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Education and Academic titles 

Jun 2023 
 
 

Sept 2020 

Ministero Universita e Ricerca (Italy) 
National Scientific Habilitation - Full Professor 
 
University of Lausanne (Switzerland) 
Privat-Docent and Maitre d’Enseignement et de Recherche 
 

Oct 2008 – Jul 2011 University of Geneva and Swiss Institute of Bioinformatics (Switzerland) 
PhD, Bioinformatics, Computational Biology 
Tutors: Pr. Jeremy Luban, Pr. Bastien Chopard 

Oct 1992 – May 1999 Politecnico di Torino (Italy) 
MSc, Electronic Engineering 

Working Experience 

Oct 2017 – ongoing 

 

      Oct 2018 - ongoing 

Jan 2023 – Dec2023 

 

May 2015 – Sep 2017 

Principal Investigator and Lab Head Service d'Endocrinologie, Diabetes et 

Metabolisme, Lausanne University Hospital (CHUV), Lausanne, Switzerland 

Responsible for the Bioinformatics Unit Medigenome, Geneva, Switzerland 

Senior Consultant Istituto di Ricerca Genetica e Biomedica – IRGB (CNR), 

Cagliari, Italy 

Responsible for the Bioinformatics Unit Hôpitaux Universitaires de Genève, 

Service de Médecine Génétique, Geneva, Switzerland 

May 2011 – Sep 2017 Collaborateur Scientifique II University of Geneva, Department of Genetic 

Medicine and Development, Antonarakis Lab 

      Oct 2008 – Jul 2011 Attaché de Recherche University of Geneva, Department of Microbiology and 

Molecular Medicine, Geneva, Switzerland  

Jan 2000 – Dec 2008 Researcher CRS4 Centro di Ricerca, Sviluppo e Studi Superiori in Sardegna, 

Pula, Italy 

Funded Grants  

• JAN 2020-2025  GRANT: Associative mechanisms linking a defective minipuberty to the appearance 

of mental and non-mental disorders: infantile NO replenishment as a new therapeutic possibility – 

Horizon2020 EC – Co-Principal Investigator and Work Package leader: 554.000 € ( out of 6Mio € 

total) 

• OCT 2019- OCT 2024 GRANT: The genetic basis of combined pituitary hormone deficiency and 

pituitary neoplasm – Swiss National Science Foundation - Principal Investigator: 560.000 chf  

• Mai 2018 Grant: Dissecting the genetic basis of parathyroid adenomas – Novartis Foundation – 

Principal Investigator – 60.000 chf 

• Dec 2016 Grant: The Neuroendocrine Control of Human Reproduction – Swiss National Science 

Foundation – Project Partner – 20.000 chf (1.1M total) 



• Sep 2016  Grant: The influence of mRNA expression variation in HIV restriction factors on viral 

control – Swiss HIV Cohort (Switzerland) -  Principal Investigator – 60.000 chf 

• Jan 2014 – Jan 2017 - Grant: Human endogenous retrovirus-W (HERV-W/MSRV) in multiple 

sclerosis – CARIPLO Italy - co-applicant – 70.000 chf (215.000€ total) 

• Jan 2012-Jan 2016  – Grant: Monogenic diabetes: Integrating genetic screening with functional 

clinical biology – Project Partner – 25.000 chf (500.000 chf total) 

• Oct 2008 –Oct 2009 - Scholarship: Master & Back - Graduate Program - Cagliari - Italy -56.000€ 

• May 1999 – Jan 2000 Scholarship: INRIM - Torino – Italy – 1.500€ 

Reviewer and Chairman Activity 

• Invited reviewer for Genome Biology, PLoS Genetics, Frontiers in Genetics, Oncogene, Nucleic 

Acid Research, BMC Bioinformatics, BMC Genomics, Bioinformatics, Briefing in Bioinformatics, 

Nature Communications, Neuro-Oncology, PLoS One, Journal of Virology, Annals of Human 

Genetics, Endocrinology, Scientific Reports, Communication Biology 

• Reviewer for ANR (Agencie Nationale de la Recherche - France) 

• Reviewer for SNF (Swiss National Science Foundation - Switzerland) 

• Chairman and Reviewer for the European Society of Human Genetics 

Teaching Activity 

• Lecturer,” Genetic diagnostic of rare metabolic diseases”, Faculty of Biology and Medicine, 

University of Lausanne, 2024 

• Lecturer,” Genetics of the pituitary gland”, Faculty of Biology and Medicine, University of 

Lausanne, 2019-2024; 

• Lecturer,” Reasoning and Logic in Experimental and Computational Biology”, graduate PhD 

program in Live Science, University of Lausanne, 2019-2024; 

• Lecturer,” Introduction to medical genetics through endocrine and metabolic diseases”, 

graduate PhD program in Live Science, University of Lausanne, 2017-2024 

• Lecturer,” Séquençage de l’exome : Interprétation clinique des résultats”, formation médicale 

postgraduée, CHUV, 2018-2024 

• Lecturer, module “Génétique et génomique humaine”, University of Geneva, 2017 

• PhD mentor (University of Lausanne - ongoing): Maxime Brunner, Melivoia Rapti, Yassine Zouaghi, 

Sergey Oreshkov, Jing Zai 

• Master student co-tutor (University of Lausanne) Damien Choffat, Didier Markwalder 

• PhD student supervision (University of Geneva): Dr. Resa Sailani, Dr. Giorgios Stamoulis, Dr. Marco 

Garieri, Dr. Audrey Letourneau  

• Master student supervision (University of Geneva) Dr. Teresa Didonna, Mr. Xavier Blanc 

 

Memberships 

• Member of the American Society of Human Genetics 

• Member of the European Society of Human Genetics 

• Member of the Swiss Society of Human Genetics 

 

 

Publications 



 (* 1st author equal contribution, # corresponding author, § senior author) 
 

1. pyTWMR: Transcriptome-Wide Mendelian Randomization in Python. OreshkowS., Santoni F#§ 2024 
under review 
 

2. Fasting induces a metabolic switch and a spatial redistribution of tanycyte functions on lipid processing and 
neuronal interactions.. Brunner M., Lopez-Rodriguez D., Messina A., Thorens B, Santoni F#§, Langlet F. 
#§ - 2024 under review 
 

3. Transcriptomic profiling of murine GnRH neurons reveals developmental trajectories linked to human 
reproduction. Yassine Zouaghi, Daniel Alpern, Vincent Gardeux, Julie Russeil, Bart Deplancke, Federico 
Santoni, Nelly Pitteloud, Andrea Messina.2024 biorRxiv (preprint) 
 

4. Delineating the Spectrum of Genetic Variants Associated with Bardet-Biedl Syndrome in Consanguineous 
Pakistani Pedigrees. Rao AR, Nazir A, Imtiaz S, Paracha SA, Waryah YM, Ujjan ID, Anwar I, Iqbal 
A, Santoni FA, Shah I, Gul K, Baig HMA, Waryah AM, Antonarakis SE, Ansar M. Genes (Basel). 2023 Feb 
3;14(2):404. doi: 10.3390/genes14020404. 

 

5. Correlation between PD-L1 expression and aggressiveness in pituitary neuroendocrine tumors. Giulia 
Cossu, Stefano La Rosa, Jean Philippe Brouland, Nelly Pitteloud, Ethan Harel, Federico Santoni, Maxime 
Brunner, Roy Daniel, Mahmoud Messerer. Cancers 2023, 15(18), 4471; doi.org/10.3390/cancers15184471 
 

6. CoverageMaster: comprehensive CNV detection and visualization from NGS short reads for genetic 
medicine applications. Melivoia Rapti, Jenny Meylan, Emmanuele Ranza, Stylianos E. Antonarakis, 
Federico A. Santoni#§., Briefings in Bioinformatics, 2022 

7. GnRH replacement rescues cognition in Down Syndrome. Maria Manfredi-Lozano, Valerie Leysen, Michela 
Adamo, Isabel Paiva, Renaud Rovera, Jean-Michel Pignat, Fatima Ezzahra Timzoura, Michael Candlish, 
Sabiha Eddarkaoui, Samuel A. Malone, Mauro S. B. Silva, Sara Trova, Monica Imbernon, Laurine 
Decoster, Ludovica Cotellessa, Manuel Tena-Sempere, Marc Claret, Ariane Paoloni-Giacobino, Damien 
Plassard, Emmanuelle Paccou, Nathalie Vionnet, James Acierno, Aleksandra Maleska Maceski, Antoine 
Lutti, Frank Pfrieger, S. Rasika, Federico Santoni, Ulrich Boehm, Philippe Ciofi, Luc Buée, Nasser 
Haddjeri, Anne-Laurence Boutillier, Jens Kuhle,Andrea Messina, Bogdan Draganski, Paolo Giacobini, 
Nelly Pitteloud, Vincent Prevot. Science 2022.  
 

8. NOS1 mutations cause hypogonadotropic hypogonadism with sensory and cognitive deficits: reversal with 
NO therapy in infantile mice. Konstantina Chachlaki, Andrea Messina, Virginia Delli, Valerie Leysen, 
Csilla Maurnyi, Chieko Huber, Gaëtan Ternier, Katalin Skrapits, Georgios Papadakis, Sonal Shruti, Maria 
Kapanidou, Xu Cheng, James Acierno, Rademaker Jesse, S Rasika, Richard Quinton, Marek Niedziela, 
Dagmar L’Allemand, Duarte Pignatelli, Mirjam Dirlewander, Mariarosaria Lang-Muritano, Patrick Kempf, 
Sophie Catteau-Jonard, Nicolas J. Niederländer, Philippe Ciofi, Manuel Tena-Sempere, John Garthwaite, 
Laurent Storme, Paul Avan, Erik Hrabovszky, Alan Carleton,  Federico Santoni, Paolo Giacobini, Nelly 
Pitteloud, Vincent Prevot. Sci Transl Med. 2022.  
 

9. Limited evidence for blood eQTLs in human sexual dimorphism. Eleonora Porcu; Annnique Clarignbould; 
Antoine Weihs; Kaido Lepik; Tom G Richardson; Uwe Völker; Federico Santoni; Alexander Teumer; Lude 
Franke; Alexandre Reymond; Zoltan Kutalik. Genome Medicine, 2022.  
 

10. Loss of Nexmif results in the expression of phenotypic variability and loss of genomic integrity Caroline 
Stekelenburg,, Jean-Louis Blouin,, Federico Santoni , Norann Zaghloul , ElisabethA. O’Hare, Rodolphe 
Dusaulcy, Pierre Maechler, Valerie M. Schwitzgebel Scientific Reports 2022 

 
11. Dominant monoallelic variant in the PAK2 gene causes Knobloch syndrome type 2. Stylianos E. Antonarakis, 

Ales Holoubek, Melivoia Rapti, Jesse Rademaker, Jenny Meylan, Justyna Iwaszkiewicz, Vincent Zoete, Callum 
Wilson, Juliet Taylor, Muhammad Ansar, Christelle Borel, Olivier Menzel ,Kateřina Kuželová, Federico A. 

Santoni#§. Hum Mol Gen 2021. 
 

12. Differentially expressed genes reflect disease-induced rather than disease-causing changes in the 
transcriptome. Eleonora Porcu, Marie Sadler , Kaido Lepik , Chiara Auwerx , Andrew Wood , Antoine Weihs, 
Diogo M. Ribeiro , Stefania Bandinelli , Toshiko Tanaka , Matthias Nauck , Uwe Voelker , Olivier Delaneau, 



Andres Metspalu , Alexander Teumer , Timothy Frayling , Federico Santoni , Alexandre Reymond, Zoltan 
Kutalik. Nature Communications 2021  
 

13. Ablation of glucokinase-expressing tanycytes impacts energy balance and increases adiposity in mice. Antoine 
Rohrbach; Emilie Caron; Rafik Dali; Maxime Brunner; Roxane Pasquettaz; Irina Kolotuev; Federico 
Santoni; Bernard Thorens, Fanny Langlet. Mol Metabolism 2021 
 

14. Biallelic variants in TMEM222 cause a new autosomal recessive neurodevelopmental disorder. Polla DL, 
Farazi Fard MA, Tabatabaei Z, Habibzadeh P, Levchenko OA, Nikuei P, Makrythanasis P, Hussain M, von 
Hardenberg S, Zeinali S, Fallah MS, Schuurs-Hoeijmakers JHM, Shahzad M, Fatima F, Fatima N, Kaat LD, 
Bruggenwirth HT, Fleming LR, Condie J, Ploski R, Pollak A, Pilch J, Demina NA, Chukhrova AL, Sergeeva 
VS, Venselaar H, Masri AT, Hamamy H, Santoni FA, Linda K, Ahmed ZM, Nadif Kasri N, de Brouwer APM, 
Bergmann AK, Hethey S, Yavarian M, Ansar M, Riazuddin S, Riazuddin S, Silawi M, Ruggeri G, Pirozzi F, 
Eftekhar E, Taghipour Sheshdeh A, Bahramjahan S, Mirzaa GM, Lavrov AV, Antonarakis SE, Faghihi MA, 
van Bokhoven H. Genet Med. 2021 Apr 6. doi: 10.1038/s41436-021-01133-w. 
 

15. Testosterone-induced increase in libido in a patient with a loss-of-function mutation in the AR gene. Messina 
A. Marino .,  Acierno J, Phan-Hug F,,Niederländer N, Santoni F.,  La Rosa S., Pitteloud N., Endocr Diab 
Metab Case Reports, 2021 
 

16. Pathogenic mosaic variants in congenital hypogonadotropic hypogonadism. Acierno JS, Xu C, Papadakis GE, 
Niederländer NJ, Rademaker JD, Meylan J, Messina A, Kolesinska Z, Quinton R, Lang-Muritano M, Bartholdi 
D, Halperin I, De Geyter C, Bouligand J, Bartoloni L, Young J, Santoni FA, Pitteloud N. Genet Med. 2020 
Jul 29. PMID: 32724172 

 

17. NCKAP1 Disruptive Variants Lead to a Neurodevelopmental Disorder with Core Features of Autism. Guo H, 
Zhang Q, Dai R, Yu B, Hoekzema K, Tan J, Tan S, Jia X, Chung WK, Hernan R, Alkuraya FS, Alsulaiman A, 
Al-Muhaizea MA, Lesca G, Pons L, Labalme A, Laux L, Bryant E, Brown NJ, Savva E, Ayres S, Eratne D, 
Peeters H, Bilan F, Letienne-Cejudo L, Gilbert-Dussardier B, Ruiz-Arana IL, Merlini JM, Boizot A, Bartoloni 
L, Santoni F, Karlowicz D, McDonald M, Wu H, Hu Z, Chen G, Ou J, Brasch-Andersen C, Fagerberg CR, 
Dreyer I, Chun-Hui Tsai A, Slegesky V, McGee RB, Daniels B, Sellars EA, Carpenter LA, Schaefer B, Sacoto 
MJG, Begtrup A, Schnur RE, Punj S, Wentzensen IM, Rhodes L, Pan Q, Bernier RA, Chen C, Eichler EE, Xia 
K. Am J Hum Genet. 2020 Nov 5;107(5):963-976. doi: 10.1016/j.ajhg.2020.10.002. 

 

18. Genetic variation near CXCL12 is associated with susceptibility to HIV-related non-Hodgkin lymphoma. 
Christian W. Thorball, Tiphaine Oudot-Mellakh, Nava Ehsan, Christian Hammer, Federico A. Santoni, 
Jonathan Niay, Dominique Costagliola, Cécile Goujard, Laurence Meyer, Sophia S. Wang, Shehnaz K. 
Hussain, Ioannis Theodorou, Matthias Cavassini, Andri Rauch, Manuel Battegay, Matthias Hoffmann, Patrick 
Schmid, Enos Bernasconi, Huldrych F. Günthard, Pejman Mohammadi, Paul J. McLaren, Charles S. Rabki, 
Caroline Besson, Jacques Fellay. Haematologica 2020 

 
19. Neuron-derived neurotrophic factor (NDNF) is mutated in patients with Congenital Hypogonadotropic 

Hypogonadism. Andrea Messina, Kristiina Pulli, Sara Santini, James Acierno, Johanna Känsäkoski, 
Daniele Cassatella, Cheng Xu, Filippo Casoni, Samuel A. Malone, Gaetan Ternier, Daniele Conte, Yisrael 
Sidis, Johanna Tommiska, Kirsi Vaaralahti, Andrew Dwyer, Yoav Gothilf, Giorgio R. Merlo, Federico 
Santoni, Nicolas J. Niederländer, Paolo Giacobini, Taneli Raivio, Nelly Pitteloud. Am J Hum Genet. 2020 
 

20. Biallelic variants in PSMB1 encoding the proteasome subunit β6 cause impairment of proteasome function, 
microcephaly, intellectual disability, developmental delay and short stature. Ansar M, Ebstein F, Özkoç H, 
Paracha SA, Iwaszkiewicz J, Gesemann M, Zoete V, Ranza E, Santoni FA, Sarwar MT, Ahmed J, Krüger E, 
Bachmann-Gagescu R, Antonarakis SE. Hum Mol Gen 2020 Mar doi: 10.1093/hmg/ddaa032. 
 

21. Systematic genetic study of diabetic youth in a single country reveals the prevalence of diabetes subtypes, 
novel candidate genes, and response to precision therapy. Stankute, Ingrida; Verkauskiene, Rasa; Blouin, 
Jean-Louis; Klee, Philippe; Dobrovolskiene, Rimante; danyte, evalda; Dirlewanger, Mirjam; Santoni, 
Federico; Razanskaite-Virbickiene, dovile; Marciulionyte, Dalia; Jasinskiene, edita; Mockeviciene, Giedre; 
Schwitzgebel, Valerie. Diabetes.  2020 

 

22. De Novo and Bi-allelic Pathogenic Variants in NARS1 Cause Neurodevelopmental Delay Due to Toxic 
Gain-of-Function and Partial Loss-of-Function Effects. Manole A, Efthymiou S, O'Connor E, Mendes MI, 



Jennings M, Maroofian R, Davagnanam I, Mankad K, Lopez MR, Salpietro V, Harripaul R, Badalato L, 
Walia J, Francklyn CS, Athanasiou-Fragkouli A, Sullivan R, Desai S, Baranano K, Zafar F, Rana N, Ilyas 
M, Horga A, Kara M, Mattioli F, Goldenberg A, Griffin H, Piton A, Henderson LB, Kara B, Aslanger AD, 
Raaphorst J, Pfundt R, Portier R, Shinawi M, Kirby A, Christensen KM, Wang L, Rosti RO, Paracha SA, 
Sarwar MT, Jenkins D; SYNAPS Study Group, Ahmed J, Santoni FA, Ranza E, Iwaszkiewicz J, Cytrynbaum 
C, Weksberg R, Wentzensen IM, Guillen Sacoto MJ, Si Y, Telegrafi A, Andrews MV, Baldridge D, Gabriel 
H, Mohr J, Oehl-Jaschkowitz B, Debard S, Senger B, Fischer F, van Ravenwaaij C, Fock AJM, Stevens SJC, 
Bähler J, Nasar A, Mantovani JF, Manzur A, Sarkozy A, Smith DEC, Salomons GS, Ahmed ZM, Riazuddin 
S, Riazuddin S, Usmani MA, Seibt A, Ansar M, Antonarakis SE, Vincent JB, Ayub M, Grimmel M, Jelsig AM, 
Hjortshøj TD, Karstensen HG, Hummel M, Haack TB, Jamshidi Y, Distelmaier F, Horvath R, Gleeson JG, 
Becker H, Mandel JL, Koolen DA, Houlden H. Am J Hum Genet. 2020 
 

23. Single cell transcriptome reveals mechanisms of gene dosage imbalance in aneuploidies. Stamoulis G, 

Garieri M, Falconnet E, Ribaux P, Borel C, Santoni FA§, Antonarakis SE§, Nature Communications, 
2019 
 

24. Taurine treatment of retinal degeneration and cardiomyopathy in a consanguineous family with SLC6A6 
taurine transporter deficiency. Ansar M, Ranza E, Shetty M, Paracha SA, Azam M, Kern I, Iwaszkiewicz J, 
Farooq O, Pournaras CJ, Malcles A, Kecik M, Rivolta C, Muzaffar W, Qurban A, Ali L, Aggoun Y, Santoni 
FA, Makrythanasis P, Ahmed J, Qamar R, Sarwar MT, Henry LK, Antonarakis SE. Hum Mol Genet. 2019  

 

25. Bi-allelic Variants in IQSEC1 Cause Intellectual Disability, Developmental Delay, and Short Stature. Ansar 
M, Chung HL, Al-Otaibi A, Elagabani MN, Ravenscroft TA, Paracha SA, Scholz R, Abdel Magid T, Sarwar 
MT, Shah SF, Qaisar AA, Makrythanasis P, Marcogliese PC, Kamsteeg EJ, Falconnet E, Ranza E, Santoni 
FA, Aldhalaan H, Al-Asmari A, Faqeih EA, Ahmed J, Kornau HC, Bellen HJ, Antonarakis SE. Am J Hum 
Genet. 2019  
 

26. Biallelic Loss of Function Variants in PPP1R21 Cause a Neurodevelopmental Syndrome with Impaired 
Endocytic Function. Atteeq U. Rehman, Maryam Najafi, Marios Kambouris, Lihadh Al Gazali, Periklis 
Makrythanasis, Abolfazl Rad, Reza Maroofian, Anna Rajab, Zornitza Stark, Jill V. Hunter, Zeineb Bakey, 
Mari Tokita, Weimin He, Francesco Vetrini, Andrea Petersen, Federico A. Santoni, Hanan Hamamy, 
Kaman Wu, Fatma Al Jasmi, Martin Helmstädter, Sebastian Arnold, Fan Xia, Christopher Richmond,  
Pengfei Liu, Ehsan Ghayoor Karimiani, GholamReza Karami Madani, Sebastian Lunke, Hatem El-Shanti, 
Christine M. Eng, Stylianos E. Antonarakis, Jozef Hertecant, Magdalena Walkiewicz, Yaping Yang and  
Miriam Schmidts, Hum Mut, 2019 

 
27. Exome sequencing identifies a de novo FOXA2 variant in a patient with syndromic diabetes, Caroline 

Stekelenburg, Karine Gerster, Jean-Louis Blouin, Mariarosaria Lang-Muritano, Michel Guipponi, Federico 
Santoni, Valerie M Schwitzgebel, Pediatric diabetes, doi: 10.1111/pedi.12814, 2019 
 

28. Mendelian Randomization integrating GWAS and eQTL data reveals genetic determinants of complex and 
clinical traits, Eleonora Porcu, Sina Rüeger, Kaido Lepik, Federico A Santoni, Alexandre Reymond, Zoltán 
Kutalik, eQTLGen Consortium, Nature Communication, 2019  

 

29. Biallelic variants in DYNC1I2 cause syndromic microcephaly with intellectual disability, global 
developmental delay and dysmorphic facial features,Muhammad Ansar, Farid Ullah, Adams, Darius, Abbe 
Lai, Sohail Aziz Paracha, Muhammad T. Sarwar, Justyna Iwaszkiewicz, Zehra Agha, Emilie Falconnet, 
Emmanuelle Ranza, Federico A. Santoni, Vincent Zoete, Jawad Ahmed, Periklis Makrythanasis, Nicholas 
Katsanis, Christopher Walsh, Erica E. Davis, Stylianos E. Antonarakis, Am J Hum Genetics, 2019  
 

 

30. Extensive cellular heterogeneity of X inactivation revealed by single-cell allele-specific expression in human 

fibroblasts. Marco Garieri, Georgios Stamoulis, Emilie Falconnet, Pascale Ribaux,  Christelle Borel§,  

Federico A Santoni§,  Stylianos E Antonarakis§, PNAS, 2018 
 

31. Biallelic variants in FBXL3 cause intellectual disability, delayed motor development and short stature. 
Muhammad Ansar,  Sohail Aziz Paracha,  Alessandro Serretti,  Muhammad T Sarwar,  Jamshed Khan, 
Emmanuelle Ranza,  Emilie Falconnet,  Justyna Iwaszkiewicz,  Sayyed Fahim Shah,  Azhar Ali Qaisar, 



Federico A Santoni,  Vincent Zoete,  Andre Megarbane,  Jawad Ahmed,  Roberto Colombo, Periklis 
Makrythanasis,  Stylianos E Antonarakis. Hum Mol Genet. 2018, doi.org/10.1093/hmg/ddy406  

 

32. Bi-allelic Loss-of-Function Variants in DNMBP Cause Infantile Cataracts. Ansar M, Chung HL, Taylor RL, 
Nazir A, Imtiaz S, Sarwar MT, Manousopoulou A, Makrythanasis P, Saeed S, Falconnet E, Guipponi M, 
Pournaras CJ, Ansari MA, Ranza E, Santoni FA, Ahmed J, Shah I, Gul K, Black GC, Bellen HJ, 
Antonarakis SE. Am J Hum Genet. 2018 Oct 4;103(4):568-578. doi: 10.1016/j.ajhg.2018.09.004 

 

33. Visual impairment and progressive phthisis bulbi caused by recessive pathogenic variant in MARK3. Ansar 
M, Chung H, Waryah YM, Makrythanasis P, Falconnet E, Rao AR, Guipponi M, Narsani AK, Fingerhut R, 
Santoni FA, Ranza E, Waryah AM, Bellen HJ, Antonarakis SE. Hum Mol Genet. 2018 May 16. doi: 
10.1093/hmg/ddy180.  

 

34. Novel NEXMIF pathogenic variant in a boy with severe autistic features, intellectual disability, and 
epilepsy, and his mildly affected mother. Lambert N, Dauve C, Ranza E, Makrythanasis P, Santoni F, 
Sloan-Béna F, Gimelli S, Blouin JL, Guipponi M, Bottani A, Antonarakis SE, Kosel MM, Fluss J, Paoloni-
Giacobino A. J Hum Genet. 2018 Jul;63(7):847-850. doi: 10.1038/s10038-018-0459-2. Epub 2018 May 1. 

 

 

35. Congenital hypogonadotropic hypogonadism and constitutional delay of growth and puberty have distinct 
genetic architectures. Cassatella D, Howard SR, Acierno JS, Xu C, Papadakis GE, Santoni FA, Dwyer AA, 
Santini S, Sykiotis GP, Chambion C, Meylan J, Marino L, Favre L, Li J, Liu X, Zhang J, Bouloux PM, 
Geyter C, Paepe A, Dhillo WS, Ferrara JM, Hauschild M, Lang-Muritano M, Lemke JR, Flück C, Nemeth A, 
Phan-Hug F, Pignatelli D, Popovic V, Pekic S, Quinton R, Szinnai G, l'Allemand D, Konrad D, Sharif S, 
Iyidir ÖT, Stevenson BJ, Yang H, Dunkel L, Pitteloud N. Eur J Endocrinol. 2018 Apr;178(4):377-388. doi: 
10.1530/EJE-17-0568. Epub 2018 Feb 1. 

 

36. Biallelic variants in KIF14 cause intellectual disability with microcephaly. Makrythanasis P, Maroofian R, 
Stray-Pedersen A, Musaev D, Zaki MS, Mahmoud IG, Selim L, Elbadawy A, Jhangiani SN, Coban Akdemir 
ZH, Gambin T, Sorte HS, Heiberg A, McEvoy-Venneri J, James KN, Stanley V, Belandres D, Guipponi M, 
Santoni FA, Ahangari N, Tara F, Doosti M, Iwaszkiewicz J, Zoete V, Backe PH, Hamamy H, Gleeson JG, 
Lupski JR, Karimiani EG, Antonarakis SE. Eur J Hum Genet. 2018 Mar;26(3):330-339. doi: 
10.1038/s41431-017-0088-9. Epub 2018 Jan 17. 

 

37. Slightly deleterious genomic variants and transcriptome perturbations in Down syndrome embryonic 
selection. Popadin K, Peischl S, Garieri M, Sailani MR, Letourneau A, Santoni F, Lukowski SW, Bazykin 
GA, Nikolaev S, Meyer D, Excoffier L, Reymond A, Antonarakis SE. Genome Res. 2018 Jan;28(1):1-10. doi: 
10.1101/gr.228411.117. Epub 2017 Dec 13. 

 

38. Detection of Imprinted Genes by Single-Cell Allele-Specific Gene Expression. Santoni FA #, Stamoulis G, 

Garieri M, Falconnet E, Ribaux P, Borel C, Antonarakis SE#. Am J Hum Genet. 2017 Mar 2;100(3):444-
453. doi: 10.1016/j.ajhg.2017.01.028. Epub 2017 Feb 9. 

 

39. No evidence for the presence of genetic variants predisposing to psychotic disorders on the non-deleted 
22q11.2 allele of VCFS patients. Guipponi M*#, Santoni F*#, Schneider M, Gehrig C, Bustillo XB, Kates 
WR, Morrow B, Armando M, Vicari S, Sloan-Béna F, Gagnebin M, Shashi V, Hooper SR, Eliez S, 
Antonarakis SE#. Transl Psychiatry. 2017 Feb 21;7(2):e1039. doi: 10.1038/tp.2016.258 

 

40. Precision medicine for monogenic diabetes: from a survey to the development of a next-generation 
diagnostic panel. Kherra S, Blouin JL, Santoni F, Schwitzgebel V. Swiss Med Wkly. 2017 Nov 
8;147:w14535. doi: 10.4414/smw.2017.14535. eCollection 2017. 

 



41. The effect of genetic variation on promoter usage and enhancer activity. Garieri M, Delaneau O, Santoni F, 
Fish RJ, Mull D, Carninci P, Dermitzakis ET, Antonarakis SE, Fort A. Nat Commun. 2017 Nov 7;8(1):1358. 
doi: 10.1038/s41467-017-01467-7. 

 

 

42. Biallelic variants in LINGO1 are associated with autosomal recessive intellectual disability, microcephaly, 
speech and motor delay. Ansar M, Riazuddin S, Sarwar MT, Makrythanasis P, Paracha SA, Iqbal Z, Khan J, 
Assir MZ, Hussain M, Razzaq A, Polla DL, Taj AS, Holmgren A, Batool N, Misceo D, Iwaszkiewicz J, de 
Brouwer APM, Guipponi M, Hanquinet S, Zoete V, Santoni FA, Frengen E, Ahmed J, Riazuddin S, van 
Bokhoven H, Antonarakis SE. Genet Med. 2018 Jul;20(7):778-784. doi: 10.1038/gim.2017.113. Epub 2017 
Aug 24. 

 

43. Exome sequencing discloses KALRN homozygous variant as likely cause of intellectual disability and short 
stature in a consanguineous pedigree. Makrythanasis P, Guipponi M, Santoni FA, Zaki M, Issa MY, Ansar 
M, Hamamy H, Antonarakis SE. Hum Genomics. 2016 Jul 16;10(1):26. doi: 10.1186/s40246-016-0082-2. 

 

44. Experience of a multidisciplinary task force with exome sequencing for Mendelian disorders. Fokstuen S*, 
Makrythanasis P*, Hammar E*, Guipponi M*, Ranza E*, Varvagiannis K*, Santoni FA*, Albarca-Aguilera 
M, Poleggi ME, Couchepin F, Brockmann C, Mauron A, Hurst SA, Moret C, Gehrig C, Vannier A, Bevillard 
J, Araud T, Gimelli S, Stathaki E, Paoloni-Giacobino A, Bottani A, Sloan-Béna F, Sizonenko LD, Mostafavi 
M, Hamamy H, Nouspikel T, Blouin JL, Antonarakis SE. Hum Genomics. 2016 Jun 28;10(1):24. doi: 
10.1186/s40246-016-0080-4. Review. 

 

45. Pathogenic Variants in PIGG Cause Intellectual Disability with Seizures and Hypotonia. Makrythanasis P, 
Kato M, Zaki MS, Saitsu H, Nakamura K, Santoni FA, Miyatake S, Nakashima M, Issa MY, Guipponi M, 
Letourneau A, Logan CV, Roberts N, Parry DA, Johnson CA, Matsumoto N, Hamamy H, Sheridan E, 
Kinoshita T, Antonarakis SE, Murakami Y. Am J Hum Genet. 2016 Apr 7;98(4):615-26. doi: 
10.1016/j.ajhg.2016.02.007. Epub 2016 Mar 17. 

 

46. Genomic analysis identifies new drivers and progression pathways in skin basal cell carcinoma. Bonilla X, 
Parmentier L, King B, Bezrukov F, Kaya G, Zoete V, Seplyarskiy VB, Sharpe HJ, McKee T, Letourneau A, 
Ribaux PG, Popadin K, Basset-Seguin N, Ben Chaabene R, Santoni FA, Andrianova MA, Guipponi M, 
Garieri M, Verdan C, Grosdemange K, Sumara O, Eilers M, Aifantis I, Michielin O, de Sauvage FJ, 
Antonarakis SE, Nikolaev SI. Nat Genet. 2016 Apr;48(4):398-406. doi: 10.1038/ng.3525. Epub 2016 Mar 7. 

 

 

47. HIV-1 Nef promotes infection by excluding SERINC5 from virion incorporation. Rosa A, Chande A, Ziglio 
S, De Sanctis V, Bertorelli R, Goh SL, McCauley SM, Nowosielska A, Antonarakis SE, Luban J, Santoni FA, 
Pizzato M. Nature. 2015 Oct 8;526(7572):212-7. doi: 10.1038/nature15399. Epub 2015 Sep 30. 

 

48. CATCHing putative causative variants in consanguineous families. Santoni FA#, Makrythanasis P, 

Antonarakis SE#. BMC Bioinformatics. 2015 Sep 28;16:310. doi: 10.1186/s12859-015-0727-5. 
 

49. Biased allelic expression in human primary fibroblast single cells. Borel C, Ferreira PG, Santoni F, 
Delaneau O, Fort A, Popadin KY, Garieri M, Falconnet E, Ribaux P, Guipponi M, Padioleau I, Carninci P, 
Dermitzakis ET, Antonarakis SE. Am J Hum Genet. 2015 Jan 8;96(1):70-80. doi: 
10.1016/j.ajhg.2014.12.001. Epub 2014 Dec 31. 

 

50. DNA-Methylation Patterns in Trisomy 21 Using Cells from Monozygotic Twins. Sailani MR, Santoni FA, 
Letourneau A, Borel C, Makrythanasis P, Hibaoui Y, Popadin K, Bonilla X, Guipponi M, Gehrig C, Vannier 
A, Carre-Pigeon F, Feki A, Nizetic D, Antonarakis SE. PLoS One. 2015 Aug 28;10(8):e0135555. doi: 
10.1371/journal.pone.0135555. eCollection 2015. 



 

51. Gene Variants Associated with Transient Neonatal Diabetes Mellitus in the Vey Low Birth Weight Infant. 
Anderson de la Llana S, Klee P, Santoni F, Stekelenburg C, Blouin JL, Schwitzgebel VM. Horm Res 
Paediatr. 2015;84(4):283-8. doi: 10.1159/000437378. Epub 2015 Aug 28. 

 

52. HSA21 Single-Minded 2 (Sim2) Binding Sites Co-Localize with Super-Enhancers and Pioneer Transcription 
Factors in Pluripotent Mouse ES Cells. Letourneau A, Cobellis G, Fort A, Santoni F, Garieri M, Falconnet 
E, Ribaux P, Vannier A, Guipponi M, Carninci P, Borel C, Antonarakis SE. PLoS One. 2015 May 
8;10(5):e0126475. doi: 10.1371/journal.pone.0126475. eCollection 2015. 

 

53. Exome sequencing reveals pathogenic mutations in 91 strains of mice with Mendelian disorders. Fairfield 
H, Srivastava A, Ananda G, Liu R, Kircher M, Lakshminarayana A, Harris BS, Karst SY, Dionne LA, Kane 
CC, Curtain M, Berry ML, Ward-Bailey PF, Greenstein I, Byers C, Czechanski A, Sharp J, Palmer K, Gudis 
P, Martin W, Tadenev A, Bogdanik L, Pratt CH, Chang B, Schroeder DG, Cox GA, Cliften P, Milbrandt J, 
Murray S, Burgess R, Bergstrom DE, Donahue LR, Hamamy H, Masri A, Santoni FA, Makrythanasis P, 
Antonarakis SE, Shendure J, Reinholdt LG. Genome Res. 2015 Jul;25(7):948-57. doi: 
10.1101/gr.186882.114. Epub 2015 Apr 27. 

 

54. A large genomic deletion leads to enhancer adoption by the lamin B1 gene: a second path to autosomal 
dominant adult-onset demyelinating leukodystrophy (ADLD). Giorgio E, Robyr D, Spielmann M, Ferrero E, 
Di Gregorio E, Imperiale D, Vaula G, Stamoulis G, Santoni F, Atzori C, Gasparini L, Ferrera D, Canale C, 
Guipponi M, Pennacchio LA, Antonarakis SE, Brussino A, Brusco A. Hum Mol Genet. 2015 Jun 
1;24(11):3143-54. doi: 10.1093/hmg/ddv065. Epub 2015 Feb 20. 

 

55. Galanin pathogenic mutations in temporal lobe epilepsy. Guipponi M, Chentouf A, Webling KE, Freimann 
K, Crespel A, Nobile C, Lemke JR, Hansen J, Dorn T, Lesca G, Ryvlin P, Hirsch E, Rudolf G, Rosenberg 
DS, Weber Y, Becker F, Helbig I, Muhle H, Salzmann A, Chaouch M, Oubaiche ML, Ziglio S, Gehrig C, 
Santoni F, Pizzato M, Langel Ü, Antonarakis SE. Hum Mol Genet. 2015 Jun 1;24(11):3082-91. doi: 
10.1093/hmg/ddv060. Epub 2015 Feb 17. 

 

56. Perturbations of heart development and function in cardiomyocytes from human embryonic stem cells with 
trisomy 21. Bosman A, Letourneau A, Sartiani L, Del Lungo M, Ronzoni F, Kuziakiv R, Tohonen V, 
Zucchelli M, Santoni F, Guipponi M, Dumevska B, Hovatta O, Antonarakis SE, Jaconi ME. Stem Cells. 
2015 May;33(5):1434-46. doi: 10.1002/stem.1961. 

 

 
57. Domains of genome-wide gene expression dysregulation in Down's syndrome. Letourneau A*, Santoni 

FA*, Bonilla X, Sailani MR, Gonzalez D, Kind J, Chevalier C, Thurman R, Sandstrom RS, Hibaoui Y, 
Garieri M, Popadin K, Falconnet E, Gagnebin M, Gehrig C, Vannier A, Guipponi M, Farinelli L, Robyr D, 
Migliavacca E, Borel C, Deutsch S, Feki A, Stamatoyannopoulos JA, Herault Y, van Steensel B, Guigo R, 
Antonarakis SE. Nature. 2014 Apr 17;508(7496):345-50. doi: 10.1038/nature13200 

 

58. Extrachromosomal driver mutations in glioblastoma and low-grade glioma. Nikolaev S*#, Santoni F*#, 
Garieri M, Makrythanasis P, Falconnet E, Guipponi M, Vannier A, Radovanovic I, Bena F, Forestier F, 
Schaller K, Dutoit V, Clement-Schatlo V, Dietrich PY, Antonarakis SE#. Nat Commun. 2014 Dec 4;5:5690. 
doi: 10.1038/ncomms6690. 

 

59. Data in brief: Transcriptome analysis of induced pluripotent stem cells from monozygotic twins discordant 
for trisomy 21. Hibaoui Y, Grad I, Letourneau A, Santoni FA, Antonarakis SE, Feki A. Genom Data. 2014 
Aug 1;2:226-9. doi: 10.1016/j.gdata.2014.07.006. eCollection 2014 Dec. 

 



60. Exome sequencing in 53 sporadic cases of schizophrenia identifies 18 putative candidate genes. Guipponi 
M, Santoni FA, Setola V, Gehrig C, Rotharmel M, Cuenca M, Guillin O, Dikeos D, Georgantopoulos G, 
Papadimitriou G, Curtis L, Méary A, Schürhoff F, Jamain S, Avramopoulos D, Leboyer M, Rujescu D, 
Pulver A, Campion D, Siderovski DP, Antonarakis SE. PLoS One. 2014 Nov 24;9(11):e112745. doi: 
10.1371/journal.pone.0112745. eCollection 2014. Erratum in: PLoS One. 2015;10(10):e0141630. 

 

61. Exome sequencing reveals a mutation in DMP1 in a family with familial sclerosing bone dysplasia. 
Gannagé-Yared MH, Makrythanasis P, Chouery E, Sobacchi C, Mehawej C, Santoni FA, Guipponi M, 
Antonarakis SE, Hamamy H, Mégarbané A. Bone. 2014 Nov;68:142-5. doi: 10.1016/j.bone.2014.08.014. 
Epub 2014 Aug 30. 

 

62. Frequent cases of RAS-mutated Down syndrome acute lymphoblastic leukaemia lack JAK2 mutations. 
Nikolaev SI, Garieri M, Santoni F, Falconnet E, Ribaux P, Guipponi M, Murray A, Groet J, Giarin E, 
Basso G, Nizetic D, Antonarakis SE. Nat Commun. 2014 Aug 8;5:4654. doi: 10.1038/ncomms5654. 

 

63. Diagnostic exome sequencing to elucidate the genetic basis of likely recessive disorders in consanguineous 
families. Makrythanasis P, Nelis M, Santoni FA, Guipponi M, Vannier A, Béna F, Gimelli S, Stathaki E, 
Temtamy S, Mégarbané A, Masri A, Aglan MS, Zaki MS, Bottani A, Fokstuen S, Gwanmesia L, Aliferis K, 
Bustamante Eduardo M, Stamoulis G, Psoni S, Kitsiou-Tzeli S, Fryssira H, Kanavakis E, Al-Allawi N, 
Sefiani A, Al Hait S, Elalaoui SC, Jalkh N, Al-Gazali L, Al-Jasmi F, Bouhamed HC, Abdalla E, Cooper DN, 
Hamamy H, Antonarakis SE. Hum Mutat. 2014 Oct;35(10):1203-10. doi: 10.1002/humu.22617. Epub 2014 
Aug 18. 

 

 

64. Loss of function mutation in the palmitoyl-transferase HHAT leads to syndromic 46,XY disorder of sex 
development by impeding Hedgehog protein palmitoylation and signaling. Callier P, Calvel P, Matevossian 
A, Makrythanasis P, Bernard P, Kurosaka H, Vannier A, Thauvin-Robinet C, Borel C, Mazaud-Guittot S, 
Rolland A, Desdoits-Lethimonier C, Guipponi M, Zimmermann C, Stévant I, Kuhne F, Conne B, Santoni F, 
Lambert S, Huet F, Mugneret F, Jaruzelska J, Faivre L, Wilhelm D, Jégou B, Trainor PA, Resh MD, 
Antonarakis SE, Nef S. PLoS Genet. 2014 May 1;10(5):e1004340. doi: 10.1371/journal.pgen.1004340. 
eCollection 2014 May. 

 

65. Simultaneous identification and prioritization of variants in familial, de novo, and somatic genetic disorders 
with VariantMaster. Santoni FA#, Makrythanasis P, Nikolaev S, Guipponi M, Robyr D, Bottani A, 
Antonarakis SE. Genome Res. 2014 Feb;24(2):349-55. doi: 10.1101/gr.163832.113. Epub 2014 Jan 3. 

 

66. Modelling and rescuing neurodevelopmental defect of Down syndrome using induced pluripotent stem cells 
from monozygotic twins discordant for trisomy 21. Hibaoui Y, Grad I, Letourneau A, Sailani MR, Dahoun 
S, Santoni FA, Gimelli S, Guipponi M, Pelte MF, Béna F, Antonarakis SE, Feki A. EMBO Mol Med. 2014 
Feb;6(2):259-77. doi: 10.1002/emmm.201302848. Epub 2013 Dec 27. 

 

 
67. Mutations in ZMYND10, a gene essential for proper axonemal assembly of inner and outer dynein arms in 

humans and flies, cause primary ciliary dyskinesia. Moore DJ, Onoufriadis A, Shoemark A, Simpson MA, 
zur Lage PI, de Castro SC, Bartoloni L, Gallone G, Petridi S, Woollard WJ, Antony D, Schmidts M, 
Didonna T, Makrythanasis P, Bevillard J, Mongan NP, Djakow J, Pals G, Lucas JS, Marthin JK, Nielsen 
KG, Santoni F, Guipponi M, Hogg C, Antonarakis SE, Emes RD, Chung EM, Greene ND, Blouin JL, 
Jarman AP, Mitchison HM. Am J Hum Genet. 2013 Aug 8;93(2):346-56. doi: 10.1016/j.ajhg.2013.07.009. 
Epub 2013 Jul 25. 

 

68. The complex SNP and CNV genetic architecture of the increased risk of congenital heart defects in Down 
syndrome. Sailani MR, Makrythanasis P, Valsesia A, Santoni FA, Deutsch S, Popadin K, Borel C, 



Migliavacca E, Sharp AJ, Duriaux Sail G, Falconnet E, Rabionet K, Serra-Juhé C, Vicari S, Laux D, 
Grattau Y, Dembour G, Megarbane A, Touraine R, Stora S, Kitsiou S, Fryssira H, Chatzisevastou-Loukidou 
C, Kanavakis E, Merla G, Bonnet D, Pérez-Jurado LA, Estivill X, Delabar JM, Antonarakis SE. Genome 
Res. 2013 Sep;23(9):1410-21. doi: 10.1101/gr.147991.112. Epub 2013 Jun 19. 

 

69. Exome sequencing identifies putative drivers of progression of transient myeloproliferative disorder to 
AMKL in infants with Down syndrome. Nikolaev SI, Santoni F, Vannier A, Falconnet E, Giarin E, Basso 
G, Hoischen A, Veltman JA, Groet J, Nizetic D, Antonarakis SE. Blood. 2013 Jul 25;122(4):554-61. doi: 
10.1182/blood-2013-03-491936. Epub 2013 Jun 3. 

 

70. Multiplex targeted high-throughput sequencing for Mendelian cardiac disorders. Fokstuen S, Makrythanasis 
P, Nikolaev S, Santoni F, Robyr D, Munoz A, Bevillard J, Farinelli L, Iseli C, Antonarakis SE, Blouin JL. 
Clin Genet. 2014 Apr;85(4):365-70. doi: 10.1111/cge.12168. Epub 2013 May 13. 

 

71. TNPO3 protects HIV-1 replication from CPSF6-mediated capsid stabilization in the host cell cytoplasm. De 
Iaco A, Santoni F, Vannier A, Guipponi M, Antonarakis S, Luban J. Retrovirology. 2013 Feb 15;10:20. doi: 
10.1186/1742-4690-10-20. 

 

 

72. HERV-H RNA is abundant in human embryonic stem cells and a precise marker for pluripotency. Santoni 
FA#, Guerra J, Luban J#. Retrovirology. 2012 Dec 20;9:111. doi: 10.1186/1742-4690-9-111. 

 

73. EMdeCODE: a novel algorithm capable of reading words of epigenetic code to predict enhancers and 
retroviral integration sites and to identify H3R2me1 as a distinctive mark of coding versus non-coding 

genes. Santoni FA§. Nucleic Acids Res. 2013 Feb 1;41(3):e48. doi: 10.1093/nar/gks1214. Epub 2012 Dec 
11. 

 

74. A single-nucleotide substitution mutator phenotype revealed by exome sequencing of human colon 
adenomas. Nikolaev SI, Sotiriou SK, Pateras IS, Santoni F, Sougioultzis S, Edgren H, Almusa H, Robyr D, 
Guipponi M, Saarela J, Gorgoulis VG, Antonarakis SE, Halazonetis TD. Cancer Res. 2012 Dec 
1;72(23):6279-89. doi: 10.1158/0008-5472.CAN-12-3869 

 

 

75. TRIM5 is an innate immune sensor for the retrovirus capsid lattice. Pertel T, Hausmann S, Morger D, Züger 
S, Guerra J, Lascano J, Reinhard C, Santoni FA, Uchil PD, Chatel L, Bisiaux A, Albert ML, Strambio-De-
Castillia C, Mothes W, Pizzato M, Grütter MG, Luban J. Nature. 2011 Apr 21;472(7343):361-5. doi: 
10.1038/nature09976. 

 

76. Deciphering the code for retroviral integration target site selection. Santoni FA, Hartley O, Luban J.  PLoS 
Comput Biol. 2010 Nov 24;6(11):e1001008. doi: 10.1371/journal.pcbi.1001008. 

 

77. A comparison of Y-chromosome variation in Sardinia and Anatolia is more consistent with cultural rather 
than demic diffusion of agriculture. Morelli L, Contu D, Santoni F, Whalen MB, Francalacci P, Cucca F. 
PLoS One. 2010 Apr 29;5(4):e10419. doi: 10.1371/journal.pone.0010419. 

 

78. GABAB receptor activation exacerbates spontaneous spike-and-wave discharges in DBA/2J mice. Bortolato 
M, Frau R, Orrù M, Fà M, Dessì C, Puligheddu M, Barberini L, Pillolla G, Polizzi L, Santoni F, Mereu G, 
Marrosu F. Seizure. 2010 May;19(4):226-31. doi: 10.1016/j.seizure.2010.02.007. Epub 2010 Mar 15. 

 



79. Biodoop: bioinformatics on Hadoop. S Leo, F Santoni, G Zanetti. Parallel Processing Workshops, 2009. 
ICPPW'09 

 

80. Prospective isolation of functionally distinct radial glial subtypes--lineage and transcriptome analysis. Pinto 
L, Mader MT, Irmler M, Gentilini M, Santoni F, Drechsel D, Blum R, Stahl R, Bulfone A, Malatesta P, 
Beckers J, Götz M. Mol Cell Neurosci. 2008 May;38(1):15-42. doi: 10.1016/j.mcn.2008.01.012. Epub 2008 
Feb 1. 

 

81. Genetic loci linked to type 1 diabetes and multiple sclerosis families in Sardinia. Pitzalis M, Zavattari P, 
Murru R, Deidda E, Zoledziewska M, Murru D, Moi L, Motzo C, Orrù V, Costa G, Solla E, Fadda E, 
Schirru L, Melis MC, Lai M, Mancosu C, Tranquilli S, Cuccu S, Rolesu M, Secci MA, Corongiu D, Contu D, 
Lampis R, Nucaro A, Pala G, Pacifico A, Maioli M, Frongia P, Chessa M, Ricciardi R, Lostia S, Marinaro 
AM, Milia AF, Landis N, Zedda MA, Whalen MB, Santoni F, Marrosu MG, Devoto M, Cucca F. BMC Med 
Genet. 2008 Jan 20;9:3. doi: 10.1186/1471-2350-9-3. 

 

82. Parallelizing bioinformatics applications with MapReduce, M Gaggero, S Leo, S Manca, F Santoni, O 
Schiaratura, G Zanetti. Cloud Computing and Its Applications, 2008 

 

83. Y-chromosome based evidence for pre-neolithic origin of the genetically homogeneous but diverse 
Sardinian population: inference for association scans. Contu D, Morelli L, Santoni F, Foster JW, 
Francalacci P, Cucca F. PLoS One. 2008 Jan 9;3(1):e1430. doi: 10.1371/journal.pone.0001430. 

 

84. Beta and gamma range EEG power-spectrum correlation with spiking discharges in DBA/2J mice absence 
model: role of GABA receptors. Marrosu F, Santoni F, Fà M, Puligheddu M, Barberini L, Genugu F, Frau 
R, Manunta M, Mereu G. Epilepsia. 2006 Mar;47(3):489-94. 

 

85. Increase in 20-50 Hz (gamma frequencies) power spectrum and synchronization after chronic vagal nerve 
stimulation. Marrosu F, Santoni F, Puligheddu M, Barberini L, Maleci A, Ennas F, Mascia M, Zanetti G, 
Tuveri A, Biggio G. Clin Neurophysiol. 2005 Sep;116(9):2026-36. 

 

 

86. AntiHunter 2.0: increased speed and sensitivity in searching BLAST output for EST antisense transcripts. 
Lavorgna G, Triunfo R, Santoni F, Orfanelli U, Noci S, Bulfone A, Zanetti G, Casari G.  Nucleic Acids Res. 
2005 Jul 1;33(Web Server issue):W665-8. 

 

 


