
Supplementary Material 

Table S1. Primers used for MT-TL1 and AARS2 analyses 

Target Primer F Sequence Primer R Sequence 
MT-TL1 5’ CCTCCCTGTACGAAAGGACA 3' 5' AGGAATGCCATTGCGATTAG 3' 

A) AARS2 exons 1-11 5’ ACTGCCCGGAGCTACGAT 3’ 5’ CCAAGCGCATGGACATCAAG3 ’ 
B) AARS2 exons 5-22 5’ ACACTGACCTCTTTTCCCCG 3’ 5’ GCCCATGTCTCCTTGTGTCA 3’ 
C) AARS2 exons 20-22 5’ GGGACAGGCTGCAAAGAAAAC 3’ 5’ TGCTGGGAGGGGCAAAACTA 3’ 

 

 

Table S2. Pathogenicity predictions of the NM_020745.3(AARS2):c.2870C>T, p.Ser957Leu variant found in P2 

In silico tool Prediction (Score) Reference 
SIFT Deleterious (0.01) [1] 

Mutation Taster Disease Causing (0.99) [2] 
PROVEAN Damaging (-3.19) [3] 

CADD Scaled 1% most deleterious (25.9) [4] 

 

 

 

Figure S1. AARS2 deletion in P2 leads to three mutant transcripts. (a) University of California, Santa Cruz (UCSC) 
Genome Browser screenshot showing the aligned cDNA sequences resulting from the allele with the deletion. 
Mutant transcript 1 resulted from a splicing event from exon 4 to exon 9, mutant transcript 2 from exon 2 to exon 9 
and mutant transcript 3 from a cryptic splice site in exon 2 to exon 11 (b) At the protein level, the National Center 
for Biotechnology Information (NCBI) Sequence Viewer graphical display shows that mutant transcripts 1 and 3 
are predicted to result in a frameshift and a truncation, and mutant transcript 2 to result in a shorter protein lacking 
257 amino acids from the functional domain. 

 



 
Figure S2. Sanger sequencing of allele specific AARS2  PCR products in P2. The NM_020745.3(AARS2):c.2870C>T  
p.Ser957Leu variant appeared hemizygous in the cDNA from patient fibroblast when amplifying the allele without 
the deletion (Primer set B; exons 5-22).  
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