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Massimo Zeviani

Massimo Zeviani

Veneto Institute of Molecular Medicine,
Department of Neurosciences
University of Padova, Italy

massimo.zeviani@unipd.it

Italian
5th November 1955

Male

Health — Research

Professor of Neurology, University of Padova, Italy

Professor of Mitochondrial Medicine, University of Cambridge,
and Director of the MRC Mitochondrial Biology Unit, Cambridge,
UK

Director of the Department of Molecular Medicine at the Istituto
Neurologico “Carlo Besta”, Milan (Italy)

Director of the Unit of Molecular Neurogenetics at the Istituto
Neurologico “Carlo Besta”

Director of the Unit of Biochemistry and Genetics at the Istituto
Neurologico “Carlo Besta”.

Director of the Unit of Molecular Medicine at the Children's
Hospital "Bambino Gesu" in Rome (Italy), and also Consultant
at the Casa Sollievo della Sofferenza in San Giovanni Rotondo
(Foggia-Italy) as Neurogeneticist

Associate of Neurology at the Istituto Neurologico "C. Besta",
Milan (Italy)

Assistant of Neurology at the Department of Biochemistry and
Genetics, and also Director of the Laboratory of Molecular
Pathology of the Istituto Neurologico "C. Besta", directed by
Prof. Stefano Di Donato.
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1997

1989
1983

1980
1974

Professional
Interests

Teaching
Experience

2007-2012

2002

1998
1996

1993-1995

1990-1995

1983

1981-1982

Honours

Massimo Zeviani

PhD in Genetics "magna cum laude", registered 25 February
1997, University of Paris

Specialization in Neurology "magna cum laude", registered 26 July 1989,
University of Verona

Specialization in Endocrinology "magna cum laude", registered 30 July
1983, University of Padova

MD degree "magna cum laude", University of Padova
High School Diploma ("Lyceum Classicum")

» Muscle physiopathology

» Biochemistry and genetics of muscle metabolism

» Genetics of mitochondrial disorders and energy metabolism

» Genetics of inherited neurodegenerative disease

Held numerous seminars and conferences (>500) in National and
International Congresses and in several University Institutions in Italy,
Europe, Japan, Canada, Brazil, Argentina, Saudi Arabia, Israel, and the US.
Opponent for PhD dissertations in Molecular Genetics at Helsinki University
(1993, Anu Suomalainen), University of Paris (1994, Thomas Bourgeron),
University of Glasgow (1994, Fiona Reid), Karolinska Institutet (2000, Jang-
Minh), University of Tampere (2001, Olli Kajander); Karolinska Institutet
(2005, Matt Ekstrand); University of Maastricht (2005; Bianca van der
Bosch).

Under his supervision, numerous students graduated in Biology,
Biotechnology and Medicine by carrying out experimental work for the final
dissertation.

Course on Mitochondrial Medicine to undergraduate students of the Istituto
Univesitario Studi Superiori, University of Pavia School of Medicine

Course on Neurogenetics to undergraduate students of the University of
Padua School of Medicine

FEBS advanced course in Oxidative Phosphorylation

European School of Medical Genetics, III Course. Lecture on mtDNA
genetics and related human pathology

Course on Neurogenetics at the School of Specialization in Medical Genetics
of the University of Milano

European School of Medical Genetics, III Course. Lecture on mtDNA
genetics and related human pathology

Institute of General Pathology, University of Padova. Taught histopathology
to 3rd year medical students

Institute of Medical Semeiotics, University of Padova. Taught physical
examination to 3rd year medical students

“The Annual George Komrower Honorary Lecture” SSIEM
annual Meeting, Rome, September 2016

“"The George Karpati Honorary Lecture” Institute of Neurology,
McGill University, Montreal, CA, May 2016

Prix de la Fondation NRJ 2013” (Institut de France) « Génétique
des maladies dégénératives » - June 2013
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“Adam Barski Honorary Lecture in Mitochondrial Disease” The
Sick kids Hospital, University of Toronto, ON, CA, April 2009

“Sir William Dunn” Scholar at The Dunn Human Nutrition Unit
- MRC, Cambridge, UK, August-September 2008

“Gaetano Conte” Prize of the Mediterranean Society of Myology

“René Descartes” EU award for European transnational
research, Prague, December 2004

“Brain” award for research on Neurogenetics, May 2000

"Late breaking news" Lecture at the Annual Meeting of the
American Society of Human Genetics, Denver, USA, October
1998

“Anita Harding” Memorial Lecture, IX° Meeting of the European
Neurological Society, June 1998.

"Best Presentation" award at the 4° Meeting of the European
Neurological Society, June 1995.

INSERM "“Post Vert” award for Visiting Researchers, 1994.

Associazione Italiana Ricerche sull' Handicap (AIRH) Award,
1991

Young Researcher Award at the 4° National Congress of the
Italian Federation for the Study of Inherited Disorders (FISME),
Milano, September 1990.

"Valigia dell'Intelletto” Award by A.R.I.N. (Associazione
Italiana per la Promozione della Ricerca neurologica) for
Clinical Research in Neurology, January 1986

Young Researcher Award at the 1st International Congress on
"Molecular genetics of neurological and neuromuscular
diseases", Saint Vincent, September 1986

Selected publications (20 out of 421).

e Protasoni M, Pérez-Pérez R, Lobo-Jarne T, Harbour ME, Ding S, Pefias A, Diaz F, Moraes CT,
Fearnley IM, Zeviani M, Ugalde C, Fernandez-Vizarra E. Respiratory supercomplexes act as a
platform for complex ITI-mediated maturation of human mitochondrial complexes I and IV. EMBO
J. 2020 020 Jan 8:e102817. doi: 10.15252/embj.2019102817.

Costa R, Peruzzo R, Bachmann M, Monta GD, Vicario M, Santinon G, Mattarei A, Moro E, Quintana-
Cabrera R, Scorrano L, Zeviani M, Vallese F, Zoratti M, Paradisi C, Argenton F, Brini M, Cali T, Dupont
S, Szabo I, Leanza L. Impaired Mitochondrial ATP Production Downregulates Wnt Signaling
via ER Stress Induction. Cell Rep. 2019 Aug 20;28(8):1949-1960.e6.

e Mohanraj K, Wasilewski M, Beninca C, Cysewski D, Poznanski J, Sakowska P, Bugajska Z, Deckers
M, Dennerlein S, Fernandez-Vizarra E, Rehling P, Dadlez M, Zeviani M, Chacinska A. Inhibition of
proteasome rescues a pathogenic variant of respiratory chain assembly factor COA7.
EMBO Mol Med. 2019 May;11(5). pii: €9561.

e Posse V, Al-Behadili A, Uhler JP, Clausen AR, Reyes A, Zeviani M, Falkenberg M, Gustafsson CM.

RNase H1 directs origin-specific initiation of DNA replication in human mitochondria. PLoS
Genet. 2019 Jan 3;15(1):e1007781.
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Signes A, Cerutti R, Dickson AS, Beninca C, Hinchy EC, Ghezzi D, Carrozzo R, Bertini E, Murphy MP,
Nathan JA, Viscomi C, Fernandez-Vizarra E, Zeviani M. APOPT1/COAS8 assists COX assembly and
is oppositely regulated by UPS and ROS. EMBO Mol Med. 2019 Jan;11(1). pii: €9582. doi:
10.15252/emmm.201809582.

Civiletto G, Dogan SA, Cerutti R, Fagiolari G, Moggio M, Lamperti C, Benincd C, Viscomi C, Zeviani
M. Rapamycin rescues mitochondrial myopathy via coordinated activation of autophagy
and lysosomal biogenesis. EMBO Mol Med. 2018 Nov;10(11). pii: e8799.

Reyes A, Melchionda L, Burlina A, Robinson Al, Ghezzi D, Zeviani M. Mutations in TIMM50
compromise cell survival in OxPhos-dependent metabolic conditions. EMBO Mol Med. 2018
Oct;10(10). pii: e8698.

Gammage PA, Viscomi C, Simard ML, Costa ASH, Gaude E, Powell CA, Van Haute L, McCann BJ,
Rebelo-Guiomar P, Cerutti R, Zhang L, Rebar EJ, Zeviani M, Frezza C, Stewart ]JB, Minczuk M.
Genome editing in mitochondria corrects a pathogenic mtDNA mutation in vivo. Nat Med.
2018 Nov;24(11):1691-1695.

Al-Behadili A, Uhler JP, Berglund AK, Peter B, Doimo M, Reyes A, Wanrooij S, Zeviani M Falkenberg
M. A two-nuclease pathway involving RNase H1 is required for primer removal a huma
mitochondrial OriL. Nucleic Acids Res. 2018 Oct 12;46(18):9471-9483.

Dogan SA, Cerutti R, Beninca C, Brea-Calvo G, Jacobs HT, Zeviani M, Szibor M, Viscomi C. Perturbed
Redox Signaling Exacerbates a Mitochondrial Myopathy. Cell Metab. 2018 Nov 6;28(5):764-
775.e5.

Bottani E, Cerutti R, Harbour ME, Ravaglia S, Dogan SA, Giordano C, Fearnley IM, D'Amati G, Viscomi
C, Fernandez-Vizarra E, Zeviani M. TTC19 Plays a Husbandry Role on UQCRFS1 Turnover in
the Biogenesis of Mitochondrial Respiratory Complex III. Mol Cell. 2017 Jul 6;67(1):96-105.

Vidoni S, Harbour ME, Guerrero-Castillo S, Signes A, Ding S, Fearnley IM, Taylor RW, Tiranti V,
Arnold S, Fernandez-Vizarra E, Zeviani M. MR-1S Interacts with PET100 and PET117 in Module-
Based Assembly of Human Cytochrome c Oxidase. Cell Rep. 2017 Feb 14;18(7):1727-1738.

Mansueto G, Armani A, Viscomi C, D'Orsi L, De Cegli R, Polishchuk EV, Lamperti C, Di Meo I,
Romanello V, Marchet S, Saha PK, Zong H, Blaauw B, Solagnha F, Tezze C, Grumati P, Bonaldo P,
Pessin JE, Zeviani M, Sandri M, Ballabio A. Transcription Factor EB Controls Metabolic
Flexibility during Exercise. Cell Metab. 2017 Jan 10;25(1):182-196.

Brunetti D, Torsvik ], Dallabona C, Teixeira P, Sztromwasser P, Fernandez-Vizarra E, Cerutti R, Reyes
A, Preziuso C, D'Amati G, Baruffini E, Goffrini P, Viscomi C, Ferrero I, Boman H, Telstad W, Johansson
S, Glaser E, Knappskog PM, Zeviani M, Bindoff LA. Defective PITRM1 mitochondrial peptidase
is associated with AB amyloidotic neurodegeneration. EMBO Mol Med. 2016 Mar 1;8(3):176-
90

Reyes A, Melchionda L, Nasca A, Carrara F, Lamantea E, Zanolini A, Lamperti C, Fang M, Zhang J,
Ronchi D, Bonato S, Fagiolari G, Moggio M, Ghezzi D, Zeviani M. RNASEH1 Mutations Impair
mtDNA Replication and Cause Adult-Onset Mitochondrial Encephalomyopathy. Am J Hum
Genet. 2015 Jul 2;97(1):186-93

Civiletto G, Varanita T, Cerutti R, Gorletta T, Barbaro S, Marchet S, Lamperti C, Viscomi C, Scorrano
L, Zeviani M. Opal Overexpression Ameliorates the Phenotype of Two Mitochondrial
Disease Mouse Models. Cell Metabolism. 2015 Jun; 21(6): 845-854.

Steenweg ME, Ghezzi D, Haack T, Abbink TEM, Martinelli D, van Berkel CGM, Bley A, Diogo L, Grillo
E, Te Water Naude ], Strom TM, Bertini E, Prokisch H, van der Knaap MS, Zeviani M.
Leukoencephalopathy with thalamus and brainstem involvement and high lactate “"LTBL"”
caused by EARS2 mutations. Brain. 2012 Apr; 135(5): 1387-1394.
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e Ghezzi D, Arzuffi P, Zordan M, Da Re C, Lamperti C, Benna C, D’'Adamo P, Diodato D, Costa R,
Mariotti C, Uziel G, Smiderle C, Zeviani M. Mutations in TTC19 cause mitochondrial complex
III deficiency and neurological impairment in humans and flies. Nature Genetics. 2011 Jan;
43(3): 259-263.

e Ghezzi D, Goffrini P, Uziel G, Horvath R, Klopstock T, Lochmiiller H, D’Adamo P, Gasparini P, Strom
TM, Prokisch H, Invernizzi F, Ferrero I, Zeviani M. SDHAF1, encoding a LYR complex-II specific
assembly factor, is mutated in SDH-defective infantile leukoencephalopathy. Nature
Genetics. 2009 May; 41(6): 654-656.

e Tiranti V, Viscomi C, Hildebrandt T, Di Meo I, Mineri R, Tiveron C, D Levitt M, Prelle A, Fagiolari G,
Rimoldi M, Zeviani M. Loss of ETHE1, a mitochondrial dioxygenase, causes fatal sulfide
toxicity in ethylmalonic encephalopathy. Nature Medicine. 2009 Jan; 15(2): 200-205.

Publications 2015-2020
75 results

1. PMID: 32632204

Loss of function of the mitochondrial peptidase PITRM1 induces proteotoxic stress and
Alzheimer's disease-like pathology in human cerebral organoids.

Pérez MJ, Ivanyuk D, Panagiotakopoulou V, Di Napoli G, Kalb S, Brunetti D, Al-Shaana
R, Kaeser SA, Fraschka SA, Jucker M, Zeviani M, Viscomi C, Deleidi M.Mol Psychiatry.

2020 Jul 7. doi: 10.1038/s41380-020-0807-4. Online ahead of print.PMID: 32632204

2. PMID: 32562616

Opal Overexpression Protects from Early-Onset Mpv177/--Related Mouse Kidney
Disease.

Luna-Sanchez M, Beninca C, Cerutti R, Brea-Calvo G, Yeates A, Scorrano L, Zeviani M,
Viscomi C.Mol Ther. 2020 Jun 12:51525-0016(20)30300-2. doi:
10.1016/j.ymthe.2020.06.010. Online ahead of print.PMID: 32562616

3. PMID: 32478122

A Single Intravenous Injection of AAV-PHP.B-hNDUFS4 Ameliorates the Phenotype

of Ndufs4 /- Mice.

Silva-Pinheiro P, Cerutti R, Luna-Sanchez M, Zeviani M, Viscomi C.Mol Ther Methods Clin
Dev. 2020 May 4;17:1071-1078. doi: 10.1016/j.o0mtm.2020.04.026. eCollection 2020
Jun 12.PMID: 32478122 Free PMC article.

4, PMID: 32439808

Mutation in the MICOS subunit gene APOO (MIC26) associated with an X-linked
recessive mitochondrial myopathy, lactic acidosis, cognitive impairment and autistic
features.

Beninca C, Zanette V, Brischigliaro M, Johnson M, Reyes A, Valle DAD, ] Robinson A,
Degiorgi A, Yeates A, Telles BA, Prudent ], Baruffini E, S F Santos ML, R de Souza RL,
Fernandez-Vizarra E, Whitworth Al, Zeviani M.]J Med Genet. 2020 May 21:jmedgenet-
2020-106861. doi: 10.1136/jmedgenet-2020-106861. Online ahead of

print.PMID: 32439808

5. PMID: 32344152
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A homozygous MRPL24 mutation causes a complex movement disorder and affects the
mitoribosome assembly.

Di Nottia M, Marchese M, Verrigni D, Mutti CD, Torraco A, Oliva R, Fernandez-Vizarra E,
Morani F, Trani G, Rizza T, Ghezzi D, Ardissone A, Nesti C, Vasco G, Zeviani M, Minczuk
M, Bertini E, Santorelli FM, Carrozzo R.Neurobiol Dis. 2020 Jul;141:104880. doi:
10.1016/j.nbd.2020.104880. Epub 2020 Apr 25.PMID: 32344152

6. PMID: 32219868

ATPase Domain AFG3L2 Mutations Alter OPA1 Processing and Cause Optic Neuropathy.
Caporali L, Magri S, Legati A, Del Dotto V, Tagliavini F, Balistreri F, Nasca A, La Morgia
C, Carbonelli M, Valentino ML, Lamantea E, Baratta S, Schéls L, Schile R, Barboni P,
Cascavilla ML, Maresca A, Capristo M, Ardissone A, Pareyson D, Cammarata G, Melzi L,
Zeviani M, Peverelli L, Lamperti C, Marzoli SB, Fang M, Synofzik M, Ghezzi D, Carelli V,
Taroni F.Ann Neurol. 2020 Jul;88(1):18-32. doi: 10.1002/ana.25723. Epub 2020 Apr
21.PMID: 32219868

7. PMID: 32100338

Strategies for fighting mitochondrial diseases.

Viscomi C, Zeviani M.] Intern Med. 2020 Jun;287(6):665-684. doi: 10.1111/joim.13046.
Epub 2020 Apr 13.PMID: 32100338

8. PMID: 32082360

RNase H1 Regulates Mitochondrial Transcription and Translation via the Degradation of
7S RNA.

Reyes A, Rusecka ], Toniska K, Zeviani M.Front Genet. 2020 Jan 31;10:1393. doi:
10.3389/fgene.2019.01393. eCollection 2019.PMID: 32082360 Free PMC article.

9. PMID: 32042910

Expanding the molecular and phenotypic spectrum of truncating MT-ATP6 mutations.
Bugiardini E, Bottani E, Marchet S, Poole OV, Beninca C, Horga A, Woodward C, Lam A,
Hargreaves I, Chalasani A, Valerio A, Lamantea E, Venner K, Holton JL, Zeviani M,
Houlden H, Quinlivan R, Lamperti C, Hanna MG, Pitceathly RDS.Neurol Genet. 2020 Jan
7;6(1):e381. doi: 10.1212/NXG.0000000000000381. eCollection 2020

Feb.PMID: 32042910 Free PMC article.

10. PMID: 31989346

Awareness of rare and genetic neurological diseases among italian neurologist. A
national survey.

Mancuso M, Filosto M, Lamperti C, Musumeci O, Santorelli FM, Servidei S, Valente EM,
Zeviani M, Mancardi G, Tedeschi G, Federico A.Neurol Sci. 2020 Jun;41(6):1567-1570.
doi: 10.1007/s10072-020-04271-2. Epub 2020 Jan 27.PMID: 31989346

11. PMID: 31912925

Respiratory supercomplexes act as a platform for complex III-mediated maturation of
human mitochondrial complexes I and IV.

Protasoni M, Pérez-Pérez R, Lobo-Jarne T, Harbour ME, Ding S, Pefias A, Diaz F, Moraes
CT, Fearnley IM, Zeviani M, Ugalde C, Fernandez-Vizarra E.EMBO J. 2020 Feb
3;39(3):e102817. doi: 10.15252/embj.2019102817. Epub 2020 Jan

8.PMID: 31912925 Free PMC article.
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12. PMID: 31787496

Novel compound heterozygous pathogenic variants in nucleotide-binding protein like
protein (NUBPL) cause leukoencephalopathy with multi-systemic involvement.
Protasoni M, Bruno C, Donati MA, Mohamoud K, Severino M, Allegri A, Robinson AJ,
Reyes A, Zeviani M, Garone C.Mol Genet Metab. 2020 Jan;129(1):26-34. doi:
10.1016/j.ymgme.2019.11.003. Epub 2019 Nov 21.PMID: 31787496

13. PMID: 31577932

Breathe: Your Mitochondria Will Do the Rest... If They Are Healthy!
Viscomi C, Zeviani M.Cell Metab. 2019 Oct 1;30(4):628-629. doi:
10.1016/j.cmet.2019.09.004.PMID: 31577932

14. PMID: 31555154

Knockdown of APOPT1/COAS8 Causes Cytochrome ¢ Oxidase Deficiency, Neuromuscular
Impairment, and Reduced Resistance to Oxidative Stress in Drosophila melanogaster.
Brischigliaro M, Corra S, Tregnago C, Fernandez-Vizarra E, Zeviani M, Costa R, De Pitta
C.Front Physiol. 2019 Sep 6;10:1143. doi: 10.3389/fphys.2019.01143. eCollection
2019.PMID: 31555154 Free PMC article.

15. PMID: 31433973

Impaired Mitochondrial ATP Production Downregulates Wnt Signaling via ER Stress
Induction.

Costa R, Peruzzo R, Bachmann M, Monta GD, Vicario M, Santinon G, Mattarei A, Moro E,
Quintana-Cabrera R, Scorrano L, Zeviani M, Vallese F, Zoratti M, Paradisi C, Argenton F,
Brini M, Cali T, Dupont S, Szabo I, Leanza L.Cell Rep. 2019 Aug 20;28(8):1949-
1960.e6. doi: 10.1016/j.celrep.2019.07.050.PMID: 31433973

16. PMID: 30979712

miR-181a/b downregulation exerts a protective action on mitochondrial disease models.
Indrieri A, Carrella S, Romano A, Spaziano A, Marrocco E, Fernandez-Vizarra E, Barbato
S, Pizzo M, Ezhova Y, Golia FM, Ciampi L, Tammaro R, Henao-Mejia J, Williams A, Flavell
RA, De Leonibus E, Zeviani M, Surace EM, Banfi S, Franco B.EMBO Mol Med. 2019
May;11(5):e8734. doi: 10.15252/emmm.201708734.PMID: 30979712 Free PMC
article.

17. PMID: 30885959

Inhibition of proteasome rescues a pathogenic variant of respiratory chain assembly
factor COA?7.

Mohanraj K, Wasilewski M, Beninca C, Cysewski D, Poznanski J, Sakowska P, Bugajska
Z, Deckers M, Dennerlein S, Fernandez-Vizarra E, Rehling P, Dadlez M, Zeviani M,
Chacinska A.EMBO Mol Med. 2019 May;11(5):e9561. doi:
10.15252/emmm.201809561.PMID: 30885959 Free PMC article.

18. PMID: 30873109

Lipomatosis Incidence and Characteristics in an Italian Cohort of Mitochondrial Patients.
Musumeci O, Barca E, Lamperti C, Servidei S, Comi GP, Moggio M, Mongini T, Siciliano
G, Filosto M, Pegoraro E, Primiano G, Ronchi D, Vercelli L, Orsucci D, Bello L, Zeviani M,
Mancuso M, Toscano A.Front Neurol. 2019 Feb 27;10:160. doi:
10.3389/fneur.2019.00160. eCollection 2019.PMID: 30873109 Free PMC article.
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19. PMID: 30605451

RNase H1 directs origin-specific initiation of DNA replication in human mitochondria.
Posse V, Al-Behadili A, Uhler JP, Clausen AR, Reyes A, Zeviani M, Falkenberg M,
Gustafsson CM.PLoS Genet. 2019 Jan 3;15(1):e1007781. doi:
10.1371/journal.pgen.1007781. eCollection 2019 Jan.PMID: 30605451 Free PMC
article.

20. PMID: 30552096

APOPT1/COAS8 assists COX assembly and is oppositely regulated by UPS and ROS.
Signes A, Cerutti R, Dickson AS, Beninca C, Hinchy EC, Ghezzi D, Carrozzo R, Bertini E,
Murphy MP, Nathan JA, Viscomi C, Fernandez-Vizarra E, Zeviani M.EMBO Mol Med. 2019
Jan;11(1):e9582. doi: 10.15252/emmm.201809582.PMID: 30552096 Free PMC
article.

21. PMID: 30309855

Rapamycin rescues mitochondrial myopathy via coordinated activation of autophagy and
lysosomal biogenesis.

Civiletto G, Dogan SA, Cerutti R, Fagiolari G, Moggio M, Lamperti C, Beninca C, Viscomi
C, Zeviani M.EMBO Mol Med. 2018 Nov;10(11):e8799. doi:
10.15252/emmm.201708799.PMID: 30309855 Free PMC article.

22. PMID: 30250142

Genome editing in mitochondria corrects a pathogenic mtDNA mutation in vivo.
Gammage PA, Viscomi C, Simard ML, Costa ASH, Gaude E, Powell CA, Van Haute L,
McCann BJ, Rebelo-Guiomar P, Cerutti R, Zhang L, Rebar EJ, Zeviani M, Frezza C,
Stewart JB, Minczuk M.Nat Med. 2018 Nov;24(11):1691-1695. doi: 10.1038/s41591-
018-0165-9. Epub 2018 Sep 24.PMID: 30250142 Free PMC article.

23. PMID: 30190335

Mutations in TIMM50 compromise cell survival in OxPhos-dependent metabolic
conditions.

Reyes A, Melchionda L, Burlina A, Robinson AJ, Ghezzi D, Zeviani M.EMBO Mol Med.
2018 Oct;10(10):e8698. doi: 10.15252/emmm.201708698.PMID: 30190335 Free PMC
article.

24. PMID: 30122554

Perturbed Redox Signaling Exacerbates a Mitochondrial Myopathy.

Dogan SA, Cerutti R, Beninca C, Brea-Calvo G, Jacobs HT, Zeviani M, Szibor M, Viscomi
C.Cell Metab. 2018 Nov 6;28(5):764-775.e5. doi: 10.1016/j.cmet.2018.07.012. Epub
2018 Aug 16.PMID: 30122554 Free PMC article.

25. PMID: 30102370

A two-nuclease pathway involving RNase H1 is required for primer removal at human
mitochondrial OrilL.

Al-Behadili A, Uhler JP, Berglund AK, Peter B, Doimo M, Reyes A, Wanrooij S, Zeviani M,
Falkenberg M.Nucleic Acids Res. 2018 Oct 12;46(18):9471-9483. doi:
10.1093/nar/gky708.PMID: 30102370 Free PMC article.

26. PMID: 30030362
Human diseases associated with defects in assembly of OXPHOS complexes.
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Ghezzi D, Zeviani M.Essays Biochem. 2018 Jul 20;62(3):271-286. doi:
10.1042/EBC20170099. Print 2018 Jul 20.PMID: 30030362 Free PMC article. Review.

27. PMID: 30025539

Clinical, biochemical and genetic spectrum of 70 patients with ACAD9 deficiency: is
riboflavin supplementation effective?

Repp BM, Mastantuono E, Alston CL, Schiff M, Haack TB, Rétig A, Ardissone A, Lombeés
A, Catarino CB, Diodato D, Schottmann G, Poulton J, Burlina A, Jonckheere A, Munnich
A, Rolinski B, Ghezzi D, Rokicki D, Wellesley D, Martinelli D, Wenhong D, Lamantea E,
Ostergaard E, Pronicka E, Pierre G, Smeets HIM, Wittig I, Scurr I, de Coo IFM, Moroni I,
Smet J, Mayr JA, Dai L, de Meirleir L, Schuelke M, Zeviani M, Morscher R], McFarland R,
Seneca S, Klopstock T, Meitinger T, Wieland T, Strom TM, Herberg U, Ahting U, Sperl W,
Nassogne MC, Ling H, Fang F, Freisinger P, Van Coster R, Strecker V, Taylor RW,
Haberle J, Vockley ], Prokisch H, Wortmann S.Orphanet ] Rare Dis. 2018 Jul
19;13(1):120. doi: 10.1186/s13023-018-0784-8.PMID: 30025539 Free PMC article.

28. PMID: 29764912

Mitochondrial PITRM1 peptidase loss-of-function in childhood cerebellar atrophy.
Langer Y, Aran A, Gulsuner S, Abu Libdeh B, Renbaum P, Brunetti D, Teixeira PF, Walsh
T, Zeligson S, Ruotolo R, Beeri R, Dweikat I, Shahrour M, Weinberg-Shukron A, Zahdeh
F, Baruffini E, Glaser E, King MC, Levy-Lahad E, Zeviani M, Segel R.J Med Genet. 2018
Sep;55(9):599-606. doi: 10.1136/jmedgenet-2018-105330. Epub 2018 May

15.PMID: 29764912

29. PMID: 29601977

SURF1 knockout cloned pigs: Early onset of a severe lethal phenotype.

Quadalti C, Brunetti D, Lagutina I, Duchi R, Perota A, Lazzari G, Cerutti R, Di Meo I,
Johnson M, Bottani E, Crociara P, Corona C, Grifoni S, Tiranti V, Fernandez-Vizarra E,
Robinson AJ, Viscomi C, Casalone C, Zeviani M, Galli C.Biochim Biophys Acta Mol Basis
Dis. 2018 Jun;1864(6 Pt A):2131-2142. doi: 10.1016/j.bbadis.2018.03.021. Epub 2018
Mar 28.PMID: 29601977 Free PMC article.

30. PMID: 29577824

Cavitating Leukoencephalopathy With Posterior Predominance Caused by a Deletion in
the APOPT1 Gene in an Indian Boy.

Sharma S, Singh P, Fernandez-Vizarra E, Zeviani M, Van der Knaap MS, Saran RK.]J
Child Neurol. 2018 May;33(6):428-431. doi: 10.1177/0883073818760875. Epub 2018
Mar 26.PMID: 29577824

31. PMID: 29531337

Compound heterozygous missense and deep intronic variants in NDUFAF6 unraveled by
exome sequencing and mRNA analysis.

Catania A, Ardissone A, Verrigni D, Legati A, Reyes A, Lamantea E, Diodato D, Tonduti
D, Imperatore V, Pinto AM, Moroni I, Bertini E, Robinson A, Carrozzo R, Zeviani M,
Ghezzi D.J Hum Genet. 2018 May;63(5):563-568. doi: 10.1038/s10038-018-0423-1.
Epub 2018 Mar 12.PMID: 29531337 Free PMC article.

32. PMID: 29518970
Unravelling the Effects of the Mutation m.3571insC/MT-ND1 on Respiratory Complexes
Structural Organization.
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Iommarini L, Ghelli A, Tropeano CV, Kurelac I, Leone G, Vidoni S, Lombes A, Zeviani M,
Gasparre G, Porcelli AM.Int J Mol Sci. 2018 Mar 7;19(3):764. doi:
10.3390/ijms19030764.PMID: 29518970 Free PMC article.

33. PMID: 29284302

Long-Term Sustained Effect of Liver-Targeted Adeno-Associated Virus Gene Therapy for
Mitochondrial Neurogastrointestinal Encephalomyopathy.

Torres-Torronteras ], Cabrera-Pérez R, Vila-Julia F, Viscomi C, Camara Y, Hirano M,
Zeviani M, Marti R.Hum Gene Ther. 2018 Jun;29(6):708-718. doi:
10.1089/hum.2017.133. Epub 2018 Feb 26.PMID: 29284302

34. PMID: 29270838

Neuronal complex I deficiency occurs throughout the Parkinson's disease brain, but is
not associated with neurodegeneration or mitochondrial DNA damage.

Flgnes IH, Fernandez-Vizarra E, Lykouri M, Brakedal B, Skeie GO, Miletic H, Lilleng PK,
Alves G, Tysnes OB, Haugarvoll K, Délle C, Zeviani M, Tzoulis C.Acta Neuropathol. 2018
Mar;135(3):409-425. doi: 10.1007/s00401-017-1794-7. Epub 2017 Dec

21.PMID: 29270838

35. PMID: 29243944

Mitochondrial complex III Rieske Fe-S protein processing and assembly.
Fernandez-Vizarra E, Zeviani M.Cell Cycle. 2018;17(6):681-687. doi:
10.1080/15384101.2017.1417707. Epub 2018 Apr 10.PMID: 29243944 Free PMC
article.

36. PMID: 29079705

A novel de novo dominant mutation in ISCU associated with mitochondrial myopathy.
Legati A, Reyes A, Ceccatelli Berti C, Stehling O, Marchet S, Lamperti C, Ferrari A,
Robinson AJ, Muhlenhoff U, Lill R, Zeviani M, Goffrini P, Ghezzi D.] Med Genet. 2017
Dec;54(12):815-824. doi: 10.1136/jmedgenet-2017-104822. Epub 2017 Oct
27.PMID: 29079705 Free PMC article.

37. PMID: 29074296

International Workshop:: Outcome measures and clinical trial readiness in primary
mitochondrial myopathies in children and adults. Consensus recommendations. 16-18
November 2016, Rome, Italy.

Mancuso M, McFarland R, Klopstock T, Hirano M; consortium on Trial Readiness in
Mitochondrial Myopathies.Neuromuscul Disord. 2017 Dec;27(12):1126-1137. doi:
10.1016/j.nmd.2017.08.006. Epub 2017 Sep 8.PMID: 29074296 Free PMC article. No
abstract available.

38. PMID: 28973171

Defective mitochondrial rRNA methyltransferase MRM2 causes MELAS-like clinical
syndrome.

Garone C, D'Souza AR, Dallabona C, Lodi T, Rebelo-Guiomar P, Rorbach ], Donati MA,
Procopio E, Montomoli M, Guerrini R, Zeviani M, Calvo SE, Mootha VK, DiMauro S,
Ferrero I, Minczuk M.Hum Mol Genet. 2017 Nov 1;26(21):4257-4266. doi:
10.1093/hmg/ddx314.PMID: 28973171 Free PMC article.

39. PMID: 28832011

Page 10 of 17



Massimo Zeviani

A Myopathy, Lactic Acidosis, Sideroblastic Anemia (MLASA) Case Due to a Novel PUS1
Mutation.

Kasapkara CS, Tumer L, Zanetti N, Ezgu F, Lamantea E, Zeviani M.Turk J Haematol.
2017 Dec 1;34(4):376-377. doi: 10.4274/tjh.2017.0231. Epub 2017 Aug

23.PMID: 28832011 Free PMC article. No abstract available.

40. PMID: 28753212

AAV9-based gene therapy partially ameliorates the clinical phenotype of a mouse model
of Leigh syndrome.

Di Meo I, Marchet S, Lamperti C, Zeviani M, Viscomi C.Gene Ther. 2017
Oct;24(10):661-667. doi: 10.1038/gt.2017.53. Epub 2017 Jul 27.PMID: 28753212 Free
PMC article.

41. PMID: 28695364

Revisiting mitochondrial ocular myopathies: a study from the Italian Network.

Orsucci D, Angelini C, Bertini E, Carelli V, Comi GP, Federico A, Minetti C, Moggio M,
Mongini T, Santorelli FM, Servidei S, Tonin P, Ardissone A, Bello L, Bruno C, Ienco EC,
Diodato D, Filosto M, Lamperti C, Moroni I, Musumeci O, Pegoraro E, Primiano G, Ronchi
D, Rubegni A, Salvatore S, Sciacco M, Valentino ML, Vercelli L, Toscano A, Zeviani M,
Siciliano G, Mancuso M.]J Neurol. 2017 Aug;264(8):1777-1784. doi: 10.1007/s00415-
017-8567-z. Epub 2017 Jul 10.PMID: 28695364

42. PMID: 28673544

TTC19 Plays a Husbandry Role on UQCRFS1 Turnover in the Biogenesis of Mitochondrial
Respiratory Complex III.

Bottani E, Cerutti R, Harbour ME, Ravaglia S, Dogan SA, Giordano C, Fearnley IM,
D'Amati G, Viscomi C, Fernandez-Vizarra E, Zeviani M.Mol Cell. 2017 Jul 6;67(1):96-
105.e4. doi: 10.1016/j.molcel.2017.06.001. Epub 2017 Jun 29.PMID: 28673544

43. PMID: 28544275

Recessive mutations in MSTO1 cause mitochondrial dynamics impairment, leading to
myopathy and ataxia.

Nasca A, Scotton C, Zaharieva I, Neri M, Selvatici R, Magnhusson OT, Gal A, Weaver D,
Rossi R, Armaroli A, Pane M, Phadke R, Sarkozy A, Muntoni F, Hughes I, Cecconi A,
Hajndéczky G, Donati A, Mercuri E, Zeviani M, Ferlini A, Ghezzi D.Hum Mutat. 2017
Aug;38(8):970-977. doi: 10.1002/humu.23262. Epub 2017 Jun

6.PMID: 28544275 Free PMC article.

44, PMID: 28508084

Clinicopathologic and molecular spectrum of RNASEH1-related mitochondrial disease.
Bugiardini E, Poole OV, Manole A, Pittman AM, Horga A, Hargreaves I, Woodward CE,
Sweeney MG, Holton JL, Taanman JW, Plant GT, Poulton J, Zeviani M, Ghezzi D, Taylor
J, Smith C, Fratter C, Kanikannan MA, Paramasivam A, Thangaraj K, Spinazzola A, Holt
1], Houlden H, Hanna MG, Pitceathly RDS.Neurol Genet. 2017 May 2;3(3):e149. doi:
10.1212/NXG.0000000000000149. eCollection 2017 Jun.PMID: 28508084 Free PMC
article.

45. PMID: 28324239
MtDNA-maintenance defects: syndromes and genes.
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Viscomi C, Zeviani M.]J Inherit Metab Dis. 2017 Jul;40(4):587-599. doi:
10.1007/s10545-017-0027-5. Epub 2017 Mar 21.PMID: 28324239 Free PMC
article. Review.

46. PMID: 28235644

Down-regulation of the mitochondrial aspartate-glutamate carrier isoform 1 AGC1
inhibits proliferation and N-acetylaspartate synthesis in Neuro2A cells.

Profilo E, Pefia-Altamira LE, Corricelli M, Castegna A, Danese A, Agrimi G, Petralla S,
Giannuzzi G, Porcelli V, Sbano L, Viscomi C, Massenzio F, Palmieri EM, Giorgi C,
Fiermonte G, Virgili M, Palmieri L, Zeviani M, Pinton P, Monti B, Palmieri F, Lasorsa
FM.Biochim Biophys Acta Mol Basis Dis. 2017 Jun;1863(6):1422-1435. doi:
10.1016/j.bbadis.2017.02.022. Epub 2017 Feb 21.PMID: 28235644

47. PMID: 28229909

Paradoxical Inhibition of Glycolysis by Pioglitazone Opposes the Mitochondriopathy
Caused by AIF Deficiency.

Bénit P, Pelhaitre A, Saunier E, Bortoli S, Coulibaly A, Rak M, Schiff M, Kroemer G,
Zeviani M, Rustin P.EBioMedicine. 2017 Mar;17:75-87. doi:
10.1016/j.ebiom.2017.02.013. Epub 2017 Feb 16.PMID: 28229909 Free PMC article.

48. PMID: 28199844

MR-1S Interacts with PET100 and PET117 in Module-Based Assembly of Human
Cytochrome c Oxidase.

Vidoni S, Harbour ME, Guerrero-Castillo S, Signes A, Ding S, Fearnley IM, Taylor RW,
Tiranti V, Arnold S, Fernandez-Vizarra E, Zeviani M.Cell Rep. 2017 Feb 14;18(7):1727-
1738. doi: 10.1016/j.celrep.2017.01.044.PMID: 28199844

49, PMID: 28132884

Novel mutation in mitochondrial Elongation Factor EF-Tu associated to dysplastic
leukoencephalopathy and defective mitochondrial DNA translation.

Di Nottia M, Montanari A, Verrigni D, Oliva R, Torraco A, Fernandez-Vizarra E, Diodato
D, Rizza T, Bianchi M, Catteruccia M, Zeviani M, Dionisi-Vici C, Francisci S, Bertini E,
Carrozzo R.Biochim Biophys Acta Mol Basis Dis. 2017 Apr;1863(4):961-967. doi:
10.1016/j.bbadis.2017.01.022. Epub 2017 Jan 26.PMID: 28132884 Free PMC article.

50. PMID: 28122886

PGD for the m.14487 T>C mitochondrial DNA mutation resulted in the birth of a healthy
boy.

Sallevelt SC, Dreesen JC, Drisedau M, Hellebrekers DM, Paulussen AD, Coonen E, van
Golde R], Geraedts JP, Gianaroli L, Magli MC, Zeviani M, Smeets HJ], de Die-Smulders
CE.Hum Reprod. 2017 Mar 1;32(3):698-703. doi:

10.1093/humrep/dew356.PMID: 28122886

51. PMID: 28070494

Pure myopathy with enlarged mitochondria associated to a new mutation

in MTNDZ gene.

Zanolini A, Potic A, Carrara F, Lamantea E, Diodato D, Blasevich F, Marchet S, Mora M,
Pallotti F, Morandi L, Zeviani M, Lamperti C.Mol Genet Metab Rep. 2016 Dec 15;10:24-
27. doi: 10.1016/j.ymgmr.2016.11.009. eCollection 2017 Mar.PMID: 28070494 Free
PMC article.
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52. PMID: 28011087

Transcription Factor EB Controls Metabolic Flexibility during Exercise.

Mansueto G, Armani A, Viscomi C, D'Orsi L, De Cegli R, Polishchuk EV, Lamperti C, Di
Meo I, Romanello V, Marchet S, Saha PK, Zong H, Blaauw B, Solagna F, Tezze C,
Grumati P, Bonaldo P, Pessin JE, Zeviani M, Sandri M, Ballabio A.Cell Metab. 2017 Jan
10;25(1):182-196. doi: 10.1016/j.cmet.2016.11.003. Epub 2016 Dec

20.PMID: 28011087 Free PMC article.

53. PMID: 27974645

Dysregulated mitophagy and mitochondrial organization in optic atrophy due to OPA1
mutations.

Liao C, Ashley N, Diot A, Morten K, Phadwal K, Williams A, Fearnley I, Rosser L,
Lowndes J, Fratter C, Ferguson DJ, Vay L, Quaghebeur G, Moroni I, Bianchi S, Lamperti
C, Downes SM, Sitarz KS, Flannery PJ, Carver J, Dombi E, East D, Laura M, Reilly MM,
Mortiboys H, Prevo R, Campanella M, Daniels MJ, Zeviani M, Yu-Wai-Man P, Simon AK,
Votruba M, Poulton J.Neurology. 2017 Jan 10;88(2):131-142. doi:
10.1212/WNL.0000000000003491. Epub 2016 Dec 14.PMID: 27974645 Free PMC
article.

54. PMID: 27959648

Mitochondrial Matchmaking.

Chinnery PF, Zeviani M.N Engl J Med. 2016 Nov 10;375(19):1894-1896. doi:
10.1056/NEJMcibr1608715.PMID: 27959648 No abstract available.

55. PMID: 27794108

FGF21 is a biomarker for mitochondrial translation and mtDNA maintenance disorders.
Lehtonen JM, Forsstrom S, Bottani E, Viscomi C, Baris OR, Isoniemi H, Hockerstedt K,
Osterlund P, Hurme M, Jylhava J, Leppé S, Markkula R, Heli® T, Mombelli G, Uusimaa J,
Laaksonen R, Laaksovirta H, Auranen M, Zeviani M, Smeitink J, Wiesner R], Nakada K,
Isohanni P, Suomalainen A.Neurology. 2016 Nov 29;87(22):2290-2299. doi:
10.1212/WNL.0000000000003374. Epub 2016 Oct 28.PMID: 27794108 Free PMC
article.

56. PMID: 27623250

Exome sequencing coupled with mRNA analysis identifies NDUFAF6 as a Leigh gene.
Bianciardi L, Imperatore V, Fernandez-Vizarra E, Lopomo A, Falabella M, Furini S,
Galluzzi P, Grosso S, Zeviani M, Renieri A, Mari F, Frullanti E.Mol Genet Metab. 2016
Nov;119(3):214-222. doi: 10.1016/j.ymgme.2016.09.001. Epub 2016 Sep

3.PMID: 27623250

57. PMID: 27775730

Mitochondrial diseases.

Gorman GS, Chinnery PF, DiMauro S, Hirano M, Koga Y, McFarland R, Suomalainen A,
Thorburn DR, Zeviani M, Turnbull DM.Nat Rev Dis Primers. 2016 Oct 20;2:16080. doi:
10.1038/nrdp.2016.80.PMID: 27775730 Review.

58. PMID: 27683825
COA7 (Clorf163/RESA1) mutations associated with mitochondrial leukoencephalopathy
and cytochrome c oxidase deficiency.
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Martinez Lyons A, Ardissone A, Reyes A, Robinson AJ, Moroni I, Ghezzi D, Fernandez-
Vizarra E, Zeviani M.]J Med Genet. 2016 Dec;53(12):846-849. doi: 10.1136/jmedgenet-
2016-104194. Epub 2016 Sep 28.PMID: 27683825 Free PMC article.

59. PMID: 27640307

Recurrent De Novo and Biallelic Variation of ATAD3A, Encoding a Mitochondrial
Membrane Protein, Results in Distinct Neurological Syndromes.

Harel T, Yoon WH, Garone C, Gu S, Coban-Akdemir Z, Eldomery MK, Posey JE, Jhangiani
SN, Rosenfeld JA, Cho MT, Fox S, Withers M, Brooks SM, Chiang T, Duraine L, Erdin S,
Yuan B, Shao Y, Moussallem E, Lamperti C, Donati MA, Smith JD, McLaughlin HM, Eng
CM, Walkiewicz M, Xia F, Pippucci T, Magini P, Seri M, Zeviani M, Hirano M, Hunter 1V,
Srour M, Zanigni S, Lewis RA, Muzny DM, Lotze TE, Boerwinkle E; Baylor-Hopkins
Center for Mendelian Genomics; University of Washington Center for Mendelian
Genomics, Gibbs RA, Hickey SE, Graham BH, Yang Y, Buhas D, Martin DM, Potocki L,
Graziano C, Bellen HJ], Lupski JR.Am J Hum Genet. 2016 Oct 6;99(4):831-845. doi:
10.1016/j.ajhg.2016.08.007. Epub 2016 Sep 15.PMID: 27640307 Free PMC article.

60. PMID: 27618766

Myoclonus epilepsy in mitochondrial disorders.

Lamperti C, Zeviani M.Epileptic Disord. 2016 Sep 1;18(52):94-102. doi:
10.1684/epd.2016.0846.PMID: 27618766 Review.

61. PMID: 27408912

Data on cytochrome c oxidase assembly in mice and human fibroblasts or tissues
induced by SURF1 defect.

Kovaiova N, Pecina P, Niskova H, Vrbacky M, Zeviani M, Mraéek T, Viscomi C, Hou&t&k
J.Data Brief. 2016 Mar 26;7:1004-9. doi: 10.1016/j.dib.2016.03.065. eCollection 2016
Jun.PMID: 27408912 Free PMC article.

62. PMID: 27020842

"Mitochondrial neuropathies": A survey from the large cohort of the Italian Network.
Mancuso M, Orsucci D, Angelini C, Bertini E, Carelli V, Comi GP, Federico A, Minetti C,
Moggio M, Mongini T, Tonin P, Toscano A, Bruno C, Ienco EC, Filosto M, Lamperti C,
Diodato D, Moroni I, Musumeci O, Pegoraro E, Spinazzi M, Ahmed N, Sciacco M, Vercelli
L, Ardissone A, Zeviani M, Siciliano G.Neuromuscul Disord. 2016 Apr-May;26(4-5):272-
6. doi: 10.1016/j.nmd.2016.02.008. Epub 2016 Feb 23.PMID: 27020842

63. PMID: 26968897

New genes and pathomechanisms in mitochondrial disorders unraveled by NGS
technologies.

Legati A, Reyes A, Nasca A, Invernizzi F, Lamantea E, Tiranti V, Garavaglia B, Lamperti
C, Ardissone A, Moroni I, Robinson A, Ghezzi D, Zeviani M.Biochim Biophys Acta. 2016
Aug;1857(8):1326-1335. doi: 10.1016/j.bbabio.2016.02.022. Epub 2016 Mar

8.PMID: 26968897

64. PMID: 26917598

Liver transplant in ethylmalonic encephalopathy: a new treatment for an otherwise fatal
disease.
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Dionisi-Vici C, Diodato D, Torre G, Picca S, Pariante R, Giuseppe Picardo S, Di Meo I,
Rizzo C, Tiranti V, Zeviani M, De Ville De Goyet J.Brain. 2016 Apr;139(Pt 4):1045-51.
doi: 10.1093/brain/aww013. Epub 2016 Feb 25.PMID: 26917598

65. PMID: 26867521

Quantitative proteomics suggests metabolic reprogramming during ETHE1 deficiency.
Sahebekhtiari N, Thomsen MM, Sloth 1], Stenbroen V, Zeviani M, Gregersen N, Viscomi
C, Palmfeldt J.Proteomics. 2016 Apr;16(7):1166-76. doi: 10.1002/pmic.201500336.
Epub 2016 Mar 16.PMID: 26867521

66. PMID: 26804654

Tissue- and species-specific differences in cytochrome c oxidase assembly induced by
SURF1 defects.

Kovarova N, Pecina P, Niskova H, Vrbacky M, Zeviani M, Mraéek T, Viscomi C, Hou&t&k
J.Biochim Biophys Acta. 2016 Apr;1862(4):705-715. doi:
10.1016/j.bbadis.2016.01.007. Epub 2016 Jan 13.PMID: 26804654 Free PMC article.

67. PMID: 26749241

Disease-Causing SDHAF1 Mutations Impair Transfer of Fe-S Clusters to SDHB.

Maio N, Ghezzi D, Verrigni D, Rizza T, Bertini E, Martinelli D, Zeviani M, Singh A,
Carrozzo R, Rouault TA.Cell Metab. 2016 Feb 9;23(2):292-302. doi:
10.1016/j.cmet.2015.12.005. Epub 2015 Dec 31.PMID: 26749241 Free PMC article.

68. PMID: 26740552

Mitochondrial DNA sequence characteristics modulate the size of the genetic bottleneck.
Wilson 1J, Carling PJ, Alston CL, Floros VI, Pyle A, Hudson G, Sallevelt SC, Lamperti C,
Carelli V, Bindoff LA, Samuels DC, Wonnapinij P, Zeviani M, Taylor RW, Smeets HJ,
Horvath R, Chinnery PF.Hum Mol Genet. 2016 Mar 1;25(5):1031-41. doi:
10.1093/hmg/ddv626. Epub 2016 Jan 5.PMID: 26740552 Free PMC article.

69. PMID: 26697887

Defective PITRM1 mitochondrial peptidase is associated with AR amyloidotic
neurodegeneration.

Brunetti D, Torsvik J, Dallabona C, Teixeira P, Sztromwasser P, Fernandez-Vizarra E,
Cerutti R, Reyes A, Preziuso C, D'Amati G, Baruffini E, Goffrini P, Viscomi C, Ferrero I,
Boman H, Telstad W, Johansson S, Glaser E, Knappskog PM, Zeviani M, Bindoff LA.EMBO
Mol Med. 2016 Mar 1;8(3):176-90. doi:

10.15252/emmm.201505894.PMID: 26697887 Free PMC article.

70. PMID: 26566910

Erratum to: Redefining phenotypes associated with mitochondrial DNA single deletion.
Mancuso M, Orsucci D, Angelini C, Bertini E, Carelli V, Comi GP, Donati MA, Federico A,
Minetti C, Moggio M, Mongini T, Santorelli FM, Servidei S, Tonin P, Toscano A, Bruno C,
Bello L, Ienco EC, Cardaioli E, Catteruccia M, Da Pozzo P, Filosto M, Lamperti C, Moroni
I, Musumeci O, Pegoraro E, Ronchi D, Sauchelli D, Scarpelli M, Sciacco M, Valentino ML,
Vercelli L, Zeviani M, Siciliano G.J Neurol. 2015 Dec;262(12):2800. doi:
10.1007/s00415-015-7943-9.PMID: 26566910 No abstract available.

71. PMID: 26508630
Foxgl localizes to mitochondria and coordinates cell differentiation and bioenergetics.
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Zeviani M, Pozzan T, Costa M.Proc Natl Acad Sci U S A. 2015 Nov 10;112(45):13910-5.
doi: 10.1073/pnas.1515190112. Epub 2015 Oct 27.PMID: 26508630 Free PMC article.

72. PMID: 26384010

Clinical and genetic features of paroxysmal kinesigenic dyskinesia in Italian patients.
Lamperti C, Invernizzi F, Solazzi R, Freri E, Carella F, Zeviani M, Zibordi F, Fusco C,
Zorzi G, Granata T, Garavaglia B, Nardocci N.Eur J Paediatr Neurol. 2016
Jan;20(1):152-7. doi: 10.1016/j.ejpn.2015.08.006. Epub 2015 Sep 3.PMID: 26384010

73. PMID: 26206091

Reduced mitochondrial Ca(2+) transients stimulate autophagy in human fibroblasts
carrying the 13514A>G mutation of the ND5 subunit of NADH dehydrogenase.
Granatiero V, Giorgio V, Cali T, Patron M, Brini M, Bernardi P, Tiranti V, Zeviani M,
Pallafacchina G, De Stefani D, Rizzuto R.Cell Death Differ. 2016 Feb;23(2):231-41. doi:
10.1038/cdd.2015.84. Epub 2015 Jul 24.PMID: 26206091 Free PMC article.

74. PMID: 26194623

Severe early onset ethylmalonic encephalopathy with West syndrome.
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75. PMID: 26158520

Loss of apoptosis-inducing factor critically affects MIA40 function.
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9;6(7):e1814. doi: 10.1038/cddis.2015.170.PMID: 26158520 Free PMC article.
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