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Identification of genetic aberrations In formalin-fixed
@) paraffin-embedded (FFPE) tissue of solid tumors

using MRNA capture sequencing
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results

@ cohort | - confirmation of genetic aberrations identified
during the diagnostic workup of solid tumors

cohort II - identification of fusion transcripts in FISH
= fusion gene-negative sarcomas

1. identification of a pathognomonic fusion transcript in 6/17 patients

ARMS URCS
PAX3-FOXO1 P26 EWSR1-ERG 3
PAX3-FOXO1 13 P27 EWSR1-NFATC2 19
P28 EWSR1-NFATC2 19
SP: spanning pairs, i.e. the number of
paired-end reads supporting the fusion. P29 EWSR1-FLI1 4

2. ¢PCR validation of novel fusion transcripts in remaining 11 patients
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9/20 fusion transcripts were validated on FFPE tumor material
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PTPRG-PPP4R2, BRD4-LEUTX and AP1B1-CHEK?2

cohort Il - 1dentification of sequence variants in FISH
~ fusion gene-negative sarcomas
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recurrently deteCted variants PKM, GPATCHA4, SERINC?2, NPIPA5, MPRIP, URI1,
AKAP12 COPA, MAP3K1, TSPYL1

conclusion

In this study, we successfully applied mRNA capture sequencing to identify
fusion transcripts and sequence variants in FFPE tissue of solid tumors,
without making use of matching normal RNA. We demonstrated that RNA
capture sequencing may enhance the detection of pathognomonic fusion
genes In sarcoma. Additionally, recurrent sequence variants were identified in
fusion gene-negative sarcomas. Our results may provide new insights into
the underlying genetic causes of these malignancies.



