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Ataxie de Friedreich - Friedreich ataxia 
Benkirane, M., Marelli, C., Choumert, A., Goizet, C., Patat, O., Ewenczyk, C., Anheim, M., 
Mégarbané, A., Larrieu, L., Charlin, C., Ory Magne, F., Chaussenot, A., Fradin, M., 
Guissart, C., Pointaux, M., Cossée, M., Vincent, M.-C., Bergougnoux, A., Hersent, C., 
Bareil, C., Roubertie, A., Fluchère, F., Renaud, M., Kremer, L., Tranchant, C., Attarian, S., 
Odent, S., Laugel, V., Walther-Louvier, U., Desnous, B., Bieth, E., Husson, I., Azulay, J. P., 
INTREP-AF consortium, Rivier, F., Doray, B., Durr, A., Aouinti, S., Molinari, N. et Koenig, M. 
(2025). Type and position of repeat interruptions as determinants of disease severity 
and expansion size in Friedreich ataxia. Genet Med 101588, 
doi:10.1016/j.gim.2025.101588. 

Chen, L., Rizzo, G., Bulawa, C., Van Dijk, K. R. A., Henning, E. C., Martelli, A., Palmer, J., 
McIntosh, A., Pregel, M., Sun, P., Adewunmi, E., Aldridge, M., Chan, J., Gunn, R. N., 
Huiban, M., Listanco, A., Loudon, P. T., Moz, S., Passchier, J., Sauvage, L., Stewart, R., 
Wells, L., Rabiner, E. A., Charnas, L. R. et Festenstein, R. J. (2025). Evaluation of 
Mitochondrial Complex 1 Density with [18F]BCPP-EF in a Murine Model and 
Individuals with Friedreich Ataxia. J Nucl Med 66, 1434-1439, 
doi:10.2967/jnumed.124.268698. 

Correa-Arrieta, C., Castellar-Leones, S., Ruiz-Ospina, E., Villamil-Osorio, M., Bobadilla-
Quesada, E. J. et Ortiz-Corredor, F. (2025). Friedreich’s Ataxia in Colombia: A 
Population-Based Study of Incidence and Socioeconomic Determinants. Mov Disord, 
doi:10.1002/mds.70033. 

Dakin, A., Bogdanova-Mihaylova, P., Walsh, R. A., Murphy, S. M., Ward, D., Maher, N. et 
McCarthy, C. M. (2025). Friedreich’s ataxia: A case series, literature review, and 
recommendations for pregnancy. Int J Gynaecol Obstet, doi:10.1002/ijgo.70361. 

Di Folco, C., Dubec-Fleury, C., Traschütz, A., Kessler, C., Reich, S., Gagnon, C., Lessard, 
I., Rodrigue, X., Cocozza, S., Satolli, S., Santorelli, F. M., Durr, A., Heinzmann, A., van 
de Warrenburg, B. P., Willemse, I. H. J., Başak, A. N., Vural, A., Brais, B., Klebe, S., Horvath, 
R., PROSPAX Consortium, Schüle, R., Synofzik, M. et Tezenas du Montcel, S. (2025). 
Spastic Ataxia Composite (SPAXCOM): A Scale to Evaluate the Progression of 
Subjects with Spasticity and Ataxia. Mov Disord, doi:10.1002/mds.70006. 
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Erdmann, H., Schaub, A., Lucas, M. C., Scholz, V., Benet-Pages, A., Becker, K., Dineiger, 
C., Mayer, V., van Buren, I., Breithausen, E., Akbari, K., Cordts, I., Sauer, M., Schneider, C., 
Krakowsky, R., Schnabel, F., Dunker, K., Fabritius, L., Gerb, J., Grabova, D., Möhwald, K., 
Näher, M., Steinmetz, K., Thiessen, F., Jäck, A., Schneider-Gold, C., Zittel, S., Petersen, C., 
Schreyer, I., Mämecke, L., Wilfling, S., Wunderlich, G., Brenner, D., Hellenbroich, Y., 
Muhle, K., Huchtemann, T., Claus, I., Klopstock, T., Strupp, M., Levin, J., Höglinger, G., 
Huppert, D., Becker-Bense, S., Filippopulos, F., Kilpert, F., Leitão, E., Kaya, S., Depienne, 
C., Schöberl, F., Neuhann, T., Holinski-Feder, E., Zwergal, A. et Abicht, A. (2025). Repeat-
associated ataxias in a German patient cohort analysed by targeted parallel long-
read sequencing. Brain awaf318, doi:10.1093/brain/awaf318. 

Eshaghi, K., Rao, P. H., Shen, M. M. et Lynch, D. R. (2025). Genetic and Phenotypic 
Variability in Siblings With Friedreich Ataxia. Neurol Genet 11, e200234, 
doi:10.1212/NXG.0000000000200234. 

Giacich, M., Naef, V., Santorelli, F. M. et Damiani, D. (2025). Roots of Progress: 
Uncovering Cerebellar Ataxias Using iPSC Models. Biomedicines 13, 2121, 
doi:10.3390/biomedicines13092121. 

Heleven, E., Vyhnalek, M., Karamazovová, S., Van Overwalle, F. et Naeije, G. (2025). False 
Beliefs, True Deficits: Investigating Social Cognition in Friedreich Ataxia. Cerebellum 
24, 128, doi:10.1007/s12311-025-01886-z. 

Hemachudha, P., Anukoolwittaya, P., Pongpitakmetha, T., Joyjinda, Y., Ruchisrisarod, C., 
Saraya, A. W., Rattanawong, W., Thanapornsungsuth, P. et Hemachudha, T. (2025). 
Understanding the genetics and neurology: an overview of adult neurogenetics. 
Asian Biomed (Res Rev News) 19, 196-208, doi:10.2478/abm-2025-0022. 

Hu, Y., Gao, L., Lee, L., Cherry, J. J. et Kong, R. (2025). Characterizing Population 
Pharmacokinetics of Vatiquinone in Healthy Volunteers and Patients with 
Friedreich’s Ataxia. Pharmaceuticals (Basel) 18, 1339, doi:10.3390/ph18091339. 

Jiménez-Jiménez, F. J., Alonso-Navarro, H., García-Martín, E., Cárcamo-Fonfría, A., 
Martín-Gómez, M. A. et Agúndez, J. A. G. (2025). Oxidative Stress and Antioxidant 
Therapies in Friedreich’s Ataxia. Cells 14, 1406, doi:10.3390/cells14181406. 

Karamazovova, S., Laczó, M., Matuskova, V., Svecova, N., Stovickova, L., Blichova, Z., 
Paulasova Schwabova, J., Kuzmiak, M., Laczó, J. et Vyhnalek, M. (2025). Spatial 
perspective taking is impaired in spinocerebellar ataxias and Friedreich ataxia. Sci 
Rep 15, 31126, doi:10.1038/s41598-025-16302-z. 
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Lee, L., Murase, K., Thoolen, M., Giannousis, P., Kaushik, D., Golden, L. et Kong, R. (2025). 
Enhanced Vatiquinone Bioavailability With Fatty Meals and Optimal Dosing 
Schedule. Biopharm Drug Dispos, doi:10.1002/bdd.70015. 

Li, L., Scott, W. S. et Mirkin, S. M. (2025). Emerging drivers of DNA repeat expansions. 
Biochem Soc Trans 53, 995-1010, doi:10.1042/BST20253067. 

McGarrell, N. T., Green, M. E. et McCully, K. K. (2025). Muscle Endurance Training in a 
Person with Friedreich’s Ataxia. Muscles 4, 1, doi:10.3390/muscles4010001. 

Omaveloxolone (Skyclarys): Indication: For the treatment of Friedreich’s ataxia in patients 
16 years of age and older: Reimbursement Recommendation (2025). Canadian Agency 
for Drugs and Technologies in Health, Ottawa (ON), URL: 
http://www.ncbi.nlm.nih.gov/books/NBK617230/. 

Oubre, B., Yang, F., Luddy, A. C., Manohar, R., Soja, N. N., Stephen, C. D., Schmahmann, 
J. D., Kulkarni, D., White, L., Patel, S. et Gupta, A. S. (2025). A Digital Measure of Eye 
Movements During Reading Sensitively Captures Oculomotor and Speech 
Dysfunction, Early Changes, and Disease Progression in Ataxias. Ann Neurol, 
doi:10.1002/ana.78039. 

Perlman, S., Zhang, S., Setyawan, J., Yang, H., Jiang, A., Hua, Q., Boudreau, J., Khan, S., 
Bajaj, A., Lynch, D. R. et Lawson, R. (2025). The clinical burden of Friedreich ataxia in 
the United States: A retrospective claims database analysis. J Neurol Sci 475, 123594, 
doi:10.1016/j.jns.2025.123594. 

Petrillo, S., Mongelli, A., Castaldo, A., Sarro, L., Azzarelli, S., Ronco, R., Castellotti, B., 
Gellera, C., Piemonte, F. et Mariotti, C. (2025). Impact of age on neurofilament light 
chain in Friedreich ataxia: a 1-year longitudinal study. Brain Commun 7, fcaf331, 
doi:10.1093/braincomms/fcaf331. 

Phang, M. W. L., Hisam, N. S. M., Supandi, F., Cheng, P. G., Lim, S. H., Lim, L. W. et Wong, 
K. H. (2025). The Tiger Milk Medicinal Mushroom Lignosus rhinocerus 
(Agaricomycetes) Mitigates Oxidative Damage in a Cellular Model Mimicking 
Friedreich’s Ataxia. Int J Med Mushrooms 27, 63-87, 
doi:10.1615/IntJMedMushrooms.2025059734. 

Portillo-Carrasquer, M., Sanz-Alcázar, A., Delaspre, F., Pazos-Gil, M., Oliveira-Jorge, L., 
Vergara, C., Rodríguez-Pascau, L., Pizcueta, P., Tamarit, J., Ros, J. et Cabiscol, E. (2025). 
Leriglitazone improves iron homeostasis and ferroptotic markers in frataxin-
deficient dorsal root ganglia neurons. Biomed Pharmacother 192, 118553, 
doi:10.1016/j.biopha.2025.118553. 
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Pretegiani, E., Garces, P., Antoniades, C. A., Sobanska, A., Kovacs, N., Ying, S. H., Gupta, 
A. S., Perlman, S., Szmulewicz, D. J., Pane, C., Németh, A. H., Jardim, L. B., Coarelli, G., 
Kuzmiak, M., Milovanovic, A., Traschütz, A. et Tarnutzer, A. A. (2025). Best Oculomotor 
Endpoints for Clinical Trials in Hereditary Ataxias: A Systematic Review and 
Consensus by the Ataxia Global Initiative Working Group on Digital-Motor 
Biomarkers. Cerebellum 24, 141, doi:10.1007/s12311-025-01894-z. 

Rotar, M. et Leonardis, L. (2025). Sensory nerve action potential reappearance after 
omaveloxolone treatment in patients with Friedreich ataxia. Clin Neurophysiol 178, 
2110974, doi:10.1016/j.clinph.2025.2110974. 

Rummey, C., Perlman, S., Subramony, S. H., Corti, M., Farmer, J. et Lynch, D. R. (2025). 
Disease Progression in Children With Friedreich Ataxia: Functional Performance and 
Other Outcome Assessments in the FACHILD Study. J Child Neurol 
8830738251353475, doi:10.1177/08830738251353475. 

Saha, S., Jha, A., Yadaw, M. et Tiwari, B. (2025). Hypertrophic cardiomyopathy with 
ataxic gait: a cardiac clue to a neurologic diagnosis. BMJ Case Rep 18, e265662, 
doi:10.1136/bcr-2025-265662. 

Sureshkumar, P., Kumar, S. S., Cheriyan, J. et Masood, A. (2025). Friedreich Ataxia and 
Related Diabetes: Therapeutic Approach Targeting Mitochondrial Dysfunction. JCEM 
Case Rep 3, luaf215, doi:10.1210/jcemcr/luaf215. 

Talaverón-Rey, M., Reche-López, D., Povea-Cabello, S., Álvarez-Córdoba, M., Gómez-
Fernández, D., Romero-González, A., Cilleros-Holgado, P., Romero-Domínguez, J. M., 
López-Cabrera, A., Piñero-Pérez, R., González-Granero, S., García-Verdugo, J. M. et 
Sánchez-Alcázar, J. A. (2025). Alpha-lipoic acid supplementation improves 
pathological alterations in cellular models of Friedreich ataxia. Orphanet J Rare Dis 
20, 453, doi:10.1186/s13023-025-03990-z. 

Wirth, T., Faber, J., Depienne, C., Roze, E., Honnorat, J., Meissner, W. G., Giunti, P., 
Tranchant, C., Klockgether, T. et Anheim, M. (2025). Progress and challenges in sporadic 
late-onset cerebellar ataxias. Nat Rev Neurol, doi:10.1038/s41582-025-01136-0. 

Yameogo, P., Aguilar, S., Prakash, T. P., Rigo, F., Lynch, D. R., Napierala, J. S. et Napierala, 
M. (2025). Antisense oligonucleotide therapy for patients with Friedreich’s ataxia 
carrying the c.165+5G>C splicing mutation. Mol Ther Nucleic Acids 36, 102617, 
doi:10.1016/j.omtn.2025.102617. 

Zesiewicz, T. A. (2025). Ataxia. Continuum (Minneap Minn) 31, 1093-1119, 
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https://www.myobase.org/
https://doi.org/10.1007/s12311-025-01894-z
https://doi.org/10.1016/j.clinph.2025.2110974
https://doi.org/10.1177/08830738251353475
https://doi.org/10.1136/bcr-2025-265662
https://doi.org/10.1210/jcemcr/luaf215
https://doi.org/10.1186/s13023-025-03990-z
https://doi.org/10.1038/s41582-025-01136-0
https://doi.org/10.1016/j.omtn.2025.102617
https://doi.org/10.1212/cont.0000000000001599


 Mitochondrial disorders : The Essential 
MMITO-2025-3 from july 1st to september 30th, 2025 

 

Pôle documentation du département Myoinfo – Direction des Actions Médicales 
CG – 29/10/2025  7 / 46 

Une image contenant texte, Police, Graphique, logo

Description générée automatiquement

 

Atrophie optique autosomique dominante – Autosomal dominant optic 
atrophy (ADOA) 
Becchi, G., Whitehead, M., Harvey, J. P., Sladen, P. E., Dushti, M., Chapple, J. P., Yu-Wai-
Man, P. et Cheetham, M. E. (2025). CRISPRa-Mediated Increase of OPA1 Expression in 
Dominant Optic Atrophy. Int J Mol Sci 26, 6364, doi:10.3390/ijms26136364. 

Britton, J. O. T., Yu-Wai-Man, P. et Chen, B. S. (2025). Technological advances in the 
diagnosis and management of inherited optic neuropathies. Front Neurol 16, 
1609033, doi:10.3389/fneur.2025.1609033. 

Champigny, C., Botella, M., Atamena, D., Bullich, S., Coustham, C., Guiard, B., Belenguer, 
P. et Davezac, N. (2025). A High-Fat Diet Induces Oxidative Stress in OPA1+/- Mouse 
Cortices: A Critical Double Challenge. Antioxidants (Basel) 14, 876, 
doi:10.3390/antiox14070876. 

Chen, B. S., Seikus, C., Ferguson, J., Tadić, V., Horton, M., Yu-Wai-Man, P. et Archer, S. 
(2025). « Adrift From the World »: Exploring the Lived Experiences of Individuals 
Affected by an Inherited Optic Neuropathy in the United Kingdom-A Qualitative 
Study. Value Health S1098-3015(25)02490-8, doi:10.1016/j.jval.2025.07.023. 

Harvey, J. P., Hong, E. H. et Yu-Wai-Man, P. (2025). Natural History and Biomarker 
Challenges in Dominant Optic Atrophy: Implications for Therapeutic Studies. Clin 
Exp Ophthalmol 53, 597-599, doi:10.1111/ceo.14583. 

Tachibana, M., Hayashi, T., Igawa, Y., Mizobuchi, K., Miyasaka, Y., Tsuchihashi, T. et 
Shinoda, K. (2025). Case of autosomal dominant optic atrophy with relatively good 
visual function. BMC Ophthalmol 25, 443, doi:10.1186/s12886-025-04276-5. 
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Encéphalopathie myo-neuro-gastrointestinale - Mitochondrial 
neurogastrointestinal encephalomyopathy (MNGIE) 
Bax, B. E. et Uçar, S. K. (2025). Untargeted Plasma Metabolomics Extends the 
Biomarker Profile of Mitochondrial Neurogastrointestinal Encephalomyopathy. Int J 
Mol Sci 26, 9107, doi:10.3390/ijms26189107. 

Brevini, T., Swift, L., Reynolds, H., Ong, J., Stopforth, R. J., Malam, Y., Spiers, H. V. M., 
Jovanovic, E., Scaravaglio, M., Vakeeswarasarma, V., Heslop, J., Emmett, E., Andreatta, 
B., Athanasiadis, E., Cacciottolo, T. M., Fuchs, C. D., Trauner, M., Hosgood, S. A., See, T. 
C., Pantelis, P., Foukaneli, D., Gelson, W. T. H., Gibbs, P., Allinson, K., Pettigrew, G. J., 
Duckworth, A., Paterson, A. L., Gorgoulis, V. G., Thompson, R. J., Kaser, A., Kosmoliaptsis, 
V., Chinnery, P. F., Marti, R., van den Ameele, J., Webb, G. J., Watson, C. J. E., Butler, A. J. 
et Sampaziotis, F. (2025). Successful AAV8 gene therapy on hepatic ex situ machine 
perfusion for mitochondrial neurogastrointestinal encephalomyopathy. J Hepatol 83, 
1218-1225, doi:10.1016/j.jhep.2025.07.022. 

Patel, M., Keener, K., LaWall, G. et Jha, P. (2025). Mitochondrial Neurogastrointestinal 
Encephalomyopathy Presenting with Peripheral Neuropathy and Hearing Loss. WMJ 
124, 287-290. 

Xu, X., Xia, J., Xu, F., Wang, M., Yang, L. et Chen, X. (2025). Mitochondrial 
neurogastrointestinal encephalomyopathy in china: a novel TYMP variant and 
comprehensive clinical-genetic insights. Orphanet J Rare Dis 20, 439, 
doi:10.1186/s13023-025-03962-3. 

Zhang, X.-Y., Zhu, Q.-L., Ruan, G.-C. et Li, W.-B. (2025). [Clinical and Intestinal 
Ultrasound Findings in Mitochondrial Neurogastrointestinal 
Encephalomyopathy:Report of One Case]. Zhongguo Yi Xue Ke Xue Yuan Xue Bao, 
doi:10.3881/j.issn.1000-503X.16801. 

Zioudi, A., Gouiza, I., Galai, S., Hechmi, M., Klaa, H., Miladi, Z., Ben Younes, T., 
Benrhouma, H., Ben Youssef-Turki, I., Omar, S., Lenaers, G., Kefi, R., Gouider-Khouja, N. 
et Kraoua, I. (2025). A Tunisian POLG mutation expands the clinical spectrum of POLG-
related disorders. Mitochondrion 85, 102071, doi:10.1016/j.mito.2025.102071. 
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Maladie de Charcot-Marie-Tooth d’origine mitochondriale – 
Mitochondrial Charcot-Marie-Tooth disease 
Armirola-Ricaurte, C., Morant, L., Adant, I., Hamed, S. A., Pipis, M., Efthymiou, S., Amor-
Barris, S., Atkinson, D., Van de Vondel, L., Tomic, A., Seneca, S., de Vriendt, E., Zuchner, 
S., Ghesquiere, B., Hanna, M., Houlden, H., Lunn, M. P., Reilly, M. M., Rasic, V. M. et 
Jordanova, A. (2025). Biallelic variants in COX18 cause a mitochondrial disorder 
primarily manifesting as peripheral neuropathy. Brain awaf300, 
doi:10.1093/brain/awaf300. 

Bora, P., Zaman, M., Oviedo, S., Kutseikin, S., Madrazo, N., Mathur, P., Pannikkat, M., 
Krasny, S., Chu, A., Johnson, K. A., Grotjahn, D. A., Shutt, T. E. et Wiseman, R. L. (2025). 
Drug Repurposing Screen Identifies an HRI Activating Compound that Promotes 
Adaptive Mitochondrial Remodeling in MFN2-deficient Cells. bioRxiv 
2025.06.23.660251, doi:10.1101/2025.06.23.660251. 

Correction to « Digenesis in Charcot-Marie-Tooth Disease: Impact of Combined 
Mutations in the MFN2 and GDAP1 Genes » (2025). 30, e70045, doi:10.1111/jns.70045. 

Estévez-Arias, B., Sarv, S., Bonello-Palot, N., Carrera-García, L., Ortez, C., Expósito-
Escudero, J., Yubero, D., Muchart, J., Delmont, E., Õiglane-Shlik, E., Meren, T., Puusepp, 
S., Murumets, Ü., Salomons, G. S., Udd, B., Väli, L., Cantarero, L., Bönnemann, C. G., 
Nascimento, A., Ramón-Maiques, S., Õunap, K., Hoenicka, J., Natera-de Benito, D. et 
Palau, F. (2025). Biallelic Variants in the DARS2 Gene as a Novel Cause of Axonal 
Charcot-Marie-Tooth Disease. Ann Neurol, doi:10.1002/ana.78005. 

Giovenale, A. M. G., Ferrone, I., Tomaselli, S., Mazzoni, M., Ruotolo, G., Turco, E. M., 
Torres, B., De Luca, A., Zanfardino, P., Vulcano, E., Ferrari, D., Damiani, D., Santorelli, F. 
M., Pennuto, M., Vescovi, A. L., Petruzzella, V. et Rosati, J. (2025). Generation and 
characterization of a patient-derived iPSC line, CSSi022-A (15666), with a pathogenic 
MFN2 mutation causing Charcot-Marie-Tooth disease type 2A. Stem Cell Res 88, 
103817, doi:10.1016/j.scr.2025.103817. 

Girolimetti, G., Marini, F., Calvani, R., Coelho-Júnior, H. J., Gervasoni, J., Santucci, L., 
Tozza, S., Manganelli, F., Saveri, P., Pareyson, D., Marzetti, E., Bucci, C., Picca, A. et 
Guerra, F. (2025). Circulating mitochondrial components and metabolic and 
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doi:10.1016/j.nbd.2025.107051. 

Habib, S., Anadani, N. A. et Samkutty, D. (2025). Co-occurrence of Charcot-Marie-Tooth 
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Joaquim, M., Bulimaga, M.-B., Mohn, M. A., Plouzennec, S., Osinski, L., Altin, S., Mahabir, 
E., Chevrollier, A. et Escobar-Henriques, M. (2025). Charcot-Marie-Tooth type 2A 
variants of mitofusin 2 sensitize cells to apoptotic cell death. J Cell Sci 138, 
jcs263691, doi:10.1242/jcs.263691. 

Kim, J. W., Nam, S. H., Lee, G. S., Chung, H. Y., Kim, E. Y., Han, J. P., Jang, J.-H., Choi, B.-O. 
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mutations in neurological diseases-causing genes. J Neurol 272, 587, 
doi:10.1007/s00415-025-13328-1. 

Ravanbod, M., Mohammadi, M., Ghasemi, A., Jabbarzadeh, S., Okhovat, A. A., Khani, M., 
Elahi, E., Ramezani, M., Nafissi, S. et Alavi, A. (2025). GDAP1-Related Charcot-Marie-
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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 

Pas de résultat ce trimestre 

 

Maladies liées au gène POLG (inclus SANDO, SCAE) - POLG-related 
disorders (included SANDO, SCAE) 
Bérat, C.-M., Hully, M., Rötig, A., Barcia, G., Assouline, Z., Abi-Warde, M.-T., Barnerias, C., 
Payen, E., Jaroussie, M., Gaignard, P., Lebigot, E., Roubertie, A., Boddaert, N., Roux, C.-J., 
de Lonlay, P., Desguerre, I., Munnich, A., Schiff, M. et Gitiaux, C. (2025). Childhood POLG-
related disorders: Focus on polyradiculoneuropathy. Mol Genet Metab 146, 109213, 
doi:10.1016/j.ymgme.2025.109213. 

Jha, S. et Jog, M. (2025). Late Adulthood Onset POLG Disease Presenting as Spastic 
Paraplegia: A Pathophysiological Continuum? Acta Neurol Belg, doi:10.1007/s13760-
025-02878-w. 

Rossi, V., Brooks, D., Dai, H., Mizerik, E., Salazar, K., Davila-Williams, D., Ben-Moshe, Y., 
Lalani, S. R., Elsea, S. H., Gijavanekar, C., Scott, D. A., Machol, K., Bekheirnia, M. R. et 
Scaglia, F. (2025). A Rare Molecular Diagnosis in a Patient With Hepatocerebral 
Syndrome Contributes to the Expansion of the Phenotypic Spectrum of POLG2 -
Related Mitochondrial Disorder. Am J Med Genet A 197, e64177, 
doi:10.1002/ajmg.a.64177. 

Sangeeth, T. A., Viswanathan, L. G., Dv, S., Rao, S., Nagappa, M., Saini, J. et Sinha, S. 
(2025). Bilateral epilepsia partialis continua in POLG related mitochondrial disease. 
Seizure 131, 200-202, doi:10.1016/j.seizure.2025.07.004. 

Zioudi, A., Gouiza, I., Galai, S., Hechmi, M., Klaa, H., Miladi, Z., Ben Younes, T., 
Benrhouma, H., Ben Youssef-Turki, I., Omar, S., Lenaers, G., Kefi, R., Gouider-Khouja, N. 
et Kraoua, I. (2025). A Tunisian POLG mutation expands the clinical spectrum of POLG-
related disorders. Mitochondrion 85, 102071, doi:10.1016/j.mito.2025.102071. 
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MELAS 
Burg, L., Yoon, H., Peng, M., Germano, P., Reesey Gretzmacher, E., Xiao, R., Anderson, V. 
E., Nakamaru-Ogiso, E. et Falk, M. J. (2025). Zagociguat prevented stressor-induced 
neuromuscular dysfunction, improved mitochondrial physiology, and increased 
exercise capacity in diverse mitochondrial respiratory chain disease zebrafish 
models. Front Pharmacol 16, 1588426, doi:10.3389/fphar.2025.1588426. 

Dumbuya, J. S., Tian, C., Deng, L., Ahmad, B., Chen, X. et Lu, J. (2025). Clinical features, 
disease burden and impact on quality of life in participants with mitochondrial 
encephalomyopathy. Front Neurol 16, 1585906, doi:10.3389/fneur.2025.1585906. 

Finsterer, Josef (2025a). Autosomal recessive Alport syndrome should be diagnosed 
in an m.3243A>G carrier only if a pathogenic COL4A3 variant has been detected. 
Intern Med, doi:10.2169/internalmedicine.6230-25. 

Finsterer, Josef (2025b). Comments on: « Stroke-Like Episode, Aphasia, and Hearing 
Loss in MELAS ». J Clin Neurol 21, 470-471, doi:10.3988/jcn.2025.0239. 

Finsterer, Josef (2025c). Neuroimaging in Mitochondrial Encephalomyopathy with 
Lactic Acidosis with Stroke-Like Episodes (MELAS): Correspondence. Indian J Pediatr, 
doi:10.1007/s12098-025-05742-0. 

Finsterer, J. (2025). The spectrum of ophthalmologic abnormalities in MELAS is 
broader than expected. Arch Soc Esp Oftalmol (Engl Ed) S2173-5794(25)00135-5, 
doi:10.1016/j.oftale.2025.08.001. 

Gillespie, H., Ng, Y. S., Wood, K. M., Hopton, S., Alston, C. L., Blakely, E. L., Thompson, N., 
Taylor, R. W., Browning, A. C., McFarland, R. et Sayer, J. A. (2025). Severe clinical 
manifestation of mitochondrial disease due to the m.3243A>T variant: a case report 
of early-onset, multi-organ involvement and premature death. J Rare Dis (Berlin) 4, 47, 
doi:10.1007/s44162-025-00110-0. 

Huang, X., Pan, C.-H., Yin, F., Peng, J. et Yang, L. (2025). The Role of Estrogen in 
Mitochondrial Disease. Cell Mol Neurobiol 45, 68, doi:10.1007/s10571-025-01592-8. 

Ito, Y., Ochi, C., Yamanishi, Y., Takashima, H., Hashiguchi, A. et Nagai, M. (2025). [A case 
of recurrent cerebellitis leading to the diagnosis of mitochondrial 
encephalomyopathy, lactic acidosis, and stroke-like episodes (MELAS)]. Rinsho 
Shinkeigaku 65, 601-606, doi:10.5692/clinicalneurol.cn-002117. 

Li, Y., Ding, Y., Jin, E. et Yin, H. (2025). Case Report: Abnormal pupils caused by the 
mitochondrial MT-TL1 gene m.3243A>G mutation. Front Pediatr 13, 1573886, 
doi:10.3389/fped.2025.1573886. 
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Liao, Y., Xu, D. et Li, L. (2025). A case of mitochondrial encephalomyopathy remarkable 
presenting with refractory shock. Zhong Nan Da Xue Xue Bao Yi Xue Ban 50, 511-516, 
doi:10.11817/j.issn.1672-7347.2025.240250. 

Liu, J. Y., Koenig, M. K., Riggs-Harpur, K. et Numan, M. T. (2025). Mitochondrial 
Encephalomyopathy, Lactic Acidosis, and Stroke-Like Episodes (MELAS) Patients 
with m.3243A > G have High Prevalence of Wolff-Parkinson-White Syndrome. Pediatr 
Cardiol, doi:10.1007/s00246-025-03985-4. 

Liu, X.-H., Shen, X. et Zhong, Y.-S. (2025). Retinal multimodal-imaging and functional 
tests in a mitochondrial disease with focal and segmental glomerulosclerosis. Int J 
Ophthalmol 18, 1770-1776, doi:10.18240/ijo.2025.09.19. 

Lubotzky, A. (2025). Re: Comments on « Stroke-Like Episode, Aphasia, and Hearing 
Loss in MELAS ». J Clin Neurol 21, 472-473, doi:10.3988/jcn.2025.0246. 

McCully, K. K., Bossie, H. M. et Kendall, F. D. (2024). Noninvasive Assessments of 
Mitochondrial Capacity in People with Mitochondrial Myopathies. Muscles 3, 
393-403, doi:10.3390/muscles3040033. 

Meldau, S., McCormick, E. M., George-Sankoh, I., Riordan, G. T., Khan, K., MacMullen, L. 
E., Dawlat, S., Blackhurst, D., Falk, M. J. et Elson, J. L. (2025). Mitochondrial DNA 
Pathogenic Variant Prevalence in Primary Mitochondrial Disease Patients With 
African (L) Mitochondrial Genome Haplogroups. JIMD Rep 66, e70036, 
doi:10.1002/jmd2.70036. 

Miwa, T., Hashimoto, K., Seto, T. et Sakamoto, H. (2025). Mitochondrial Hearing Loss: 
Genetic Variants and Clinical Progression. Cureus 17, e85825, 
doi:10.7759/cureus.85825. 

Nakashima, D., Tosaki, T., Sasaki, T., Honda, Y., Yokote, S., Mori, T., Sohara, E., Uchida, S., 
Tsuboi, N. et Yokoo, T. (2025). Combined Alport Syndrome Type 3A and Mitochondrial 
Disease Presenting with a Thin Base Membrane and Overt Albuminuria: A Case 
Report. Intern Med, doi:10.2169/internalmedicine.5838-25. 

Pisano, A., Belloli, S., Pignataro, M. G., Rainone, P., Valtorta, S., Coliva, A., de Turris, V., 
Mosca, L., Di Micco, P., Moresco, R. M., d’Amati, G. et Morea, V. (2025). Peptide-mimetics 
derived from leucyl-tRNA synthetase are potential agents for the therapy of mt-tRNA 
related diseases. Front Pharmacol 16, 1607343, doi:10.3389/fphar.2025.1607343. 
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type 5 inhibition as a therapeutic strategy in primary mitochondrial disease: 
Evidence from patient fibroblasts and clinical observations. Mol Genet Metab 146, 
109197, doi:10.1016/j.ymgme.2025.109197. 

Purandare, N., Pasupathi, V., Xi, Y., Rajan, V., Vegh, C., Firestine, S., Kozicz, T., Fribley, A. 
M., Grossman, L. I. et Aras, S. (2025). Pseudohypoxia-Stabilized HIF2α 
Transcriptionally Inhibits MNRR1, a Druggable Target in MELAS. Cells 14, 1078, 
doi:10.3390/cells14141078. 

Sane, I. A. et Gupte, J. R. (2025). Diagnosing Mitochondrial Encephalopathy, Lactic 
Acidosis, and Stroke-Like Episodes (MELAS) Syndrome in a Young Adult Female 
Patient With Seizures and Lactic Acidosis. Cureus 17, e88031, 
doi:10.7759/cureus.88031. 
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Sporn, K., Kumar, R., Marla, K., Ravi, P., Vaja, S., Paladugu, P., Zaman, N. et Tavakkoli, A. 
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doi:10.3390/life15081181. 

Tiwari, S., Gunasekaran, P. K. et Saini, L. (2025). Neuroimaging in Mitochondrial 
Encephalomyopathy with Lactic Acidosis and Stroke-Like Episodes (MELAS): 
Authors’ Reply. Indian J Pediatr, doi:10.1007/s12098-025-05743-z. 

Ueda, M., Tanaka, N., Momota, Y. et Kawaguchi, M. (2025). Anesthetic Management 
With Remimazolam for Adolescent Mitochondrial Encephalomyopathy With Lactic 
Acidosis and Stroke-like Episodes (MELAS): A Case Report. Anesth Prog 72, 46-48, 
doi:10.2344/23-0051. 

Wang, L., Zhou, T., Bu, X., Pan, D. et Liu, X. (2025). Hypoparathyroidism in a Child with 
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doi:10.5812/ijem-161585. 

https://www.myobase.org/
https://doi.org/10.1016/j.ymgme.2025.109197
https://doi.org/10.3390/cells14141078
https://doi.org/10.7759/cureus.88031
https://doi.org/10.2169/internalmedicine.6277-25
https://doi.org/10.1016/j.clinph.2025.2110822
https://doi.org/10.3390/life15081181
https://doi.org/10.1007/s12098-025-05743-z
https://doi.org/10.2344/23-0051
https://doi.org/10.5812/ijem-161585


 Mitochondrial disorders : The Essential 
MMITO-2025-3 from july 1st to september 30th, 2025 

 

Pôle documentation du département Myoinfo – Direction des Actions Médicales 
CG – 29/10/2025  15 / 46 

Une image contenant texte, Police, Graphique, logo

Description générée automatiquement

Winqvist, S., Kärppä, M., Moilanen, J. S. et Majamaa, K. (2025). Cognitive impairment 
profile in patients with the m.3243A> G variant in mitochondrial DNA. BMC Neurol 25, 
316, doi:10.1186/s12883-025-04325-y. 

Zhao, Y., Chen, D., Chen, H., Fan, R., Xu, W. et Jiang, H. (2025). A review of the link 
between the lactate-GPR81 axis and mitochondrial angiopathy in MELAS based on 
imaging characteristics. J Neurol 272, 572, doi:10.1007/s00415-025-13318-3. 
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Neuropathie optique héréditaire de Leber - Leber hereditary optic 
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