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Research News

PTC and Roche: Working
Together Against SMA

PTC Therapeutics, which members may know from dskvon
ataluren, a compound being tested for people witichBnne

protein will provide therapeutic benefit in SMA.

The compounds currently under development in PTSNA

program treat the underlying cause of the disorBarly test-
ing in research models of the condition has sholat the
compounds increase SMN levels in the central nergystem,
muscles and other tissues.

MD who have nonsense mutations, currently haveetlomnm-
pounds in preclinical development that are desigoddeat the
underlying cause of spinal muscular atrophy.

On 29" November 2011, it was announced that Roche, the
world’s largest biotech company, has signed aneageat with
PTC, giving them an exclusive worldwide licence RoC's
There are two types of the SMN (survival motor o@e) gene  SMA programme. In return, PTC receives significantest-
which are almost identical, SMN1 and SMN2. In SM®re is  ment allowing them to develop these compounds wineh
a defect of SMN1. Unfortunately SMN2 cannot fullgnegpen-  hope will result in one or more going forward irtnical tri-
sate for the loss of SMNL1, it only makes aroundl®® of  als.

useful protein. It is thought that increasing levef the SMN

Molecular Analysis of Congenital
Myopathies and Other Undefined
Neuromuscular Conditions

The Beggs Laboratory at Children’s Hospital Bostostudying the genetics of

the congenital myopathies and other undefined maussular conditions, in-

cluding:
- Central core disease

Centronuclear/myotubular myopathy

Congenital fiber type disproportion

Multicore/minocore myopathy & rigid spine muscuibstrophy

Myofibrillar myopathy

Nemaline myopathy

Congenital myopathies with non-specific muscle biofindings

Undefined neuromuscular diseases

Periodic Paralysis
Clinical Trial

riodic paralysis is a rare neuromus-
ular condition where people experi-
ence intermittent (periodic) attacks of
muscle weakness (paralysis). At the
end of an attack in all forms of periodic paraly-
sis the muscle strength returns. Some peop
notice a degree of persistent muscle weakne
between the attacks of paralysis as the years !
by. If this persistent muscle weakness develog
it can slowly get worse. The duration of an
attack of weakness varies from minutes to day
depending upon the exact type of periodic pe
ralysis.
Note: they are not looking at myotonia, mitochondtior inflammatory
An international multicentre clinical trial is myopathies.
now taking place testing a compound callec

dichlorphenamide in 140 adults who have hy These studies are specifically focused on bettelerstanding the genes, pro-
pokalaemic or hyperkalaemic periodic paraly- teins, and symptoms associated with these conditiarthe hopes of improving

sis. The investigators will determine whethel diagnosis and therapies for the future. Partiogwatn this study primarily con-

dichlorphenamide, when compared to a pla sjsts of providing medical information/records, ladu or saliva sample, and a
cebo, reduces the number of attacks of weal myscle tissue sample (if available from a previouscle biopsy).

ness or paralysis that people with periodic pe participation of individuals and families with camjtal myopathies and other
ralysis experience over the course of a nine yndefined neuromuscular conditions, whether orthetdisease-causing muta-
week period. tion has been identified, is welcomed. Families emroll from around the

world.
After nine weeks, all participants will receive

dichlorphenamide for one year. The principa
investigators are based at the University o
Rochester (New York), but there are sitet
throughout the USA as well as those in the UK
Italy and France.

While this study is not focused on testing a drugther treatment at the mo-
ment, it is very important to learn as much as idssabout these conditions as
this could contribute to the development of thezapn the future.

More information is available from Elizabeth TayleChene, Genetic Counsel-
lor: edechene@enders.tch.harvard.edaheck their website:
www.childrenshospital.org/research/beggs




MDI Currently Funded Research Projects

Pictured(right) at the
presentation to Dr.
Keith Murphy and

his team in UCD for §

his 1-year study

“Novel treatment for =

Charcot-Marie-Tooth
disease” are (from

left): Karen Pickering gl

(MDI Information
Officer), Dr. Keith
Murphy, Dr. Sean

O’Shea, Robert Mur-

phy, Danielle Corbet,
Dr. Mark Pickering
and Anita Wdowicz.
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Left Photo: Prof. Kay
Ohlendieck (centre)
recently being pre-
sented with another
cheque from MDI’s
Karen Pickering and
Joe Mooney for his 3-
year study on the
“Establishment of a
protein biomarker sig-
nature for x-linked
muscular dystrophy:
|dentification of novel
integral muscle pro-
teins by mass spec-
trometry-based pro-
teomics”. Afull re-
port will be available
on completion of this
study.




FSH Muscular Dystrophy Information Day
Saturday 1st October 2011

n Saturday 1st October, Ire-

land’s first information day

on facioscapulohumeral

muscular dystrophy (FSH)
took place. This turned out to be an in-
formative and interesting day with op-
portunities to hear presentations specifi-
cally about FSH and to meet other peo-
ple affected by the condition.

The day opened with a talk by Jacque-
line Turner, Genetic Counsellor at the
National Centre for Medical Genetics.

She gave some background information
about the condition, how it tends to af-
fect people and how it is inherited. This
was followed by a lively discussion

where people attending the day spoke

about the issues affecting them, such as accesgsetial-
ised medical care, physiotherapy, research, grants
entitlements.

After lunch, which gave people a chance to getrtovk
each other, there were two talks by representafroes
the FSH-MD Support Group in the UK. Traceyanne Pi-
lato spoke about the group and the work that thens
well as her own experiences living with FSH. JaBax-

ter then spoke about his experience having scafixéar
tion surgery. The day ended with a talk from UCD re
searcher Dr. Mark Pickering about the different ap-
proaches to developing a treatment for FSH.

A report on the day has been produced and sentoout
everyone registered with MDI as having FSH. If oty
reason you did not receive this and would likeplease
contact Karen Pickering, Information Officer on 01
6236414 or email karen@mdi.ie



GRDO gets its first staff member

MDI is a member of GRDO, the Ge

netic and Rare Dis-MDI is delighted that we were able

orders Organisation, which acts as a nationalredéa to offer a desk to GRDO and would
for voluntary groups representing the views and- conlike to welcome Kathy Tynan to the
cerns of people affected by or at risk of develgpipe-  Dublin office and wish her well in
netic or other rare disorders. It was instrumemtahe  her new role.

establishment of the National Centre for Medicah&e

ics and is currently playing a major role in deypihgy  Kathy Tynan has been appointed to
Ireland’s National Plan for Rare Diseases. the position of Information and De-

GRDO recently received some fund

velopment Officer (part-time) at th
ing which allowted i Genetic and Rare Disorders Orga GRDO

to employ its first staff member on a part-time ibas sation (GRDO).
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]
T

Kathy has a background in

ed at her deskin the MDJ office communications, Specia“s_
ing in the non-profit sector
and online communications,
and including five years at
the Irish Cancer Society.

She will be in the offices of
MDI Mondays and Tues-
days, assisting GRDO in its
work to raise public aware-
ness of the issues facing all
those affected by a rare dis-
order, to lobby for improved
treatment and care, and to
develop a high quality infor-
mation and support service.

Kathy can be contacted at:
Email: kathy@grdo.ie
Tel: 086 0229262

|
YWy neuronetwork

link to wvoluntary sector services supports for

your
‘ ' people with neurological conditions andthE|rfam|hes

he Neurological Alliance
of Ireland and Disability
Federation of Ireland
have launched a website
to highlight the supports provided
by voluntary organisations. You
can view the Neuronetwork website
atwww.neuronetwork.ie

Work on the site will be ongoing and | can enter these on to the Neu-
so please let me know if you have ronetwork site to ensure as many
any suggestions as to how best topeople know about them as possi-
highlight MDI's work. There is ble.

also a place for events so if you

have anything coming up in your Karen Pickering
area, including support groups or Information Officer
social events, please let me know Muscular Dystrophy Ireland
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Volunteers Wanted

National Awareness
Campaign 2012}y

MDI's 11" “Have a Heart” National Aware-
ness Day will take place on St Valentine’s
Day (14" February 2012) and as always the
idea behind this event is twofold. Firstly, to
raise much needed funds to help enhandgecause of the increased demand in MDI
the services which MDI provides for its services and cutbacks in Government fund-
members and secondly, but equally as iming the National Awareness Day in recent
portant, to spread awareness about the cogears has become a week long event and
dition muscular dystrophy and the serviceghis trend will continue for the 2012 Cam-
which MDI provides. paign.

Since its conception, this campaign ha : : :
raised thousands of euro each year througﬁnce again, MDI will be selling two heart

the sale of two handmade heart shapea aped chocolates for €2 and tea light

chocolates retailing at only €2. In 2010 asscented candles_for €3.00 nationwide and
we are now looking for volunteers to help

an additional means of raising funds : :
9 sell these during our National Awareness

through this campaign, MDI also intro- : : :
duced heart shaped tea light scented candl trfnpalgn, which will take place front'7
February 2012.

for €3.00 each, which also proved to b
very popular.

In addition to our National Awareness Cam-
paign for 2012, on the weekend prior to this
event, Dunnes Stores Grocery Departments
nationwide have very kindly agreed to al-
low MDI volunteers into their stores for a
Bag Packing Fundraising Day on Fridd§ 3
February 2012.




Thank you to Helen Peoples and her cousi
Lizzie Peoples who have raised over €1,70
to date (at time of printing)for Muscular

Dystrophy Ireland by taking a leap for
MDI! We admire your bravery and really
appreciate your support. Many thanks!

DUNNES STORES [

supporting

This is a huge boost to our campaign bt \Walk Raises €1,000 for MDI
to make it really work, MDI once again

needs plenty of volunteers to bag pack at| camino de Santiago (or The Way of St. James) is
your nearest Dunnes Stores Grocery Déne pilgrimage to the Cathedral of Santiago de Com-
partment. If you or your local school, postela in Galicia, North West Spain, where legend
college or club can assist, we would beas it that the remains of the apostle, Saint Jahees
extremely grateful. Great, are buried.

Eadaoin O'Shea from Dublin recently travelled to

. :~_Spam and took part in this historical “Camino de
][f ?/no]ut.arr? arle 0 asﬁISt ror I;)r'i;u;‘trmer mr Santiago” trail / walk (over 240 km) in memory afrh
ormation piease call or emal Y Ol gister Eimear Haughton and raised the tremendous

Kim at the MDI H_ead Office on (01) amount of €1,000 for MDI. Eimear was an active
6236414 or email amy@mdi.ie or member of MDI and sadly passed away in 2006.

kim@mdi.ie Many thanks to Eadaoin and all her friends and lfami

for the support and financial contributions, itsm-

We Wou Id real |y cerely appreciated by all at MDI.
i Thanks to everyone who sold or supported MD
apprECIate your in our sale of Christmas Cards for 2011. Thest

Su p po rt cards proved to be very popular and were sold

out by the end of November. We would ask ev
h k ryone who sold cards to return all proceeds as
T an YOU ' soon as possible. If you have done so alread

many thanks.
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Recent Fundraising Activities

Half Marathon
Runners Raise
€1,400 for MDI

Congratulations and well done
to Pat Roe pictured here (No 88)
with his two friends Don (No.

87) and Enda (No 127) who ran
a half marathon for Muscular
Dystrophy Ireland last August
and raised €1,390.00. Also
pictured in the photo is Katie
Roe Pat's daughter, who has
muscular dystrophy (yellow t-

shirt) and her friend Aine Tier-

ney.

MDI would like to thank Pat,

Don and Enda for all their hard work and fundragsamd helping to support us in our work.

preciated by all at MDI and again, well done orr@atjachievement. Many thanks.

Fire walkers raise over €4.000

MDI would like to thank everyone who participatedthe fire walk
challenge held in Croke Park, Dublin on™1@®ctober 2011 which
raised a net total of €4,249 for Muscular Dystrofd®jand. Twenty
four participants in all took the brave steps tdkwan burning hot
coals to help raise funds for MDI and all particifsacompleted the
task without a burn in sight, thankfully! Well derto all concerned
and thanks again for your support.

It swmuch ap-



Shannon Estuary Swim raises over €9,008

ongratulations and well

done to all who took part

in and supported the

Shannon Estuary Swim
from Coleman’s Castle Co Clare to
Glin Pier in Co Limerick last July.
Over €9,000.00 was raised, which
was presented to MDI at a cheque
presentation evening on 19th No-
vember last. This was a tremendous
amount to raise, and thanks to the
O'Connor, the Geoghegan and the
Murray families and all in Glin for
the hard work which certainly paid
off. Your ongoing support is really
appreciated by all at Muscular Dys-
trophy Ireland. Thank you.

Greyhound Race Night raises €5000

he 6th Benefit Greyhound Race Night was held omrSat

day night the 22nd October 2011. It was a greditnigx-

cellent turn out from members and MDI supporter©wh

travelled from all over the country to attend. Mahgnks
again to all the businesses, companies etc whosspeth races and
advert space.

Winners in the National Draw were:

1st Prize: Liam Scannell - voucher for the BrehaneH
2nd Prize: Sandra O'Flaherty - voucher for Parkizakiotel
3rd Prize: Rosaria O'Donoghue - mobile phone.

Well done and thank you to all for purchasing tiske

Benefit Concert

Thank you to everyone who attended or sup-
ported the MDI Benefit Concert in Balli-
nakill Co Laois with the Portlaocise Gospel
Choir, Laois singer Damien Bowe and the
Ballinakill Folk Group. A great night was
had by all who attended and the total raised
was €738.00



lrish Power Seccer team compete in their

first FIPFA World Cup Finals in Paris

n the ¥ November 2011, the Irish Power

Soccer Team played their first competitive
world cup match ever (against Belgium) at

the FIPFA World Cup Finals in Paris. And
over the following few days, tough competition vedso
faced against Canada, France and Australia allhafmv
proved too strong for our guys in green. But akwot
lost - the "fighting Irish" were involved in onenél
match for the play-offs against Switzerland andedet
mined to go home with a win they did just that,sety
a 4-0 victory over their Swiss counterparts.

The final between England and USA took place on the
6™ November 2011 with our nearest neighbors claiming

a 3-0 victory over the USA and lifting the cup az@ll
winners of the tournament.

MDI would like to congratulate the Irish Power Secc
Team on a great achievement in qualifying for tinst f
time for the FIPFA World Cup Finals and bringing th
sport to a new level here in Ireland.

Power soccer is one of the fastest growing variatiof
football/soccer in the world. It allows people wittore
severe disabilities to participate in sport andwlueld's
most popular sport at that. It is played the sameaz-
cer, two teams, two goals, two halves, one winRkay-
ers even have specialist foot gear in the formnoki
structible guards which are used to strike the ball

The sport has been in existence since 1979
but only arrived in Ireland by the persis-
tence of Muscular Dystrophy Ireland
(MDI) in 2003.

Patrick Flanagan (pictured left) a member of Muacul
Dystrophy Ireland and the Irish Power Soccer Teaith s
"I played in MDI's first Irish national Power Soace
Tournament in the Irish Wheelchair Association $por
hall Dublin on the T July 2003. The event was a huge
success and since then the sport has grown comdilyer
with the assistance of Muscular Dystrophy Irelataffs
and members".

The other MDI members who were part of the Irish
Power Soccer Squad representing Ireland at the A-IPF
World Cup Power Soccer Finals along with Patrick
were: Aoife McNicholl from Laois, Lee Fitzsimons
from Dublin & Daniel Stack from Kerry (pictured tegr

Patrick went on to saljt is tes-
tament to everyone involved in
Irish Power Soccer, past and
present, that after eight years the
sport has doubled in size; an in-
tensely competitive league has
been established and 2011 saw it
brought to the international
stage. Such developments have
taken up to twenty years in coun-
tries like France and England.
Great thanks are owed to many
people; organisations such as Muscular Dystrophey Ir
land, the FAI and the Irish Sports Council who ail
different times have played key role®atrick con-
cluded.

MDI would once again like to congratulate the Irish
squad on a great achievement and here's to the next
World Cup!



MDI Members meet the TDs and Senators
Wednesday 19th October 2011

MDI Members Attended TDs who Attended

30 members attended from the following constituenes: TDs Party Constituency

Dublin Mid West 1 Dublin Mid West 1 James Bannon FG Longford Westmeath

Dublin North 1 Dublin North Central 3 Sean Barrett (rep) FG Dun Laoghaire

Dublin South 2 Dublin South Central 6 Richard Bruton (rep) FG Dublin North Central

Dublin South East 2 Dun Laoghaire 1 Ray Butler FG Meath West

Galway West 2 Kerry South 2 Jerry Buttimer FG Cork South Central

Kildare North 2 Laois Offaly 1 Eric Byrne Lab Dublin South Central

Longford Westmeath 4 Louth East Meath 2Paudie Coffey FG  Waterford

Meath West 1 Michael Conaghan Lab Dublin South Central
Sean Conlon FG Cavan Monaghan

In addition, the FSW and YRW from the west orgathiaesery

. . . . : ; Ciara Conway (rep) Lab Waterford
gaffectwe video featuring a family frt_)m Mayo segiout thelr Patrick Deering G Carlow Kilkenny
issues. MDI staff were able to provide informatiomelation to Regina Doherty G Meath East
Donegal North East and Longford Westmeath also. By Bl Lab Dublin Mid West
Areas which were not represented by members were: Andrew Doyle (rep) FG Wicklow
Bernard Durkan FG Kildare North
Carlow / Kilkenny, Cavan / Monaghan, Clare, Corkmerick, Anne Ferris Lab Wicklow
Roscommon / Leitrim South, Sligo / Leitrim Northipperary, Peter Fitzpatrick FG Louth East Meath
Waterford, Wexford, Wicklow. Terence Flanagan FG Dublin North East
Michael Healy Rae Ind Kerry South
Kevin Humphries Lab Dublin South East
Derek Keating FG Dublin Mid West
Sean Kenny Lab Dublin North East
Michael Kitt FF Galway East
Sean Kyne FG Galway West
Charlie McConalogue FF Donegal North East
Sandra McLellan SF Cork East
Tony McLoughlan FG Sligo North Leitrim
Catherine Murphy Ind Kildare North
Denis Naughten Ind Roscommon Sth Leitrim
Dan Neville FG Limerick
Caoimhghin O Caolain  SF Cavan Monaghan
Patrick O’Donovan FG Limerick
Joe O'Reilly FG Cavan Monaghan
Aodhan O Riordain Lab Dublin North Central
Maureen O’Sullivan Ind Dublin Central
John Paul Phelan FG Carlow Kilkenny
Shane Ross Ind Dublin South
Alan Shatter (rep) FG Dublin South
Emmet Stagg Lab Kildare North
David Stanton FG Cork East
Robert Troy FF Longford Westmeath
Joanna Tuffy Lab Dublin Mid West
Alex White (rep) Lab Dublin South
Total: 43 TDs
Senators who attended
Mark Daly, FF Jim D’Arcy, FG
John Gilroy, Lab John Kelly, Lab
Terry Leyden, FF Marie Moloney, Lab
Mary Moran, Lab Rénan Mullen, Ind

Michael Mullins, FG Trevor O Clochartaigh, SF
Jillian van Turnhout & Amy McArdle, Assistant, Ind

Total: 11 Senators



NUI, Galway Disability Legal Information Clinic

NUI, Galway Disability Legal Information Clinic ia  the month from 6-7.30pm. Those attending the clinic
new joint venture with the University's Centre fois-  can bring a family member, advocate or supportquers
ability Law & Policy (CDLP) & the Free Legal Advice They suggest that you email your queries to them in
Centre Society (FLAC). The clinic provides a drop-i advance so that volunteers can prepare on yourfbeha
information service on legal issues related toldigp ~ The email address iguigdlic@gmail.com Volunteers

& serves as a research resource for practitionets-& cannot provide legal advice but can provide infdiama
ganisations on all aspects of disability law. Thepdin ~ on how to address legal issues facing people wih d
clinic is staffed by student volunteers who areesup abilities. Anyone requiring legal advice will have
vised by legal practitioners & CDLP staff. The @® consult a solicitor separately. For further detpilsase
are held in the CDLP boardroom which is fully asies log ontowww.nuigalway.ie/cdlp/dlic/clinic.html

ble. They run once a month on the first Wednesday o

New EU Disabled Drivers & Passengers Parking Card

etails of a new EU Disabled Drivers & Passengerkifg

Card were announced back in 2010 and the impleriemta

of new systems within both the Irish Wheelchair @gation

(IWA) and the Disabled Drivers Association of Inedh
(DDAI) to manage this new plastic EU Permit havevnoeen com-
pleted.

Both the IWA and the DDAI have been working withethew forms
since the beginning of 2011 and this had led toeatgr focus on the
applicant’s actual mobility rather than the specifiiedical condition.
These new forms also give more space to a GP le®special circum- Front of new Parking Card
stances.

During the initial changeover there were apparestiyne delays in
processing new parking cards but we at MDI undedsthat these is-
sues have now been addressed.

Once an application form is received, the turnadotime for processing
these new cards is expected to now take three(datyer than two days
previously) as the actual manufacture of the nexdscés now with a
specialist external manufacturer.

Back of new Parking Card

In 2012, it is expected that new measures to tdrget-
sters and stolen cards will also be in place. fitrafardens
will be able to identify these cards easier and hve
more resources available to them to act accordinglype-
fully, this will result in a greater turnover of apes and
thus make it easier for “genuine” disabled indivtiuto
avail of wheelchair parking bays.
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A day in the life.........

Continuing on with our series of “a day in the lifeof various staff members of Muscular Dys-
trophy Ireland, we now introduce you to a day inettife of Kate Power, Respite Coordinator.

Hi Everyone,

I'm Kate Power, the Respite Coordinator with MDIhdve
been with the organisation for nearly six years nbly job
can be broken down into four mains areas: Firdtliine
manage the Youth Respite Workers, who provide ¢isden
and invaluable youth services to members aroundohe-
try; secondly and in liaison with the Family Suppservice,

| coordinate emergency in-home respite to membati®m
ally. Over the years | have developed a flare fiplyng to
the Government and other funding
bodies to secure much needed funds
to continue delivering youth services,
summer camps and in-home respite.
In conjunction with this | support the
CEO with preparing the Service
Level Agreements that detail the
level of funding and how it can be
used, which the organisation receives
from the Health Service Executive.
And finally as a member of the man-
agement committee | am involved in
the continued monitoring and devel-
opment of the overall services that
the organisation delivers.

| have also been lucky enough to
have been involved in the running of
the summer camp programmes for
the last five years and got the oppor-
tunity to meet a number of members
in person, which really helps me de-
velop an understanding of the needs
facing people and families living
with muscular dystrophy.

| have enjoyed every day so far working with thgaisa-
tion as each day brings new challenges and thertppty
to meet new people. If you have any questions fieel to
contact me in the Dublin office and | hope everytias a
Happy Christmas & Merry New Year.

Kate Power
Respite Coordinator
Muscular Dystrophy Ireland

Kate at her desk in the MDI office in Dublin

Dates for MDI Camps 2012

Camp & Age Group Dates Camp Co-ordinator

Easter camp: 11-14yrs  31/03/12 - 05/04/12 &lrelennon

May camp: 25-50yrs 21/05/12 - 27/05/12 LoreaO’Connor(to be confirmed)
June camp:14-17yrs 18/06/12 - 24/06/12 Kaleoney

July camp:18-24yrs 23/07/12 - 29/07/12 yWRose Howell

August camp:50yrs+ 27/08/12 - 31/08/12 LimeaD’'Connor

All camps will be held in Clarenbridge, Co Galway.
More details will be sent out to members in the Newear.
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MDI Youth Services

Photos from Mid-Term Break Activities in Cork - November 2011

Pictured on this
page are young
MDI members
from Cork at-
tending a Pot-
tery Day in
“Crafty Hands”
in Midleton
Cork where
they learnt
about the differ-
ent techniques
used in making
various types of
bowls and also
how pottery is
baked etc.
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MDI Youth Services

Photos from Mid-Term Break Activities in Dublin - November 2011

Young
members keen
to develop
their “Master
Chef” tech-
nigues at a
cooking day
which was
held in the
MDI premises
in Chapelizod
Dublin last
November.
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New Look Website
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MDI QR Code
Scan this image with an iPhone or
Android phone using any QR
code reader to also access the
MDI website.



