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Disclaimer

The information presented is descriptive and 
general.   These comments are mine and  
will not serve to bind the agency.

No confidential information is presented.



Introduction

• FDA’s interest in newborn screening, 
genomics, and inborn errors of 
metabolism.
– Top Down

– Bottom Up

– Middle Out



Topics

• Critical Path Initiative

• CDRH/OIVD
– Genomics Working Group

• CDER
– Treatments (drugs and biologics) for inborn 

errors of metabolism under a single division 
(DGP).



Critical Path Initiative

• “The Critical Path Initiative is FDA's effort 
to stimulate and facilitate a national effort 
to modernize the scientific process 
through which a potential human drug, 
biological product, or medical device is 
transformed from a discovery or "proof of 
concept" into a medical product.” (underscore mine)

– http://www.fda.gov/oc/initiatives/criticalpath/initiative.html, March 2006

http://www.fda.gov/oc/initiatives/criticalpath/initiative.html


Critical Path and
Genomics

• Genomics is one of multiple components of the 
Critical Path.
– Hierarchical and interdisciplinary involvement

• Interdisciplinary Pharmacogenomics Working Group

– Guidance for Industry: Pharmacogenomic Data 
Submissions

– Class II Special Controls Guidance Documents
• Instrumentation for Clinical Multiplex Test Systems
• Drug Metabolizing Enzyme Genotyping System 



Critical Path and
Genomics

• Anticipation
• Preparation

– Training
– Process development
– Internal/external guidance development

• Involvement
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CDRH/OIVD

• Devices:

– Intended for use in:
• diagnosis of disease or other conditions
• cure, mitigation, treatment, or prevention of disease, OR

– Intended to affect:
• structure or any function of the body, and
• does not achieve any of it's primary intended purposes through 

chemical action within or on the body, and
• which is not dependent upon being metabolized for the achievement 

of any of its primary intended purposes.

Adapted from 21 CFR 201(h)



CDRH/OIVD
• In vitro diagnostic devices generally include* 

clinical laboratory tests of biological tissues (for 
example: blood, urine, spinal fluid) such as:
cardiac markers (troponin) infectious disease markers (CMV)
inborn errors of metabolism (PKU) inherited blood disorders (SS, SC)
genetic tests

(eg: chemistry, hematology, microbiology, etc)

*This refers to voluntary submissions to the agency.  It ignores the
issue of homebrew tests and analyte specific reagents, which will not be
discussed today.



CDRH/OIVD
• Newborn screening In Vitro Diagnostic Devices

– Traditional biochemical tests undergo pre-market review in the 
Division of Chemistry-Toxicology Device

– Review team size depends on the nature and complexity of the 
submission

• OIVD: primary compliance activity resides in-house



Genomics
Working Group

Voluntary



NBS/Genomics

• Genomics working group
– Variety of participants by job description
– Variety of participants by training
– Common interest in genetics and genomics
– Individual interests

• Newborn Screening
• Pharmacogenetics
• Pharmacogenomics



Genomics Working Group

• Journal Club Functions
– Instructing each other

• Biochemistry
• Medicine
• Genetics
• Mathematics/Statistics
• etc



Genomics Working Group

• Attendance at professional meetings 
(staying current and relevant)

• Relationships with professional 
organizations

• Relationships across HHS sectors



Genomics Working Group

• Outside presenters
– Academic (university, NIH, etc.)
– Industry (open to presentations regarding 

topics throughout the pipeline; TPLC)



Division of
Gastroenterology Products

• Drugs and Biological products to treat 
(example only):

– Inflammatory Bowel Disease

– Nausea

– Inborn Errors of Metabolism



DGP/IEM

• Treatments for many/most inborn errors 
will be review under one “roof”.

• Examples:
– Myozyme (Pompe, GSD-II) Naglazyme (MPS-VI)
– Fabrazyme (an LSD) Buphenyl (UCD w/ NH3)

– Cerezyme (Gaucher Type 1) Orfadin (Tyrosinemia type I)



Summary

• Newborn screening, Genetics/Genomics, 
and Inborn Errors of Metabolism are on 
the map at FDA.
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