://assoc.wanadoo.fr/asl.spastic/scdeuro.htm.

For the immediate future the objectives of SCD Euro
are to obtain its own site: scdeuro.eu, to publish and
disseminate information about the condition, and also
to offer help and support to sufferers of the disease.
We are also keen to develop contacts with the medical
world and research (including collaboration with the
SPATAX network).
Research wise, there are at present 19 teams (neurolo-
gists and geneticists) from 4 member states of the
European Union. We hope to include representation
from all at the first meeting of SPATAX, to be held in
Paris, on September 28th and 29th, 2001.
We also want the network to work effectively by repre-
senting sufferers, with hopes that the medical network
will extend to all of Europe.
Finally, both Gillian and myself hope to be able to
come to this year’s Euro-Ataxia AGM. Hope to see you
there.

MASTERING DRAGON
NATURALLYSPEAKING ENGLISH

Carolien Koopmans

fter using NaturallySpeaking Dutch for a while I
tried to master NaturallySpeaking English also.

That proved to be very difficult. My pronunciation
turned out to be too different from what the program
expected. Especially commands as ‘Correct That’,
which you need if the program understands something
wrong, were constantly misinterpreted. It took a lot of
practice and patience, but finally I succeeded. Michael
Morgan asked me to write down
how I did it, as it could be of help
to other people.

First you should know that apart
from being unable to use my hands
on a keyboard or a mouse, my eye-
sight is very bad. It is impossible
for me to see all the pull-down and
pop-up menus from Windows. So I
needed the help of Hans. Hans
knows how to work with Windows,
so he knows all the menus.
The first thing you’ll have to do is a
general training: you have to read
out aloud one of the stories that
are on the NaturallySpeaking CD.
I am a slow talker so I spoke three
or four words at a time. Hans
clicked away or skipped the words

the program didn’t accept of me. (When after some
months I reinstalled the program I even read the story
word for word.) After the reading of the story my
speech files could be saved and I could install some op-
tions like the pause between words. For most people
this general training is enough to get the program
started. But for me with FA and dysarthria it was only
the beginning. The real training now had to begin.
NaturallySpeaking has two menu options for training.
First there is the ‘Vocabulary Editor’. This is a long list
of words the program knows. You can edit the list but
you can also select a word and train it. The program
will record the way you pronounce that word and save
it to its speech files. And there is a menu ‘Train
Words’. This menu can also be used to train com-
mands. Commands are certain phrases the program
recognises as such and not as dictated text. In the
‘Train Words’ menu you have to type the word, phrase
or command you want to train and then record the way
you pronounce it.
The first thing I had to train was the alphabet. With
two or three mouse-clicks from the Vocabulary Editor
Hans selected the letters from the alphabet one by one,
I read them aloud and Hans saved them to my speech
files. You can choose between a few ways in which you
can train the alphabet. I chose the NATO-alphabet be-
cause I am used to it. But you can mix when you spell
out a word. So when the computer doesn’t accept my
‘golf’ for g I switch to ‘gee’. After I trained the alphabet
I trained some words. Hans typed in the word and I
spoke it, just as we did when we trained the alphabet –
every word or letter three times.
Next we had to train some commands with the ‘Train
Words’ menu. If you type a command in the ‘Train
Words’ menu you have to spell and capitalise it cor-
rectly; all commands are capitalised. This proved the
hardest part. As I said above the program didn’t accept
the command ‘Correct That’; I trained it 10, maybe 20
times, but it just didn’t work. I didn’t know if the

A
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problem was caused by the two r’s or by the th follow-
ing the t. I tried to train the program to accept the
command as ‘Oops’ (which was the correct command in
VoiceType, the speech recognition program I used be-
fore) but that was too different a word. You can ma-
nipulate NaturallySpeaking a bit but not too much.
Anyhow after much trial and error the program ac-
cepted the command if I pronounced it as ‘Correc Ted’.

After each session during which my voice is clear and
the program listenes to me well, I save my speech files.
If my throat is unclear and hoarse I do not save the
changes to my speech files. If I saved them but after-
wards realised I didn’t want to, Hans knows how to in-
stall the backup. Hans also knows how to use the Vo-
cabulary Editor. If a wrongly spelled words gets in my
speech files he knows how to delete it.
It is a bit difficult to get the program started but once
it is used to your voice NaturallySpeaking is fantastic.

DYSARTHRIA IN FRIEDREICH’S ATAXIA:
UNIVERSITY OF ULSTER RESEARCH

Bronagh E. Blaney

ysarthria sounds pretentious but is simply the
Latin name for speech changes – a common fea-

ture of a wide range of neurological disorders. Dysar-
thria of varying degrees is well-nigh universal among
FRDA people. The exact nature of the changes vary
from individual to individual but will involve symp-
toms such as slurring of speech, difficulty controlling
volume or a voice that sounds hoarse. Many if not most
in the FRDA community will also be aware of those
painfully embarrassing social situations wherein accu-
sations of drunkenness are readily made. Now re-
searchers at the University of Ulster, outside Belfast
in Northern Ireland, have become the first to study the
precise nature of dysarthria in FRDA – in itself a
fairly unique and novel form of the disorder. At the
University of Ulster work is being carried out exam-
ining speech in FRDA in three domains: perceptual
(how speech sounds to the listener), acoustic (the
physical speech waveform) and physiological (the
physical speech production system). The study is cur-
rently examining the speech of men presenting with
FRDA in Northern Ireland. Basically information on

the following areas is being sought:

 What are the first speech symptoms?
 When do the first speech symptoms usually occur?
 Is there a pattern to the onset of these speech

symptoms?
 At what rate do speech changes occur?

The study involves visiting participants in their own
homes, four times over a twelve-month period. During
each visit speech samples are recorded, in order to
document the onset of speech problems, the pattern
and the rate of change.
As could well be expected, one of the things reported
by FRDA participants so far has been that most have
their own particular horror story to relate on how they
were accused of being drunk. While this is often
laughed-off or otherwise treated light-heartedly, in
fact it makes for great embarrassment and difficulty in
everyday social interaction for many. In recognition of
the problem Ataxia UK are currently conducting a
consultation with FRDA members on what they would
like to see, perhaps an identity card with the wording,
“I’m not drunk, I have Ataxia” or some such warning,
printed in different European languages. Think: if you
thought it was difficult to convince a policeman in your
own country that you are not, in fact, completely
blotto, think about how much more difficult it would be
to convince a foreign policeman when you don’t even
share the same language.

If you’d like to hear more details on the University of
Ulster research, or maybe participate, please contact:

Bronagh E. Blaney
Lecturer in Communication Disorders
University of Ulster
Shore Road
Newtownabbey
Nothern Ireland
BT37 0QB
Tel: +44 28 90366573
Email: be.blaney@ulst.ac.uk
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