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Knowledge about the nature and behavior of
Iving systems and the application of that
Knowledge to enhance health, lengthen life,
and reduce the burdens of iliness and disabilit
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AFunds research

ATranslates research into clinical practice
and for the public
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ACollects and exchanges health information
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ASupports research that informs public
health policymaking
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A$31.2 billion annually
A 80 percent is extramural

o Fifty thousand grants to 325,000 researchers fron
3,000 universities, medical schools, and other
Institutions in every state and around the world.

A 10 percent is intramural

o Supports projects conducted by 6,000 NIH
scientists



NIH Researcs
Budget :

ANIF funding for rare diseases
A Difficult to determine

A Research, Condition, Disease Category (RCDC)
for rare diseases newly established

http://report.nihn.gov/rcdc/categories



Rare Diseases
Research

AVery expensive to initiate and complete
Investigational studies to regulatory approval

A Traditional drug discovery and development
accompanied by high risk of failure

A Institute of Medicine report released in late 2010:

Rare Diseases and Orphan Products:
Accelerating Research and Development
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Genetic and Rare Diseases Information Center (GARD)

About ORDR | Use TpIORDRS rch

AProvides free access to current and accurate
iInformation about genetic and rare diseases

Aindividualizes information for patients and
families, health care professionals, and other
Interested parties

AGARD staff do not provide genetic counseling or
offer advice about diagnostic testing, referrals, or
medical treatment

http://rarediseases.info.nin.gov/GARD
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Dietary Supplements
National Institutes of Health Strengthening Knowledge and Understanding of Dietary Supplements

LGl Health Information | News & Events | Research & Funding | About ODS

]
D I etar Health Information
‘Welcome to the newly designed ODS Web site. Here's what

Frequently Asked Questions (FAQ)

you'll find in each section:

Health Information: reliable, science-based facts on dietary Dietary Supplements: What You Need to Know

supplements The Savvy Supplement User

o . News & Events: announcements and upcoming meetings Tips for Older Supplement Users
f o . Research & Funding: resources for researchers How to Spot Health Fraud

About ODS: wh d what d N
SLELELIEE (RSN S S How to Evaluate Information on the Internet

. . . .l -
Visit us often for new information and updates FDA: Warnings and Safaty Information

More Information »

Dietary Supplement Fact Sheets Headlines

L
k Sti ‘ b I I S h e d b D S H EA (The Office of Dietary Supplements (ODS) fact sheets give a current overview of individual e Apply Now: Dietary Supplement
vitamins, minerals and other dietary supplements. ODS is writing fact sheets in three versions— Research Practicum

Health Professional, Consumer and QuickFacts. All versions provide the same types of information NEW Updated: Vitamin D Fact Sheet for Health
but vary in the level of detail. Several fact sheets—including those for vitamins By2, C, D, E, zinc,

- B L o N Professionals
L] and calcium—are already available in all three versions. More Dietary Supplement Fact Sheets »
Hew Updated: Calcium Fact Sheet for Health
, General Information Featured Dietary Supplement Fact Sheets

Professional

Background Information Iodine Fact Sheet for Health Professionals

Baotanical Dietary Supplements

valuates scientific

Frequently Asked Questions

Keep Up-To-Date

Sign up for the ODS listserv
More Information » Read the ODS newsletters
Download ODS free iPhone/iPad app, MyDS

Information e st

Calcium-rich foods include milk, Almost all of the U.5. milk [+] Share/Bookmark
cheese, and yogurt; supply is fortified with vitamin

timulates and supports e e
research
ADisseminates results

AEducates the public

http://ods.od.nih.gov/




A Problem Needing
a Solution

ALittIe evidencebased research for the nutrition and
dietary supplement interventions used in inborn error
of metabolism

A Small patient numbers; rare and ultra rare disease
A Randomization difficult
A Heterogeneity of phenotype

A Motivation to use treatments that have been used
In the past

A Dosages, purity of products, uncontrolled
conditions



A Problem Needing
a Solution

APresent environment more amenable to problem
solving

A Greater awareness of the issues

A Development of consortia

A Larger, more comprehensive databases
AWilling partners



Nutrition and Dietary Supplement

Interventions for Inborn Errors of Metabolisn

An Initiative to Guide Clinical Practice
through EvidenceBased Research
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Mission Statement

AThis initiative will identify gaps in research on the safety,
efficacy, and effectiveness of nutrition and dietary
supplement interventions for inborn errors of metabolism
(IEM) that need to be filled with evidentmsed
research. With input from a broad range of stakeholders
research strategies will be developed and implemented
with the goal of informing clinical practice guidelines to
benefit persons with IEM.



NDSIEM Activities

ABackground paper

A History and evolution of nutrition and dietary
supplement interventions for IEM

A Overview of current clinical practices and published
research

A Gaps in knowledge and infrastructure deficiencies
that hinder evidencébased research

A Recommendations



NDSIEM Activities

Alnitial planning meeting of DHHS stakeholders held
January 20

A Reviewed background, rationale, and regulatory
Issues

Aldentified challenges and barriers to conducting EBI

A Discussed strategies to overcome barriers and mov
the initiative forward



NDSHEM Goals
and Activities

ALongterm planning group to be formed
A Federal government
A Genetiemetabolic community
AlIndustry, insurers, others
A Patients and patient advocacy groups



PKU Scientific W
Review Conference

Alin October 2000, NIH held a Consensus Development
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AScreening and management guidelines were published
Pediatric2001;108(4):972882

ATechnoIogy and treatment advances over the past dec:
ARevisit the guidelines

AFive working groups formed to answer specific questiol
AConvene a conference in late 2011, early 2012



Parallel Initiative

AAHRQ EvidencBased Practice Committee Comparative
Effectiveness of Treatments for PKU

A Concomitant activity
A An expert panel held topic discussions

A Generated key questions which went out for public
comment

A Have begun their work which will be reported in late
2011



What about Medical Foods?
What are Medical Foods?
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{Z Search of: "Medical food” | Open Studies - List Results - ClinicalTrials.gov - Windows Internet Explorer

6@' |ﬂ clinicaltrials, gov AR D

File Edit ‘iew Favortes Tools Help

v emese - clinicaltrials.gov

|gSearch of: "Medical food" | Open Studies - List Results. ., | |

B~ B ) dm o Pager Safety~ Tools~ (@~

List Results

Refine Search Results by Topic Results on Map Search Details

Found 8 studies with search@f: "Medical food" | Open Studies
Include studies that are not seeking new volunteers. D| etal‘y SU p p I em ent ‘C ap ryl | d ene =+ Display Options
Rank Status Study AC_1202 (AXO n a®)
1 Recruiting A Positron Emission Tomography (PET) Study Evaluating Brain Metabolism of a Medical FoodTn
Condition: ~ Alzheimer Disease
Intervention:  Dietary Supplement: caprylidene Am | no ac | d _b as ed fO rmu I a
2 Mot yet recruiting An Elimination Diet Using a New Amino Acid Based Formula: Immunological and Clinical Effects in Cow's Milk Allergy A P T .
Conditions:  Allergy; Food Allergy n S p ecil a I M € d I C &
Intervention:  Other: Special Medical Food
3 Mot yet recruiting Evaluation of an Oral Nutritional Supplement Containing AN777 m ed | Cal fOOd W|th AN777
Conditions:  Malnutrition; Sarcopenia
Interventions:  Other: medical food with AN777;  Other: oral nutritional formula
4 Recruiting Impact of Providing High Protein Bar to Dialysis Patients With Low Serum Albumin
Conditions: End Stage Renal Disease; Hypoalbuminemia; Malnutrition
Intervention:  Dietary Supplement: Protein Food Bar Intelligent Indulgence
5 Recruiting A Placebo-Controlled Study of Physiologic Effects of L-methylfolate in Schizophrenia Patients| | -1 ethyl folate 15m g (a medical fOOd)
Condition:  Schizophrenia
Interventions:  Other: Placebo:; Other: L-methylfolate
6 Recruiting Administrative Claims Analysis of Metanx® in Diabetic Peripheral Neuropath I : £
Condition:  Diabetic Peripheral Neuropathy (DPN) Metanx® (a m ed I Cal fOOd)
Interventions:  Other: Metanx® (a medical food); Other: Nat treated with Me
7 Recruitin Trial on Profermin and Fresubin in Ulcerative Colitis : HI. .
? Condition Ulcerative Calits LMM edical Food Profermin; Fresubin
Interventions:  Other: Profermin; - Other: Fres
8 Recruiting Oxazyme in Patients With Hyperoxaluria
Condition: Hyperoxaluria Dr u g . OX azym e
Intervention:  Drug: Oxazyme 2
Medical food product, 1gm OxazymeTM
Save this search by bookmarking this page.
When you use your bookmark, the search will be performed again on the most recent collection of studies. v
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What About
Medical Foods?

AThe Initiatives described will lead to evideAzased
research on nutrition and dietary supplement
Interventions used in IEM.

AEvidencebased research findings may inform coverage
decisions in the future.

Awill require collaboration, cooperation, and persistence

http://ods.od.nih.gov

http://rarediseases.info.nih.gov
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