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[ Abstract] Spinal muscular atrophy (SMA) is one of the most common autosomal recessive
diseases in infants and young children, characterized by muscle weakness and atrophy due to motor
neuron degeneration in the anterior horn of the spinal cord, mainly caused by mutations in survival
motor neuron gene 1. The overall population carrying rate of pathogenic genetic variations of SMA in
China is 1.2%-2.2%, and the risk of birth defects is relatively high. Three levels of prevention
strategies can effectively reduce the occurrence of SMA. In order to further standardize and improve
the prevention of SMA in China, the Chinese Society of Neurogenetics summarized and evaluated the
latest research evidence and referred to relevant guidelines, and finally formed a guideline for three
levels of prevention of SMA. This guideline will play a positive role in the practice of SMA prevention
in China.
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Figure 1 Three level prevention strategy for spinal muscular atrophy (SMA)
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Table 2 Genotypes of carriers with pathogenic variation of spinal muscular atrophy (refer to the consensus of genetic diagnosis experts )
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Figure 2 Primary prevention process of spinal muscular

atrophy (SMA)
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Figure 3 Secondary prevention process of spinal muscular atrophy (SMA)
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