
	   1 

Genomic profiling reveals mutational landscape in parathyroid carcinomas 

 

Chetanya Pandya1, Andrew V. Uzilov1, Justin Bellizzi2, Chun Yee Lau1, Aye S. Moe1, 

Maya Strahl1, Wissam Hamou1, Leah C. Newman1, Marc Y. Fink1, Yevgeniy Antipin1, 

Willie Yu3, Mark Stevenson4, Branca M. Cavaco5, Bin T. Teh6,7, Rajesh V. Thakker4, 

Hans Morreau8, Eric E Schadt1, Robert Sebra1, Shuyu D. Li1*, Andrew Arnold2*, Rong 

Chen1* 

 

1 Department of Genetics and Genomic Sciences, Icahn School of Medicine at Mount 

Sinai, New York, NY. 

2 Center for Molecular Medicine, University of Connecticut School of Medicine, 

Farmington, CT 

3 Center for Computational Biology, Duke–National University of Singapore Graduate 

Medical School, Singapore 

4 Academic Endocrine Unit, Radcliffe Department of Medicine, Oxford Centre for 

Diabetes, Endocrinology and Metabolism (OCDEM), University of Oxford, Oxford UK 

5 Molecular Endocrinology Group, Molecular Pathobiology Research Centre Unit 

(UIPM) of the Portuguese Institute of Oncology from Lisbon Francisco Gentil (IPOLFG), 

Lisbon, Portugal 

6 Laboratory of Cancer Epigenome, Division of Medical Sciences, National Cancer 

Centre Singapore, Singapore 

7 Cancer and Stem Cell Biology Program, Duke–National University of Singapore 

Graduate Medical School, Singapore 



	   2 

8 Department of Pathology, Leiden University Medical Center, Leiden, The Netherlands 

 

* Corresponding authors: 

o Rong Chen, Ph.D. 

Department of Genetics and Genomic Sciences (Box 1498) 

Icahn Institute for Genomics and Multiscale Biology 

Icahn School of Medicine at Mount Sinai 

1255 Fifth Avenue, Office 112 

New York, NY 10029 

Tel: 212-824-9661 (x59661) 

Email: rong.chen@mssm.edu 

o Andrew Arnold, M.D. 

University of Connecticut School of Medicine 

263 Farmington Avenue 

Farmington, CT 06030-3101 

Tel: 860-679-7640 

Email: aarnold@uchc.edu  

o Shuyu D. Li, Ph.D. 

Department of Genetics and Genomic Sciences (Box 1498) 

Icahn Institute for Genomics and Multiscale Biology 

Icahn School of Medicine at Mount Sinai 

1255 Fifth Avenue 

New York, NY 10029 



	   3 

Tel: 212-824-9670 

Email: shuyudan.li@mssm.edu  

  



	   4 

SUPPLEMENTARY FIGURE LEGENDS 

Supplementary Figure 1.  Mutation distribution for the CDC73 gene in the study cohort 

(top) & all cancer studies in cBioPortal (bottom) along the body of the gene. The colored 

rectangles represent the known functional domains of the translated protein. 

Supplementary Figure 2.  Mutation distribution for the ADCK1 gene in the study cohort 

(top) & all cancer studies in cBioPortal (bottom) along the body of the gene. The colored 

rectangles represent the known functional domains of the translated protein. 

Supplementary Figure 3.  Mutation distribution for the FAT3 gene in the study cohort 

(top) & all cancer studies in cBioPortal (bottom) along the body of the gene. The colored 

rectangles represent the known functional domains of the translated protein. 

Supplementary Figure 4.  Mutation distribution for the MTOR gene in the study cohort 

(top) & all cancer studies in cBioPortal (bottom) along the body of the gene. The colored 

rectangles represent the known functional domains of the translated protein. 

Supplementary Figure 5. Boxplots of the metrics for the ParThy panel with per-sample 

mean sequencing depth across all amplicons (a), total number of “PASS” variant calls (b) 

and variants with <2% population frequency in ESP6500, 1000 Genomes and ExAc and 

“high” or “moderate” predicted impact using SnpEff (c).   
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SUPPLEMENTARY FIGURES 

Supplementary Figure 1 
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Supplementary Figure 2 
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Supplementary Figure 3 
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Supplementary Figure 4 
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Supplementary Figure 5 
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SUPPLEMENTARY TABLES 

Supplementary Table 1.  Detailed QC and coverage statistics on WES data produced 

per sample on the discovery cohort of 17 patients.  

Supplementary Table 2.  Number of somatic mutations per sample. 

Supplementary Table 3.  List of somatic mutations in the WES discovery cohort. 

Supplementary Table 4.  Recurrently mutated genes in the WES discovery cohort. 

Supplementary Table 5. Germline and somatic mutations in CDC73. 

Supplementary Table 6. Somatic mutations in Cancer Census Genes. 

Supplementary Table 7. Somatic copy number alterations as detected by saasCNV from 

the WES data.  

Supplementary Table 8.  Biallelic loss events across patients in the discovery cohort.   

Supplementary Table 9.  List of genes in the ParThy panel and rationale for selection. 

Supplementary Table 10.  Detailed QC and coverage statistics of ParThy targeted panel 

results for 7 tumor samples. All metrics computed using the TorrentSuite software 

provided by Life Techonologies. 

Supplementary Table 11.  List of variants detected across the 7 tumor samples using the 

ParThy panel. 


