Genomic and Metabolic Hallmarks of TCA-Cycle-Mutant Renal Cell Carcinomas
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*Metabolomic Profiling: Metabolomic profiling was performed using
MS/MS mass spectrometry in collaboration with Metabolon Inc

Figure 1: Genomic analysis and comparison of FHRCC and SDHRCC Figure 2. Metabolomic analysis and comparison of FHRCC and SDHRCC ‘Both SDHRCC and FHRCC demonstrated significant, idiopathic accumulation
Referen ces Contact (A) Comparison of incidence of germline mutations present in the FHRCC cohort vs. SDHRCC  (A): PCAplot of ccRCC (n=14), Unclassified tumors (n=4), SDHRCC (n=3) FHRCC tumors (n=2). The

cohort. SDHRCC tumors are more likely to harbor pathogenic germline variants. Only 22 out of 25  unclassified RCC tumors as well as the SDHRCC and FHRCC tumors cluster away from the clear cell of the metabolite guanine.
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whereas FHRCC demonstrated high but not ubiquitous loss of 1q (FH locus).
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Translational Medicine (2015) demonstrates LOH of 1q. expression levels in SDHRCC compared to FHRCC that demonstrate an elevation of acylcarnitine in

SDHRCC tumors.
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