
GAMT Screening Pilot Study 
 
What is the purpose of the GAMT Screening Pilot Study? 
GAMT deficiency is a rare inherited disorder estimated to affect one infant born in 
British Columbia every three years.  This disorder leads to irreversible brain 
damage if untreated, but early dietary therapy can significantly reduce or 
completely stop the damage from occurring.  Given the importance of starting 
therapy early, GAMT deficiency makes an excellent candidate for newborn 
screening.  Unfortunately, previous attempts in other countries to screen all 
newborns for GAMT deficiency have revealed problems with the performance of 
the test, including high false positive rates.  The BC Newborn Screening Program 
has developed a new two-tiered test for GAMT deficiency that has been shown to 
function well in a small-scale study with a very low false positive rate.  The true 
performance of this test can only be established, however, with a large-scale, 
long-term pilot study.  If this pilot study proves the feasibility of this new 
approach, the information will help to establish this as a routine screening test in 
BC and other jurisdictions. 
 
Who is funding the Pilot Study? 
Funding for this pilot study was provided by the Rare Disease Foundation 
(www.rarediseasefoundation.org) and contributions from the TideBC Project 
(www.tidebc.org).  The study has received Ethics approval by the University of 
British Columbia Children’s and Women’s Research Ethics Board (H12-00026) 
and has been reviewed by the BC Newborn Screening Program Research 
Review Committee. 
 
Who will be included in the Pilot Study? 
 
All infants whose newborn screening cards are submitted for routine Newborn 
Screening between April 1, 2012 and March 31, 2015 will be included in the pilot 
study.  All study related testing will be completed on de-identified samples, with 
only a sample number linked to the testing results. However, a code will be 
maintained allowing for re-identification of an individual sample if the testing 
reveals a high risk for GAMT deficiency.  The primary care provider for any infant 
with a positive screen result will be contacted and the infant referred for 
confirmatory testing and initiation of dietary therapy. 
 
Who will benefit from the Pilot Study? 
Any infant born with GAMT deficiency during the pilot study period will directly 
benefit through early identification and initiation of therapy.  Most infants, 
however, will not have any abnormalities detected by newborn screen and will 
not receive any direct benefits from this pilot.  It is hoped however, that the 
information gained from this pilot study will lead to the long-term routine testing of 
all infants in BC for GAMT deficiency and benefit many infants in the future.  As 
there is limited worldwide experience with GAMT screening, sharing the results 
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of this pilot will also assist other regions as they consider adding GAMT 
deficiency to their screening panels.  
 
Are there any potential harms from being included in this Pilot Study? 
This pilot adds no extra physical risk to the newborn as the sample collection 
procedure will not change from our current standard practice.  As with all 
newborn screening tests there is a very small chance of a false positive result for 
the GAMT screen.  However, we have added an extra layer of testing to the pilot 
study to ensure that the false positive rate is as low as possible thus minimizing 
the emotional stress associated with a positive screen result.  All positive screen 
results will be communicated to the primary care physician/midwife and specialist 
support will be available in follow-up. 
 
Who do I contact if I have any questions? 
If you have any questions regarding this GAMT Screening Pilot Study you can 
contact the newborn screening laboratory (604-875-2148) or the investigators: 
 
Graham Sinclair, PhD FCCMG 
Biochemical Geneticist, BC Newborn 
Screening Laboratory 
Clinical Assistant Professor 
Department of Pathology and Laboratory 
Medicine 
University of British Columbia 
Phone: 604-875-2345 (x7450) 
gsinclair@cw.bc.ca 
 

Hilary Vallance, MD FRCPC FCCMG 
Director, BC Newborn Screening Program 
Clinical Professor 
Department of Pathology and Laboratory 
Medicine 
University of British Columbia 
Phone: 604-875-2551 
hvallance@cw.bc.ca  
 

 


