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CLINICAL FOCUS
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PROFESSIONAL EDUCATION

e Board Certification: Clinical Genetics and Genomics, American Board of Medical Genetics and Genomics (2021)
® Residency: Cincinnati Children's Hospital Medical Center Pediatric Residency (2021) OH

® Internship: Case Western Reserve University Pediatric Residency (2018) OH

e Medical Education: Imperial College, School of Medicine (2011) UK
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e Psychotic Features in Myhre Syndrome: Evidence for Broader Neuropsychiatric Surveillance. American journal of medical genetics. Part C,
Seminars in medical genetics

Ebuen, M., Krishnan, V., Irby, K., Monsberger, R., Hopkin, R. J., Brand, M. R., Friedman, N., Thom, R. P,, Reiss, A. L., Algaze, C., Bernstein, J. A.,
Alexander, S., Cormier-Daire, et al

2026

o 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

o 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

o RAPSN-Associated Congenital Myasthenic Syndrome due to Biallelic Single Nucleotide Variants at the Same Position. Case reports in
genetics
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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

o 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
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