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Bhagat, K., Yadav, A. J. et Padhi, A. K. (2025). Multiscale Simulations and Profiling of 
Human Thymidine Phosphorylase Mutations: Insights into Structural, Dynamics, and 
Functional Impacts in Mitochondrial Neurogastrointestinal Encephalopathy. J Phys 
Chem B 129, 3366-3384, doi:10.1021/acs.jpcb.5c00771. 
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Dev Pathol 10935266251321317, doi:10.1177/10935266251321317. 
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Maladie de Charcot-Marie-Tooth d’origine mitochondriale – 
Mitochondrial CMT 
Barsa, C., Perrin, J., David, C., Mourier, A. et Rojo, M. (2025). A cellular assay to 
determine the fusion capacity of MFN2 variants linked to Charcot-Marie-Tooth 
disease of type 2 A. Sci Rep 15, 9971, doi:10.1038/s41598-025-93702-1. 

Bird, T. D. (2025). Charcot-Marie-Tooth Hereditary Neuropathy Overview. In: 
GeneReviews®, Éd. Adam, M. P., Feldman, J., Mirzaa, G. M., Pagon, R. A., Wallace, S. E., 
et Amemiya, A. University of Washington, Seattle, Seattle (WA), URL: 
http://www.ncbi.nlm.nih.gov/books/NBK1358/. 

Cakar, A., Candayan, A., Bagırova, G., Uyguner, Z. O., Ceylaner, S., Durmus, H., 
Battaloglu, E. et Parman, Y. (2025). Delineating the genetic landscape of Charcot-
Marie-tooth disease in Türkiye: Distinct distribution, rare phenotypes, and novel 
variants. Eur J Neurol 32, e16572, doi:10.1111/ene.16572. 

Cantarero, L., Roldán, M., Rodríguez-Sanz, M., Mathison, A. J., Díaz-Osorio, Y., Pijuan, J., 
Frías, M., Urrutia, R., Hoenicka, J. et Palau, F. (2024). Abnormal redox balance at 
membrane contact sites causes axonopathy in GDAP1-related Charcot-Marie-Tooth 
disease. Res Sq rs.3.rs-5682984, doi:10.21203/rs.3.rs-5682984/v1. 

Han, Y., Liang, J., Wu, J. et Zhai, J. (2025). [Genetic analysis of a Chinese pedigree 
affected with Charcot-Marie-Tooth type 2A2A due to a missense variant of MFN2 
gene]. Zhonghua Yi Xue Yi Chuan Xue Za Zhi 42, 74-81, doi:10.3760/cma.j.cn511374-
20240905-00471. 

Kamińska, J. et Kochański, A. (2024). A Role of Inflammation in Charcot-Marie-Tooth 
Disorders-In a Perspective of Treatment? Int J Mol Sci 26, 15, 
doi:10.3390/ijms26010015. 

Komilova, N. R., Angelova, P. R., Cali, E., Scardamaglia, A., Mirkhodjaev, U. Z., Houlden, 
H., Esteras, N. et Abramov, A. Y. (2025). Charcot Marie Tooth disease pathology is 
associated with mitochondrial dysfunction and lower glutathione production. Cell 
Mol Life Sci 82, 72, doi:10.1007/s00018-025-05612-0. 

Nghia, H. T. T., Umapathi, T., Duc, N. M., Hieu, N. L. T. et Thao, M. P. (2025). Genetic 
landscape of Charcot-Marie-Tooth disease in Vietnam: A prospective multicenter 
study. J Neuromuscul Dis 12, 22143602251313722, doi:10.1177/22143602251313722. 
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(2024). Novel strategies targeting mitochondria-lysosome contact sites for the 
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Zanfardino, P., Amati, A., Perrone, M. et Petruzzella, V. (2025). The Balance of MFN2 and 
OPA1 in Mitochondrial Dynamics, Cellular Homeostasis, and Disease. Biomolecules 
15, 433, doi:10.3390/biom15030433. 

Züchner, S. (2025). MFN2 Hereditary Motor and Sensory Neuropathy. In: 
GeneReviews®, Éd. Adam, M. P., Feldman, J., Mirzaa, G. M., Pagon, R. A., Wallace, S. E., 
et Amemiya, A. University of Washington, Seattle, Seattle (WA), URL: 
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Maladies liées au gène ACO2 - ACO2-related disorders 

Pas de résultat ce trimestre 

 

Maladie liée au gène GFM1 – GFM1-related disorder 
Ahmad, B., Dumbuya, J. S., Li, W., Tang, J.-X., Chen, X. et Lu, J. (2025). Evaluation of GFM1 
mutations pathogenicity through in silico tools, RNA sequencing and mitophagy 
pahtway in GFM1 knockout cells. Int J Biol Macromol 304, 140970, 
doi:10.1016/j.ijbiomac.2025.140970. 
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Oliveira, M. C., Rodríguez-Sacristán, A., González-Granero, S., García-Verdugo, J. M. et 
Sánchez-Alcázar, J. A. (2025). Polydatin and Nicotinamide Prevent Iron Accumulation 
and Lipid Peroxidation in Cellular Models of Mitochondrial Diseases. Antioxidants 
(Basel) 14, 215, doi:10.3390/antiox14020215. 

 

Maladies liées au gène POLG (inclus SANDO, SCAE) - POLG-related 
disorders 
Bjerknes, T. L., Rubiolo, A., Shadad, O., Tysnes, O.-B. et Tzoulis, C. (2025). Chromogen-
based double immunohistochemical detection of mitochondrial respiratory chain 
deficiencies in human brain tissue. Acta Neuropathol Commun 13, 63, 
doi:10.1186/s40478-025-01980-7. 
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