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• Heterozygous RNF13 Truncating Variants Are Associated With Developmental and Epileptic Encephalopathy. American journal of medical
genetics. Part A
Latner, D. R., Hiatt, S. M., Finnila, C. R., Kelley, W. V., Johnston, M., Patrick-Esteve, J., Elkhateeb, N., Kamel, M. A., Barakat, T. S., van Slegtenhorst,
M., Mensah, M. A., Pang, L., Bowman, et al
2026

• "It didn't feel like anything unusual because we had already been through so much": Disability-Related Research Experiences of Families
with Children Enrolled in the Undiagnosed Diseases Network. Genetics in medicine : official journal of the American College of Medical Genetics
Mintz, K. T., Altamirano, E. N., Halley, M. C., Barton, K. S., Cho, M. K., Bernstein, J. A., Carter, J. N., Undiagnosed Diseases Network, Tabor, H. K.,
Quinlan, A., Elkadri, A., Beggs, A. H., La Spada, A. R., et al
2026: 102663

• Ensilication preserves high-molecular weight native DNA for clinical long-read sequencing. Genome biology
Ferrasse, A., Mendez, R., Gorzynski, J. E., Reuter, C., Carter, J. N., Blas, M., Bernstein, J. A., Wheeler, M. T., Banal, J. L., Ashley, E. A.
2026; 27 (1)

• Psychotic Features in Myhre Syndrome: Evidence for Broader Neuropsychiatric Surveillance. American journal of medical genetics. Part C,
Seminars in medical genetics
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Alexander, S., Cormier-Daire, et al
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• DNASE1L3 Deficiency With Novel Missense Variant: Enzymatic and Plasma Fragmentomic Evidence of Pathogenicity and Partial
Response to JAK Blockade ACR OPEN RHEUMATOLOGY
Tenorio, A., Sugio, T., Cheng, J., Bonner, D. E., Esfahani, M., Kasinathan, S., Hsu, J. J., Moyer, A., Vera, L., Carter, J., Reuter, C. M., Marwaha, S.,
Balboni, et al
2026; 8 (2)

• Biallelic LAMP3 Variants in Five Families with Interstitial Lung Disease: Evidence of a Disease-Gene Association. Genetics in medicine :
official journal of the American College of Medical Genetics
Keehan, L. A., Ono-Minagi, H., Hadhud, M., Rips, J., Hinds, D. M., Fischer, A. J., Bartlett, J. A., McCray, P. B., Qawasmi, N., Nathan, N., Louvrier, C.,
Desroziers, T., Damme, et al
2026: 102531

• An optimized variant prioritization process for rare disease diagnostics: recommendations for Exomiser and Genomiser. Genome medicine
Cooperstein, I. B., Marwaha, S., Ward, A., Kobren, S. N., Carter, J. N., Wheeler, M. T., Marth, G. T.
2025; 17 (1): 127

• RAPSN-Associated Congenital Myasthenic Syndrome due to Biallelic Single Nucleotide Variants at the Same Position. Case reports in
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Keehan, L., Carter, J. N., Kravets, E., Wheeler, M. T., Bernstein, J. A., Maselli, R. A., Sampson, J. B., Bachir, S.
2025; 2025: 1882021

• Joint, multifaceted genomic analysis enables diagnosis of diverse, ultra-rare monogenic presentations NATURE COMMUNICATIONS
Kobren, S., Moldovan, M. A., Reimers, R., Traviglia, D., Li, X., Barnum, D., Veit, A., Corona, R. I., Neto, G., Willett, J., Berselli, M., Ronchetti, W.,
Nelson, et al
2025; 16 (1): 7267

• Fetal phenotype and diagnosis of autosomal dominant Robinow syndrome due to novel DVL1 variant. Prenatal diagnosis
Smith, C. M., Guinon, K., Bachir, S., Tise, C. G.
2024

• Neurofibromatosis Type 2 (NF2) and the Implications for Vestibular Schwannoma and Meningioma Pathogenesis INTERNATIONAL
JOURNAL OF MOLECULAR SCIENCES
Bachir, S., Shah, S., Shapiro, S., Koehler, A., Mahammedi, A., Samy, R. N., Zuccarello, M., Schorry, E., Sengupta, S.
2021; 22 (2)

• Imaging of Neurologic Disease in Hospitalized Patients with COVID-19: An Italian Multicenter Retrospective Observational
Study RADIOLOGY
Mahammedi, A., Saba, L., Vagal, A., Leali, M., Rossi, A., Gaskill, M., Sengupta, S., Zhang, B., Carriero, A., Bachir, S., Crivelli, P., Pasche, A., Premi,
et al
2020; 297 (2): E270-E273
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