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Our Mission and Vision

ISMRD is the leading advocate for families wavide affected by
Glycoprotein Storage Diseases.

- https://www.facebook.com/groups/
[ﬂ | 82945687520/

" https://twitter.com/ISMRD

Through partnerships built with medicine, science and indug
we seek to detect and cure these diseases, and to proviglelzal
network of support and information.

We seek a future in which children with Glycoprotein Storg
Disease can be detected early, treated effectively and go or

live long, healthy and productive lives

ISMRD supports the following disorders

AlphaMannosidosis, Aspartylglucosaminuria, Beta Mannosido
Fucosidosis, Galactosialidosis, Mucolipidosis Il alpha/be@elll
Disease), Mucolipidosis Il  alpha/beta  (Psetitioler
Polydystrophy), Mucolipidosis Il Gamma, Schindler Disease
Sialidosis

Donations

ISMRDis a 501(c) charitable organisation based in
United States serving a global constituency. We pro
our services, which include our newsletter, websi
outreach activities and support of research, witho
requesting monthly dues or any other finaac
restrictions. We gratefully accept donations that

enable us to continue toward our goal of a future free
the tragic consequences of Glycoprotein Storage Disea

Donations can be made via our website using

PayPa,' EL' Secure Payments
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From the President’s Desk

By Jackie Jarmes
Presidert/SMRD

Having a child with an ultra rare disease is often isolating, and it easy to belie
what is so often the case, that our rare diseases are forgotten and too small
garner the attention of researchers and scientists. For me, the past couple
years have been exciting, as | have seen several of our covered disord
catching the interest of the medical community. There is now ongoing researd
into enzyme replacement therapies for Alpha Mannosidosis and now there aiié
exciting new developments for theopsibility of ERT for Fucosidosis. Our editor,

Carolyn Paislepew, includes a very encouraging article on the new mouse

model for Fucosidosis and the possible developments this can open up for an enzyme replacemel
therapy.

ISMRD member Shirley Janmidm to Sam ML Ill) has been working overtime on new Mucolipidosis wrist
bands to raise funding for ISMRD. Shirley has written a fantastic article on how these wrist bands ha
travelled the world! Thank you Shirley for your hard work and enthusiasm!

It is with great excitement that we have joined forces with the MPS society in adding all nine of the ISMR
glycoprotein storage diseases to the ConnectMPS registry. Our article covers what this means and tl
amazing potential this offers in bringing reselaers and families together.

hdzNJ a2 KIFGQa KFLIWSYAYy3 | NRdzyR GKS g2NI Ré¢ TSI Gdz
Southeast Asia, newborn screening for Krabbe's Disease and a brief summary of a research publication
the impact of healthrelated quality of life of parents of children with a metabolic disease.

For any budding photographer interested in winning an iPad and other great prizes, Eurordis is offering
great photo contest! Details of how to enter the contest are listed in this tettes. We also give the
RSGFAT A 2F | 62y RBebHEfd | LINRPLBSOUKO& t X ERI a2yt AyS
you can submit your photos and story. What a great way to highlight our rare diseases!

Until our next edition, | wouldike to take the opportunity to wish you and your family very best wishes for
the coming months. :

Jackie James
ISMRD Board President
Mom to Anna, ML Il
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Update on ISMRD'BMucolipidosis Research Initiative

Following the fabulous efforts of ISMRD families, friends and supporters, and with the gr
support of our partner orgamations to raise $150,000 for research into Mucolipidosis, we
made a call for Letters of Interesbin researchers to use these funds.

As this edition ges to press, we can report that diigh quality proposals were received from
researchers in USA and Europe. Sadly we cannot fund all of them. Over $400,000 woull
needed to do that.

A commitee formed by the Chair of our Scientific AdvisopaBl, Steve Walkley, has evaluated
the bids and shortisted three of them. We will ask those three researchers to submit a ful|
proposal soon, and recommendatiors to thesuccessful bidd€s) will be considesd over
November.

The successful bidders will receive fumasnid-December, so the funds you put so much greaf]
effort into raising during the first half of this year, will be allocated and put to work before th
year is out.

This is a great effort firm all of you. Thank you so much.
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Advance in Fucosidosis Research

Fucosidosis is one of the rarest of ISMRIN& glycoprotein storage disorders. As
a result, it tends to attract less research than many of the other disorders. This
makes some new research on Fucosidosis all the more exciting.

Research by Heike WoMarkus DammeStijn StroobantsRudi D'Hoogeians
ChristianBeck,Irm HermansBorgmeyer, Renate LullmaftauchThomas Dierks
andTorben Libkehas resulted in the generation of a Fucosidosis mouse model, which resembles the
human disease.

The mouse model is an easy to manage system in orderar
understand the mechanisms of disease progression, to iden "
putative biomarkers for reliable diagnosis and to address therapelS
strategies such as Enzyme Replacement Therapy (ERT). Beca! ! Q.

strategies for Fucosidosis.

Lysosomal storage pathology was observed in many visceral org ! 7~
such as in the liver, kidney, spleen and bladder as well is in . 3 & am, ko
central nervous system. A progressive loss of Purkinje H|stopathology of liver and kldnelyl
combined withastrogliosis led to psychomotor and memory deficit 5-month-old Fucatdeficient mice

The researchers are now going to begin ERT trials with the mice.

For the full paper, go t& Mouse Model for Fucosidosis



http://dmm.biologists.org/content/9/9/1015
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Mucolipidosiswristbands raise awareness and
funds

. Myson{lYQa a0OKz22ft aLISOAlIf ySSRa O022NR
reminders coming up on my Facebopége for Rare Diseases Day on May 15th.
She asked me if it would be ok if the school purchased wristbands with the
YSaal3S WadzO02f ALIAR2AAA ! g NBySaaQ 2y
awareness and funds. Thehsol ordered 500 and charged EK00 br each
wristband. We were quite touched by the suggestion and the wristbands sold very
quickly.

Our local church, Sacred Hed&bchdale, where Sam i
an altar server, also asked if they could help rai
awareness byselling the wristbands Approximately =
100 were sold in the space of 24 hours, and donations reached £200.

Shamim, Edward,
Shirley and Sam

Approximately £420 was raisedltogether, and split between the UK MP!
Society and the ISMRD who both support our family. ks

Over the years, people ka seen Sam I|mp|ng or in his wheelchair.
a2YSGAYSA Fal b2KIG Aa ﬂNEYE ﬂ)\UK‘ e
020KSNBR G2 GStt (GKSY UGKS TFdz f al e Iz

f 2
2 kSy (KS& 488 G(KS gNJauo|yR§Awﬁsukweyﬁnzzl A G
understand it, but at least they will have seen the name.

The aim is to raise awareness, and hopefully gain some support and maybe research in to a cure f
Mucolipidosis. Dare to dream!

As an added bit of fun, we decided to send the wristbands to interesting places around the world, ant
L)X I 0S4 a4dzOK la GKS GKSIFGNBX aSFaARSY LlJzm® ! yeé gk
on social media. Therefore, spreading the aweags even further.

We used the strapline "MucolipidosisA Cure starts with
Awareness"™

So far the wristbands have been tagged in Barbados, Dugs
Malaysia, Honduras, Hollywood, Rome, Spain, Venice, I N
~ Zealand, Wales, London plus many more citiésSTe Q @ S5

abseiling and skydiving, and also seem to like visiting b,
music and sports events too.

'colipidosis AW

Shirley Jamil

g e



Pathways October 2016

ISMRD PENGUIN BRACELET

Who can resist this beautiful bracelet? Witldelightfulglass penguin pendant, faux pearl beaasl letter
beadsspelling out "ISMRD", this bracelet stretches to fit most wriBtsy one for yourselfask your friends
to sell them. Only twenty dollars each, they are adoradid very good awarenesaisers. Go tmur store
at www.ismrd.org/fundraisers/ismrehop

Only $20 each

Shop at Amazonsmile = AIMazon Smile

and Amazon will make . . . .
a donation to: If you shop at Amazon Smile, a portion of the purchase price will be donated to

the ISMRD, atno costtoyow? dzQf t FAYR (GKS alyYS f2¢g
convenient shopping experience as Amazon.com.

Go to http://smile.amazon.conor this easy way to help raise funds for
the ISMRD.

amazonsmile
S—T

°
6


http://www.ismrd.org/fundraisers/ismrd-shop
http://smile.amazon.com/
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Koty Exciting opportunity for
.’-°.:.°> ConnectMPS ISMRD members

The nine ISMRD glycoprotein storage disorders have been added to the Conneeth&$, a centralised
comprehensive global database that connects families, researchers, industry and all stakeholders in tf
MPS and ISMRD communities . This means that ISMRD family members can enter information about th
affected persoror peopleinto the world's first panmucopolysaccharidosis online patient registry. Entered
through a secure website, the ddentified data are then shared with research investigators and
companies working to develop new treatments.

The registry program includes 2@ational and international advocacy partners through a partnership with
the National MPS Society.

Known as ConnectMPS, it is designed to better understand the medical history and impact of the include
diseases by collecting information directly from th&tient community.

By coming together, we as affected families not only demonstrate our unity towards a cure but offer
researchers and industry the most efficient and uniform source for patient data to advance all treatments.

This program is the firatf-its-kind online patient centred registry. Researchers and drug developers alike
can better understand the progression of MPS and ISMRD diseases, available through a centrat, openl
accessible portal. The registry provides a secure portal for patiersrtribute, you and share data, while
safeguarding their privacy.

Participants can also receive information about the upcoming clinical trials most relevant to them.

For more information, go t€onnectMPS

To join, go tdReqistry

If you have any questions, please contacnnect@patientcrossroads.com



https://connect.patientcrossroads.org/?org=ConnectMPS
https://connect.patientcrossroads.org/?org=ConnectMPS
mailto:connect@patientcrossroads.com
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What ' s happening

State of rare disease management in Southeast Asia

An article published in th®rphanet Journal of Rare Diseasessists of information from six Southeast
Asian countriesoY' | Y 3SYSy G 2F NI NS RA&ASIFaSa o6lFaSR 2y (K
action in strengthening health systems. The authors conclude that even througé ihesome progress
GNI NB RAASI&AS YIylI3aSYSyd NBYI ATyeq alsOo sompate $h¢ madiligedin | C
these countries to France, Canada, Australia, Taiwan, and South Korea, which they consider to follow be
practices in rare disease managememccording to the authorst { 2 dzG KSIF &ad ! &ALy O2
significant pogress in the management of rare disease, but there remain key areas for substantia
RSOSt2LIYSY G 2LILR2NIdzyAldASaodé

State of Rare Disease Management in Southeast

Newborn screening for Krabbe's diseasethe US

Live newborn screening for Krabbe's disease (KD) was initiated in Newn 2006, and started in Missau

in 2012. As of August 7, 2015, nearly 2.5 million infants had been screened, and five infantsehad b
determined to have KD. As of August, 2015, the combined incidence of infantile KD in New York ar
Missouri isD1 per 500,000; however, patients who develop labeiset forms of KD may still emerge.
Although current treatment options for infants with eafigfantile Krabbe's disease are not curative, over
time treatment optionsshould improve.

Parenting a child with metabolic diseases: Impact on health related quality of

life of parents

The health related quality of lifeHRQol) of the parents of children with inborn errors of metabolism was
assessed among the outpatient population in Sultan Qaboos University Hospital, Oman. Publishe
in Diabetes & Metabolic Syndrome: Clinical ReseardRe&iews this study showed that parents with
higher educational qualifications, higher monthly income and younger age had a higher HRQoL.

Additionally, a strong support system and help towards preparing special diets for the child also played a
role inpredicting the parents HRQoL.



https://ojrd.biomedcentral.com/articles/10.1186/s13023-016-0460-9
https://ojrd.biomedcentral.com/articles/10.1186/s13023-016-0460-9
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Open to anyone with an interest in rare diseases. You haveibgicember to send your most beautiful,
original, or artistic photo(s) to try to win @Rad and other prizes

There are Zategoriesn the EURORDIS Photo Contestblic PrizeExpert's Choicgand thelnstagram
Prize.Find out more about our judges

Enter byfilling in the form at photo contest formor onInstagranwith #RareButReal2016

My Eaaalf/fa/CHmD

Emory Genetics Laboratory created the "MBeautiful CHILD" social media campaign to openly
communicate and to create greater awaren@d®utchromosomal abnormalities amather genetic
disorders seen in children.

"My Beautiful CHILD" is a collection of personal photos and narratives, celebrating real children anc
families leading lives a little differerftom others. The program seeks to connect those impacted by
genetic disorders seen in children, share information and ressjrand promote a sense of positive
community. This is made possible by children, their families, caregivers, and clinicians; advocates; a
others in the medical and scientific community coming together t@stablish a fundamental message:
every childs a beautiful child.

You are invitedo join this online community by submitting your pictures and statyMy Beautiful CHILD
Each month, new familiewill be spotlightedand resources providedo further network and educate the
communty. There is strength in numbers and while genetic disorders may be individually rare, those
impacted should never feel alone.

Learn more and participatet My BeautifulCHILD

o e


http://img.eurordis.org.s3.amazonaws.com/photocontest/2016/photo-contest-prizes.pdf
http://img.eurordis.org.s3.amazonaws.com/photocontest/2016/photo-contest-procedures.pdf
http://img.eurordis.org.s3.amazonaws.com/photocontest/2016/photo-contest-procedures.pdf
http://www.eurordis.org/photo-contest
https://instagram.com/eurordis/
https://instagram.com/explore/tags/RAREbutREAL2016/
http://info.geneticslab.emory.edu/mbc?__hssc=171862783.1.1469812430096&__hstc=171862783.d71a08fe308f3ea59043479865effeb7.1468959604338.1468959604338.1469812430096.2&__hsfp=477317565&hsCtaTracking=d96be5ba-b038-4bed-8cae-1cd065107fea%7C399a4658-b812-4365-a7
http://r20.rs6.net/tn.jsp?f=001ZlInj7pzhv478O65FZlNOSpKynWAtZewIXNDgRSNZ2WihHNZ9bavPQl44sg20TywP1NviGxWAdMVbdmLkpD29GpZ6NY5Am8r0LE4Edy3sNE8_KNEc17Fp24oOmD0MPsuDkqCD0S16-1djAk8jigRKX2jzMrQtrE7h1Zf0Dd5qML8_VTGcyaZMC9Hr4Yb5bJ3eeJJbpuiLSLMQcLWER5-iRA_FO2V6JbCHn4Fzv20l1BoAtglLfmu9IIbfPU5mhN8HlKdgnI37jIM8j2fR_6EIXmv5im8q8ZSEXCHL2zlUOXEP9vchIvpAEXPY3EAfz049U1urQMg8y14YeBjMe9wVm8eQSMEONNwv2A_tJSmJCUuE1QeS6dDlDGElm5QDjxAte9iY23usPPjdjqd6PBUE35Ivsq6Ho3uZkk3N1PHoq6kONRcvum835P0AuFgYaWVawRnEwI5QQxZBOgc2TuPRZquwmf0dpaxpPq6Vi0uF0T7MuVhdo_ZnInEhodedabCRsV-IlUCc7k=&c=w2jU7xSVooK8hdsrM1lB-o4uHLxYsucLOU_A6jv1VW0cuUYGU_lnRg==&ch=Fyn9giGUu3GNFJAbIUPWVbYPvwJQPt0hWaWgYVnyqQDw8-YpnptBiQ==
http://www.eurordis.org/photo-contest
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We mourn the passing of Tatym Stapf, who died 6rAugust 2016, aged6

months.

Tatym's Fucosidosiwas being treated with a Bone Marrow Transplant. Sh
died as a result of complications of the Bone Marrow Transplant.

She lived in South Dakota USA

Our deepest condolences to her family, including her sister Aiva who is t
years and 10 months old, andho also has Fucosidosis.

"There are no goodbyes for us.Wherever
you are, you will always be in my heart.”

-- Mahatma Gandhi
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ISMRD WARMLY WELCOME
YOU TO OUR FAMILY

%l Franziska Huber is from Austria and has Mucolipidbsis
We also welcoméer family member Evelyn Huber

wl Ashwarya and Udit Utkosh, also a Mucolipidosis Il famil
live in Chicago, US

If you know of anyone who has recently
been ill or had surgery or is about to have
surgery, please tell us at info@ismrd.org

Some of our Penguin children and young adults have recently been in hospital,
had surgery or are awaiting surgery. Your Penguin family are thinking of you
and praying for a good outcome

%l Sergio Cardenasvho hasMLII/1ll, went into Texas Children's Hospitalth
fainting, shortnessof breath, chest paiandtirednessrelating to his heart
He has also hadifninjections under general @estheic

%l Fardowsa, who is 19 years old and has ML lll, had surgery in Septemt
a spinal tethered cord release

%l lvanGarcia, who has Galactosialidosiad surgery to help with his asthm
%l Luci Kesner is 4 yeaold and has ML Il. She ishipspital with pneumonia

%l Malynda Mrstadt, whohas ecently had surgery

11
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ISMRD"S Sunshine Care Cqmmittee

ISMRD has a group of parent volunteers called the ASunshine Com.
Our purpose is to coordinate support for families in need. The type of support

varies on the circumstance -- from birthday and weddings, an illness or death

in the family, or a famil y experiencing surgery or a medical crisis. In any
case, we provi de a littl e Asunshineo f
encouraging messages via em  ail, cards or a phone call -- whatever we think
the family would find most helpful. In order to help ot hers, our group relies on
the support of all families because, in essence, we are all part of the ISMRD
ASunshine Committeeo.

If you are in need of assistance or know someone in our Penguin community

who is in need , please contact Susan Kester . She will co ordinate with the
appropriate parties to determine how we can best help.

&e &e &e &e &e &e &e &e &e
) ) ) ) ) ) ) ) )

ISMRD gratefully acknowledges

Mary Kimmet and
Martin Woolley

for their very generous donations

Without this kind of support we would not
be able to carry out our mission and vision
for ISMRD



