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TABLE 1. Clinical Features

Tumor Size Local Relapse and Follow-up
Sample Age at Diagnosis  Sex Location (cm) Treatment Treatment (mo) Outcome (mo)
Case 1 1y, but present at Male Paraspinal 6 First incomplete resection No AWOD 108
birth muscles Second complete resection
Chemotherapy
Case 2 10 mo, but present Female Paraspinal 6.5 Incomplete resection No AWOD 12
at birth muscles Chemotherapy and
complete resection
Case 3 3y Male Paraspinal 6 Incomplete resection Yes (6) AWOD 18
muscles Chemotherapy Complete resection
Radiotherapy

AWOD indicates alive without disease.
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TABLE 2. RNA-sequencing Fusion Gene Detection and Sanger Validation

Tumor Sample Mapped Reads FM  SF* ES* FC* Frame Prediction Fusion_Transcripts Sanger Validation
Case | 11,904,575 NF 1/ 3/4 NF Frameshift SRF_ENST00000265354_(e2)— NA
NCOAL ENST00000407230 (el3)
NF NF NF NF In-frame SRF_ENST00000265354_(ed)— Yes
NCOAT ENST00000407230 (e13)
Case 2 14,345,532 7 19/20  28/24  18/10 In-frame SRF_ENST00000265354_(e6)— Yes
EQX 01 ENSTO0000379561 (e2)
Case 3 102,086,271 7 10/46 NF 7/45 Frameshift SRF_ENST00000265354_(e2)— NA
NCOA1_ENST00000407230_(el3)
35  53/46 115101 21/45 In-frame " SRE_ENST00000265354_(ed)— Yes
NCOA1 _ENST00000407230 (el3)

*The first number is the number of split reads and the second number is the number of span reads.
ES indicates ERICScript; FC, FusionCatcher; FM, FusionMap; NA, not assayed; NF, not found; SF, STAR-Fusion.
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FIGURE 4. FISH analysis. Nuclei showing SRF rearrangement case 1 (A), nuclei showing NCOAT rearrangement in case 3 (B), and
FOXOT rearrangement in case 2 (C).
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Figure S: Array comparative genomic hybridization showed a recurrent gain of the whole

chromosome 11.
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FIGURE 5. Specific expression signature assessed by RNA-sequencing. A, Unsupervised clustering analyses of skeletal muscle
tumors. Consensus clustering was performed with 1000 permutations of 20% of the genes and 20% of the samples. B, Map of the
significant G5EA gene sets either enriched (red) or depleted (blue) in 5RFused RMSs compared with the other types ol skeletal
muscle tumeors. C, 5RF-fused tumors present a high expression level of the ADAMTSS transcript. TPM indicates transcript per
million.
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