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Publications

PUBLICATIONS

• Decoding common and rare noncoding variant effects across cellular and developmental contexts. Nature genetics
Marderstein, A. R., Kundu, S., Padhi, E. M., Deshpande, S., Wang, A., Robb, E., Sun, Y., Yun, C. M., Pomales-Matos, D., Xie, Y., Chang, S. H., Chin,
I. M., Shah, et al
2026

• Genomics-Informed Approach Identifies Which Cell Types Regulate the Metabolome. Bioinformatics (Oxford, England)
Krupkin, H., Padhi, E. M., Nachun, D., Kain, J., Long, J. Z., Montgomery, S. B.
2026

• GREGoR: accelerating genomics for rare diseases. Nature
Dawood, M., Heavner, B., Wheeler, M. M., Ungar, R. A., LoTempio, J., Wiel, L., Berger, S., Bernstein, J. A., Chong, J. X., Délot, E. C., Eichler, E. E.,
Lupski, J. R., Shojaie, et al
2025; 647 (8089): 331-342

• Transcriptome-wide outlier approach identifies individuals with minor spliceopathies. American journal of human genetics
Arriaga, T. M., Mendez, R., Ungar, R. A., Bonner, D. E., Matalon, D. R., Lemire, G., Goddard, P. C., Padhi, E. M., Miller, A. M., Nguyen, J. V., Ma, J.,
Smith, K. S., Scott, et al
2025

• Interactions Between Dietary Metabolites and Regulatory Risk Variants for Human Colon Cancer. bioRxiv : the preprint server for biology
Fabo, T. N., Meyers, R. M., Padhi, E., Kellman, L. N., Zhao, Y., Kundu, S., Reynolds, D. L., Chen, Z., Yang, X., Ko, L., Elfaki, I., Montgomery, S. B.,
Khavari, et al
2025

• The Somatic Mosaicism across Human Tissues Network. Nature
Coorens, T. H., Oh, J. W., Choi, Y. A., Lim, N. S., Zhao, B., Voshall, A., Abyzov, A., Antonacci-Fulton, L., Aparicio, S., Ardlie, K. G., Bell, T. J.,
Bennett, J. T., Bernstein, et al
2025; 643 (8070): 47-59

• Predicting expression-altering promoter mutations with deep learning. Science (New York, N.Y.)
Jaganathan, K., Ersaro, N., Novakovsky, G., Wang, Y., James, T., Schwartzentruber, J., Fiziev, P., Kassam, I., Cao, F., Hawe, J., Cavanagh, H., Lim,
A., Png, et al
2025: eads7373

• Mapping the regulatory effects of common and rare non-coding variants across cellular and developmental contexts in the brain and
heart. bioRxiv : the preprint server for biology
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Marderstein, A. R., Kundu, S., Padhi, E. M., Deshpande, S., Wang, A., Robb, E., Sun, Y., Yun, C. M., Pomales-Matos, D., Xie, Y., Nachun, D., Jessa,
S., Kundaje, et al
2025

• The human and non-human primate developmental GTEx projects NATURE
Coorens, T. H. H., Guillaumet-Adkins, A., Kovner, R., Linn, R. L., Roberts, V. H. J., Sule, A., Van Hoose, P. M., the dGTEx Consortium, T.
2025; 637 (8046): 557-564

• Transcriptome-wide outlier approach identifies individuals with minor spliceopathies. medRxiv : the preprint server for health sciences
Arriaga, M. T., Mendez, R., Ungar, R. A., Bonner, D. E., Matalon, D. R., Lemire, G., Goddard, P. C., Padhi, E. M., Miller, A. M., Nguyen, J. V., Ma, J.,
Smith, K. S., Scott, et al
2025

• Single-cell multi-omics map of human fetal blood in Down syndrome. Nature
Marderstein, A. R., De Zuani, M., Moeller, R., Bezney, J., Padhi, E. M., Wong, S., Coorens, T. H., Xie, Y., Xue, H., Montgomery, S. B., Cvejic, A.
2024

• Deciphering the impact of genomic variation on function. Nature

2024; 633 (8028): 47-57

• Beyond the exome: What's next in diagnostic testing for Mendelian conditions. American journal of human genetics
Wojcik, M. H., Reuter, C. M., Marwaha, S., Mahmoud, M., Duyzend, M. H., Barseghyan, H., Yuan, B., Boone, P. M., Groopman, E. E., Délot, E. C.,
Jain, D., Sanchis-Juan, A., Starita, et al
2023; 110 (8): 1229-1248
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