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HPO-driven virtual gene panel: a new efficient approach in molecular autopsy of sudden unexplained death.
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Cancer incidence and spectrum among children with genetically confirmed Beckwith-Wiedemann spectrum
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Kohlschmidt N, Prawitt D, Beckmann A, Klaes R, Nevinny-Stickel-Hinzpeter C, Déhnert S, Kraus C, Kadgien G,
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Delineating MT-ATP6-associated disease: From isolated neuropathy to early onset neurodegeneration.
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Mitochondrial and nuclear disease panel (Mito-aND-Panel): Combined sequencing of mitochondrial and
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Clonal expansion of mtDNA deletions: different disease models assessed by digital droplet PCR in single
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Maternal variants in NLRP and other maternal effect proteins are associated with multilocus imprinting
disturbance in offspring. Begemann M, Rezwan Fl, Beygo J, Docherty LE, Kolarova J, Schroeder C, Buiting K,
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A novel mechanism causing imbalance of mitochondrial fusion and fission in human myopathies.
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Revisiting mitochondrial diagnostic criteria in the new era of genomics. Witters P, Saada A, Honzik T,
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doi:10.1038/gim.2017.125
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Novel genetic and neuropathological insights in neurogenic muscle weakness, ataxia, and retinitis
pigmentosa (NARP). Claeys KG, Abicht A, Hausler M, Kleinle S, Wiesmann M, Schulz JB, Horvath R, Weis J.
Muscle Nerve. 2016;54(2):328-333. doi:10.1002/mus.25125

Mitochondrial dysfunction in liver failure requiring transplantation. Lane M, Boczonadi V, Bachtari S, Gomez-
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Early-onset leukoencephalopathy due to a homozygous missense mutation in the DARS2 gene. Kohler C,
Heyer C, Hoffjan S, Stemmler S, Liicke T, Thiels C, Kohlschitter A, Lobel U, Horvath R, Kleinle S, Benet-Pages
A, Abicht A. Mol Cell Probes. 2015;29(5):319-322. doi:10.1016/j.mcp.2015.06.005

Whole exome sequencing and the clinician: we need clinical skills and functional validation in variant
filtering. Daud D, Griffin H, Douroudis K, Kleinle S, Eglon G, Pyle A, Chinnery PF, Horvath R. J Neurol.
2015;262(7):1673-1677. doi:10.1007/s00415-015-7755-y

Respiratory chain deficiency in nonmitochondrial disease. Pyle A, Nightingale HJ, Griffin H, Abicht A, Kirschner
J, Baric |, Cuk M, Douroudis K, Feder L, Kratz M, Czermin B, Kleinle S, Santibanez-Koref M, Karcagi V, Holinski-
Feder E, Chinnery PF, Horvath R. Neurol Genet. 2015;1(1):€6. doi:10.1212/NXG.0000000000000006

ATP synthase deficiency due to TMEM70 mutation leads to ultrastructural mitochondrial degeneration and
is amenable to treatment. Braczynski AK, Viaho S, Miiller K, Wittig I, Blank A-E, Tews DS, Drott U, Kleinle S,
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Unexplained infertility: increased risk for 21-hydroxylase-deficiency in parents and offspring? Baumgartner-
Parzer S, Vytiska-Binsdorfer E, Kleinle S, Heinze G, Vierhapper H. Eur J Obstet Gynecol Reprod Biol.
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Mitochondrial diseases represent a risk factor for valproate-induced fulminant liver failure. Krahenb(hl S,
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A systematic mutation screen of 10 nuclear and 25 mitochondrial candidate genes in 21 patients with
cytochrome c oxidase (COX) deficiency shows tRNA(Ser)(UCN) mutations in a subgroup with syndromal
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Progressive myoclonus epilepsy and mitochondrial myopathy associated with mutations in the
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