%

i ‘ il "
Stabilita e variabilita del genoma: dalle varianti genetiche alla riparazionéd_eLpNA

~

. ¥

Letture consigliate

« Abdel Ghaffar TY, Elsobky ES, Elsayed SM. Cholestasis in patients with Cockayne syndrome and suggested
modified criteria for clinical diagnosis. Orphanet ] Rare Dis 2011;6:13.

+ Acuna-Hidalgo R, Veltman JA, Hoischen A. New insights into the generation and role of de novo mutations in
health and disease. Genome Biol 2016;17:241.

* Biesecker LG, Spinner NB. A genomic view of mosaicism and human disease. Nat Rev Genet 2013;14:307-20.

+ Chatterjee N, Walker GC. Mechanisms of DNA damage, repair, and mutagenesis. Environ Mol Mutagen
2017;58:235-63.

* Findlay GM, Daza RM, Martin B, et al. Accurate classification of BRCA1 variants with saturation genome
editing. Nature 2018;562:217-22.

* Friedberg EC. DNA damage and repair. Nature 2003;421:436-40.

* Grillo F, Paudice M, Gambella A, et al. Evaluating mismatch repair deficiency in colorectal cancer biopsy
specimens. Histochem Cell Biol 2023;160:113-25.

+ Hickman RA, Faust PL, Marder K, et al. The distribution and density of Huntingtin inclusions across the
Huntington disease neocortex: regional correlations with Huntingtin repeat expansion independent of
pathologic grade. Acta Neuropathol Commun 2022;10:55.

* Hoeijmakers JH. DNA damage, aging, and cancer. N Engl ] Med. 2009;361:1475-85.

+ Jackson SP, Bartek J. The DNA-damage response in human biology and disease. Nature 2009;461:1071-8.

* Lindahl T. Instability and decay of the primary structure of DNA. Nature 1993;362:709-15.

* Lynch HT, Snyder CL, Shaw TG, et al. Milestones of Lynch syndrome: 1895-2015. Nat Rev Cancer 2015;15:181-94.

* Richards S, Aziz N, Bale S, et al.; ACMG Laboratory Quality Assurance Committee. Standards and guidelines
for the interpretation of sequence variants: a joint consensus recommendation of the American College of
Medical Genetics and Genomics and the Association for Molecular Pathology. Genet Med 2015;17:405-24.

* Riggs ER, Andersen EF, Cherry AM, et al. Technical standards for the interpretation and reporting of
constitutional copy-number variants: a joint consensus recommendation of the American College of Medical
Genetics and Genomics (ACMG) and the Clinical Genome Resource (ClinGen). Genet Med 2020;22:245-57.

* Spielmann M, Lupiafiez DG, Mundlos S. Structural variation in the 3D genome. Nat Rev Genet 2018;19:453-67.

+ van den Akker PC, Pasmooij AM, Joenje H, et al. A “late-but-fitter revertant cell” explains the high frequency of
revertant mosaicism in epidermolysis bullosa. PLoS One 2018;13:e0192994.



