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Mucopolysaccharidosis (MPS)

• Inherited, lysosomal storage disorder affecting 1 in 25,000 births1

• Missing one of 11 lysosomal enzymes that typically break down 
glycosaminoglycans (GAGs); leads to accumulation of GAGs within 
blood, brain, spinal cord, and connective tissue1

• Symptoms include short stature, hydrocephalus, hearing loss, 
coarse facial features, hepatosplenomegaly

• Short life expectancy; early diagnoses is critical to improve overall 
health outcomes1



Newborn Screening Programs (NBS)

• Newborn blood samples are analyzed to detect serious congenital 
diseases2

• Newborn screening program for MPS I has been implemented in 
Ontario since July 20202



Challenge

Provide critical insights into the barriers to newborn 
screening (NBS) for MPS I and II in Canada by 
comparing practices and technologies with other 
countries. 



Project Development Process

• Search Concept 
• Boolean 



Project Development Process



Deliverable



- Comparative overview of 
how different countries 
have approached MPS in 
Newborn screening. 

- Highlights what worked 
well and what challenges 
were faced.

- Helps identify successful 
strategies that can be 
adapted for Canada.

Why Is It Important?



Map 



SUPPORT AND ADVOCACY

Alignment

POLITICAL CHANGE
Comprehensive information for Key Opinion 

Leaders in Canada
Improving diagnosis and health outcomes



Challenges and Future Directions

COST OF 
REDUCING 

FALSE 
POSITIVES

Using second-tier 
tests3

PROVINCIAL 
JURISDICTION
Implementing federal 

legislation5

CONFIRMING 
DIAGNOSIS
Managing delays4

ECONOMIC 
BURDEN

Future study to 
support this work
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