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PHEFREE Consortium Update 
As we begin 2026, we wanted to share an update with our PHEFREE research participants and 
other members of the PKU community. 
 
The PHEFREE Consortium’s goal is to collect a wide variety of information over time from 
people with PKU to understand how they are doing and what needs still remain despite 
currently available treatments. To do this, seven study sites around the United States, with the 
assistance of our patient advocacy group, The National PKU Alliance (NPKUA), have recruited 
people with PKU to join our longitudinal natural history study. 
 
Study participants and data collected: 
Between 2022 and 2025, about 250 people signed up for the longitudinal study. About 175 
participants have completed their first study visit, with many returning for their second, third, 
or even fourth annual visit!  The study participants range from 0 to 60 years old and are fairly 
evenly split between males (49%) and females (51%). 
Here is a sample of the information the study has gathered thanks to the participants and their 
families: 

• The largest set of detailed neuropsychological test data from people with PKU so far!  
Many par�cipants have completed this tes�ng at more than one visit, meaning we will 
be able to look at how people’s test results change over �me. 

• Bone density scans on both children and adults 
• Detailed diet records from par�cipants of all ages who use a variety of treatments 
• Pa�ent-reported outcomes, including quality-of-life ques�onnaires 
• Genotypes for par�cipants who had never had gene�c tes�ng done for their PKU 
• More than 19, 000 Phe levels! 

The researchers are hard at work analyzing and writing up the information that has been 
collected. Some articles based on PHEFREE data have already been published. A list is at the 
end of this newsletter. 
 
Funding and what’s next: 
The PHEFREE Consortium has been funded by a Rare Disease Consortium grant from the 
National Institutes of Health (NIH) for the last several years as one of several groups studying 
rare diseases.  These grants usually last about five years at a time. Starting in September 2025, 
PHEFREE entered what is called a ‘no-cost extension’ year. We have a limited budget, which 
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means we have had to pause study visits for now.  We want to keep the longitudinal study 
going, so the consortium has applied for another five years of grant funding. We will find out 
later in 2026 if PHEFREE will receive another grant. 
 
Our research on PKU is only possible because of the time and effort given by research 
participants and their families!  Thank you from all the members of the PHEFREE Consortium. 
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