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Pheny ke onu a (PKU) s an amino 
acidopathy typ cally caused by 
mutat ons in the PAH gene  Newbo n 
sc eening o  PKU continues o be a 
success ul pub ic hea th p og am   Ea ly 
identi icat on and n t a ion o  dieta y 
t eatment in in ants w th PKU p even s 
inte lectual disab l ties  The National 
Inst tutes o  Health (N H) publ shed a 
statement on sc eening and 
management o  PKU as the e u t o  a 
Consensus Con e ence held in 2000 1 
 
A new pha maco og c nte vention  
tet ahyd obiopte n (BH4)  can al ow 
diet l be a i a ion n those who espond   
The combinat on o  new t eatments  
sc eening echnolog es  and mo e 
l te atu e on ou comes o  pe sons w th 
PKU wa ant eview o  hose gu del nes 
to dete mine thei  cu ent app icab l ty    
 

Background 

An N H Scienti ic Rev ew Con e ence 
w ll be held eb ua y 22-23  2012 in 
Be hesda  MD to ons de  ecent 
esea ch indings  cu ent t eatments  

the o e o  BH4  and utu e esea ch 
needs   ive wo king g oups o  top cal 
expe ts cl nic ans and esea che s)  
patients and advocacy g oup 
membe s  and ede al stakeholde s 
have been establ shed to answe  
speci c quest ons ela ed to he aims 
o  he con e ence  
 
 
In a pa al el and co labo at ve e o t  
an Evidence-based P act ce Cente  
(EPC) o  the Agency o  Hea thca e 
Re ea ch and Qua ity2 is conduc ing an 
evidence-based eview3 o  the 
compa ative e ect veness o  BH4 and 
diet in he t eatment o  PKU   The EPC 
d a t epo t s now ava lable o  
comment unt l Oct  18  2011 at  
http e ect vehea thca e ah q gov  
 

 

Methods 

Wo king G oup 1   Diet Cont ol and 
Management 
Shou d the d eta y ecommenda ions 
that eme ged om the 2000 Consensus 
Sta ement be changed?  I  o  what 
cu ent knowledge wou d in o m 
development o  new ecommendat ons?                                           
  
Wo king G oup 2   Pha macolog c 
n e vent ons 

What is the o e o  BH4 n indiv dua s 
w th PKU?  
  
Wo king G oup 3   PKU and P egnancy  
What a e the cu ent die a y 
ecommendat ons o  women with PKU 

who become p egnant  and should hey 
be modi ied?  
  
Wo king G oup 4   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 n te ms o  d et 
and management(exc ud ng p egnancy ?  
  
Wo king G oup 5   Mo ecu a  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  test ng o  PKU?  
 

Working Groups and 
Overarching Questions  

Togethe  the PKU Scienti c 
Con e ence and the Ev dence based 
P actice Cente  epo t w ll p ovide 
evidence on mpo tant ssues  
ecommend utu e esea ch  and 

p ovide gu dance to patients  thei  
am lies  and health ca e 

p o essiona s.  
  
 

mpact of the PKU 
Conference and EPC Report 

Working Group Structure 

1 N t onal ns tu es o  Hea th Co sen us Deve opment 
Panel   Nat ona  In t tu es o  Hea h Co sen us 
D ve opment Con e ence S atement  
Pheny ke onu ia  Sc een ng and M nagement  
O tobe  16- 8  2000   ed at i s  20 1 1 8(4) 72-
982  

 
2  Age cy o  H al hca e Resea ch a d e v ces   

E ec i e  He l hca e P og am   ee 
ht p www e ct veh al hca e ah q g v    

 
3  Age cy o  H al hca e Resea ch a d e v ces   

M thods Gu de o  E ec i eness nd Com a a i e 
E ec i ene s Rev ews   See 
ht p www e ct veh al hca e ah q g v ndex c m s
ea ch- o -gu de - ev ews- nd-
epo ts ? agea t on d sp ayp odu t&p oduc ID 18     
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