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o Biallelic variants in RNU2-2 cause the most prevalent known recessive neurodevelopmental disorder. Nature genetics
Greene, D., Mendez, R., Lees, J., Barbosa, M., Bruselles, A., Chiriatti, L., Ferraro, F., Mancini, C., Schot, R., Sleutels, F., Bertini, E., Bonner, D. E.,
Bouman, et al
2026

o Biallelic Variants in RNUGATAC Result in a Minor Spliceopathy Characterized by Transcriptome-Wide Minor Intron Retention Events and
Short Stature with Variable Multisystem Manifestations. HGG advances
Mendez, R., Arriaga, T. M., Ma, J., Bonner, D. E., Emami, S., Levy, R. J., Alsagheir, A., Alhaddad, B., Bakur, K., Ungar, R. A., Matalon, D. R., Miller,
A. M., Nguyen, et al
2026: 100588

o 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

o De novo variants in the RNU4-2 snRNA cause a frequent neurodevelopmental syndrome. Nature
Chen, Y., Dawes, R., Kim, H. C., Ljungdahl, A., Stenton, S. L., Walker, S., Lord, J., Lemire, G., Martin-Geary, A. C., Ganesh, V. S., Ma, J., Ellingford,
J. M., Delage, et al
2024

o RNU4ATAC-opathy: Clinical, molecular and transcriptomic insights from a large cohort. Genetics in medicine : official journal of the American
College of Medical Genetics

Matalon, D. R., Duker, A. L., Arriaga, T. M., Russell, K., Mendez, H. R., Bonner, D. E., Harley, M. E., Singer-Berk, M., Wojcik, M. H., Pais, L., DiTroia,
S., O'Leary, M., Cassini, et al

2026: 102633

o 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)

o De Novo Variants Associated With Autosomal Recessive Conditions: Case Series and Implications for Genetic Testing and
Counseling. American journal of medical genetics. Part A
Niehaus, A. D., Bonner, D. E., Carter, J., Avello, K., Jacob, N., Neu, M. B., Mendez, R., Qiao, W., Scott, S. A., Levy, R. J., Mattas, L., Schymick, J.,
Van Andel, et al
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2026

Biallelic variants in the noncoding RNA gene RNU4-2 cause a recessive neurodevelopmental syndrome with distinct white matter
changes. Nature genetics

Rius, R., Blakes, A. J., Chen, Y., De Jonghe, J., Lecoquierre, F., Dawes, R., Cogne, B., Kim, H. C., Alvi, J. R., Amblard, F., Ansari, M., Arlt, A., Austin-
Tse, et al

2026

Saturation editing of RNU4-2 reveals distinct dominant and recessive disorders. Nature

De Jonghe, J., Kim, H. C., Adedeji, A., Leitdo, E., Dawes, R., Kajba, C. M., Cogné, B., Chen, Y., Blakes, A. J., Simons, C., Rius, R., Alvi, J. R,
Amblard, et al

2026

Genetic Diagnosis and Discovery Enabled by Large Language Models. Advanced science (Weinheim, Baden-Wurttemberg, Germany)

Tu, T, Saab, K., Liu, W., Fang, Z., Cheng, Z., Spasic, S., Djurisic, M., Mohri, H., Ren, W., Palepu, A., Gottweis, J., Karthikesalingam, A., Kulkarni, et
al

2026: 18656

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

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

Genetic Analysis Algorithm for the Study of Patients with Multiple Congenital Anomalies and Isolated Congenital Heart Disease. Genes

Delea, M., Massara, L. S., Espeche, L. D., Bidondo, M. P., Barbero, P., Oliveri, J., Brun, P., Fabro, M., Galain, M., Fernandez, C. S., Taboas, M.,
Bruque, C. D., Kolomenski, et al

2022; 13 (7)

Oculocutaneous albinism type 1B associated with a functionally significant tyrosinase gene polymorphism detected with Whole Exome
Sequencing. Ophthalmic genetics

Mendez, R., Igbal, S., Vishnopolska, S., Martinez, C., Dibner, G., Aliano, R., Zaiat, J., Biagioli, G., Fernandez, C., Turjanski, A., Campbell, A. J.,
Mercado, G., Marti, et al

2021; 42 (3): 291-295

A novel pathogenic frameshift variant of KAT6B identified by clinical exome sequencing in a newborn with the Say-Barber-Biesecker-
Young-Simpson syndrome. Clinical dysmorphology

Mendez, R., Delea, M., Dain, L., Rittler, M.
2020; 29 (1): 42-45
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