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During the firstweek of September2013,three important conferenced meetingson disease<lassified asnborn
Errors ofMetabolism(IEM) have been helid Barcelona

The ICIEM2013yathered over 200 metabolic specialistsfrom all over theworld. More than90 countrieswere
represented Duringthis 4-days conference more th&®00communicationsn oral or posterformat were presented

In the next weeks, ite Metabolic Guide will publish severalarticles onthe different sessions highlighting new
developmentdor each disease group

We beginthis week withthed ¢ KS mMad 22NI R /2y FSNBYyOS 2y [/ 2y3ISyArdlf
Professionals: a booming story of sugar tréedllowed by (i K " Idternational Symposium on Urea Cycle
Disorders: Catalyzing New Therapeutic Approaches



http://www.guiametabolica.org/subhome-enfermedad/defectos-congenitos-de-la-glicosilacion-cdg
mailto:sindromecdg@gmail.com

The first World Informal CDG families meeting

August 31, was an unforgettable ddylany families met for the first time other CDG famili€3thers kneweach
other through social networksTogether they havevalked the street®f the emblematimeighborhoodGraciauntil
PlazaCatalufia The day finished with a wonderful typical Catalan dinltevasan emotional and enriching moment!

Satellite { & Y LJ2 dlat ' World dConference on Congenital Disorders of Glycosylatifom Families and
Professionals

G¢KS mMad 22NIR /2yFSNBYyOS 2y [/ 2y3SyAidlt 5Aa2NRSNA
a02NE 27F \wadfAitfuly désiydedni €ollaborationwith leading expertsn the field of CDG families and
professionalsvorked together to exchange knowledgeexperiences, needsnd perspectivesThe coordination and
overall operations have been coordinated by the Portugueseodation for CDG and related Rare Metabolic
Diseases (APCEEGa w0 @ | 0 A dnusk goKol-alf the vélihtdeis who dedied their precious time before,
during and afterthe conference. Their time, their willingness to participate, encouragement aniteasere very
significant to the overall organization of this evenhissymposiumhad fourmain objectives:

(1) strengtheningglobal awarenessf these diseass,

(2) fightinggeographic isolatiothat impactsfamilies and professionals

(3) sharingknowledge andexperiences,

(4) potentiating visibilityof the work performed by patient representatives and professionals and

(5) identifying areas in whichinternational collaboratiorcan havean immediate impact orthe life quality of
thesefamilies

This eventwas very spcial since itvasorganizedby acommittee consisting ofworldwide patient representatives
and professionalsit should be noted that this congress was a satellite meatintpe 12th International Congress of
Inborn Errors oMetabolism
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on 1 and2 September2013, in Barcelona. It eve interesting days where families and professionals(clinicians,
clinical and basic researchersiologists chemists andpharmacologists... had the opportunity to share their
knowledge and experienceghe participants consisted of:

1 43 familiesfrom 17 countriesAustralig Belgium Brazil,CanadaCzecRepublic Denmark EnglandFinland
France Germany Italy, Israel Norway, the NetherlandsPortugal Spain Swederand USA
1 71 professionafrom all continents and fror25 countries

Outreaching professionals: total 71

France, Spain,Sweden, Germany, Italy, UK, Portugal, Serbia, Czech
Republic, Netherlands, Belgium, Slovakia, Bulgaria

Brazil, Uruguay, Argentina, Chile, ’ Canada, USA and Méjico |
Colombia
Asia Middle East
| Hong Kong ‘ ‘ Qatar, Turkey |




CDG Participatory Medicine

During the conference,it became clear thajoining forcesbetween patients, physiciansind basic researchers
represents an invaluable added valnethe fight against these diseases.

CDGePACIBARDePatients Generating Collective Intelligence to Advance BiomediRare Diseasgswill be
officially launched on the International Rare Disease @&y February 2014): on this day, families will start to
complete surveys aimed at expanding the current knowledge about Qiliical description, education,
rehabilitation, and othedisease managementLurrently families patient organizationgnd professionalsre filling

in the scientific contentand are carryingut various actions$o collect fundsfor this project This is a large project

that aims to benefit patients and their familiednvitationsamongst main stakeholdeege currently beingent out
International collaborationsare urgently needed t@chieveour goals in particular dissiminating knowledge, and
a0AYdzZ FGAy3 NBASEFNOK 2y ff [aLsSoda 2F GKSasS RyoaSlh a
want to become a collaborator please contaihdromecdg@gmail.com
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G/ 5D DI f +Hode @hdNIRamswere the firstever CDG awards honong persons who have made
significant contributions to CDG worldwidlg improving CDG knowledgmd by basic and applied resear¢tence
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The audience hearda poemwritten by JuliaBoonnak(CDGUK) Juliawas the winner ofa poetry contestGlobal
GenesProjectin June 2013Her poem focuseson perseverancand can be readt: http://globalgenes.org/poetry
contestwinnersannounced/ Julia also writes her own blog focused on CDG awareness
http://cantdogymnastics.blogspot.fr/

The categories and assigned people have been:

1. CDG medical care awar@lecognies breakthrough work done by a medical doctor in the field of CDG). : Dr Eva
Morava.

2.CDG research awar@lecognizes an individual for excellent CDG research, international collabomtidisupport

of the patient community): Dr Hudson Freeze.

3. CDG Lifetime Awardfor lifelong dedication and commitment to CDG (this award is already assigned): Peleman
family.

4. CDG inspirational awardcelebrates the achievements of (a) remarkable person(s) who inspire those around
them): the CDG Families.


mailto:sindromecdg@gmail.com
http://globalgenes.org/poetry-contest-winners-announced/
http://globalgenes.org/poetry-contest-winners-announced/
http://cantdogymnastics.blogspot.fr/

Awards were attributedo Dr. E.Morava(USA)Dr. H Freeze(USA)the Pelemanfamily (whose daughtersvere the
first to be diagnosedvith the disease Belgium, and to the familiesn general (DrVanessd-erreirareceived this
award ontheir behalf). In addition, special awards were gitenDrs.J. Jaeken(Leuven Belgium, M-A. Vilaseca
(BarcelonaSpainandP.Briones(BarcelonaSpainfor their dedication angbassion during their professional careers
for this group of diseases.

Dr Mercedes Serrano dedicated the following words to Dr Vilaseca:

0She took care of patients an@lways ensuredhat she would be clos® them. She remembers every single name,
issues about their families, their lives... She has always thought adbuii A &y GaieQtheir difficulties life and
their quality of life.

Throughout hercareer she has been brilliant from the scientific and professional point of view, but particularly, she
has been brilliant as a person.

3 years ago she founded @uMetabdlica, once more trying to help patients, trying to solve theiedseand
difficulties and nowadays she is the ma&.0 doctok in the hospital! It is our great pleasure to give this recognition
to our loved Maria Antona Vilaseca (MAVext ty Dr Mercedes Serrano.



Unigue speakers, unique moments:

The most rewarding and emotional moment wése opportunity to hearoral presentationsfrom families and
patients, focused to share thesixperiences.

Regarding theontributionsof families andpatients MorganLiddle Australia), a CDG patient, ab22, told usher
expectationsabout life and her right todream. A presentation where optimisrand strength impressedall
attendees.Next, BasHolten (The Netherland$, DuncanWebster Canada), SandrRereiraPinto Spain),Noelle
Schmitz(The Netherland$, EricJerman(USA) and/anessdrerreira(Portuga) explainedtheir contributions tothe
daily life of childrenfrom a personalfamilial or professionalpoint of view Examplesare the design ofadapted
playgroundsglectronictablet appsto promote the neurodevelopment othildren the establishment of support
groupon social network$or CDGlamilies. It was also demonstrateldow the active participatiorof familiesin the
field of basic andclinical research through their possible collaboratioras coordinators managers, source of
inspiration funders and others, can positively catalyzeresearch projects basedn the immediate needs and
concernsof families.

At the end of the afternoon thee was alsdime to talk aboutcollaboration betweerpatients usingRareConnect
platform (a EURORDI&nd NORD initiative)or through Metabolic Guide as pioneer initiativesthat use new
technologiedo advanceclinical knowledgef these pathologies.

Thefirst day closedwith an emotionalvideo made byMerell Liddle CDGAustralig in collaborationwith Vanessa
Ferreira(CDG Portugal)t includedmore than 80pictures of CDG childrehevideo transmitted thethoughts of

the families at thebeginning oftheir diagnosisand theircurrent feelingsand desireslt wasaccompanied by folk

song composed by the parents of two CDG girls (Australipn entitled "Ordinary Lif¢ (to listen it

http://www.yout ube.com/watch?v=g9WyodPo4.
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Morgan Webb Liddle, Para-Equestrian and
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Morgan Webb Liddle, Para-
Equestrian and her supporters
TeamMORGAN

Cross training on the bike with Tailor.

"Despite all my challenges, my goal is to
represent my country.”

LATEST NEWS

Together we can help Morgamchieving her dream! Please visit the following links aifdyou are interested
donations can be done tlough her webpage:

Webpage http://www.teammorgan.com.au/
Facebookhttps://www.facebook.com/pages/MorgatwWebb-LiddleParaEquestriarand-her-supporers
TeamMORGAN/145308438889087 ?fref=ts

Youtube channelhttps://www.youtube.com/user/TEAMmorgan28?feature=mhee
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http://www.teammorgan.com.au/
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https://www.youtube.com/user/TEAMmorgan28?feature=mhee

The grouBandSambant closdtlis unforgettaldle day with a Batucada Show!

Morgan Liddle (Australia) with Elisa Balducci fildamdSambangroup.
Last news related to the Scientific and Medical content:

Asto the medicalcontent, the first presentation wagyiven by Dr. Jaak Jaekd®e(gium),who discovered thefirst
congenital disorder of glycosylation, asdveral othersDr Jaeken, gaveshort history on the first 20 years of CDG,
and a concise overview of this rapidly expanding field, comprising actually more than 70 subtypes.

Subsequentlyrepresentatives fromArgentina (Dr Carla AsteggianoBrazil (Dr Charles LourengolPortugal (Dr
Esmeralda Rodriguesgpain(Dr Belén PéreBuefias) FrancgDr Nathelie SetaQatar(Dr Tawfeg Beomran), Italy

(Dr Rita Barone and Dr Agata Fiumagilgaia (Dr Malina Stanchevand the Czech Republipr Thomas Honzik)
described their experience3hese talks nicely illustrated that CDG can affect every organ, particularly the nervous
system, and that the disease severity comprises a very broad spe¢trm very mildly affected adults to prenatal
death).

Dr. Pattersof 8JSA)talked about the neurological aspectand evolutionof CDG, and in particular about the
cerebellar involvement in PMMZDG Ths involvement is mst probably acombination of hypoplasia (poor
formation) and atrophy (destructiorof the tissueafter formation). In particular he Purkinje cells the most
important neurons in thecerebellum,are very vulnerable tanjury. Inits presentationDr Patterson also noted that
there is an alteration not onlyat the cerebellarand cerebrallevel (which could account for the increased risk of
epilepsy in this group opatients) but also at the level of the peripheral nerves in the form of demyelinating
neuropathy (loss ofhe nerve sheaththat protects theseneurons andmakes them & R NJwithQjeater speed and
efficiency).
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Dr. DaisyRymen(Belgiun) explained the differenbcular manifestatione®f PMM2-CDECDGla), mainly strabismus
nystagmugabnormalhorizontaleye movements) retinitis pigmentosa(degenerationof the retina, with deposition
of pigment andoss ofphotoreceptorsthat are neuronsable to capture thdight signals Dr Rymen also spolabout
myopig cataractqusuallypresentin other CDG thakPMM2-CDGECDGIa), coloboma(structural defectin any ofthe
ocular structuresiris, retina,optic nerve) and hypoplasiglack of formation)of the optic nerve.

Dr. Dulce Quelhas (Portuga) explained in a nonspecialized language¢he Isoelectofocusing (IEF of serum
transferrin a techniquewidely used forCDGdiagnosis Dr HudsonFreeze(USA described the CDGwith recessive
or X-linked inheritance Hehighlightednew CDGwith therapeutic possibilitieby dietary treatmentwith fucoseor

galactoseDuringhistalk he emphasizedhe need for collaboratiorbetween patients doctorsand researchersvho,

like him workin abasic research laboratory

Dr. Lefeber(TheNetherland$ presentedmethodsthat are currently beingusedto improve CDGdiagnosisand that
have enabledhe discovery ohew types ofCDGAN importantgoalisto ensurean early diagnosiqideallyless than
three monthg.

TheDrs Corraland Morena Barrio (Spain),explained theirstudiesof coagulationand hemostasisn patients with
PMM2-CDG(CDGIa). Thecoagulationfactorsneed to beproperly glycosylatedo correctly perform their function.
Coagulatiorrequiresa delicatebalancebetweenprocoagulantand anticoagulanfactors PMM2-CDG patients are at
risk of vascular events (mosttiirombosig in situationssuch asprolonged fever dehydrationor immobilization
Studies irthis laboratorynot onlyimply alterations inthe patients themselvedut alsoin the familymemberswho
are carriers

Dr M Mohamed(Netherland$ presented ascalefor clinicalassessmenof patients This tool is of great importance
to assess the development of the diseas¢he evaluation ofnew therapies.

Dr PaulaVideira(Portuga) reviewedthe importanceof glycosylatiorfor proper functioning of thenormalimmune
system In generalljthesepatients have moréacterialinfections particularly inthe early year®f life. She stressed
the need tofollow aregularvaccination schedulef permittedby the patient's condition

DrsBEva Morava(USA) andhorstenMarquardt (Germany spoke aboutherapeuticstudies Dr Moravareported on
a treatment with galactose of a novel CDG namely P@GRG.Dr Marquardtdiscussed hipreliminarystudieswith

mannose andoral hypoglycemic agentamgtformin) or disulfiram in PMM2CDG(CDGla) patients He found

evidencefor areduction innon-glycosylated proteinduring two yearof treatment with both drugsin two patients

but there wereno clinical changedNo long term studies have been performed y@th mannoseonly or with both
drugs simultaneously A numberof questionswere asked by the parents aboutthis therapy Together with Dr.
StephanieGrinewald(Englanyland Dr.EvaMorava(USA), bottinternational CD@&xperts,a joint recommendation
was reached: we mustaiting forconclusive resultandbe cautious.

At this moment, there is noscientific evidence in favaf this therapyin children withthe PMM2-CDGCDGla). On
the other hand we have also taconsider riskof anti-diabetic drug in children with problems such asausea,
anorexig diarrhea,and lactic acidosis
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Dr MarcMartinell (MINORYX, Spair) and JohnEvans(AgiosPharmaceuticalsUSA)presented the progress dhe
pharmaceutical industryin the development of drugdo combat these diseass, with the emphasis onthe
possibilities oichaperonesDr Korner(Germany) closed the last day thle symposium by sharing hexperiencein
the field of animal modelsnimicking PMM2CDG(CDGla). Theyare important for the studyof physiologicaland
anatomicalprocessesandfor pharmaceuticatirug developmentand for other purposes.

Finally,new and pioneer communicatioeducation, awareness argmpowermenttools available in theeference
platform for this group ofdiseasesnanmed METABOLIGUIDEhave beenshared with the audienceThe section
dedicated to CDG is:

http://www.guiametabolica.org/subhomenfermedad/defectoscongenitosde-la-glicosilaciorcdg

Some examples are

(1) The story dedicated to CDG and now availablelitanguagegsan be downloaded at the following link
http://www.guiametabolica.org/aprendejugando/glicolandiay-lasantenasde-colores

(2) Brochuresn four languageshttp://www.guiametabolica.org/sites/default/files/ICDG _EN_DIH. it

(3) Thepractical guide for CDfamilies
http://www.guiametabolica.org/sites/default/files/quia_practica familias_CDG.pdf

The first world conference oCDG was an exciting evehoth from a scientific and human perspective. This
experience provedow limited resources(humanand economic)can result in a conferencavith a high level of
professionalismThis conference was dedicated to all CDG familieat in their daily life haveto face challenges
resulting from a disease withmajor medicalneeds. Family love, tenacity and bravery maglcoordinatorsbelieve

in the power of dreamslt was a milestone that will motivate many other associations of patients with rare diseases.
In addition,it prompted the interest of several families in Brazil, England and Italy to form their own associations anc
consequently to pool efforts and resa@s together within organizations and CDG representatiasdwide.
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The organisers are pleased to announce that the FoundatignoSylation (FoGjounded byDuncanWebster
(Canada)is the official sponsor of the videos that are currently being prepared. This material will be available in the
future Youtube channel dedicated to tie¢ KS mMad 22NI R /2y FSNBYyOS 2y [/ 2y 3
Families and Professionals: 22 YA y 3 a ( 2 NB . @Rirkan &Verster NeJtha faibed &f dia Webster and
President of this organization. For more information about the work of this organization vihitbcusedon
research to AL&-CDG (CD@.L), visit the following linkhttp://www.thefog.ca/main.html

Youtube Channel World CDG Confereneas created

http://www.youtube.com/channel/UCvGr7WnYaylJgfmyL xOQgWw?guided help flow=3

Currently oral presentationsare being adapted and prepare@e willinform all communityas soon as videos are
posted onYoutube Channel World CDG Conference
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Important message abouthe access tdPowerPoint presentations

Please sign upntil 12" October2013to receive PowerPoinpresentationsby writing an email to (specify name
countryand if you are a family member or a professignatcess.worldcdgconference2013@gmail.com

The book of photographs dedicated to the eveittis available

The official photographer of thevent, Marisa deAndrés,completeda book of phtographsdedicated to the event
Please find it athttp://blur.by/1c8XyPD

Please note thaimages in the printing format hawsghquality.

On behalf of all participants, thank#arisafor your friendship and time dedicatdd CDG families and professionals.
It is very rewarding!

¢The Second World Conference on Congenital Disorders of Glycosylation for Families and Professionals: a boomin
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would be toorganize this in connectiowith the SSIEM 2015 ibyon (France). Cuantly, different stakeholders are
exploring and setting up a robust operational strategy for the organization of this event. A working group will be
announced in December 2013.

Finally, our thanks to the patient representatives, organizations and vausiter supporting usn such interesting
Satellite Symposia.

For more information:

ICIEM http://www.iciem2013.com/index.php/programme/officiadatellite-symposia
RareConnecthttps://www.rareconnect.org/en/community/cdg

CD@arent associations

Portugal:http://sindromecdg.orgfree.com/
Spain http://www.aescdg.com

France http://www.lesptitscdg.org/
USAttp://www.cdgfamilynetwork.org/
Canada http://www.thefog.ca/

Germany https://www.cdg-syndrom.de/
Denmark http://www.cdgforeningen.dk/
Swedenhttp://www.cdgs.se/

For more information on organizations and representatives:
https://www.rareconnect.org/en/community/cdg

Follow CDG organizations on Facebook
1 oCDG Family Netwatkhttps://www.facebook.com/qroups/129138224432/?fref=ts
O0CDG Uniteét https://www.facebook.com/groups/glycsylation/
a/ 5D {htifs:Kwivév.;lacebook.com/groups/47286836357/
a/ 5D .hngs:Awwiv.Eadébook.com/sindromedg.brasil
G[ Sa t-& NGO ¥ S vlivw.facebook.com/lesptitscdg?fref=ts
oCDG Denmaék Our Louise Rimmen is figuring out why is not working at this moment!
G/ 5D t 2mpsdemiwifaéelook.com/pages/SINDROMEDG/135220796488836
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