Supplementary:

Figure S1: Nucleotide sequence of cDNA encoding HisRS™WHEP and comparison to reported

EST#BP267368.

(A) Trace of sequence read covering the new cassette exon, exon 2B, in the HisRSWHEP SV, (B)
Sequence alignment of cDNA sequence of HisRSWHEP with coding sequences of
EST#BP267368 and HARS from the 3’-end of exon1 to the 5’-end of exon3, and including exon
2B. Note that two apparent variants/errors appear in the sequence of EST#BP267368. One is a
non-synonymous T>C mutation in exon 2 would cause a Leu56Pro substitution, and the other
is a synonymous A>G change in exon 3. A synonymous T>A mutation in HisRSWHEP is also
present in exon 2B. (C) Alignment of the amino acid sequences of EST#BP267368 and
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TICACEATOT TETEGAAC cear TG00AT TATAGSS TOAGSEACTOTGCCAGEEE TCAGHOE ACAGOAGAL

Exonl Exon2

GCCTCAAGCA GCAGAAGGCC AGCGCCGAGC TGATCGAGGA GGAGGTGGCG AAACTCCTGA AACTGAAGGC 210
GCCTCAAGCA GCAGAAGGCC AGCGCCGAGC TGATCGAGGA GGAGGTGGCG AAACTCCTGA AACTGAAGGC 172

GCCTCAAGCA GCAGAAGGCC AGCGCCGAGC TGATCGAGGA GGAGGTGGCG AAACTCCTGA AACTGAAGGC 143
Exon2 Exon2B
ACAGCTGGGT CCTGATGAAA GCAAACAGAA ATTTGTGCTC AAAACCCCCA AGTAGAGACG AGGTTTCACC 280
T249C mutation
ACAGCTGGGT CCTGATGAAA GCAAACAGAA ATTTGTGCCC AAAACCCCCA AGTAGAGACG AGGTTTCACC 242
ACAGCTGGGT CCTGATGAAA GCAAACAGAA ATTTGTGGTC AAAACCCCCA AGTAGAGACG AGGTTTCACG 213
Exon2B
ATGTTGGCCA GGCTGGTCTC GAACCCCTGA CCTCAGGCAA TCCATCTGCC TTGGCCTCCC GAAGTGCTGG 350
ATGTTGGCCA GGCTGGTCTC GAACCCCTGA CCTCAGGCAA TCCATCTGCC TTGGCCTCCC GAAGTGCTGG 312
ATGTTGGCCA GGCTGGTCTC GAACCCGTGA CCTCAGGCAA TCCATCTGCC TTGGCCTCGC GAAGTGCTGG 283
Exon2B Exon3
GATTACAGGC GTGAGCCACT GTGCCTGGCC TCAGGGCACA AGAGACTATA GTCCCCGGCA GATGGCAGTT 420
A391G mutation
GATTACAGGC GTGAGCCACT GTGCCTGGCC TCAGGGCACA GGAGACTATA GTCCCCGGCA GATGGCAGTT 382
T376A mutation

GATTACAGGC GTGAGCCACT GTGCCAGGCC TCAGGGCACA AGAGACTATA GTCCCCGGCA GATGGCAGTT 353

Exon3
CGCGAGAAGG TGTTTGACGT AATCATCCGT TGCTTCAAGC GCCACGGTGC AGAAGTCATT GATACACCTG 490
CGCGAGAAGG TGTTTGACGT AATCATCCGT TGCTTCAAGC GCCACGGTGC AGAAGTCATT GATACACCTG 452

CGCGAGAAGG TGTTTGACGT AATCATCCGT TGCTTCAAGC GCCACGGTGC AGAAGTCATT GATACACCTG 423

20 40 ]
1 1 I

MAERAALEEL VKLQGERVRG LKQQKASAEL IEEEVAKLLK LKAQLGPDES KQKFVPKTPK * &1
MAERAALEEL VKLQGERVRG LKQOKASAEL I|EEEVAKLLK LKAQLGPDES KOKFVLKTPK * 61



