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Ataxie de Friedreich - Friedreich ataxia 
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Encéphalopathie myo-neuro-gastrointestinale - Mitochondrial 
neurogastrointestinal encephalomyopathy (MNGIE) 
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motility phenotypes in iPSC motor neurons. bioRxiv 2026.03.16.712192, 
doi:10.64898/2026.03.16.712192. 

Goret, M., Piccolo, G. et Laporte, J. (2026). Muscle-Specific DNM2 Overexpression 
Improves Charcot-Marie-Tooth Disease In Vivo and Reveals a Narrow Therapeutic 
Window in Skeletal Muscle. Int J Mol Sci 27, 1471, doi:10.3390/ijms27031471. 

Hughes, S. E., Mehta, A. H. et Stucken, E. Z. (2026). Evaluating Cochlear Implantation 
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AAVrh74.tMCK.NT-3 Surrogate Gene Therapy in a Mouse Model of CMT2A. Int J Mol Sci 
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Driven Selective Neuronal Vulnerability in Charcot-Marie-Tooth Disease: From 
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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 
Molina-Berenguer, M., Herrero-Martínez, D., Vallbona-Garcia, A., Vila-Julià, F., Cámara, 
Y., Vales, Á., González-Aseguinolaza, G., Torres-Torronteras, J. et Martí, R. (2026). 
Systemic delivery of AAV-GFM1 corrects COXPD1 molecular alterations in 
Gfm1R671C/- mice. EMBO Mol Med, doi:10.1038/s44321-026-00426-4. 

 

Maladies liées au gène POLG (inclus SANDO, SCAE) - POLG-related 
disorders (included SANDO, SCAE) 
Bermejo-Guerrero, L., Restrepo-Vera, J. L., Martin-Jimenez, P., Navarro-Riquelme, M., 
Garrido-Moraga, R., Ochoa, L. E., González-Quintana, A., Hernandez-Lain, A., Castillo-
Villalba, J., Morís, G., Muelas, N., García-Arumí, E., González, V., Martínez-Sáez, E., 
Vesperinas, A., Llansó, L., Juntas-Morales, R., Paradas, C., Kapetanovic, S., Blázquez, A., 
Martí, R., Arenas, J., Martín, M. A. et Domínguez-González, C. (2026). Clinical 
Heterogeneity and Candidate Biomarkers in POLG-Related Mitochondrial Disease. 
Neurol Genet 12, e200365, doi:10.1212/NXG.0000000000200365. 

Capece, G., Caumo, L., Volta, S., Riguzzi, P., Sogus, E., Petrosino, A., Vianello, S., 
Sabbatini, D., Salviati, L., Manara, R., Viscomi, C., Sorarù, G., Bello, L. et Pegoraro, E. 
(2026). Wernicke Encephalopathy Complicating a Distinctive POLG Phenotype With 
MNGIE-Like Features. Eur J Neurol 33, e70554, doi:10.1111/ene.70554. 

Damiano, M., Lambrecq, V., Nguyen-Michel, V.-H., Marois, C., Rucheton, B., Mochel, F., 
Gourfinkel-An, I., Demeret, S. et Navarro, V. (2026). EEG, clinical, and MRI features of 
status epilepticus associated with mitochondrial diseases. J Neurol 273, 160, 
doi:10.1007/s00415-026-13681-9. 

Dille, Y., Rampakakis, E., Aubert, G., Dassi, C., Mannherz, W., Berrahmoune, S., Srour, M., 
Buhas, D., Agarwal, S. et Myers, K. A. (2026). Short telomeres in mitochondrial DNA 
depletion disorders. Mitochondrion 88, 102131, doi:10.1016/j.mito.2026.102131. 

Efthymiou, E., Büchele, F., Mahendran, S., Stieglitz, L. et Balint, B. (2026). POLG-Related 
Parkinsonism with Good Response to Deep Brain Stimulation. Mov Disord Clin Pract, 
doi:10.1002/mdc3.70588. 
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Franczak, E., Montgomery, M. M., Terwilliger, Z. S., Aruleba, R. T., Krassovskaia, P., Boykov, 
I. N., Hagen, J. T., Pacheco, E. A., Chrest, B. R., Zeczycki, T. N., Vandiver, K. J., Neufer, P. D., 
McClung, J. M. et Fisher-Wellman, K. H. (2026). Accumulated mtDNA mutations are 
linked to specific impairments in NADH-linked respiration. iScience 29, 115184, 
doi:10.1016/j.isci.2026.115184. 

Fumini, V., Gilea, A. I., Tacchetto, E., Salviati, L., Baruffini, E. et Doimo, M. (2026). 
Progressive cognitive impairment and ventricular tachycardia in a boy with biallelic 
POLG variants and a de novo RYR2 variation. Sci Rep, doi:10.1038/s41598-026-44913-
7. 

Hsieh, Y.-H., Kautz, P., Nitsch, L., Giguelay, A. M., Liebold, J., Dimitrova, V., Contreras 
Castillo, S., Jungen, F., Zsurka, G., Trombly, G., Schuelke, M., Kunz, W. S., Lareau, C. A. et 
Ludwig, L. S. (2026). Single-cell multi-omic analysis of mitochondrial mutational 
mosaicism and dynamics. Nat Commun 17, 2532, doi:10.1038/s41467-026-70399-y. 

Kane, M. (2026). Valproic Acid Therapy and POLG Genotype. In: Medical Genetics 
Summaries, Éd. Pratt, V. M., Scott, S. A., Pirmohamed, M., Esquivel, B., Kattman, B. L., et 
Malheiro, A. J. National Center for Biotechnology Information (US), Bethesda (MD), URL: 
http://www.ncbi.nlm.nih.gov/books/NBK620296/ [Consulté le avril 2026]. 

Ratnaike, T., Ramanan, S., Elkhateeb, N., Narayanan, R., Yang, J., Arany, E. S., 
Mirchandani, M., Piper, R., Schon, K., Kule, M. E., Gilmartin, C., Lochmüller, A., Shaw, E., 
Horváth, R. et Chinnery, P. F. (2026). Charting the phenotypic landscape of 
mitochondrial diseases through a systematic evaluation of pathogenic 
mitochondrial DNA and nuclear gene variants. Genet Med 28, 101620, 
doi:10.1016/j.gim.2025.101620. 

Sadiq, E., Liu, Y., Li, N., Zong, C., Li, X., Yu, T., Pu, Z., Alameri, L., Li, Z., Li, S., Wang, X. et 
Zhao, R. (2026). Growth hormone enhances mitochondria biogenesis and endows 
mitochondrial thermogenesis in murine adipocytes. Mol Cell Endocrinol 616, 112758, 
doi:10.1016/j.mce.2026.112758. 

Sørensen, N. B., Stamenkovic, K., Steffensen, E. H. et Kofoed, I. R. (2026). [Super-
refractory status epilepticus caused by hereditary mitochondrial disease]. Ugeskr 
Laeger 188, V07250609, doi:10.61409/V07250609. 
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MELAS 
Banerjee, S., Mondal, R., Deb, S., Shome, G., Chakraborty, S., Saha, C., Pandit, A., Sen, 
G., Bhattacharya, S., Sen, P., Bhattacharya, N. P., Roy, J., Chowdhury, A. et Benito-León, 
J. (2026). Integrated molecular and clinical profiling of primary mitochondrial 
oxidative phosphorylation disorders in an Indian cohort: Insights from genetics, 
neuroimaging, and machine learning. Mitochondrion 89, 102150, 
doi:10.1016/j.mito.2026.102150. 

Damiano, M., Lambrecq, V., Nguyen-Michel, V.-H., Marois, C., Rucheton, B., Mochel, F., 
Gourfinkel-An, I., Demeret, S. et Navarro, V. (2026). EEG, clinical, and MRI features of 
status epilepticus associated with mitochondrial diseases. J Neurol 273, 160, 
doi:10.1007/s00415-026-13681-9. 

Dodulík, J., Lazárová, M., Kapsová, E. et Václavík, J. (2026). MELAS Syndrome Presenting 
with Hypertrophic Cardiomyopathy and Advanced Heart Failure: A Multisystem 
Diagnostic Challenge. J Clin Med 15, 1109, doi:10.3390/jcm15031109. 

Finsterer, J. (2026a). Before diagnosing immunological cerebellitis in an m.3243A>G 
carrier, a cerebellar stroke-like lesion should be ruled out. Rinsho Shinkeigaku 66, 
190-191, doi:10.5692/clinicalneurol.cn-002162. 

Finsterer, J. (2026b). Multidimensional MRI is only one piece of the puzzle in the 
diagnosis of stroke-like episodes in MELAS. Quant Imaging Med Surg 16, 182, 
doi:10.21037/qims-2025-aw-2171. 

Finsterer, J. (2026c). Sleep performance in MELAS is related not only to the syndrome, 
but also to several other endogenous and exogenous determinants. Sleep Breath 30, 
97, doi:10.1007/s11325-026-03647-6. 

Finsterer, J. (2026d). The Loss and Dysfunction of Smooth Muscle Cells in MELAS Are 
Not the Only Cause for Gastrointestinal Dysmotility. Neurogastroenterol Motil 38, 
e70284, doi:10.1111/nmo.70284. 

Gaddigoudar, M. S., Khera, R., Gupta, R. et Wander, A. (2026). Atypical subacute 
sclerosing panencephalitis mimicking mitochondrial encephalopathy, lactic 
acidosis and stroke-like episodes. Neurol Sci 47, 383, doi:10.1007/s10072-026-08972-
y. 

Herrero San Martin, A., Arias, E. M., Dominguez Gonzalez, C., Morales Conejo, M. et Diaz 
Cambriles, T. (2026). Sleep in MELAS syndrome. Sleep Breath 30, 45, 
doi:10.1007/s11325-026-03611-4. 

https://www.myobase.org/
https://doi.org/10.1016/j.mito.2026.102150
https://doi.org/10.1007/s00415-026-13681-9
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Hoang, D., Pestronk, A. et Kafaie, J. (2026). Progressive Myopathy and Respiratory 
Failure in a 7-Year-Old Boy With m.3251A>G MT-TL1 Mutation. J Clin Neuromuscul Dis 
27, 89-95, doi:10.1097/CND.0000000000000547. 

Ito, Y., Ochi, C., Yamanishi, Y., Takashima, H., Hashiguchi, A. et Nagai, M. (2026). A case 
of recurrent cerebellitis leading to the diagnosis of mitochondrial 
encephalomyopathy, lactic acidosis, and stroke-like episodes (MELAS). Rinsho 
Shinkeigaku 66, 192-193, doi:10.5692/clinicalneurol.cn-002200. 

Kyriakopoulos, A. M., McCullough, P. A. et Seneff, S. (2026). Taurine intake ameliorates 
lactic acidosis and hyperferritinemia occurring after mRNA SARS-CoV-2 vaccination 
in a patient with β-thalassemia trait: a case report and review of literature. J Med Case 
Rep 20, 108, doi:10.1186/s13256-026-05844-z. 

Lee, K., Ahn, D., Jung, G. E. et Lee, W. (2026). Middle-aged woman presenting with new-
onset status epilepticus and family history of MELAS syndrome but negative mtDNA 
testing. Epileptic Disord, doi:10.1002/epd2.70236. 

Li, J., Wang, X., Guo, Y., Wang, W., Wu, S. et Sun, J. (2026). Fahr Syndrome, 
Hypoparathyroidism and Mitochondrial Encephalomyopathy With Lactic Acidosis 
and Stroke-Like Episodes (MELAS) Syndrome. AACE Endocrinol Diabetes 13, 102-106, 
doi:10.1016/j.aed.2025.09.007. 

Lin, Y.-H., Wang, X.-W., Li, Y.-A., Chen, T.-Y., Lian, W.-S., Wang, F.-S., Lan, M.-Y., Liou, C.-
W. et Lin, T.-K. (2026). Dysregulated iron homeostasis Drives mitochondrial Injury and 
ferroptosis susceptibility in MELAS fibroblasts. Mitochondrion 88, 102132, 
doi:10.1016/j.mito.2026.102132. 

Liu, Q., Yang, L., Liu, P., Wang, X., Peng, K., Liu, Qi et Zhang, K. (2026). A case of delayed 
acute intestinal pseudo-obstruction after MELAS crisis in mitochondrial 
encephalomyopathy with lactic acidosis and stroke-like episodes. Front Med 
(Lausanne) 13, 1760790, doi:10.3389/fmed.2026.1760790. 

Liu, X., Zhang, Z.-S. et Tao, Q.-Q. (2026). Neuronal intranuclear inclusion disease: a 
diagnostic pitfall for MELAS. BMC Neurol 26, 178, doi:10.1186/s12883-026-04705-y. 

Lu, Y.-H., Niu, D.-M. et Lin, W.-S. (2025). Low-Frequency Photoparoxysmal Responses 
in a Patient With MELAS. Rev Neurol 80, 40724, doi:10.31083/RN40724. 

Luo, Y., Chu, Q., Yu, T., Lu, X., Wang, Y., Li, J., Wu, L. et Shen, Y. (2026). Migratory 
vasodilatation of cerebral arteries in MELAS episodes: a case report and literature 
review. Front Immunol 17, 1706012, doi:10.3389/fimmu.2026.1706012. 
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Machida, A., Shirai, K., Oyama, J., Usui, E. et Kakuta, T. (2026). MERRF/MELAS overlap 
syndrome mimicking paradoxical cerebral embolism due to patent foramen ovale. 
Neurol Sci 47, 395, doi:10.1007/s10072-026-09012-5. 

Maresca, A., Moresco, M., Amore, G., La Morgia, C., Valentino, M. L., Capirossi, G., 
Sacchetti, G., Carelli, V., Vedeler, C., Bindoff, L. A. et Varhaug, K. N. (2026). Biomarking 
MELAS with neurofilament light chain and circulating cell free mitochondrial DNA. 
Mol Genet Metab 147, 109753, doi:10.1016/j.ymgme.2026.109753. 

Nagao, S., Aoki, M., Yatsuga, S., Takeshita, S., Tsuboi, Y. et Uesugi, N. (2026). Loss of 
Myofilaments in Gastrointestinal Smooth Muscle: A Novel Pathological Finding in 
MELAS-Associated Chronic Intestinal Pseudo-Obstruction. Neurogastroenterol Motil 
38, e70226, doi:10.1111/nmo.70226. 

Nilsén, V., Bojstedt, J. et Nordström, J. (2026). Case Report: Simultaneous pancreas-
kidney transplantation in MELAS: first reported case with 5-year follow-up. Front 
Transplant 5, 1737352, doi:10.3389/frtra.2026.1737352. 

Purandare, N., Pasupathi, V., Padhan, D., Rai, S., Grossman, L. I. et Aras, S. (2026). 
Transcriptional activation by MNRR1 is effected by recruiting p300 and can be 
induced by minimal peptides. Mitochondrion 88, 102119, 
doi:10.1016/j.mito.2026.102119. 

Shu, J., Zhou, Y., Xu, Z., Wei, W., Zhao, L. et Chang, J. (2026). MELAS syndrome 
complicated by anti-GFAP autoantibody positivity: a case report and literature 
review. BMC Neurol 26, 244, doi:10.1186/s12883-026-04745-4. 

Sideris, D., Lee, H., Olson, L., Nallaparaju, K., Okuyama, K., Ciavarri, J., Lafyatis, R., 
Larsen, M., Lin, B., Alfaras, I., Kennerdell, J., Finkel, T., Liu, Y., Chen, B. et Lyu, L. (2026). 
Suppression of interferon signaling via small-molecule modulation of TFAM. Elife 14, 
RP108742, doi:10.7554/eLife.108742. 

Skinner, O. S., Miranda, M., Dong, F., Struhl, T., Walker, M. A., Schleifer, G., Henke, M. T., 
Clardy, J., Hirano, M., De Vivo, D. C., Schon, E. A., Engelstad, K., Siegmund, S. E., Laprise, 
C., Des Rosiers, C., Mootha, V. K. et Sharma, R. (2026). 4,5-dihydroxyhexanoic acid is a 
robust circulating and urine marker of mitochondrial disease and its severity. bioRxiv 
2026.02.10.705117, doi:10.64898/2026.02.10.705117. 

Varga, L., Borecka, S., Skopkova, M., Rambani, V., Sklenar, M., Cipkova, K., Kickova, T., 
Ugorova, D., Kabatova, Z., Stanik, J., Profant, M. et Gasperikova, D. (2026). Screening for 
Maternally Inherited Diabetes and Deafness in Large Cohorts of Hearing Impaired 
and Diabetic Patients. Ear Hear 47, 863-876, doi:10.1097/AUD.0000000000001780. 
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Yang, F., Yao, R., Chang, G., Hu, J., Feng, B., Wang, L., Hu, F., Huang, Y., Wu, S., Yu, T., Ding, 
Y. et Wang, X. (2026). Clinical and genetic spectrum of pediatric mitochondrial 
disorders in China: insights from a 47-case genetically confirmed cohort. Orphanet J 
Rare Dis 21, 158, doi:10.1186/s13023-025-04180-7. 

Yu, Q., Wang, R., Sun, C., Hu, B., Liu, X., Yang, L., Lin, J., Li, Y. et Geng, D. (2026). Dynamic 
functional connectivity changes in the triple networks in patients with mitochondrial 
encephalomyopathy with lactic acidosis and stroke-like episodes. Quant Imaging 
Med Surg 16, 139, doi:10.21037/qims-2025-807. 

Zeng, Y., Yang, Y., Wang, W., Peng, Q., Bai, Y., Yu, X., Yang, S. et Ren, L. (2026). TSPO-PET 
highlights an atypical mitochondrial encephalomyopathy with lactic acidosis and 
stroke-like episodes (MELAS) phenotype. Neurol Sci 47, 372, doi:10.1007/s10072-026-
08998-2. 

Zhang, X., Lu, X. P., Xu, T. T., Ren, L. J., Xu, J. X. et Song, C. D. (2026). [Two cases of 
mitochondrial encephalomyopathy with lactic acidosis and stroke like episodes 
complicated by Henoch-Schönlein purpura nephritis]. Zhonghua Er Ke Za Zhi 64, 
213-215, doi:10.3760/cma.j.cn112140-20250808-00731. 

Zhou, S., Tian, Y., Liu, F., Wu, E. et Feng, X. (2026). Mitochondrial Myopathy, Lactic 
Acidosis, and Stroke-Like Episodes Combined with Diabetes: A Case Report. Endocr 
Metab Immune Disord Drug Targets, doi:10.2174/0118715303419754251125093050. 

Zhuang, X., Wang, Jiayin, Wang, Jianing, Lin, Y., Yan, C. et Ji, K. (2026). A novel 
tRNASer(AGY) 12244G > a variant impairs mitochondrial function and presents with 
classical MELAS phenotype. Neurol Sci 47, 264, doi:10.1007/s10072-026-08875-y. 
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Cherian, A. et Divya, K. P. (2026). Progressive Myoclonic Epilepsies - A Pragmatic 
Review. Neurol India 74, 175-183, doi:10.4103/neurol-india.Neurol-India-D-25-00075. 

Damiano, M., Lambrecq, V., Nguyen-Michel, V.-H., Marois, C., Rucheton, B., Mochel, F., 
Gourfinkel-An, I., Demeret, S. et Navarro, V. (2026). EEG, clinical, and MRI features of 
status epilepticus associated with mitochondrial diseases. J Neurol 273, 160, 
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Neuropathie optique héréditaire de Leber - Leber hereditary optic 
neuropathy (LHON) 
Ajmera, P., Guion, D., Barnes, S., Sadun, A. A. et Alexandrova, A. N. (2026). Molecular 
Mechanism of Mitochondrial Complex I Disruption by m.14484T>C Underlying Leber 
Hereditary Optic Neuropathy. bioRxiv 2026.01.28.701874, 
doi:10.64898/2026.01.28.701874. 

Banerjee, S., Mondal, R., Deb, S., Shome, G., Chakraborty, S., Saha, C., Pandit, A., Sen, 
G., Bhattacharya, S., Sen, P., Bhattacharya, N. P., Roy, J., Chowdhury, A. et Benito-León, 
J. (2026). Integrated molecular and clinical profiling of primary mitochondrial 
oxidative phosphorylation disorders in an Indian cohort: Insights from genetics, 
neuroimaging, and machine learning. Mitochondrion 89, 102150, 
doi:10.1016/j.mito.2026.102150. 

Clarke, J. E., Yu, A., Kawakibi, T., Le, M., Pack, D., Alves, C. et Acharya, J. (2026). 
Diagnostic and Imaging Features of Leber Hereditary Optic Neuropathy: An 
Individual Participant Data Meta-Analysis. AJNR Am J Neuroradiol ajnr.A9240, 
doi:10.3174/ajnr.A9240. 

Cyrino, L. G., Saldaña Lagos, B. J., Varalta Martins, P. H., Bonato Cavalcanti, J. F., Ariello, 
L. E. et Monteiro, M. L. R. (2026). Visual Loss from Leber’s Optic Neuropathy Presenting 
in a 76-Year-Old Man with the 14484 Mutations. Neuroophthalmology 50, 159-166, 
doi:10.1080/01658107.2025.2487842. 

De Napoli, G., Ferraro, D., Fiore, A., Covelli, A., Bianchi, A., Fabiani, C., De Stefano, N., 
Ulivelli, M. et Cortese, R. (2026). Atypical clinical and MRI features in Leber hereditary 
optic neuropathy: a case series of four patients. Neurol Sci 47, 82, 
doi:10.1007/s10072-025-08645-2. 

Fang, L., Fu, K., Yang, M., Xu, Y., Ukamaka, E. S., Qu, D., Huang, T. et Hu, J. (2026). 
Oxidative stress imbalance and cellular damage mediated by the ND4 G11778A 
mutation. Sci Rep 16, 10122, doi:10.1038/s41598-026-40061-0. 
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M. (2026). Difference in pupillary response to red and blue color stimuli between 
glaucoma and Leber hereditary optic neuropathy patients with comparable central 
visual dysfunction. Doc Ophthalmol, doi:10.1007/s10633-025-10071-w. 

https://www.myobase.org/
https://doi.org/10.64898/2026.01.28.701874
https://doi.org/10.1016/j.mito.2026.102150
https://doi.org/10.3174/ajnr.A9240
https://doi.org/10.1080/01658107.2025.2487842
https://doi.org/10.1007/s10072-025-08645-2
https://doi.org/10.1038/s41598-026-40061-0
https://doi.org/10.1007/s10633-025-10071-w


L’essentiel des Maladies Mitochondriales 
MMITO-2026-1 du 1er janvier au 31 mars 2026 

 

Pôle documentation du département Myoinfo – Direction des Actions Médicales 
CG – 21/04/2026  17 / 41 

Une image contenant texte, Police, Graphique, logo

Description générée automatiquement
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Novel Mutation in MT-RNR2 Gene: A Case Report. Case Rep Ophthalmol 17, 75-80, 
doi:10.1159/000550116. 

Kawano, H., Nakazawa, M., Kawano, K., Terasaki, H. et Sakamoto, T. (2026). A Case 
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doi:10.1080/01658107.2025.2495295. 

Krasniakova, M., Pansell, T. et Gustafsson, J. (2026). Impact of individualized colored 
spectacle filters on photophobia and visual comfort in central visual field defect 
patients: a one-year study. Sci Rep 16, 10504, doi:10.1038/s41598-026-45302-w. 

Leonel Boone, D., Cavalcanti Costa, M., Candeias da Silva, C., Arb Saba Rodrigues Pinto, 
R., de Carvalho Aguiar, P., Harumi Tengan, C., Borges, V. et Ballalai Ferraz, H. (2026). 
Progressive generalized dystonia caused by a mutation in the MT-ND6 gene. 
Parkinsonism Relat Disord 145, 108239, doi:10.1016/j.parkreldis.2026.108239. 
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Histochem 128, 152331, doi:10.1016/j.acthis.2026.152331. 

Oh, S.-Y., Park, J., Choi, J.-H., Shin, J. et Lee, H.-J. (2026). Chronic Progressive External 
Ophthalmoplegia Associated With the m.14484T>C Leber Hereditary Optic 
Neuropathy Mutation. J Neuroophthalmol, doi:10.1097/WNO.0000000000002439. 

Okrent Smolar, A. L., Viswanath, R., Bomze, H. M., Hao, Y., Stinnett, S. S. et Gospe, S. M. 
(2026). Pharmacological Depletion of Retinal Mononuclear Phagocytes Is 
Neuroprotective in a Mouse Model of Mitochondrial Optic Neuropathy. Invest 
Ophthalmol Vis Sci 67, 6, doi:10.1167/iovs.67.2.6. 
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Sánchez-Fernández, B., Zamorano-González, P., Martín-Montañez, E., Alba-Linero, C., 
Rius-Díaz, F., García-Fernandez, M., Luque-Aranda, R. et García-Basterra, I. (2025). 
Oxidative Stress and Inflammatory Biomarkers in Aqueous Humor and Blood of 
Patients with Leber’s Hereditary Optic Neuropathy. Antioxidants (Basel) 15, 51, 
doi:10.3390/antiox15010051. 

Sherratt-Mayhew, S., Page, C., Lowe, M., Mollan, S. P. et Berman, G. (2026). Infographic: 
Randomized trial of bilateral gene therapy injection for m.11778 G > A MT-ND4 Leber 
optic neuropathy (REFLECT Trial). Eye (Lond), doi:10.1038/s41433-026-04266-x. 
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(2026). Five-year post-onset visual acuity trajectories in Japanese Leber hereditary 
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3420-3428, doi:10.21037/tp-2025-589. 

Wang, J., Li, J., Dai, L., Zhu, X., Long, Y., Meng, X., Li, S., Huang, X. et Guo, H. (2026). A 
multistage cost-effective strategy for the molecular diagnosis of unexplained vision 
loss patients: practice in inherited ocular fundus disease. Mol Genet Genomics 301, 
78, doi:10.1007/s00438-025-02321-y. 

Wu, J., Pan, C., Zhu, R., Huang, X., Lou, X. et Yang, L. (2026). A Heteroplasmic MT-CO2 
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Optic Atrophy. Mol Neurobiol 63, 485, doi:10.1007/s12035-026-05774-3. 

Wu, J.-Y., Ye, S., Yin, T.-L., Zhang, S., Zheng, D.-F., Fu, J.-Y., Ma, G.-W. et Fan, D.-S. (2025). 
Amyotrophic Lateral Sclerosis With Concurrent LHON-associated m.14484T>C 
Mutation: A Case Report and Literature Review. Rev Neurol 80, 44110, 
doi:10.31083/RN44110. 
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Ophtalmoplégie externe progressive – Progressive external 
ophthalmoplegia (PEO) 
Banerjee, S., Mondal, R., Deb, S., Shome, G., Chakraborty, S., Saha, C., Pandit, A., Sen, 
G., Bhattacharya, S., Sen, P., Bhattacharya, N. P., Roy, J., Chowdhury, A. et Benito-León, 
J. (2026). Integrated molecular and clinical profiling of primary mitochondrial 
oxidative phosphorylation disorders in an Indian cohort: Insights from genetics, 
neuroimaging, and machine learning. Mitochondrion 89, 102150, 
doi:10.1016/j.mito.2026.102150. 

Lang, S. H., Cottingham, N., Donnelly, C., Risen, S., Muncher, R. M., Brewer, E. D., Saland, 
J. M., Benchimol, C., Scaglia, F. et Ganesh, J. (2026). Outcomes of kidney 
transplantation in three patients with single large-scale mitochondrial DNA deletion 
syndromes. Mol Genet Metab 147, 109731, doi:10.1016/j.ymgme.2026.109731. 
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Lamperti, C., Mancuso, M., Twinkle-Related Disorders International Consortium for Trial 
Readiness (TReDIC), Cecchi, G., Montano, V., Siciliano, G., Nicoletta, V., Maioli, M., 
Primiano, G., Servidei, S., La Morgia, C., Carelli, V., Valentino, M. L., Caporali, L., Arena, I. 
G., Musumeci, O., Lopergolo, D., Malandrini, A., Gallus, G. N., Filosto, M., Bello, L., 
Pegoraro, E., Comi, G. P., Magri, F., Ronchi, D., Di Fonzo, A., Percetti, M., Azzimonti, M., 
Büchner, B., Prokisch, H., Bermejo-Guerrero, L., Procaccio, V., Gaignard, P., Echaniz-
Laguna, A., Schiff, M., Rötig, A., Toutain, A., Paquis-Flucklinger, V., Morel, G., Robin, S., 
Nadaj-Pakleza, A., Chanson, J.-B., Chaussenot, A., Ait-El-Mkadem Saadi, S., Trimouille, 
A., Tranchant, C., Salort-Campana, E., Bieth, E., Sacconi, S., Duval, F., Restrepo Vera, J. 
L., Molnar, M. J., Vissing, J., Haas, R., Larson, A., Enns, G. M., Parikh, S., Goldstein, A. et 
Hirano, M. (2026). Clinical and Genotypic Spectrum of Twinkle-Related Disorders: 
Insights From a Multinational Cohort Study. Neurology 106, e214401, 
doi:10.1212/WNL.0000000000214401. 

Martín-Jimenez, P., Bermejo-Guerrero, L., Ochoa, L. E., Navarro-Riquelme, M., Garrido-
Moraga, R., Hernández-Laín, A., Hernández-Voth, A., González Quintana, A., Bermejo-
Moriñigo, A., González-Méndez, V., Martín-Arriscado Arroba, C., Smirnov, D., 
Konstantinovskiy, N., Arenas, J., Martin, M. Á., Blázquez, A. et Domínguez-González, C. 
(2026). Exploring Outcome Measures for Mitochondrial Myopathies; Insights From a 
Longitudinal Study on TK2 Deficiency. J Inherit Metab Dis 49, e70147, 
doi:10.1002/jimd.70147. 
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Mayer, D., Kartsonaki, E., Wilder-Smith, E., Schaller, A., Frank, S., Bohlhalter, S. et 
Mihaylova, V. (2026). A Novel Truncating Pathogenic Variant in RRM2B in a Kurdish 
Family With Autosomal-Dominant Chronic Progressive External Ophthalmoplegia 
Plus (PEOA5). J Clin Neuromuscul Dis 27, 108-111, 
doi:10.1097/CND.0000000000000514. 

Oh, S.-Y., Park, J., Choi, J.-H., Shin, J. et Lee, H.-J. (2026). Chronic Progressive External 
Ophthalmoplegia Associated With the m.14484T>C Leber Hereditary Optic 
Neuropathy Mutation. J Neuroophthalmol, doi:10.1097/WNO.0000000000002439. 

Pajareeyapong, P., Buathong, S., Thammasarnsophon, S., Sathianvichitr, K., 
Rattanathamsakul, N., Eiamsamarng, A., Chirapapaisan, N. et Ngamsombat, C. (2026). 
Volumetric brain analysis and associated retinal thinning in autosomal dominant 
optic atrophy patients. Neuroimage Rep 6, 100314, doi:10.1016/j.ynirp.2025.100314. 

 

 

Syndrome d'Alpers-Huttenlocher - Alpers-Huttenlocher syndrome 

Pas de résultat ce trimestre 

 
 

Syndrome de Barth – Barth syndrome 
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doi:10.3390/ph19020244. 
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Cannabidiol on TAFAZZIN-Deficient B-Lymphoblastoid Cells. FASEB J 40, e71674, 
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Ferreira, C., Pierre, G., Thompson, R. et Vernon, H. (2026). Barth Syndrome. In: 
GeneReviews®, Éd. Adam, M. P., Bick, S., 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/NBK247162/ [Consulté le avril 2026]. 
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Matias, C., Snider, P. L., Sierra Potchanant, E. A., Huot, J. R., Raghav, R., Chin, M. T., 
Conway, S. J. et Brault, J. J. (2026). Deficient Cardiolipin Remodelling Alters Muscle 
Fibre Composition and Neuromuscular Connectivity in Barth Syndrome. J Cachexia 
Sarcopenia Muscle 17, e70246, doi:10.1002/jcsm.70246. 

Senoo, N., Sheridan, M. S., Wohlfarter, Y., Primrose, M. T., Tampakakis, E., Keller, M. A. et 
Claypool, S. M. (2026). Disturbed mitochondrial maturation in cardiolipin remodeling-
deficient cardiomyocytes. iScience 29, 115111, doi:10.1016/j.isci.2026.115111. 

Singer, E. S., Smith, J., Lin, R., Morrish, A. M., Lal, S., Irving, C., Casey, C., King, I., 
Weintraub, R. G. et Bagnall, R. D. (2026). Case Report: Deletion in the 5’ untranslated 
region of TAFAZZIN in a boy with Barth syndrome. Front Cardiovasc Med 13, 1766067, 
doi:10.3389/fcvm.2026.1766067. 

Stockbridge, N. et Southworth, M. R. (2026). Letter to the Editor: Battle Won but War 
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Syndrome de Kearns-Sayre – Kearns-Sayre syndrome 
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J. M., Benchimol, C., Scaglia, F. et Ganesh, J. (2026). Outcomes of kidney 
transplantation in three patients with single large-scale mitochondrial DNA deletion 
syndromes. Mol Genet Metab 147, 109731, doi:10.1016/j.ymgme.2026.109731. 

Shahab, S. H. et Habib, F. (2026). CRISPR prime editing of mitochondrial heteroplasmy 
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1019-1020, doi:10.1097/MS9.0000000000004366. 
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Syndrome de Leigh - Leigh syndrome 
Banerjee, S., Mondal, R., Deb, S., Shome, G., Chakraborty, S., Saha, C., Pandit, A., Sen, 
G., Bhattacharya, S., Sen, P., Bhattacharya, N. P., Roy, J., Chowdhury, A. et Benito-León, 
J. (2026). Integrated molecular and clinical profiling of primary mitochondrial 
oxidative phosphorylation disorders in an Indian cohort: Insights from genetics, 
neuroimaging, and machine learning. Mitochondrion 89, 102150, 
doi:10.1016/j.mito.2026.102150. 
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Pearl, P. L. (2026). Epilepsy Phenotype and EEG Finding of Rhythmic High-Amplitude 
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JIMD Rep 67, e70072, doi:10.1002/jmd2.70072. 
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encapsulated mitochondria alleviates dysfunction in mitochondrial and Parkinson’s 
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L. A. et Palladino, M. J. (2026). The Citric Acid Cycle Modulates Neurologic Health and 
Is a Therapeutic Target of Dietary and Genetic Modification in Metabolic Disease. 
Genes (Basel) 17, 192, doi:10.3390/genes17020192. 

Fouché, B. R., Khumalo, S. G., Koopman, W. J. H. et Venter, M. (2026). Leigh Syndrome 
Pathomechanism Involves Region-Specific Innate Immune Activation in Ndufs4 
Knockout Mice. Cell Mol Neurobiol 46, 42, doi:10.1007/s10571-026-01681-2. 
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