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O What is Mucopolysaccharidosis 1 (MPS 1)? How is Mucopolysaccharidosis 1 (MPS 1) inheritﬁ?)

Mucopolysaccharidosis Type 1 (MPS1) is a rare inherited disorder Carrier of a disease- Carrier of a disease-
caused by mutations in the IDUA gene. This gene produces the causing gene
enzyme o-L-iduronidase, essential for breaking down U
glycosaminoglycans (GAGS). n ¢
Enzyme deficiency causes GAGs accumulation, disrupting multiple
organ systems. Toxic buildup damages bones, joints, heart, L
airways, and nerves, leading to coarse facial features, organ }A
enlargement, joint stiffness, breathing issues, heart disease, and 5
developmental delays. Severe cases can be life-threatening.
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The MPS 1 screening aims to detect babies at risk of MPS 1
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MPS1 is classified into three types based on severity:

Outcomes of MPS 1 patients
Early diagnosis is crucial for MPS 1. Enzyme Replacement
Therapy (ERT) is given to manage physical symptoms, but it
does not prevent cognitive decline.

Enquiries: Mild (Scheie) :

. Onset after age 5, normal intelligence, mainly joint, vision
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Intermediate (Hurler-Scheie) :
Onset at 1-5 years, may have mild intellectual impairment,
W_ebsite: primarily joint stiffness.
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For severe cases (Hurler syndrome), early hematopoietic stem
cell transplantation (HSCT) is recommended to improve long-
term outcomes and help preserve brain development.

If you wish to join this screening program,

ease contact your obstetrician during antenatal period
ntact your paediatrician within 7 days after delivery. [a]

Severe (Hurler) : e . . . .
Symptoms appear before age 1, including neurodegeneration, skeletal A muitidisciplinary team is needed for ongoing care, includin

deformities, and heart disease. Untreated survival <10 years physical therapy and surgical interventions. During ilin

standard supportive care is advised. There are no Spe
Early diagnosis via newborn screening ¢an improve oulcomes. dietary treatments, but good nutrition supports overall health.

Delayed diagnosis may._lead to irreversible damage.




