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Ataxie de Friedreich - Friedreich ataxia 
Aschoff, C. A. M., Silva, T. O., Hasan, A., Migliorini, E., Donis, K. C., Rare Genomes Project 
Consortium, null, Pellerin, D., Saraiva-Pereira, M. L., Leistner, S., Poswar, F., Giugliani, R., 
Netto, C. B. O., Ashton-Prolla, P., Saute, J. A. M. et Jardim, L. B. (2026). The Real Life of 
Ataxia Patients Without a Vertical Family History: a Twenty-year Experience in South 
Brazil. Cerebellum 25, 128, doi:10.1007/s12311-026-02067-2. 

Booth, S., Vallortigara, J., Hurt, C., Greenfield, J., Hunt, B. et Giunti, P. (2026). Access to 
specialist ataxia centres in Europe: cross-sectional surveys in the United Kingdom, 
Italy, and Germany. Front Health Serv 6, 1787866, doi:10.3389/frhs.2026.1787866. 

Brandon, C. J., Robinson-Thiewes, S., Kaulage, M., Rosikiewicz, W., Cuneo, M. J., Brett, J., 
Kandola, J., Lang, W. H., Low, J., Mohammed, A., Danda, A., Rider, S., Valentine, M., 
Ochoada, J., Young, B., Nguyen, T., Kietlinska, S. J., Taylor, A. B., Hoeckendorf, B., 
Rodrigues, P., Lin, W., Khairy, K., Xu, B., Shelat, A. A., Chen, T., Mittag, T. et Ansari, A. Z. 
(2026). BRD4 recruitment into HP1 condensates desilences transcription without 
erasure of repressive chromatin. Nat Cell Biol 28, 1846-1856, doi:10.1038/s41556-026-
02044-1. 

Brown, H. et Barañano, K. (2026). Pediatric Ataxia and Emerging Treatments. Pediatr 
Neurol 183, 141-145, doi:10.1016/j.pediatrneurol.2026.07.021. 

Cho, H., Sayana, R., Koladiya, A., Colella, P., Cho, S., Jahng, J. W. S., Vasquez, J. J., 
Arozqueta Basurto, J., Wu, J. C. et Gomez-Ospina, N. (2026). Myeloid cell replacement 
induces intercellular mitochondrial transfer and restores metabolism in a mouse 
model of mitochondrial disease. Nat Commun 17, 9829, doi:10.1038/s41467-026-
76775-y. 

de Gusmao, C. M., Katanaev, V. L., Silveira-Moriyama, L., Pringsheim, T. et Roze, E. (2026). 
Novel and Emerging Therapies for Childhood-Onset Movement Disorders. Mov 
Disord, doi:10.1002/mds.70495. 

Garah, B., Aljabri, H., Aljohani, A., Alnuzha, E., Maihoub, A., Almuzaini, R., Aljohani, L., 
Alshamani, L. et Alluqmani, M. (2026). Evolution of Friedreich’s Ataxia Management 
Across Established and Emerging Therapies-Systematic Review and Meta-Analysis. 
J Clin Med 15, 5707, doi:10.3390/jcm15145707. 

Gitman, A., Bhandari, N., Castellaro, M., Schadt, K., Cancio, M. et Lynch, D. R. (2026). 
Stem Cell Transplantation in Friedreich Ataxia: Cure for Leukemia but No Effect on 
Neurological Progression. Ann Clin Transl Neurol 13, 1733-1735, 
doi:10.1002/acn3.70455. 
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https://doi.org/10.1016/j.pediatrneurol.2026.07.021
https://doi.org/10.1038/s41467-026-76775-y
https://doi.org/10.1038/s41467-026-76775-y
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Gunsaulus, M. E., Krishnamurthy, R., Alvarado, C., Nandi, D., Cripe, L. H., Waldrop, M. A. 
et Hayes, E. A. (2026). Characterizing Friedreich’s ataxia cardiomyopathy with serial 
cardiac magnetic resonance imagings. Ann Pediatr Cardiol 19, 364-373, 
doi:10.4103/apc.apc_22_26. 

Hao, Y. et Hao, X. (2026). Predicting disease progression in progressive cerebellar 
ataxias: integrating clinical, imaging, fluid, genetic, and digital biomarkers. Front 
Neurol 17, 1921210, doi:10.3389/fneur.2026.1921210. 

Karaa, A., Lopez Sanchez, M. I. G., Stuart, C., Bolliger, L., Murray, K., O’Hanlon, M. E., 
Tseng, B., Yeske, P. et Murray, S. (2026). 2000-2025: Emerging therapies in primary 
mitochondrial disease: A structured review, horizon scan, and roadmap for the 
future. Ther Adv Rare Dis 7, 26330040261473291, doi:10.1177/26330040261473291. 

Kırboğa, K. K. et Küçüksille, E. U. (2026). Directional information flow in human frataxin 
defines allosteric pathways connecting the hydrophobic core to the iron-binding 
ridge. FEBS J, doi:10.1111/febs.70687. 

Lazdovska, K., Baborikina, A., Krutovs, V., Rozevska, M. et Ķēniņa, V. (2026). Hereditary 
and Non-hereditary Cerebellar Ataxias in Latvia: Six Years of Experience at the 
National Reference Centre (ERN-RND Affiliated Partner). Cerebellum 25, 145, 
doi:10.1007/s12311-026-02084-1. 

Lee, C.-L., Chuang, C.-K., Chang, Y.-H., Chiu, H.-C., Tu, Y.-R., Lo, Y.-T., Wu, J.-Y., Huang, 
H.-Y., Lin, H.-Y. et Lin, S.-P. (2026). Mitochondrial Quality Control in Inherited 
Mitochondrial Cardiomyopathy: Convergent Pathobiology and a Testable 
Therapeutic Framework. Int J Mol Sci 27, 8270, doi:10.3390/ijms27188270. 

Lynch, D. R., Bidichandani, S. I., Napierala, J. S. et Napierala, M. (2026a). Friedreich 
Ataxia: From Genetics to Mechanism to Clinical Features. Annu Rev Pathol, 
doi:10.1146/annurev-pathmechdis-032025-035253. 

Lynch, D. R., Keita, M., Gunther, K., Park, C., Schadt, K., Mercer-Rosa, L. et Lin, K. Y. 
(2026b). Serial assessment of echocardiographic measures in Friedreich ataxia. Am 
Heart J Plus 70, 100869, doi:10.1016/j.ahjo.2026.100869. 

Melville, I. Z., Smith, A. H., Coad, G. B., Thorne, P. R., Roxburgh, R. H. et Taylor, R. L. (2026). 
Hearing Aid Benefit in Auditory Neuropathy Due to Friedreich Ataxia: A Case Report. 
J Speech Lang Hear Res 69, 5051-5061, doi:10.1044/2026_JSLHR-25-00671. 
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https://doi.org/10.4103/apc.apc_22_26
https://doi.org/10.3389/fneur.2026.1921210
https://doi.org/10.1177/26330040261473291
https://doi.org/10.1111/febs.70687
https://doi.org/10.1007/s12311-026-02084-1
https://doi.org/10.3390/ijms27188270
https://doi.org/10.1146/annurev-pathmechdis-032025-035253
https://doi.org/10.1016/j.ahjo.2026.100869
https://doi.org/10.1044/2026_JSLHR-25-00671
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Mercado-Ayón, E., Coulman, J., Lee, J.-Y., Lancaster, E., Goga, E., Asad, M., Witze, E. et 
Lynch, D. R. (2026). Impaired Glur2 palmitoylation in cerebellar Purkinje cells of a 
Friedreich ataxia mouse model. Exp Neurol 406, 115955, 
doi:10.1016/j.expneurol.2026.115955. 

Mundada, A. R., Badikol, A. R. et Mangu, K. (2026). CRISPR-Cas9-based therapies for 
Huntington’s disease and Friedreich’s ataxia: mechanisms, advances, and future 
perspectives. Neurogenetics 27, 49, doi:10.1007/s10048-026-00921-3. 

Parisi, V., Barbano, L., Di Renzo, A., Dell’Aquila, C., D’Andrea, M., Castelluzzo, A. M., 
Colacino, G., Gioiosa, V., Coppola, G., Casali, C. et Ziccardi, L. (2026). Visual Pathways 
Involvement in Friedreich’s Ataxia Patients Without Macular Impairment. J Clin Med 
15, 6097, doi:10.3390/jcm15156097. 

Pilotto, F., Dall’Agnol, L., Reutenauer, L., Paschaki, M. et Puccio, H. (2026). 
Physiologically Regulated Frataxin Gene Replacement Restores Neurological 
Function in a Mouse Model of Friedreich Ataxia. Hum Gene Ther 10430342261474315, 
doi:10.1177/10430342261474315. 

Ramchunder, Z., Kalef-Ezra, E., Suleman, S., Edzeamey, F. J., Szunyogh, S., Gittins, O., 
Castro Mena, N., Wade-Martins, R., Valle, A., Pourzand, C. et Anjomani Virmouni, S. 
(2026). Dysregulation of sphingolipid-metabolizing enzymes in Friedreich’s ataxia: In 
vitro and in vivo insights into therapeutic targeting. iScience 29, 116479, 
doi:10.1016/j.isci.2026.116479. 

Saha, S., Georgiou-Karistianis, N., Teo, V., Corben, L. A., Szmulewicz, D. J., Strike, L. T., 
França, M. C., Rezende, T. J. R. et Harding, I. H. (2026). Multimodal Magnetic Resonance 
Imaging and Machine Learning Uncovers Distinct Progression Patterns in Friedreich 
Ataxia. Mov Disord, doi:10.1002/mds.70551. 

Sarwinska, D., Buchholz, M., Iskandar, A., Grobe-Einsler, M., Klockgether, T., Faber, J. et 
Michalowsky, B. (2026). Key Interventions in Friedreich’s Ataxia and Their Impact on 
Patient Outcomes: A Systematic Review. Mov Disord, doi:10.1002/mds.70423. 

Tortoriello, S., Rossi, S., Della Valle, I., D’Ambrosi, N. et Cozzolino, M. (2026). Autophagy 
at the Crossroads of Protein and RNA Toxicity in Repeat Expansion Cerebellar 
Ataxias. Cells 15, 1411, doi:10.3390/cells15151411. 

Tranchant, C. (2026). Autosomal recessive cerebellar ataxia: What have we learnt in 
the last 30 years? Rev Neurol (Paris) S0035-3787(26)00604-1, 
doi:10.1016/j.neurol.2026.09.002. 

https://www.myobase.org/
https://doi.org/10.1016/j.expneurol.2026.115955
https://doi.org/10.1007/s10048-026-00921-3
https://doi.org/10.3390/jcm15156097
https://doi.org/10.1177/10430342261474315
https://doi.org/10.1016/j.isci.2026.116479
https://doi.org/10.1002/mds.70551
https://doi.org/10.1002/mds.70423
https://doi.org/10.3390/cells15151411
https://doi.org/10.1016/j.neurol.2026.09.002
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Turki, E., Jullian, E., Delamotte, P., Filipe, A., Tixier-Cardoso, L., Middendorp, S., Martin, E. 
et Monnier, V. (2026). Limiting intestinal iron absorption rescues glial defects and 
extends lifespan in a Drosophila model of Friedreich’s ataxia. Neurobiol Dis 228, 
107550, doi:10.1016/j.nbd.2026.107550. 

Wainman, E., Guy, T. O., Hernandez, N., Faust, P. L. et Louis, E. D. (2026). Purkinje Cell 
Loss and Changes in Basket Cell Morphology in Essential Tremor and Other 
Cerebellar Degenerative Diseases: A Postmortem Study of 332 Brains. Cerebellum 25, 
133, doi:10.1007/s12311-026-02075-2. 

Wang, H., Marutani, E., Zazzeron, L., Menard, M., Volpicelli-Daley, L., Ichinose, F. et 
Mootha, V. K. (2026). A second-generation ″hypoxia in a pill″ rescues neurodegenerative 
phenotypes across distinct mouse models, doi:10.64898/2026.06.30.734089. 

Yang, W., Thompson, B., Miellet, S., Maddock, M., Napierala, M., Dottori, M. et Kwa, F. A. 
A. (2026). Unlocking Sulforaphane’s Potential in Friedreich Ataxia: Further Evidence 
from Preclinical Investigations Using Induced Pluripotent Stem Cell-Derived Sensory 
Neurons. Antioxid Redox Signal 45, 561-580, doi:10.1177/15230864261470377. 

 

Atrophie optique autosomique dominante – Autosomal dominant optic 
atrophy (ADOA) 
Bouzidi, A., Amati-Bonneau, P., Desquiret-Dumas, V., Beaulieu, C., Guichet, A., Bris, C., 
Bocquet, B., Dieu, X., Reynier, P., Mirebeau-Prunier, D., Houdayer, C., Planes, M., Odent, 
S., Meunier, I., Bonneau, D., Charif, M., Lenaers, G. et Zanlonghi, X. (2026). Phenotypic 
Variations in a Large Family with Dominant Optic Atrophy Related to a Novel OPA1 
Deletion. Ophthalmol Sci 6, 101286, doi:10.1016/j.xops.2026.101286. 

Khalilimeybodi, A., Qiao, L., Leung, A., McCulloch, A. D., Schenk, S. et Rangamani, P. 
(2026). Systems modelling of mitochondrial dynamics in different exercise regimes. 
J Physiol 604, 6369-6390, doi:10.1113/JP290424. 

Küçük, H. C., Koçak, N., Özizmirliler, D., Doğruya, S. et Devebacak, A. (2026). Genotype-
Phenotype Correlation in Dominant Optic Atrophy due to OPA1 c.3011T>C 
(p.Leu1004Pro): A Family-Based Case Series. J Curr Ophthalmol 38, 79-86, 
doi:10.4103/joco.joco_4_26. 

Liang, H., Chen, Z., Huang, S., Wei, H., Xu, J. et Hu, S. (2026). Domain-Specific 
Genotype-Phenotype Correlations in DNM1L Disorders: Insights Into Mutation 
Hotspots and Clinical Severity. FASEB J 40, e72087, doi:10.1096/fj.202502759RR. 

 

https://www.myobase.org/
https://doi.org/10.1016/j.nbd.2026.107550
https://doi.org/10.1007/s12311-026-02075-2
https://doi.org/10.64898/2026.06.30.734089
https://doi.org/10.1177/15230864261470377
https://doi.org/10.1016/j.xops.2026.101286
https://doi.org/10.1113/JP290424
https://doi.org/10.4103/joco.joco_4_26
https://doi.org/10.1096/fj.202502759RR
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Encéphalopathie myo-neuro-gastrointestinale - Mitochondrial 
neurogastrointestinal encephalomyopathy (MNGIE) 
Cengiz, N. (2026). Trigeminal neuralgia expands the clinical spectrum of MNGIE: a 5-
year follow-up. Neurol Sci 47, 734, doi:10.1007/s10072-026-09330-8. 

 

Maladie de Charcot-Marie-Tooth d’origine mitochondriale – 
Mitochondrial Charcot-Marie-Tooth disease 
Ali, Z., Jameel, M., Klar, J., Suleman, M., Batool, U., Yousaf, H., Ali, F., Fatima, A., Baig, S. 
M., Dahl, N., Toft, M., Abdullah, U. et Iqbal, Z. (2026). Genetic basis of Charcot-Marie-
Tooth disease in Pakistani consanguineous families. Front Neurol 17, 1920139, 
doi:10.3389/fneur.2026.1920139. 

Arredondo, N. T., DaSilva, M. A., Brown, M. R., Gavrielatos, M., Helsel, S. M., Googins, M. 
R., Freyberg, Z., Koes, D. R., Kiselyov, K. I. et VanDemark, A. P. (2026). Conformational 
plasticity in GDAP1’s GST-like domain enables thapsic acid recognition. J Biol Chem 
302, 113378, doi:10.1016/j.jbc.2026.113378. 

Carrera Garcia, L., Estévez-Arias, B., Nascimento, A., Expósito, J., Cerezo, S., Lotz-
Esquivel, S., Zschaeck, I., Lujan, A., Gatnau, C., Tizzano, E., Natera De Benito, D. et Ortez, 
C. (2026). [Clinical pattern and evolution of Charcot-Marie-Tooth disease in 
pediatrics]. Medicina (B Aires) 86 Suppl 3, 1-6. 

Fortanier, E., Bonello-Palot, N., Verschueren, A., Kouton, L., Grapperon, A.-M., Salort-
Campana, E., Corazza, G., de Bovis, V. M., du Closel, L. B., Delmont, E. et Attarian, S. 
(2026). Late-onset CMT neuropathy in the NGS era: a 10-year retrospective study. J 
Neurol 273, 624, doi:10.1007/s00415-026-14154-9. 

Jestice, L. H., Butler, L., Lea, R. A., Adamson, K. I., Van Lent, J., Johnson, S. L., Weedon, 
H., D’Silva, E., Gelezauskaite, G., Asselbergh, B., Brown, E., Laing, O., Price, C. J., Stavish, 
D., Tsakiridis, A., Collins, M. O., Timmerman, V., De Vos, K. J., Twelvetrees, A. E., Grierson, 
A. J. et Barbaric, I. (2026). HDAC6 inhibition alleviates mitochondrial trafficking in 
models of Charcot-Marie-Tooth disease type 2A. JCI Insight 11, e200106, 
doi:10.1172/jci.insight.200106. 

Kölbel, H., Hentschel, A., Preuße, C., Tiet, M., Dohrn, M. F., Muhmann, D., van 
den Ameele, J., Chen, L., Schara-Schmidt, U., Weis, J., Horvath, R., Mensch, A. et Roos, 
A. (2026). When muscles matter in SORD neuropathy. J Neuropathol Exp Neurol 
nlag057, doi:10.1093/jnen/nlag057. 

https://www.myobase.org/
https://doi.org/10.1007/s10072-026-09330-8
https://doi.org/10.3389/fneur.2026.1920139
https://doi.org/10.1016/j.jbc.2026.113378
https://doi.org/10.1007/s00415-026-14154-9
https://doi.org/10.1172/jci.insight.200106
https://doi.org/10.1093/jnen/nlag057
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Rebelo, A. P., Lutz, K., Grider, T., Zaidman, C. M., Shy, M. E. et Zuchner, S. (2026). Biallelic 
SCO2 Variants Presenting as Motor-Predominant Axonal Neuropathy With Complex 
IV Deficiency. J Peripher Nerv Syst 31, e70150, doi:10.1111/jns.70150. 

Sharma, S., Nagappa, M., Narayanappa, G., Sharma, K. K., Bhaskarapillai, B., 
Chickabasaviah, Y. T. et Taly, A. B. (2026). Mitochondrial abnormalities in Charcot-
Marie-Tooth disease: insights from a family harbouring a novel GDAP1 variant. 
Neuromuscul Disord 67, 107401, doi:10.1016/j.nmd.2026.107401. 

Weigele, J., Franco, A. et Dorn, G. W. (2026). Neuromuscular Dysfunction and Charcot-
Marie-Tooth Disease Reversal in Mfn2 T105M Knock-In Rats. Int J Mol Sci 27, 7376, 
doi:10.3390/ijms27167376. 

Yang, J., Park, H.-M. et Lee, Y.-B. (2026). Late-Onset Rapidly Progressive Spastic 
Paraplegia with Extensive White Matter Abnormalities Associated with an MFN2 
Variant. NeuroSci 7, 82, doi:10.3390/neurosci7040082. 

Zanfardino, P., Amati, A., Cox, S., Agrimi, G., Doccini, S., Fernández-Silva, P., Tullo, A., 
Rosati, J., Santorelli, F. M. et Petruzzella, V. (2026). Mitochondrial dysfunction, 
metabolic quiescence and premature senescence in CMT4B3 fibroblasts. Hum Mol 
Genet 35, ddag080, doi:10.1093/hmg/ddag080. 

Zhang, B., Zhang, M., Liu, K., Zhao, C., Zhang, J., Liu, Z., Fan, Y., Gu, R.-X., Lin, L., Fu, C. et 
Zhu, J. (2026). Mechanistic basis for calmodulin-dependent allosteric activation of 
the neuropathy-associated formin INF2. Cell Rep 45, 117750, 
doi:10.1016/j.celrep.2026.117750. 

 

Maladies liées au gène ACO2 - ACO2-related disorders 

Pas de résultat ce trimestre / No results 

 

Maladie liée au gène GFM1 – GFM1-related disorder 

Pas de résultat ce trimestre / No results 
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