AFMTELETHON |~ MYOBASE * '~

INNOVER POUR GUERIR ’ * INNOVER POUR CUERIR

Mitochondrial disorders : The Essentials
MMITO-2024-2 from april 1% to june 30, 2024

Mitochondrial disorders : The Essentials

O
2" quarter 2024

Quarterly literature follow-up
carried out by the AFM-Téléthon documentation department

This literature follow-up, carried out based on queries on PubMed® without claiming to be
exhaustive, presents a selection of references to medical-scientific articles concerning
the field of mitochondrial diseases.
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Ataxie de Friedreich - Friedreich ataxia

1. Alemany-Perna, B., Tamairit, J., Cabiscol, E., Delaspre, F., Miguela, A., Huertas-Pons,
J. M., Quiroga-Varela, A., Merchan Ruiz, M., L6pez Dominguez, D., Ramié | Torrenta, L.,
Genis, D., & Ros, J. (2024). Calcitriol Treatment Is Safe and Increases Frataxin Levels
in Friedreich Ataxia Patients. Movement Disorders: Official Journal of the Movement
Disorder Society, 39(7), 1099-1108. https://doi.org/10.1002/mds.29808

2. Balderas, E., Lee, S. H. J., Rai, N. K., Mollinedo, D. M., Duron, H. E., & Chaudhuri, D.
(2024). Mitochondrial Calcium Regulation of Cardiac Metabolism in Health and
Disease. Physiology (Bethesda, Md.), 39(5), 0.
https://doi.org/10.1152/physiol.00014.2024

3. Boesch, S., & Indelicato, E. (2024). Approval of omaveloxolone for Friedreich ataxia.
Nature Reviews. Neurology, 20(6), 313-314. https://doi.org/10.1038/s41582-024-
00957-9

4. Cantrell, A. C., Besanson, J., Williams, Q., Hoang, N., Edwards, K., Bishop, G. R., Chen,
Y., Zeng, H., & Chen, J.-X. (2024). Ferrostatin-1 specifically targets mitochondrial iron-
sulfur clusters and aconitase to improve cardiac function in Sirtuin 3 cardiomyocyte
knockout mice. Journal of Molecular and Cellular Cardiology, 192, 36-47.
https://doi.org/10.1016/j.yjmcc.2024.05.003

5. Corben, L. A, Blomfield, E., Tai, G., Bilal, H., Harding, |. H., Georgiou-Karistianis, N.,
Delatycki, M. B., & Vogel, A. P. (2024). The Role of Verbal Fluency in the Cerebellar
Cognitive Affective Syndrome Scale in Friedreich Ataxia. Cerebellum (London,
England), 23(5), 1975-1980. https://doi.org/10.1007/s12311-024-01694-x

6. DaConceicao, L. M. A, Cabral, L. M., Pereira, G. R. C., & De Mesquita, J. F. (2024). An
In Silico Analysis of Genetic Variants and Structural Modeling of the Human Frataxin
Protein in Friedreich’s Ataxia. International Journal of Molecular Sciences, 25(11),
5796. https://doi.org/10.3390/ijms25115796

7. Dong, Y. N., Mercado-Ayén, E., Coulman, J., Flatley, L., Ngaba, L. V., Adeshina, M. W.,
& Lynch, D. R. (2024). The Regulation of the Disease-Causing Gene FXN. Cells, 13(12),
1040. https://doi.org/10.3390/cells13121040

8. Ferreira, J. (2024). AAV gene therapy to treat Friedreich’s ataxia cardiomyopathy. Lab
Animal, 53(4), 86. https://doi.org/10.1038/s41684-024-01351-0

P6le documentation du département Myoinfo — Direction des Actions Médicales
CG-07/11/2024 3/40


https://www.myobase.org/
https://doi.org/10.1002/mds.29808
https://doi.org/10.1152/physiol.00014.2024
https://doi.org/10.1038/s41582-024-00957-9
https://doi.org/10.1038/s41582-024-00957-9
https://doi.org/10.1016/j.yjmcc.2024.05.003
https://doi.org/10.1007/s12311-024-01694-x
https://doi.org/10.3390/ijms25115796
https://doi.org/10.3390/cells13121040
https://doi.org/10.1038/s41684-024-01351-0

[
AFMTELETHON MyOBASE * '

INNOVER POUR GUERIR ‘ ‘ INNOVER POUR GUERIR F A

Mitochondrial disorders : The Essentials
MMITO-2024-2 from april 1°* to june 30, 2024

9. Fichera, M., Nanetti, L., Monelli, A., Castaldo, A., Marchini, G., Neri, M., Vukaj, X.,
Marzorati, M., Porcelli, S., & Mariotti, C. (2024). Accelerometer-based measures in
Friedreich ataxia : A longitudinal study on real-life activity. Frontiers in Pharmacology,
15, 1342965. https://doi.org/10.3389/fphar.2024.1342965

10. Gnimpieba, E., Diing, D. M., Ailts, J., Cucak, A., Gakh, O., Isaya, G., Vitiello, S., Wang,
S., Pierce, P., Cooper, A., Roux, K., Rogers, L. K., & Vitiello, P. F. (2024). Mapping Novel
Frataxin Mitochondrial Networks Through Protein- Protein Interactions. Research
Square, rs.3.rs-4259413. https://doi.org/10.21203/rs.3.rs-4259413/v1

11. Grander, M., Haschka, D., Indelicato, E., Kremser, C., Amprosi, M., Nachbauer, W.,
Henninger, B., Stefani, A., Hogl, B., Fischer, C., Seifert, M., Kiechl, S., Weiss, G., &
Boesch, S. (2024). Genetic Determined Iron Starvation Signature in Friedreich’s
Ataxia. Movement Disorders: Official Journal of the Movement Disorder Society, 39(7),
1088-1098. https://doi.org/10.1002/mds.29819

12. Gunther, K., & Lynch, D. R. (2024). Pharmacotherapeutic strategies for Friedreich
Ataxia : A review of the available data. Expert Opinion on Pharmacotherapy, 25(5),
529-539. https://doi.org/10.1080/14656566.2024.2343782

13. Harding, I. H., Nur Karim, M. |, Selvadurai, L. P., Corben, L. A., Delatycki, M. B., Monti,
S., Sacca, F., Georgiou-Karistianis, N., Cocozza, S., & Egan, G. F. (2024). Localized
Changes in Dentate Nucleus Shape and Magnetic Susceptibility in Friedreich Ataxia.
Movement Disorders: Official Journal of the Movement Disorder Society, 39(7),
1109-1118. https://doi.org/10.1002/mds.29816

14. Hynes, S. M., Goldsberry, A., Henneghan, P. D., Murai, M., Shinde, A., Wells, J. A., Wu,
L., Wu, T., Zahir, H., & Khan, S. (2024). Relative Bioavailability of Omaveloxolone When
Capsules Are Sprinkled Over and Mixed in Applesauce Compared With Administration
as Intact Omaveloxolone Capsules: A Phase 1, Randomized, Open-Label, Single-
Dose, Crossover Study in Healthy Adults. Journal of Clinical Pharmacology, 64(10),
1304-1311. https://doi.org/10.1002/jcph.2482

15. Indelicato, E., & Boesch, S. (2024). Reply to : « Advancing Understanding of Predictive
Factors for Survival in Friedreich’s Ataxia: A Review of Current Evidence and Future
Directions ». Movement Disorders: Official Journal of the Movement Disorder Society,
39(6), 1082. https://doi.org/10.1002/mds.29873

16. Jullian, E., Russi, M., Turki, E., Bouvelot, M., Tixier, L., Middendorp, S., Martin, E., &
Monnier, V. (2024). Glial overexpression of Tspo extends lifespan and protects against
frataxin deficiency in Drosophila. Biochimie, 224, 71-79.
https://doi.org/10.1016/j.biochi.2024.05.003
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Molecular Genetics and Metabolism, 142(3), 108512.
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ataxia. Brain Communications, 6(3), fcae170.
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19. Lowit, A., Greenfield, J., Cutting, E., Wallis, R., & Hadjivassiliou, M. (2021). Symptom
burden of people with progressive ataxia, and its wider impact on their friends and
relatives: A cross-sectional study. AMRC Open Research, 3, 28.
https://doi.org/10.12688/amrcopenres.13036.1

20.Lynch, D. R., Sharma, S., Hearle, P., Greeley, N., Gunther, K., Keita, M., Strawser, C.,
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Characteristics. Annals of Indian Academy of Neurology, 27(2), 152-157.
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22.Mantle, D., & Hargreaves, |I. P. (2024). Efficacy and Safety of Coenzyme Q10
Supplementation in Neonates, Infants and Children: An Overview. Antioxidants
(Basel, Switzerland), 13(5), 530. https://doi.org/10.3390/antiox13050530

23. Miellet, S., Maddock, M., Napierala, J. S., Napierala, M., & Dottori, M. (2024).
Generation of genetically modified Friedreich’s ataxia induced pluripotent stem cell
lines and isogenic control lines carrying an inducible neurogenin-2 expression
cassette. Stem Cell Research, 79, 103477. https://doi.org/10.1016/j.scr.2024.103477

24. Motamed-Goriji, N., Khalil, Y., Gonzalez-Robles, C., Khan, S., Mills, P., Garcia-Moreno,
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C. Antioxidants (Basel, Switzerland), 13(5), 561.
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Cahoon, G., & Delatycki, M. B. (2024). Insights into the effects of Friedreich ataxia on
the left ventricle using T1 mapping and late gadolinium enhancement. PloS One,
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28. Rojsajjakul, T., Selvan, N., De, B., Rosenberg, J. B., Kaminsky, S. M., Sondhi, D., Janki,
P., Crystal, R. G., Mesaros, C., Khanna, R., & Blair, I. A. (2024). Expression and
processing of mature human frataxin after gene therapy in mice. Scientific Reports,
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29.Rudaks, L. I., Yeow, D., Ng, K., Deveson, I. W., Kennerson, M. L., & Kumar, K. R. (2024).
An Update on the Adult-Onset Hereditary Cerebellar Ataxias : Novel Genetic Causes
and New Diagnostic Approaches. Cerebellum (London, England), 23(5), 2152-2168.
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Evaluating mFARS in pediatric Friedreich’s ataxia : Insights from the FACHILD study.
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Atrophie optique autosomique dominante - Autosomal dominant optic
atrophy (ADOA)
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Syndrome de Leigh - Leigh syndrome
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Maladies mitochondriales (autres) — Mitochondrial disorders (other)
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