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live long healthy and productive lives
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From the Pr e sDeske

By Mark Stark

Presidernt/SMRD

Greetings to you and your family. Wherever you are in the world, | hope you are experiencing good
weather and good health.

| would like to extend a warm welcome to the 15 new families that have recently joined the ISMRD. They
represent six countrieshtee continents and seven of the nine Glycoprotein Storage Disorders. Please go
to page 19 of the newsletter to see a list of our new members.

Early bird registrations for our conference have now closed, but we are more than willing to consider this
for families who still wish to attend but have not yet registered. If you are still considering attending and
would like the option of early bird registration please contact umBt@ismrd.orgo discuss.

We are very kee to complement our Board with two additional members who can assist with
communications and fundraising. Please see page 4 for details. We would welcome any questions you
may have.

Three of our Board members attended the 11th Annual World Symposiumndhis newsletter there are
some very interesting posters that were presented at the Symposium.

One of our Board members achieved a coup with the Commonwealth of Virginia (see page 14).

Also presented in this edition is an interesting array of develogsenEurope and Australia for people
with a rare disease, and also some resources for our-teamdking carers.

| hope you will enjoy this issue of the ISMRD newsletter.

Thank you
Mark Stark

President
ISMRD


mailto:info@ismrd.org

Pathways May 2015

We are seekingwo people to step intdhe following roles

Fundraising.This person would have experience in
seeking corporate funding and in grantiting. They
would work with our existing Fundraising Team to
organise fundraers and with our Research Committee |
investigate funding for the continuation of the Natural
History Study.

CommunicationsThis person would have a wide
knowledge of social media, be able to write press relea
and help us raise the profile of ISEFRround the world.
They would help the existing Communications Team to
develop ISMRD's International Rare Disease Day profil
and events.

Please note that these andl 5SMRD Board roles are voluntary

If you think you would enjoy one of the above ®land have
the relevant experience, please send a gage letter outlining
your skills and experience tofo@ismrd.org
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Hyatt Regency Orlando

9801 Imternational Drive
Orlanelo; Florida, USA, 32819

ISMRD Board Membed®ohn Forman, Jenryoble and Susan Kestattended the WORLD Symposium
Floridain 2015 World Symposiums are held annually attds year's Symposium twas designedto
provide an interdisciplinary forum to explore and discuss specific areas of interest, research and clinic
applicability related to lysosomal diseasese Bymposium wa designed to help researchers and clinicians
to better manage and understand diagnostic options for patients with storage diseases, identify area:
requiring additional basic and clinical resela

Here are the following posters from the cenénce:

1. Pharmacological chaperoning in Fabry and Schindler diseases;

2. IsMelanogenesisglisturbed inMucolipidosis II/I1I? A multicenter study based on clinical and
genetic findings;

3. Longterm neuropsychological followzLd Ay | LIManhoSigase; g A G K

Molecular basis oBialidosis and its treatment;

5. Updates in biochemical and molecular diagnosis of Brazilian patientdwitiolipidosis I1/11I
alpha/beta;

6. Updates in biochemical and molecular diagnosis of Brazilian patientdMaitolipidosis 11/111
alpha/beta

»

Below are a number of Poster abstracts that caught the attention of tmard.

Pharmacological chaperoning in Fabry and Schindler diseases

Scott C. Garman, Matthew C. Metcalf, University of Massachusetts Amherst,Amherst, MA, USA

Two homologoug @ a2a2 Yl f Syi38Y$DirFORAzREOWERS het It Od2al
NAGAL), which are deficient in the lysosomal diseases known as Fabry and Schindler diseases, respecti
One approach for the treatment of the diseases uses pharmacalogi@perones, or small molecules that
bind to the enzymes and confer stability to the folded form of the proteins. We have determined the
three-dimensional structures ai K SD !'"[  -NAGAL fenzymes, both alone and in complex with a range
of pharmacologial chaperones. In this work, we will present the molecular basis for pharmacological
OKIFLISNRYyAYy3 Ay GKS Tl yDlf[@ NABABWSIng vatdaal désigh dpprdaghésf
we were able to engineer affinity improvements of more than 1 anilliold for small molecules that bind

and stabilize the enzymes. We will present guidelines for improving the specificity and affinity of
compounds for these and other lysosomal enzymes.

4
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IsMelanogenesis disturbed iMucolipidosis [I/11I? A multicentestudy based
on clinical and genetic findings

Mucolipidosis (ML) Il and IIl are inborn errors of metabolism caused by deficient activity of GlcNAc
phosphotransferase, an enzyme responsible for targeting of lysosomal hydrolases to the lysosomes. V
hypothesized that melanogenesis would be altered in patients with ML 1l and 111.

Objectives: ) To characterize the skin, hair, and eye color of patients with ML Il and Il and compare thes
features to healthy controls; and) to establish a genotypmhenotype &sociation involving SNPs known
to be associated with skin, hair, and eye color in normal populations.

Methods: This multicentre, prospective, controlled, cressctional study employed a convenience
sampling strategy. Brazilian patients with ML Il an@édldd N1 year and their parents, as well as healthy
controls based in samples of the CANDELA project, were examined for skin, hair, and eye characteris
using standard (such as the Fitzpatrick scale) and/ or visual classifications. Patients weredsine8h#°s
[rs1126809 (TYR gene), rs16891982 (SLC45A2 gene), rs1426654 (SLC24A5 gene) and rs1129038 (!
gene)] through KASP genotyping assay.

Results/discussionSeventeen patients (ML 1= 7, ML 1l alpha/ beta=7, ML Ill gamma=3; 13 male, 4 female
mean age, 13 £ 12.5 years) and 29 parents were included in the study, as well as 185 healthy subjects fr
CANDELA project. Most patients had Fitzpatrick skin tygBqn =14/17, 82%) a rate discrepant with the
skin type of their parents (n =19/29, 66%neOof our patients (Fig. 1) had Fitzpatrick skin type Il (blond
hair, blue eyes, fair skin) at the age of 2 years, while both parents were skin type IV, corroborating th
biological plausibility of skin pigmentation changes as manifestations of ML Illgfdigure). Regarding
genotype&phenotype association, for rs1126809 2/17 had lighter hair than expected; for rs16891982,
4/17, 6/17 and 10/17 patients had, respectively, lighter eyes, hair and skin color, and 3/17, 4/17 and 2/1°
patients had, respectivelydarker eyes, hair, and skin color than expected; and for rs1426654, 2/17, 1/17,
and 1/17 had lighter eyes, hair and skin and 9/17 and 3/17 had darker hair and skin than expected; and f
rs1129038 6/ 16 patients had darker eyes than expected. Any smmifidiscrepancy was not found
regarding the eye and hair color predicted by genotype and those one found in healthy controls.

Conclusion: Patients with ML [I/lll appear to exhibit changes in melanogenesis (most commonly
hypomelanosis). Further studies arexjuired to corroborate these findings.

Longterm neuropsychological followdzLJ A Yy | LIMadn&idase ¢ A O

Johanneke B. Ebbink, Femke K. Aarsen, Esmee Oussoren, Iris Plug, Hannerieke J.M.P. van den Hout, A
van der Ploeg, ErasmusMedical CerfRatterdam, Netherlands

hal yy2aAR2aA4& Aa | @SNE NI NB @& az@manosidase.RD thadpdR S |
was available until now; a phase lll study on the effect of enzyme replacement therapy is currentl
underway. The limited studgeon the natural course of cognition shamtelligence in the range from mild
mental development to profound mental retardation. Studies on lbeign intellectual development

5
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present inconsistent data and there are no studies on neuropsychological devehbphVith this case
report, we present a 16 year neuropsychological folgpvof an untreated Caucasian patient. The patient
had a mild developmental delay which remained stable in time (range ¢®178 measurements between

age 1 and 17 years). At laatsessment his mental age was 8.0 years (chronologic age 17.9 years). Thre
additional neuropsychological tests showed difficulties in attention, memory and fine motor skills (age 9
14 and 17 years; data was corrected for intelligence). His fine motts akidl memory

deteriorated in time. School performances were in accordance to his intelligence. Behaviora
guestionnaires filled out by the parents and an interview according to DSM IV criteria showed symptoms c
pervasive development disorder (PDD, nohertwise specified). Brain MRI at agye showed mild atrophy

in the cerebrum and cerebellum. He had diminished myelination of the periventricular white matter. Here
we report a patient with alphanannosidosis having a subnormal intelligence, which remasgiadle in

time. The patient performed relatively well on his intelligence tests, when compared to literature on
cognition. So far, our case report adds to the existing literature that alphamannosidosis is not a progressi\
mental disorder. The patient hadifficulties in his attention, finemotor skills and memory.His finemotor
skills andmemory deteriorated in time. The impairment inmemory and attention was not reported before.
With the phase Il trial underway, solid knowledge of the natural course and gpecific
neuropsychologicatieficits of the disease is important, especially of mental development which is the
main characteristic of the disease

Molecular basis oHalidosis and its treatment

Nilima Kolli, Scott C. Garman, University of Massachulettserst,
Amherst, MA, USA

Sialidosis is a lysosomal disease caused by mutations in the lysosomal neuraminidase (NEU1). NEU1 |
exosialidase that cleaves terminal sialic acids from glycoproteins and glycolipids in the lysosome and on t
cell surfacehighlighting its importance in vital cellular functions such as catabolism and signal transductior
pathways. Deficiency of NEU1 activity in patients with mutations in Protective Protein/Cathepsin A (PPC
galactosialidosis) suggests its dependence on R&CG#rmal function. In the current study we show that
PPCA directly interacts with NEU1 and, contrary to previous reports, we demonstrate that this interactior
is not required for the catalytic activity of NEU1, instead it facilitates stabilization ol N&® report for

the first time the kinetigparameters of the neuraminidase activity of NEU1, which exhibits a kcat of 2.14
YAYbM FYR 10FGkYa 2F M®dPTo0o Yabm YAYLMD ! &AY Df-A YK
concept study for pharmacolgical chaperone therapy for the treatment of sialidosis. Thus, we
demonstrate that instability of NEUL outside lysosomal complex forms the molecular basis of sialidosi
andpropose development of therapeutics focused on stabilization of NEU1.
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Updates inbiochemical and molecular diagnosis of Brazilian patients with
Mucolipidosis Il/lllIAlpha/Beta

Fernanda S. Ludwig, Taciane Alegra, Nataniel Ludwig, Maira G. Burin, Ida V.D. Schwartz, HCPA/UF
Porto Alegre, Brazil

Mucolipidosis Il and Il (ML Il ang Hipha/beta are autosomal recessive lysosomal disorders (LSD) in which
the essential mannose-@hosphate recognition marker system is deficient. They are described as being
caused by mutations in GNPTAB gene, which encodes alpha/beta subunitacaftyljlucosaminel-
phosphotransferase (phosphotransferase). The biochemical diagnosis is usually based on indire
biochemical method: measurement of several lysosomal hydrolassivities. However, there is no
consensus about which enzymes should be invetgdyaand different panels are used with weak evidence

to support each option. The molecular diagnosis is based on sequencing all exons of the gene, whi
contains 21 exons.

Objective Report of advances in biochemical and molecular diagnosis in Braali@mtp with ML 11/11I
alpha/beta through the proposal of a more rational panel for lysosomal hydrolases analysis and a protoc
for identification of GNPTAB mutations to be applied in the hierarchy of exons.

Methods: The analysis was a retrospective studgluding patients with a clinical and biochemical or
genetic diagnosis established at the reference center for diagnosis of lysosomal disorders in Southe
Brazil. We developed a score based on 11 items to choose which enzymes should be includedrelthe p
To establish a molecular protocol, we analyzed mutations found in Brazilian patients with ML 1I/1I
alpha/beta investigated by our group through sequencing of GNPTAB with genotype identified.

Results: A total of 26 patients were included (MLII=14, IN®3) in biochemical analysis. In plasma, all
Syl evySa SEKAOAGUSR KAIK YSIy FOGAGAGE:S $SkddSdade T
FOGA@GAGE 6l A y2NXYIFEEZ gAGK | ff 2-NaspgucodaBiRdzzdeR © |
Ay LIX I avYl ¢ l-glucokidaskRe@eNih fibnsliRasts was lower in ML Il. The highest scores (e.g.
0SUGSNI 202 NBaOYISWEB2 & XARIVERISERHYIRA R S 6-hexosanihiflagei(2Z70 =
LJ2 A y {glucdurbnidase (26 points), afdN-acetylglucosaminidase (25 points). In molecular diagnosis, 16
patients were analyzed. Twelve different mutations were found in patients analyzed, being the mos
frequent the ¢.3503_3504delTC (allele frequency=37.5%, exon 19). The exons with a htghef r
pathogenic variations found were exon 19, exon 13 (20% of alleles), and exon 10 (12.5% of allele
followed by exons 3, 12, and 14.

Conclusion:For the biochemical analysis, we suggest the measurement of plasma and fibroblast levels c
at least thee of the enzymes which had the highest scores in our analysis. For the molecular diagnosis, v
suggest that exon 19 of GNPTAB should be the first one to be analyzed, followed by exons 13 and 10, a
finally, by exons 3, 12, and 14. If we do not find amytation inthese exons, the remaining exons should
be analyzed. The proposed panel of enzymes would be a faster, simpler, and less expensive method for 1
biochemical diagnosis of ML Il and lll, and de¢ermination of a protocol analysis for DNA diagisohas
great importance, since it decreases the time employed in the analysis and allows a significant reduction
costs assigned.
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Alpha-Mannosidosisand compassionate use dlphaMannosidase
O[FYFT @YunoyYy ¢g2 OFasS NBLRNIA

Monica LopeRodrigueza, JesusacasaMarzoa, Gema Perez Martina, Valerio Delg&icerola, Enrique
BerrocalValenciaa, Olga Torneiborresa, Raquel Fuentégyoyena, Mercedes Gil Camposb, aHospital
Central Cruz Roja, Madrid, Spain, bHospital Universitario Reina Sofia,

Cordoba, Spain

Alpha-mannosidosis is a type of oligosaccharidosis due to a deficiency in the activity of acid alpha
mannosidase enzyme. The implicated gene is MAN2B1. This condition is inherited in an autosomal
recessive pattern. And it is estimated to occur in approxatyal in 500,000 people worldwide. The main
clinical features are: Skeletal deformities, with dysostosis multiplex and coarse facies; intellectual disabilit)
with behavioral changes, neurological symptoms including difficulty in coordinating movememt=jat

and immune deficiency (frequent and severe bacterial infections). We report the cases of two siblings
(non-consanguineous parents), diagnosed of ahom@nnosidosis in their early childhood, with an

attenuated form (type I1). The first case is a m&®Ryearold, with moderate intellectual disability, hip
dysplasia, ataxia, neurosensorial deafness and coarse facies, and severe sepsis in his childhood (Fig. 1).
other case is a female, 18 yeald, with moderatesevere intellectual disability withehavioral problems,
ataxia, myopia, neurosensorial deafness and dysostosis multiplex with coarse facies (Fig. 2). In April 2013
they were enrolled in a phase 11l clinical trial: rhLAM?NA multicenter, doubleblind, randomized,

placebo controlled, pallel group trial, investigating the efficacy and safety of repeated Lamazym
treatment of subjects with alphanannosidosis), during 52 weeks, receiving the enzyme weekly by
endovenous infusions. When the clinical trial was completed in April 2014, agwl vsafety concerns
KFEadS FTNAaASYysS (KS LI GASyda ¢ S-sRlytBefagyNdsiRown dspidlSas S A
a compassionate use. During this period, the weekly infusions haveveegnvell tolerated, with no

reactions. Nowadays, it &ill very soon for knowing the effectiveness of this enzyme replacement therapy.
The outcomes of the trial were: Reduction of oligosaccharides in serum, the number of steps climbed in 3
min (3minute stair climb test), forced vital capacity, the distam@dked in 6 min (@ninute walk test). But

we are able to confirm the excellent drug tolerance and the no appearance of severe adverse reactions
during the followup period. It imecessary to know the trial results, to assess the efficacy and its pasterio
use in our clinical practice.

Hyatt Regency Orlando

9801 International Drive
Orlaneo; Flofida, USA, 32819
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ISMRD Fundraiser.

Kylie and Kendall Sweet 16 Celebration

A message frondamie, Kelly, Colin and Cayden

Our beautiful girlKylie and Kendall passed away at age 8 afarh Mucolipidosis |lor FCell Disease
Sincethe girls diagnosis ISMRD has become a huge factorhelping families with -Cell children by
supporting them, connecting us with other families, and also funding research with hope that some day
there wil be a cure for this terrible disease. Please join us at our ewapiporting ISMRD and helping
those families that continue to travel this journey.

Kylie and Kendall Sweet 16 Celebration
Saturday June 27th, 5:00 pralosing
The Golf Farmaka Deacon8ar and Grill, 2100 U$2, Wauonda, IL

Donations can also be made directly througfs site or mailed to 2817 N. Sterling Drive, McHenry, IL
60050 c/o KandK Fundraiser.

Thank you for all of yowsupport!!

e
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Raise money for your conference accommodation costs

Beautiful braceletin several colours

Our beautiful fundraiser bracelets are now availableried,
green, purple and pink, as wedls the original blue

The bracelets sell for USD$Zr every bracelet you sell, ISMRD will put
aside USD$10 in your name to cover some or all of your accommodation
costs

If you would like to purchase some bracelets to sell to your friends and
family, please send agmail toinfo@ismrd.org

If you are notattending the conference, you can sell bracelets and
nominate a family that is attending to receive the $10 towards their
accommodation csts.

SN

n X

gofundme

ThelSMRD gofundme pades nowaised$4,326 If you would like to donate, go to
http://www.gofundme.com/5rpjhw Alsoplease share this link with your network and say
a few words to encourage them to donate. Every little bit halpg is gratefully received

Amazon Smile

Shop at AmazonSmile

. . . .., and Amazon will make
If youshop at Amazon Smile, a portion of the purchase price will ~ a donation to:

be donated to theo ISMRD, atno costto yo®® dzQf ¢t FAYR GKS SEI
same low prices, vast selection and convenient shopping
experience as Amazon.cor®o tohttp://smile.amazon.com amazonsmile

O
[N

10


http://www.gofundme.com/5rpjhw
http://smile.amazon.com/

Pathways May 2015

SALE
ISMRD2015Calendas

USDS9

Reduced fromUSD$14the calendafeatures more of our kids than last yedncludes postage.

See aalendarhere

Order your calendars frorfSusan Brennan Kester at http://www.ismrd.org/fundraisers

Proceeds will go to the 2015 International Scientific/Family Conference being held in St. Louis. We hope
that you will embrace this fundraiser and help us raise funds for the conference where many families will
be meeting other families with the same cotidn for the very first time.

Happy

Mothers
Day

To all our ISMRD mothers
in countries celebrating Mother's Day on Sunday 10 May 2015

Did you know that Mother's Day was started by American woman Anna Jarvis in 1908, and that she tried
get it closeddown when it became commercial? Some countries use a different day of the year to coincide
with an existing day of celebration e.g. in the United Kingdom, Mother's Day was incorporated inta
Mothering Sunday, celebratezh the fourth Sunday of Leth March or April. For amore detailedhistory

of Mother's Day, and to see when other countries celebigtgo to
http://en.wikipedia.org/wiki/Mother%27s_Day

11


http://www.ismrd.org/__data/assets/pdf_file/0020/45326/2015_ISMRD_cal.pdf
mailto:kickifer1@aol.com
http://www.ismrd.org/fundraisers

Pathways May 2015

2 K0 Qa KFLILISYAYy3I | N

Rare Disease Dayirtual Morning Tea

ISMRD held a Virtual Morning Tea to celebrate International Rare Disease Day, 28 February 2015.
Members from several countrieparticipated. Some held actual morning teas and others donated the
cost of their staff morning tea or the cost of something tiigourchased. At ISMRD Board member Susan
Kester's workplace, all the staff came in Jeans and donated a gold dower $400 was raiseftom the
Virtual Morning Tea.We hope that next year even more members will take part.

ISMRD Board member Jenny Nelilelda morning teain TaurangaNew Zealandor Rare Diseas®ay.
A wonderful time was had by allith lots of conversation andyummyfood.

12
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Rare Disease Ddgpr the Commonwealth of Virginia

CERTIFICATE of RECOGNITION

ISMRD Board member Tish Adkins approached VirGionvarnor Terry McAuliffe (D), who
has now declared February 28, 2015 as Rare Disease Day for the Commonwealth of Virgi

Well done Tish!

13
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Austrian National Action Plan for Rare Diseases

|
mmm Austria has recently adopted its National Action Plan for RaeaBeésis called NAP.se.
The NAP.se contains nine key topics:

- Documentation of rare diseases in the health and social system

- Improvement of medicatlinical care of rare disease sufferers

- Improving the diagnosis of rare diseases

- Improvingthe treatment of and access to treatments for rare diseases
- Research in the field of rare diseases

- Improving knowledge and awareness of rare diseases

- Improving epidemiological knowledge in the context of rare diseases
- Establishment of permamt consultativebodies for rare diseases; and

- Recognition of the benefits of sdiklp.

Read more Austrian National Action Plan for Rare Diseases

Y
e,

CzechAction Plan 6r Rare Diseases

hA tenyear Czech National Strategy for Rare Diseases was approved by the Czech government
2010 for the country's rare disease patients, estimated to be roughly 20,000 out of 10.5 million habitants

In the National Action Plan fdRare Diseases for the period 262617 (NAP2) emphasis is placed on the
support of early identification and diagnosis, on the further centralisation of care for rare disease patients
the unification and development of data collection and the creationtahdards of care for patients with

rare diseases, as well as on the improvement of awareness and education in rare diseases on continu
with the already established foreign cooperation and on establishing new contacts, and on the connectin
Czech rare dease centres with common European databases and registers aggregating clinical an
laboratory data. An emphasis is also placed towards joining international rare disease research projec
domestic research projects as part of the Agency for HealthcareaRds and the development of cress
border diagnostic and medical care in accordance with the provisions of the Directive on Patients’ Rights
CrossBorder Care, which  was  transposed into Czech legislation in 2014.

The strategy also includes plans foetestablishment of centres for home care, social subsidised hospital
beds, respite centres and rehabilitation facilities, and the expansion oftknng care beds with trained
personnel and special equipment to improve the quality of life and socialsiociwf rare disease patients.
The strategy also asks for attention to be placed toward effective and timely pharmacotherapy of rare
disease following internationalgiccepted standards and recommended approaches, and increasing the
education and awarenessn RD issues among the medical professionals and the public at large.
Read more:The Second Czech National Action

14


http://www.orpha.net/actor/EuropaNews/2015/150331.html%2349576 
http://www.orpha.net/actor/Orphanews/2015/doc/2ndCzechNationalActionPlanforRareDiseases.pdf

Pathways May 2015

New Paediatric Institute for Rare Diseases in Barcelona, Spain
?\
(& )
= Sant Joan de DéBarcelona Children's Hospital, in Barcelona, Spain has launched a Paediatric

Institute for Rare Diseases (IPER) which will offer unified medical care for patients with rare diseases. The
aim of IPER is also to obtain a quick diagnosis for the children who do not currently have a diagnosis. IPE
will concentrate its efforts on translational resefrrinto diagnosis and treatment of rare diseases as soon

as possible.

Read more CIBERER websii@ Spanish)

%,-‘\,E
LNBf I yRQa FANBG blFOA2YIlLt wlkNB 5

“LNBt FyYyRQa FTANBG bl A2yt wlNB 5AaSFaS hTFFAOS
2015. The establishment of a National Rare Disease Office (NRDO) was one of the key recommendations
the5 SLI NI YSyd 2F | SIfGKQE WA NBGND/ 505211 & S - fHBQ RIAZ
which was pblished last July.

The primary benefit of the new National Rare Disease Office will be the streamlining of access to diagnosi
and treatments for patientsThe new office will be responsible for building information on the availability

of expertise in Irland for rare diseases and making this information available to both patients and doctors.
It will also establish a helpline for patients with access to a genetic counsellor, support the HSE in the
mapping and validation of centres of expertise in raredses in Ireland, as well as having a {@rTg role

in rare diseases surveillance.

Read more Irish Rare Disease Plan

Irish National Rare Disease Office

"“*Ag

Australian Rare Diseases Summit

3 ISMRD Board Members John Forman (New Zealand) and Carolyn-Paisléustralia)
Attended the Australian Rare Diseases Summit in Melbourne, Austriarch this year. The Summit
represents a huge step towards a National Rare Disease Plan for Australia.

15
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Carer Resources

Athena Diagnostics program for more affordable diagnostic testing
for USpatients

Athena Diagnostics has recently announced a pevgram to make diagnostic testing more accessible and
more affordable. On September 1, 2014, the company launched the Athena Alliance Program to expand
patient access to a variety of diagnostic methodologies and tests, especially those for rare amit esote
disorders.

G KSY T Q& LINA 2 NR {@anhtricicastonai & i@ide Rd\ tiyaBeachIpatieht $as é@n individual
specialist and a team of dedicated personnel to support them from the time of the order through test
results. Athena Diagnostics offeaxcomprehensive test menu and intellectual property portfolio for
neurological, neuromuscular, endocrine, and renal conditions through more than 400 diagnostic tests.

For individuals and their providers who have faced financial barriers to accessingdnestic tests
necessary to make diagnostic and treatment decisions, the Athena Alliance Program may offer what you
need.

If the physician has determined that it is medically necessary for the patient or a family member to receive
a laboratory test for aare or neurological disorder, have them contact the Athena Alliance Billing Team to
engage one of their specialists at (800) 3B¥03.

For more informationgoto http://www.AthenaDiagnostics.com/alliance
=

Rare Diseases: A Compassionate Guide For Teenagers F@fEnd
Life Care

Aging with Dignitya Tallahassee, Floridb@ased norprofit organizationpublished in 2012, a guide titled,
&Voicing My Choices: A Planning Guide for Adolescents & YoungéABultsii K & KSf LJa | R2f
adults identify the choices that they can decide upon when faced with a rare disease or terminal illness.
The guide is designed to aid them with communicating their preferences and desires to friends, family, an:
caregivers. It helps to express:

d &2 dzNDK{iK2 dzo 2 dzii K

e 26 &2dz oyl (2 0S O2YF2NISRI &«
RSOSt2LISR dzaAy3 FSSRol Ol FTNRBY @&2dzy3 LIS2LX S

f AQA
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https://www.facebook.com/globalgenes/photos/a.172828182742886.45448.172561449436226/835048956520802/?type=1
https://www.facebook.com/globalgenes/photos/a.172828182742886.45448.172561449436226/835048956520802/?type=1
http://www.athenadiagnostics.com/alliance
http://www.agingwithdignity.org/index.php
http://www.agingwithdignity.org/voicing-my-choices.php
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In September 2014he Institute of Medicine publishell w S LD2idMIinPAmerich > (G KIF i aK2 6 &
adolescents are competent enough to talk about their @idife wantsand that they prefer to be engaged
in conversations about their care.

HAE
Blog Series on Building Resilience for Rare Dis€za®givers

In 2014 Genzymesupported the development of aonline resourcdailored to rare disease caregivers.
They also theyosted two Caregiver Resilience Buildwgrkshops with patient group leaders in Europe
facilitated by Vanessa King, an expert on positive psychology and resiliehese workshops were so
successful thavanessa will be a guest bloggeferthe course of 2015 $e will share a number of

different ideas and activities which have all been scientifically shown to boost wellbeing and resilience.

Go to Caregiver Action Network

%AE
A GPS for Familied and Individuals with Disabilities

New Jersey'Statewide Parent Advocacy Network Inc (SPAN) has developed @wapyehensive and useful guide
for families of people with special needs and the professionals who work with them.

Go to: A GPS for Families of and Individuals with Disabilities

Accessible Denim

ABL Denimmake jeans for people whase a wheelchair as well as for kids who have sensory issues.

Their jeans are made with a higher back to accommodate sitting in a wheelchair and they feature a pocke
on the lower leg to make storing a phone or wallet more accessible.

The kids' versionsan be ordered without any metal (zippers or rivets) and with reversed seams around
the waist so as to not cause irritation. The company is based in the US and will ship overseas. N.B.
shipping costs are quite high: Canada $25; Western Europe $50; Au$#&IRead moreABL Denim
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http://www.iom.edu/Reports/2014/Dying-In-America-Improving-Quality-and-Honoring-Individual-Preferences-Near-the-End-of-Life.aspx
http://genzymerarecommunity.us5.list-manage.com/track/click?u=bbfb2f37fd0756e8835ea6506&id=8cc7bf6087&e=d264229752
http://genzymerarecommunity.us5.list-manage.com/track/click?u=bbfb2f37fd0756e8835ea6506&id=646a5eac90&e=d264229752
http://www.rarecaregivers.org/?utm_source=Genzyme+Rare+Community&utm_campaign=126b74ce1f-RSS_EMAIL_CAMPAIGN&utm_medium=email&utm_term=0_671f196937-126b74ce1f-85568409
http://www.spanadvocacy.org/content/gps-families-and-individuals-disabilities-health-advocacy-guide?utm_source=Genetic+Alliance+Announcements+and+Newsletters&utm_campaign=a146e14865-Weekly_Bulletin_02242015&utm_medium=email&utm_term=0_182db72825-a146e14865
http://www.abldenim.com/
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Welcome

to our family e

S

OOk ISMRD warmly welcomes

Greg, Nancy and Jeremy Gatta. Jeremy has Mucolipidosis lll. They live in Michigan, USA
Shirley Jamil and son Sam, who ig/&ars old and has Mucolipidosis They live in the UK

Ana Maria Palma Ahuma@ad Felipe Crisostomo Ortizvho live in Cite, South America

Deni Martin, who lives in Rio Negisrgentina

Mike Schletemwho lives in Michigan, USA

Mary Blomberg and daughter Karin, who has Aspartylglucosaminuria. They live in Washi&
Maggie Hunt, who lives in Longford, Ireland

Silvia Blancand her 18 month old son who has Mucolipidosis Il

Alisha and Juan Arreguin whose ciildrcedeshas FucosidosisThey liven New Mexico, USA

Andrea Schwartz and her daughter Helevizo is four years old. Helena has Fucosido$isey live
in Austria

Naty Martino who lives in Argentina and has Mucolipidosis Il
Laurel Mills wose child Oliver has Beta Mawsidosis and lives iihe USA

Susan Faucher whose daughter Darla MarieAlpBa MannosidosisThey liven the USA

Lucas Todres whose daughter has SialidoBieey liven Argentina

UL THTL VKNP
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https://www.facebook.com/maria.ahumada.391?fref=nf
https://www.facebook.com/felipe.crisostomoortiz
https://www.facebook.com/silvia.blanco.44
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If you know of anyone who has recently been ill or had surgery
or is about to have surgery, please tell usiato@ismrd.org

Some of our Penguin children and young adults
have recently beenll or in hospital

Please know that thd?enguin familythoughts and prayersre with you

wl BiancaTrestianuMucolipidosis Il
®l Mary Sibert, Mucolipidosis |ll
wl Alli Dennis, Mucolipidosis |l

&l Skylar Thoma#ucolipidosis Il
% Dale LeeAlpha Mannosidosis
% Heather ScottMucolipidosis |l
wl Faith Patriquin,



mailto:cdew1@dodo.com.au
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L { a wSutshine Care Committee

ISMRD has a group of parent volunteers called the S6XQVKLQH &RPPLVOW
purpose is to coordinate support for families in need. The type of support varies on the
circumstance -- from birthday and weddings, an iliness or death in the family, or a family
H[SHULHQFLQJ VXUJHU\ RU D PHGLFDO FULVLYV ,Q DQ\ FDVH
the family by providing flowers, encouraging messages via email, cards or a phone call --
- whatever we think the family would fi nd most helpful. In order to help others, our
group relies on the support of all families because, in essence, we are all part of the

,605" 36 XQVKLQH &RPPLWWHH"

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

need, plea se contact Susan Kester . She will coordinate with the appropriate parties to
determine how we can best help.

7 ( 9> ISMRD gratefully acknowledges the following people for
2 their very generous donations

'ﬁ<b Without this kind of support wevould not be able to carry out our mission
' and vision for ISMRD

%l Christine Austin %l Parker Meador

®l Harry Budiono WW2KY hQ/ 2yy?2
% Rob C Wl Whitney Overbey

@l Diana Cerri ®l Laura Owings

®l Jocelyn Collins wl Carolyn Paisleppew

¥l Raffaella De Pace %l Maritza Rendon

%l Antonia DiGori %l Diane Roncone

% Yndra Estevez %l Yelitzia Sanchez

Wl Mark Haskins ®l Schleter Painting & Drywal
%l Susan Kester ¥l Elizabeth Sibert

%l |sabel Him %l Juanita Van Dam

®l Jackie James %l Martin Woolley

wl Kristine Klenke %l Loyda Zapata

%l Edel Lougheed
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