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Spinal Muscular Atrophy (SMA)
• SMA causes progressive muscle weakness and 

breathing issues
• SMA affects 1:10,000 babies
• SMA type 1 is the leading genetic cause of death 

in young children with a life expectancy of < 2 
years



What is SMA?
• SMA is caused by a defect in the SMN1 gene
• Defects in both copies of the SMN1 gene result 

in irreparable loss of spinal cord cells that 
control muscle movements

• 1:50 people are asymptomatic carriers of an 
SMN1 mutation



SMA type 1
• At 2-3 months of age loss of head control
• Progressive weakness leading to inability to move body
• Require breathing and feeding tubes
• Cognition and facial muscles are spared





How can we help in 2023?

From: Chaytow et al, Cell Reports, 2021 



No CGT will restore lost nerve cells -
early diagnosis is very important!



How do we identify babies with 
SMA 1?



Since June 1, 2021, SMA is included in the 
Texas Newborn Screening Program

From: dshs.texas.gov

Goal is treatment in the first six weeks of life!



From: https://www.youtube.com/watch?v=KKFPy7eAtgo



CGTs and Health Equity
• Disparities already exist:

– Underserved populations are less likely to see 
specialists and receive genetic workup

• Cost of CGTs may worsen disparities



The Future of CGTs in Child Neurology
• CGTs are currently being developed for 

numerous genetic disorders affecting the brain
• Early diagnosis and rapid treatment is important 

(Newborn Screening)
• High costs and requirement of specialists are a 

risk factor for worsening healthcare disparities



Thank you!
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