Phenylketonuria Scientific Review Conference: State of the
Science and Future Research Needs
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Background

Pheny ke onu a (PKU) san amino
acildopathy typ cally caused by

mutat ons in the PAH gene Newbo n
sc eening o PKU continues o be a
success ulpubicheathp og am Ealy
identi icatonand ntaiono dietay

t eatment inin ants w th PKU p even s
Inte lectual disab | ties The National
Inst tutes o Health (N H) publ shed a
statement on sc eening and
management o PKUasthe e uto a
Consensus Con e ence held in 2000 !

A new pha maco og ¢ nte vention

tet ahyd obiopte n (BH4) can al ow
dietl be al a lon nthose who espond
The combinat on 0 new t eatments

sc eening echnolog es and mo e

| te atu e on ou comes 0 pe sons w th
PKUwa ant eviewo hose gu del nes
to dete mine thel cu entappicab |ty

Methods

An N H Scienti ic Rev ew Con e ence
w |l be held eb ua y22-23 2012 In
Be hesda MD to onsde ecent
esea ch Indings cu entt eatments
the oeo BH4 and utu e esea ch
needs Ive wo king g oups o top cal
expe ts clnic ansand esea che s)
patients and advocacy g oup

membe s and ede al stakeholde s
have been establ shed to answe
specl cquestons ela edto heaims
0 hecon e ence

Related Activ ty

Inapa alelandcolabo atvee ot
an Evidence-based P act ce Cente
(EPC) o the Agency o Heathca e

Re ea ch and Qua ity? is conduc ing an
evidence-based eview? o the

compa ative e ect veness o BH4 and
dietin het eatmento PKU The EPC
dat epot snowavalable o
commentunt | Oct 18 2011 at
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Working Groups and
Overarching Questions

Wo king G oup 1 Diet Cont ol and
Management

Shoudthe detay ecommenda ions
thateme ged om the 2000 Consensus
Sta ement be changed? | o0 what

cu ent knowledgewoudin o m
development o new ecommendat ons?

Wo king G oup 2 Pha macolog c

n e vent ons

What is the oe o BH4 nindivduas
w th PKU?

Wo king G oup 3 PKU and P egnancy
Whata ethecu entdieay
ecommendat ons o women with PKU
who become p egnhant and should hey
be modi ied?

Wo kingG oup4 ong e m Ou comes
and ol ow-up

What shou d be the cu ent
ecommendat ons o Indiv dua s with
PKU ac oss the li espan nte mso det
and management(exc ud ng p egnancy ?

Wo king G oup5 Mo ecua Tes Ing
New Technologies and Epidemiolog c
Con ide ations

Shou d the e be any changes to the 2000
Consensus Statement ega ding newbo n
sc een ng and molecula testng o PKU?
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Togethe the PKU Scienti c
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evidence on mpo tant ssues
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