CDG
ENVISIONING THE FUTURE
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PREDICTION:
THE CDG ECOSYSTEM BEATS GLYCOPHOBIA

-

| _



THE CDG ECOSYSTEM
Symbiosis works
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INDIVIDUAL GOALS BROADER GOALS

Best care Increase awareness among doc
More information Attention for CDG

Other patients Participate in trials

THERAPIES Assemble natural histories

Generate Research Funding
Increase political and social acti



Incentives
Personal satisfaction

PHYSICIANS Recognition

Academic and Community A Academics

A Promotion
Goals. A Status
Offer best care to patients A Funding

Knowledge of other similar patients Concerns A Community

A Reputation

Where to go? | -
Who to contact? A Hospital/clinic
A Financial?

Insurance (US)
VOUS

Resources
Access to testing services
Biochemical and follow up
Genetic and follow up



LOFTY GOALS

Better understanding of basic science of CDG

Apply knowledge to benefit patients APPROACHES

Potential therapeutic approaches Broadly define CDG
Cooperate with other scientists

PERSONAL GOALS Meet with other stakeholders

Enhance reputation
Strong lab funding



CONGENITAL DISORDERS OF GLYCOSYLATI(
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THE METABOLIC INTERMEDIATE, NOT ON LYSOSOMAL ENZYMES!
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THE FUTURE
A THERAPIESS how soon, how many?
A MYSTERIESS# knocking on the basic science door
A NEW DEFECTS, NEW PERSPECTIVESS keep

knocking
A ACTIONSS to build a stronger ecosystem



DIETARY SUPPLEMENT THERAPY
A Mannose- MPI-CDG

A Fucose- SLC35A1-CDG

A Galactose- PGM1-CDG, TMEM165
A Sialic acid -GNE myopathy

A ManNAc-GNE myopathy

A Uridined CAD, other

CONCEPT

Increase the flow of depleted molecules toward glycosylation without toxicity.

SAFETYd Good so far
Some Cautions: excess mannose can mimic diabetes
and Man-6-P can cause birth defects in mice



STRENGTHENING THE CDG ECOSYSTEM

WHAT SHOULD FAMILIES EXPECT

A APPROPRIATE, OPEN COMMUNICATION TO/FROM OTHERS
A RESPONSIBLE AND TIMELY RESPONSES

A SHARE APPROPRIATE INFORMATION ON SOCIAL NETWORKS
A PITCH IN WHERE YOU CAN

WHAT WILL BE NEEDED FOR TREATMENTS?
A Safety of potential therapies

A Natural history of disorders

A Patience



WHATOS | MPORTANT

Advocacy & Educationi physicians, scientists,
families, decision makers

Inclusive alliances of all stakeholders--cooperation

Support fundamental discovery research
It creates hope for the future



GLT @& 2dzQNB v 2 (probably anKKS (Y Sy &3
Jeremy Berg, President ASBMB, Experimental Biology 2014

OYour best story beats your &L
A Francis Collins, NIH Director, Conference call 2012.

¢Sttt GKSY | a02NEBd ¢KSeé dzy RSNBRUOIF YR &ad?2
Congressman Rush Holt PhD, at the Golden Goose Ae@ids,now CEO at AAAS

& R2Yy Qi dzy RSNRUFIYR ¢KI G e2dz Fdzea alFftq1 |
T. Denny Sanford, philanthropist, personal conversation.

Alt's time to assume your power, and shoul der
message to the waiting world. It's nobody's job but yours. And nobody can do it
as well as you cano

Michael Crichton, American Association for the Advancement of Science, January 1999



RARE DISEASE DAY 2016

RARE DISEASE MEETING CDG AND NGLY1 2Q
FEBRUARY 221, LA JOLLA CA

Families



POSTDOC?
LOOKING FOR A JOB NOW?

FELLOWSHIPS IN CDG
APPLY!

Hudson@sbpdiscovery.org







