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Analyses of the onset mechanism of Schaaf-Yang syndrome
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We generated genome-edited model that carried a truncating variant in Magel2
generated using the CRISPR/Cas9 system. The imprinted expression and spatial distribution of
truncating Magel2 transcripts in the brain were maintained. Although neonatal mice were lighter than
wildtype littermates, males and females weighed the same as their wildtype littermates by eight and
four weeks of age, respectively. However, they did not show arthrogryposis and severe developmental
delay. Collectively, the genome-edited mouse model maintains genomic Imprinting and distribution of
truncated Magel2 transcripts in the brain, but only partially recapitulates SYS phenotypes.
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