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Cette veille, effectuée a partir de requétes sur PubMed® sans prétendre a l'exhaustivité,
présente une sélection de références d’articles médico-scientifiques concernant le
domaine des maladies mitochondriales.
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Ataxie de Friedreich - Friedreich ataxia

Alemany-Perna, B., Tamarit, J., Cabiscol, E. et Ros, J. (2024). Reply to: « Calcitriol in
Friedreich Ataxia ». Mov Disord 39, 1654-1655, doi:10.1002/mds.29971.

Bidichandani, S. I., Delatycki, M. B., Napierala, M. et Duquette, A. (2024). Friedreich
Ataxia. In: GeneReviews®, Ed. 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/NBK1281/ [Consulté le janvier 2025].

Brito, R., Fabricio, J. V., Araujo, A., Sacchi, M., Baltar, A., Lima, F. A., Ribeiro, A. C., Sousa,
B., Santos, C., Tanaka, C. et Monte-Silva, K. (2024). Differential Effects of Cerebellar
Transcranial Direct Current Stimulation with Gait Training on Functional Mobility,
Balance, and Ataxia Symptoms. Cerebellum 23, 2457-2467, doi:10.1007/s12311-024-
01750-6.

Buchholz, M., Pfaff, M., Iskandar, A., Reetz, K., Schulz, J. B., Grobe-Einsler, M.,
Klockgether, T., Michalowsky, B., et EFACTS Study Group (2024). Health-Related Quality
of Life in Patients with Friedreich Ataxia Using Mobility Assistive Technologies:
Limited Fit of the EQ-5D-3L Mobility Dimension. Neurol Ther, doi:10.1007/s40120-024-
00694-7.

Chartier, C., Godard, J., Durand, S., Humeau-Heurtier, A., Menetrier, E., Allain, P. et
Besnard, J. (2024). Combinations of physical and cognitive training for subcortical
neurodegenerative diseases with physical, cognitive and behavioral symptoms: a
systematic review. Neurol Sci 45, 5571-5589, doi:10.1007/s10072-024-07808-x.

Ercanbrack, W. S., Dungan, A., Gaul, E., Ramirez, M., J DelVecchio, A., Grass, C. et
Wingert, R. A. (2024). Frataxin is essential for zebrafish embryogenesis and
pronephros formation. Front Cell Dev Biol 12, 1496244,
doi:10.3389/fcell.2024.1496244.

Fitisemanu, F. M. et Padilla-Benavides, T. (2024). Emerging perspectives of copper-
mediated transcriptional regulation in mammalian cell development. Metallomics
16, mfae046, doi:10.1093/mtomcs/mfae046.

Gerhart, B. J., Pellerin, D., Danzi, M. C., Zuchner, S., Brais, B., Matos-Rodrigues, G.,
Nussenzweig, A., Usdin, K., Park, C. C., Napierala, J. S., Lynch, D. R. et Napierala, M.
(2024). Assessment of the Clinical Interactions of GAA Repeat Expansions in FGF14
and FXN. Neurol Genet 70, €200210, doi:10.1212/NXG.0000000000200210.
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Gunawardene, A. N., Reyes, N., Valdes-Arias, D., Ortug, A., Martinez, J., Galor, A. et
Moulton, E. A. (2024). Abnormal visual cortex activity using functional magnetic
resonance imaging in treatment resistant photophobia in Friedreich Ataxia. Am J
Ophthalmol Case Rep 36, 102213, doi:10.1016/j.ajoc.2024.102213.

Hayiroglu, M. I., Kalenderoglu, K. et Giirkan, K. (2024). Tachycardiomyopathy Treated
With Ablation by Using 3D Mapping System in a Patient With Friedreich Ataxia. Pacing
Clin Electrophysiol, doi:10.1111/pace.15125.

Hisey, J. A., Masnovo, C. et Mirkin, S. M. (2024). Triplex H-DNA structure: the long and
winding road from the discovery to its role in human disease. NAR Mol Med 7,
ugae024, doi:10.1093/narmme/ugae024.

Karamazovova, S., Stovickova, L., Jester, D. J., Matuskova, V., Paulasova-Schwabova, J.,
Kuzmiak, M., Zumrova, A., Andel, R. et Vyhnalek, M. (2024). Exploring neuropsychiatric
symptoms in Friedreich ataxia. Sci Rep 74, 29076, do0i:10.1038/s41598-024-80258-9.

Kwa, F. A. A. et Kendal, E. (2024). Precision medicine and Friedreich ataxia: promoting
equity, beneficence, and informed consent for novel gene therapies. Int J Equity
Health 23, 230, doi:10.1186/s12939-024-02318-w.

Lee, L., Flach, S., Xue, H., Arivelu, L., Golden, L., Kong, R. et Darpo, B. (2024). Lack of
Concentration-QTc Relationship and Cardiac Risk With Vatiquinone Therapeutic and
Supratherapeutic Doses. Clin Pharmacol Drug Dev 13, 1227-1238,
doi:10.1002/cpdd.1476.

Lenahan, A., Yano, S., Graham, B., Sen, K., et ACMG Therapeutics
Committee5*documents@acmg.net (2023). Omaveloxolone approved for patients
aged 16 years and older with Friedreich ataxia (FRDA): A therapeutics bulletin of the
American College of Medical Genetics and Genomics (ACMG). Genet Med Open 1,
100832, d0i:10.1016/j.gim0.2023.100832.

Li, L., Scott, W. S., Khristich, A. N., Armenia, J. F. et Mirkin, S. M. (2024). Recurrent DNA
nicks drive massive expansions of (GAA)n repeats. Proc Natl Acad Sci U S A 7127,
2413298121, doi:10.1073/pnas.2413298121.

Marullo, C., Croci, L., Giupponi, I., Rivoletti, C., Zuffetti, S., Bettegazzi, B., Cremona, O.,
Giunti, P., Ambrosi, A., Casoni, F., Consalez, G. G. et Codazzi, F. (2025). Altered Ca2+
responses and antioxidant properties in Friedreich’s ataxia-like cerebellar
astrocytes. J Cell Sci 738, jcs263446, doi:10.1242/jcs.263446.
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Masnovo, C., Paleiov, Z., Dovrat, D., Baxter, L. K., Movafaghi, S., Aharoni, A. et Mirkin, S.
M. (2024). Stabilization of expandable DNA repeats by the replication factor Mcm10
promotes cell viability. Nat Commun 75, 10532, d0i:10.1038/s41467-024-54977-6.

McCormack, S. E., Weber, D. R. et Lynch, D. R. (2024). Calcitriol in Friedreich Ataxia.
Mov Disord 39, 1653-1654, doi:10.1002/mds.29970.

Mishra, R. K., Nunes, A. S., Enriquez, A., Profeta, V. R., Wells, M., Lynch, D. R. et Vaziri, A.
(2024). At-home wearable-based monitoring predicts clinical measures and
biological biomarkers of disease severity in Friedreich’s Ataxia. Commun Med (Lond)
4,217, doi:10.1038/s43856-024-00653-1.

Mutlu, M. B., Karakaya, T., Celebi, H. B. G., Duymus, F., Seyhan, S., Yilmaz, S., Yis, U., Atik,
T., Yetkin, M. F. et Gumus, H. (2025). Utility of Optical Genome Mapping in Repeat
Disorders. Clin Genet 707, 188-195, doi:10.1111/cge.14633.

Naghipour, S., Corben, L. A., Hulme, A. J., Dottori, M., Delatycki, M. B., Lees, J. G. et Lim,
S. Y. (2024). Omaveloxolone for the Treatment of Friedreich Ataxia: Efficacy, Safety,
and Future Perspectives. Mov Disord, doi:10.1002/mds.30070.

Ozaki, K., Yatsuka, Y., Oyazato, Y., Nishiyama, A., Nitta, K. R., Kishita, Y., Fushimi, T.,
Shimura, M., Noma, S., Sugiyama, Y., Tagami, M., Fukunaga, M., Kinoshita, H., Hirata, T.,
Suda, W., Murakawa, Y., Carninci, P., Ohtake, A., Murayama, K. et Okazaki, Y. (2024).
Biallelic GGGCC repeat expansion leading to NAXE-related mitochondrial
encephalopathy. NPJ Genom Med 9, 48, doi:10.1038/s41525-024-00429-5.

Peluzzo, T. M., Vieira, A. S., Matos, A. H. B., Silveira, C., Martin, M., Filho, O. R. C., Rezende,
T. J. R., Martinez, A. R. M. et Franga, M. C. (2024). Plasma miRNAs Correlate with
Structural Brain and Cardiac Damage in Friedreich’s Ataxia. Cerebellum 24, 15,
do0i:10.1007/s12311-024-01766-y.

Petrillo, S., Perna, A., Quatrana, A., Silvestri, G., Bertini, E., Piemonte, F. et Santoro, M.
(2024). Differential Gene Expression in Late-Onset Friedreich Ataxia: A Comparative
Transcriptomic Analysis Between Symptomatic and Asymptomatic Sisters. Int J Mol
Sci 25, 11615, do0i:10.3390/ijms252111615.

Ramakrishnan, S., Shah, M. et Gupta, V. (2024). Trinucleotide Repeat Disorders. In:
StatPearls, StatPearls Publishing, Treasure Island (FL), URL:
http://www.ncbi.nlm.nih.gov/books/NBK559254/ [Consulté le janvier 2025].
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Salinas, L., Montgomery, C. B., Figueroa, F., Thai, P. N., Chiamvimonvat, N., Cortopassi,
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16 years: a systematic review. Orphanet J Rare Dis 79, 495, doi:10.1186/s13023-024-
03474-6.
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Vo, A. T. T., Khan, U., Liopo, A. V., Mouli, K., Olson, K. R., McHugh, E. A., Tour, J. M,,
Pooparayil Manoj, M., Derry, P. J. et Kent, T. A. (2024). Harshly Oxidized Activated
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Atrophie optique autosomique dominante - ADOA
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