
1. Stefanini M, Mondello C, Tessera ML, Botta E, Nuzzo F. 1987. Cellular and genetic studies in 
three UV-sensitive Chinese hamster mutants. Cytotechnology 1: 91-94 

 
2. Stefanini M, Mondello C, Botta E, Riboni R, Nuzzo F. 1989. Cellular and genetic 

characterization of UV sensitive Chinese hamster mutants. Ann Ist Super Sanità 25: 123-129 
 

3. Stefanini M, Collins AR, Riboni R, Klaude M, Botta E, Mitchell DL, Nuzzo F. 1991. Novel 
Chinese hamster ultraviolet-sensitive mutants for excision repair form complementation groups 
9 and 10. Cancer Res 51: 3965-3971 
 

4. Riboni R, Botta E, Stefanini M, Numata M, Yasui A. 1992. Identification of the eleventh 
complementation group of UV-sensitive excision repair –defective rodent mutants. Cancer Res 
52: 6690-6691 
 

5. Stefanini M, Lagomarsini P, Giliani S, Nardo T, Botta E, Peserico A, Kleijer WJ, Lehmann AR, 
Sarasin A. 1993. Genetic heterogeneity of the excision repair defect associated with 
trichothiodystrophy. Carcinogenesis 14: 1101-1105 
 

6. Broughton BC, Thompson AF, Harcourt SA, Vermeulen W, Hoeijmakers JH, Botta E, Stefanini 
M, King MD, Weber CA, Cole J, Arlett CF, Lehmann AR. 1995. Molecular and cellular analysis 
of the DNA repair defect in a patient in xeroderma pigmentosum complementation group D who 
has the clinical features of xerodema pigmentosum and Cockayne syndrome. Am J Hum Genet 
56: 167-174 
 

7. Stefanini M, Fawcett H, Botta E, Nardo T, Lehmann AR. 1996. Genetic analysis of twenty-two 
patients with Cockayne syndrome. Hum Genet 97: 418-423 
 

8. Busch DB, Zdzienicka MZ, Natarajan AT, Jones NJ, Overkamp WJ, Collins A, Mitchell DL, 
Stefanini M, Botta E, Albert RB, Liu N, White DA, van Gool AJ, Thompson LH. 1996. A CHO 
mutant, UV40, that is sensitive to diverse mutagens and represents a new complementation group 
of mitomycin C sensitivity. Mutat Res 363: 209-221 
 

9. Moriwaki S, Stefanini M, Lehmann AR, Hoeijmakers JH, Robbins JH, Rapin I, Botta E, 
Tanganelli B, Vermeulen W, Broughton BC, Kraemer KH. 1996. DNA repair and ultraviolet 
mutagenesis in cells from a new patient with xeroderma pigmentosum group G and Cockayne 
syndrome resemble xeroderma pigmentosum cells. J Invest Dermatol 107: 647-653 

 
10. Taylor EM, Broughton BC, Botta E, Stefanini M, Sarasin A, Jaspers NG, Fawcett H, Harcourt 

SA, Arlett CF, Lehmann AR. 1997. Xeroderma pigmentosum and trichothiodystrophy are 
associated with different mutations in the XPD (ERCC2) repair/transcription gene. Proc Natl 
Acad Sci USA 94: 8658-8663 
 

11. Botta E, Nardo T, Broughton BC, Marinoni S, Lehmann AR, Stefanini M. 1998. Analysis of 
mutations in the XPD gene in Italian patients with trichothiodystrophy: site of mutation correlates 
with repair deficiency but gene dosage appears to determine clinical severity. Am J Hum Genet 
63: 1036-1048 
 

12. Colella S, Nardo T, Botta E, Lehmann AR, Stefanini M. 2000. Identical mutations in the CSB 
gene associated with either Cockayne syndrome or the DeSanctis-Cacchione variant of 
xeroderma pigmentosum. Hum Mol Genet 9: 1171-1175 
 



13. Santagati F, Botta E, Stefanini M, Pedrini AM. 2001. Different dynamics in nuclear entry of 
subunits of the repair/transcription factor TFIIH. Nucleic Acids Res 29: 1574-1581 
 

14. Botta E, Nardo T, Lehmann AR, Egly JM, Pedrini AM, Stefanini M. 2002. Reduced level of the 
repair/transcription factor TFIIH in trichothiodystrophy. Hum Mol Genet 11: 2919-2928 
 

15. D'Errico M, Teson M, Calcagnile A, Proietti De Santis L, Nikaido O, Botta E, Zambruno G, 
Stefanini M, Dogliotti E. 2003. Apoptosis and efficient repair of DNA damage protect human 
keratinocytes against UV-B. Cell Death Differ 10: 754-756 
 

16. Rapić-Otrin V, Navazza V, Nardo T, Botta E, McLenigan M, Bisi DC, Levine AS, Stefanini M. 
2003. True XP group E patients have a defective UV-damaged DNA binding protein complex 
and mutations in DDB2 which reveal the functional domains of its p48 product. Hum Mol Genet 
12: 1507-1522 
 

17. Giglia-Mari G, Coin F, Ranish JA, Hoogstraten D, Theil A, Wijgers N, Jaspers NG, Raams A, 
Argentini M, van der Spek PJ, Botta E, Stefanini M, Egly JM, Aebersold R, Hoeijmakers JH, 
Vermeulen W. 2004. A new, tenth subunit of TFIIH is responsible for the DNA repair syndrome 
trichothiodystropy group A. Nat Genet 36: 714-719 
 

18. Fujimoto M, Leech SN, Theron T, Mori M, Fawcett H, Botta E, Nozaki Y, Yamagata T, 
Moriwaki S, Stefanini M, Momoi MY, Nakagawa H, Shuster S, Moss C, Lehmann AR. 2005. 
Two new XPD patients compound heterozygous for the same mutation demonstrate diverse 
clinical features. J Invest Dermatol 125: 86-92 
 

19. Theron T, Fousteri MI, Volker M, Harries LW, Botta E, Stefanini M, Fujimoto M, Andressoo 
JO, Mitchell J, Jaspers NG, McDaniel LD, Mullenders LH, Lehmann AR. 2005. Transcription-
associated breaks in xeroderma pigmentosum group D cells from patients with combined features 
of xeroderma pigmentosum and Cockayne syndrome. Mol Cell Biol 25: 8368-8378 
 

20. Botta E, Offman J, Nardo T, Ricotti R, Zambruno G, Sansone D, Balestri P, Raams A, Kleijer 
WJ, Jaspers NG, Sarasin A, Lehmann AR, Stefanini M. 2007. Mutations in the C7orf11 (TTDN1) 
gene in six non-photosensitive trichothiodystrophy patients: no obvious genotype-phenotype 
relationships. Hum Mutat 28: 92-96 
 

21. Botta E, Nardo T, Orioli D, Guglielmino R, Ricotti R, Bondanza S, Benedicenti F, Zambruno 
G, Stefanini M. 2009. Genotype-phenotype relationships in trichothiodystrophy patients with 
novel splicing mutations in the XPD gene. Hum Mutat 30: 438-445 
 

22. Stefanini M, Botta E, Lanzafame M, Orioli D. 2010. Trichothiodystrophy: from basic 
mechanisms to clinical implications. DNA Repair 9: 2-10 
 

23. Orioli D, Compe E, Nardo T, Mura M, Giraudon C, Botta E, Arrigoni L, Peverali FA, Egly JM, 
Stefanini M. 2013. XPD mutations in trichothiodystrophy hamper collagen VI expression and 
reveal a role of TFIIH in transcription derepression. Hum Mol Genet 22: 1061-1073 

 
24. Lanzafame M, Vaz B, Nardo T, Botta E, Orioli D, Stefanini M. 2013. From laboratory tests to 

functional characterisation of Cockayne syndrome. Mech Ageing Dev 134 :171-179 
 

25. Corbett MA, Dudding-Byth T, Crock PA, Botta E, Christie LM, Nardo T, Caligiuri G, Hobson 
L, Boyle J, Mansour A, Friend KL, Crawford J, Jackson G, Vandeleur L, Hackett A, Tarpey P, 



Stratton MR, Turner G, Gécz J, Field M. 2015. A novel X-linked trichothiodystrophy associated 
with a nonsense mutation in RNF113A. J Med Genet 52: 269-274 as 10.1136/jmedgenet-2014-
102418 
 

26. Lanzafame M, Botta E, Teson M, Fortugno P, Zambruno G, Stefanini M, Orioli D. 2015. 
Reference genes for gene expression analysis in proliferating and differentiating keratinocytes. 
Exp Dermatol 24:314-316 

 
27. Fassihi H, Sethi M, Fawcett H, Wing JF, Chandler N, Mohammed S, Craythorne E, Morley S, 

Lim R, Turner S, Henshaw T, Garrood I, Giunti P, Hedderley T, Abiona A, Naik H, Harrop G, 
McGibbon D, Jaspers NG, Botta E, Nardo T, Stefanini M, Young AR, Sarkany RPE, Lehmann 
AR. 2016. Xeroderma Pigmentosum: Deep phenotyping of 89 patients reveals unexpected 
heterogeneity dependent on the precise molecular defect. Proc Natl Acad Sci USA, 
www.pnas.org/cgi/doi/10.1073/pnas.1519444113 
 

28. Kuschal C*, Botta E*, Orioli D*, Digiovanna JJ, Seneca S, Keymolen K, Tamura D, Heller E, 
Khan SG, Caligiuri G, Lanzafame M, Nardo T, Ricotti R, Peverali FA, Stephens R, Zhao Y, 
Lehmann AR, Baranello L, Levens D, Kraemer KH, Stefanini M. 2016. GTF2E2 Mutations 
Destabilize the General Transcription Factor Complex TFIIE in Individuals with DNA Repair-
Proficient Trichothiodystrophy. Am J Hum Genet, 98: 627-642 

       *Equal contribution 
 
29. Calmels N*, Botta E*, Jia N*, Fawcett H, Nardo T, Nakazawa Y, Lanzafame M, Moriwaki S, 

Sugita K, Kubota M, Obringer C, Spitz MA, Stefanini M, Laugel V, Orioli D, Ogi T, Lehmann 
A. 2018. Functional and clinical relevance of novel mutations in a large cohort of patients with 
Cockayne syndrome. J Med Genet doi:10.1136/jmedgenet-2017-104877 

     * Equal contribution 
 
30. Ricotti R, Nardo T, Striano P, Stefanini M, Orioli D, Botta E. 2018. Phenotypic variability in 

xeroderma pigmentosum group G: an uncommon case with severe prenatal-onset Cockayne 
syndrome features. Clinical Genet 94: 386-388 doi: 10.1111/cge.13364 

 
31. Theil AF*, Botta E*, Raams A, Smith DEC, Mendes MI, Caligiuri G, Giachetti S, Bione S, 

Carriero R, Liberi G, Zardoni L, Swagemakers SMA, Salomons GS, Sarasin A, Lehmann A, van 
der Spek PJ, Ogi T, Hoeijmakers JHJ, Vermeulen W, Orioli D. 2019. Bi-allelic TARS mutations 
are associated with brittle hair phenotype. Am J Hum Genet 105: 434-440 doi: 
10.1016/j.ajhg.2019.06.017 
*Equal contribution 
 

32. Ferri D, Orioli D, Botta E. 2020. Heterogeneity and overlaps in nucleotide excision repair 
disorders. Clinical Genet 97: 12-24 doi: 10.1111/cge.13545 
 

 
 
 


