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|Background | |Working Groups and Working Group Structure |
Phenylketonuria {PKU} Is an amino Overarching Questions
acldopathy typlcally caused by
mutations In the PAH gene. Newborn ~ Working Group 1: Diet Control and
screening for PKU continues to be a Management Care Clinical
successful public health program, Early Should the dletary recommendations that
identification and Initietion of digtary ~ €menged from the 2000 Consensus
trastment in infants with PKU prevents  Statemant be changed? If so, what
intellectual disabllities, The National current knowledge would inform

Institutes of Health {NIH} published a
statement on screening and
management for PKU as the resultof a
Consensus Conference held In 2000.!

A new pharmacelogic intervention,
tetrahydroblopterin (BH4), can allow

dlet liberalization In those who respond.

The comblnation of new treatments,
screening technologles, and more
literature on outcomes for persons with
PKU warrant review of those guldelines
te determing their current applicability.

[Methods |

An NIH Scientific Review Conference
will be held February 22-23, 2012 in
Bethesda, MD to consider recent
ressarch findings, current treatments,
the role of BH4, and future research
needs. Flve working groups of topleal
experts {clinldlans and researchers),
patients and advocacy group
members, and federal stakeholders
have been established to answer
specific quastions related to the alms
of the conference.

Related Activity |

In a parallel and collaborative sffort,
an Evidence-based Practice Center
(EPC) of the Agency for Healthcare
Research and Quallty? Is conducting an
evldence-based redevs® of the
comparathve effectiveness of BH4 and
diet in the treatment of PKU. The EPC
draft report is now available for
comment untll Oct. 18, 2011 at:
htip://effectivehealthcare.ahrg.govf

development of new recommendations?

Working Group 2: Pharmacologle
Interventions

What Is the role of BH4 in Individuals
with PKU?

Warking Group 3: PKU and Pregnaney
What are the current dletary
recommendations for women with PKU
who become pregnant, and should they
be modified?

Working Greup 4! Long Term Outeomes
and Fallow-up

What should be the current
recommendations for Indlviduals with
PKU across the lifespan In terms of diet
and management{excluding pregnancy)?

Working Group 5: Molecular Testing,
New Technelogies, and Epidemiologic
Considerations

Should there be any changes to the 2000
Consensus Statement regarding newborn
screening and molecular testing for PKU?

Patients and
Patient

Impact of the PKU Conference
and EPC Report

Interested in attending the
conference? Contact Mellssa Parlsl
at: parisima@mail.nih.gov
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Together, the PKU Sclentlflc
Conference and the Evidence-based
Practice Center report will provide
evidenca on important issues,
recommend future research, and
provide guidance to patients, their
famillles, and health care
professionals.
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