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Dipartimento di Scienze Biomediche, Metaboliche e Neuroscienze
Universita’ degli Studi di Modena e Reggio Emilia

Via G. Campi 287

41100 Modena, Italy
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Email: rossella.tupler@unimore.it

Education

07/ 1974
1171977
10 /1985
06 /1991
11/1993

Professional Activity

02/ 1991 - 06/ 1992

10/ 1991 - 09/ 2005
11/1996 — 10/ 1998

11/1998 — 10/2002

06/ 2000- 05/ 2006
11/2002 - 2023

06/ 2004- 05/ 2009
10/ 2005-present
11/ 2006~ 3/ 2019
06/ 2006-present

1/ 2007- present
4/ 2007-3/ 2010
2008 — 2012
2010-2012
2010-2012

2012

2013 - 2015

High School Diploma Liceo Scientifico “A.Calini”, Brescia, Italy

BSc (cum laude) University of Pavia, Italy

Doctoral Degree in Medicine (cum laude) Faculty of Medicine, University of Brescia, Italy
Ph.D, in Human Pathology at the University of Pavia, Italy

Post Doctorate Specialization (cum laude) in Human Cytogenetics University of Pavia

Postdoctoral fellow at Centre for Research on Neurodegenerative disorders,
University of Toronto, Toronto, Canada

Assistant Professor of Medical Genetics, University of Pavia, Pavia, Italy.

Visiting scientist, Howard Hughes Medical Institute, Program in Molecular
Medicine, University of Massachusetts, Worcester, Massachusetts, USA.

Instructor at the Department of Biochemistry and Molecular Biology, University of
Massachusetts Medical School, Worcester, Massachusetts, USA.

Director of Laboratory for Diagnosis of Neurogenetic Disorders, Pavia, Italy

Research Assistant Professor at the Program in Gene Function and Expression,
University of Massachusetts Medical School, Worcester, Massachusetts, USA.
Coordinator of FSH Club, Association Francaise contre les myopathies,

Associate Professor of Medical Genetics at the Department of Biomedical Sciences,
Faculty of Biosciences and Biotechnologies, University of Modena and Reggio
Emilia, Modena, Italy

Director of the Graduate School in Molecular and Regenerative Medicine University
of Modena and Reggio Emilia, Modena, Italy

Director of Miogen Laboratory for Research and Diagnosis of Neuromuscular
Disorders, University of Modena and Reggio Emilia

Italian National Registry for FSHD, Curator

member of the Ethics Committee of the province of Modena, Italy

Member of the Center Advisory Board (CAC) of Paul D. Wellstone Muscular

Dystrophy Cooperative research Center Boston Biomedical Research Institute,
Watertown, USA

Member of the Scientific Council of the Association Frangaise contre les
myopathies, Paris, France

Member of the AFM Strategic and Therapeutic Development Committee (COSET)
of the Steinert Network

ad hoc Member of the Study Section (Skeletal Muscle and Exercise Physiology) at
Center for Scientific Review, National Institute of Health, USA

Massachusetts Wellstone Cooperative Research Center for FSHD Research,
University of Massachusetts Medical School, Worcester, Member



2015 2015/10 ZRG1 GGG-Q Innovative Therapies and Tools for Screenable Disorders
in Newborns Study Section, Center for Scientific Review, NIH, USA, ad hoc

member

2015 2015/10 TAG (Therapeutic Approaches to Genetic Diseases) Study Section, Center
for Scientific Review, National Institute of Health, USA, ad hoc member

2016-2019 Strategic Committee Unione delle Associazioni, Italy, member

2016-2020 International Consortium for FSHD, organizer

2018-2023 Li Weibo Institute for Rare Diseases Research at the University of Massachusetts
Medical School, member

2019-2022 TREAT-NMD : Global database oversight committee — TGDOC, Disease

Subgroup Lead for FSHD

Honors and Fellowships

1991  Anna Villa Rusconi Postdoctoral Fellowship

1997 CNR (National Research Centre) Senior Scientist Fellowship

1998 FSH Society - Delta Railroad Construction Postdoctoral Fellowship
2000 Worcester Foundation Award

2000 Legato Ferrari Award.

Grants

Active

HORIZON-HLTH-2022-TOOL-12-two-stage CoMPaSS-NMD 101080874 (Coordinator)

Title: Computational Models for new Patients Stratification Strategies of Neuromuscular Disorders
Duration: 05/1/23 — 04/30/27

Direct costs: € 5,999,095

PRIN 2022X8PMEA

Title: ML-based investigation of exome variants to inspect the phenotypic heterogeneity of
Facioscapulohumeral muscular dystrophy

Duration: 09/1/23 — 08/31/25

Direct costs: € 266,465

Telethon Cariplo n. GJC23060

Title: Characterization of FRG2 gene family in the framework of FSHD
Duration: 09/1/24 — 08/31/26

Direct costs: € 249,000

PNRR-Heal Italia

FSH -Amis METIN-FSHD

Title: Unraveling metabolic involvement in facioscapulohumeral dystrophy through metabolomics
Duration: 04/1/24 — 03/31/25

Direct costs: € 15,000

Completed

Fondo di Ateneo per la Ricerca anno 2021 - Ricerca interdisciplinare Mission Oriented (Coordinator)
Title: Artificial intelligence for the management and analysis of clinical and molecular data of the

Italian National Registry of Facioscapulohumeral muscular dystrophy and the Emilia

Romagna Registry of Amyotrophic Lateral Sclerosis

Duration: 06/1/22 — 05/31/24

Direct costs: € 66,000



Telethon GSP18002, Italy (D’Amico PI)

Title: A patient registry for muscular dystrophies and myopathies

Duration: 03/01/20 — 02/28/2023

Direct costs: € 240,000

Regione Emilia Romagna Progetti - Alte Competenze per la Ricerca e il Trasferimento Tecnologico -
Title: Analisi, sviluppo e implementazione della Piattaforma Software per la gestione avanzata e
lottimizzazione della raccolta dati dell'ltalian National Registry of facioscapulohumeral muscular
dystrophy

Duration: 01/09/20 — 31/08/21

Direct costs: € 30,000

Regione Emilia Romagna Piano triennale alte competenze alla ricerca POR/FSE 2014/2020 (PI)

Title: An integrated approach for the management and analysis of clinical and molecular data of the
Italian National Registry for Facioscapulohumeral muscular dystrophy

Duration: 11/01/2018 - 10/31/2021

Direct costs: € 86,743.44

Association Francaise contre les myopathies (Ricci Pl) 21611

Title: Characterization of the phenotypic variability in FSHD families for assisting clinical research
Duration: 12/01/2018 — 11/30/2019

Direct costs: € 50,000

Fondo di Ateneo per la Ricerca anno 2016 - Ricerca interdisciplinare (Coordinator)

Title: In Silico Analysis and Machine Learning Techniques for the Molecular Modeling of Genomic
Variants in Muscular Dystrophies

Duration: 3/1/17 — 2/28/19

Direct costs: € 80,000

Telethon GUP13012, Italy (Coordinator) 07/1/14 - 03/31/18

Title: Phenotypic and molecular characterization of FSHD families: a systematic approach towards trial
readiness.

Direct costs: € 575,000

FSHD Global Research Foundation, Australia (PD
Title: Functional study of a novel candidate gene for FSHD.
Duration: 09/1/14 — 02/28/18

Direct costs: AUD 325,000

Association Francaise contre les myopathies (D’Antona PI) 10/1/15 — 09/30/17

Title: Study of the role of muscle fatigue as predictor of muscle degeneration infacioscapulohumeral
muscular dystrophy

Duration: 10/1/15 — 09/30/17

Direct costs: € 80,000

National Institutes of Health/NICHHD (Emerson PI) 2U54HD060848-07
Title: Biomarkers for Therapy of FSHD

Project I: Genetic Modifiers of FSHD (Wagner PI)

Duration: 09/16/13 - 05/31/15

Association Francaise contre les myopathies (PI) 16593

Title: Whole exome sequencing to dissect genetic complexity in Facioscapulohumeral muscular dystrophy.
Duration: 10/1/14 — 09/30/16

Direct costs: € 80,000

Muscular Dystrophy Association (Coordinator)
Title: Dissecting the complexity of FSHD molecular pathogenesis


javascript:DoOpenManage(%5Cb09d844c-6696-41c1-8baf-ca13b36c4110%5C,3368,%5CYES%5C,106639,106639);
javascript:DoOpenManage(%5Cb09d844c-6696-41c1-8baf-ca13b36c4110%5C,3368,%5CYES%5C,106639,106639);

Duration: 09/1/12 — 08/31/14
Direct cost: $ 208,335

Telethon, GUP11009, Italy (Coordinator)

Title: Establishment of the Italian National Registry for Facioscapulohumeral muscular dystrophy
Duration: 06/01/12 — 05/31/13

Direct costs: euros 200,000

Association Francaise contre les myopathies 14339 (PI)
Title: Improvement of molecular tools for FSHD diagnosis
Duration: 05/1/10 — 04/30/12

Direct costs: euros 130,000

European Union - Programme ""Marie Curie Initial Training Networks" (Co-PI)
Title: Chromatin diseases: from basic mechanisms to therapy

Duration: 09/1/09 — 08/31/13

Direct costs: euros 120,000

Regione Emilia Romagna, Italy (RU-PI)

Title: Next-generation sequencing and gene therapy to diagnose and cure rare diseases in Regione Emilia
Romagna (RER)

Duration: 06/01/2013 — 31/05/2016

Direct costs: euros 75,000

National Institutes of Health; NIAMS (PI)

Title: An animal model to develop therapeutic strategies for FSHD
Duration: 07/01/07 — 06/30/12

Direct cost: $ 1,250,000

Association Francaise contre les myopathies (PI)

Title: Analysis of the role of FRG1 in FSHD pathogenesis
Duration: 09/1/07 — 08/31/10

Direct costs: euros 120,000

Telethon, GUP08004, Italy (Coordinator)

Title: Clinical and laboratory criteria for FSHD diagnosis in view of a national registry for the disease”
Duration: 01/01/09 — 12/31/10

Direct costs: euros 250,000

FSHD Global Research Foundation (PI)

Title: Defining the mechanism controlling muscle-specific gene expression in FSHD
Duration: 02/01/09 — 01/31/10

Direct cost: $ 120,000

Association Francaise contre les myopathies (Coordinator)

Title: Defining the pathogenesis of facioscapulohumeral muscular dystrophy (FSHD)
Duration: 09/1/08 — 08/31/10

Direct costs: euros 444,000

Association Francaise contre les myopathies (Coordinator)

Title: Defining the pathogenesis of facioscapulohumeral muscular dystrophy (FSHD)
Duration: 03/1/06 — 02/28/08

Direct costs: euros 644,000

Ministry of Education, University and Research — PRIN 2006 (Co-investigator)
Title: Therapeutic strategies for FSHD



Duration: 11/1/06— 10/31/08
Direct cost: euros 30,000

Telethon, GUPQ07001, Italy (Coordinator)

Title: Clinical and laboratory criteria for FSHD diagnosis in view of a national registry for the disease”
Duration: 12/01/07 — 12/30/08

Direct costs: euros 250,000

National Institutes of Health; NIND; RO1 NS047584-01 (PI)
Title: Investigating the Molecular Basis of FSHD

Duration: 1/10/03 - 6/30/08

Direct Costs: $1,156,250

Telethon, GGP050501, Italy (PI)

Title: Dissecting the molecular mechanism responsible for facioscapulohumeral muscular dystrophy
(FSHD)

Duration: 07/1/05 — 06/30/08

Direct cost: euros 437,000

Ministry of Education, University and Research — PRIN 2004 (Co-investigator)
Title: Molecular basis of FSHD

Duration: 11/1/04 — 10/31/06

Direct cost: euros 80,000

Association Francaise contre les myopathies (PI)

Title: The molecular basis of facioscapulohumeral muscular dystrophy
Duration: 10/1/03 — 9/30/05

Direct costs: euros 80,000

Association Francaise contre les myopathies (PI)

Title: Defining the pathogenesis of facioscapulohumeral muscular dystrophy (FSHD)
Duration: 10/1/04 — 30/9/05

Direct costs: euros 322,000

National Research Council, CNR; Functional Genomics: Progetto Unita Operativa n° 2.1.6 (Co-
investigator)

Title: Dissection of Facioscapulohumeral muscular dystrophy pathogenic mechanism through the analysis
of affected muscle transcription profile

Duration: 1/1/03 — 12/31/04

Direct costs: euros 114,428.62

Ministry of Education, University, and Research, FIRB RBAUO1B7TR (PI)

Title: Identification of the pathogenic mechanism responsible for facioscapulohumeral muscular dystrophy
and development of diagnostic, prognostic and therapeutic strategies.

Duration: 11/1/02 — 31/10/05

Direct costs: euros 150,000

Muscular Dystrophy Association (PI)

Title: Dissection of the Molecular Mechanism causing FSHD
Duration: 1/1/02 — 12/31/04

Direct cost: $ 208,335

CARIPLO (PI)

Title: Identification and characterization of genes involved in facioscapulohumeral muscular dystrophy
Duration: 7/1/03 — 30/6/05

Direct costs: euros 50,000



Telethon GP0284/01 (PI)

Title: Dissecting the molecular mechanism responsible for facioscapulohumeral muscular dystrophy
(FSHD)

Duration: 11/1/01 — 10/31/04

Direct cost: euros 185,924.52

Ministry of Instruction, University, and Research — PRIN 2003 (Co-investigator)
Title: Identification of candidate genes in facioscapulohumeral muscular dystrophy
Duration: 10/1/03 — 9/30/04

Direct costs: euros 39,000

National Institutes of Health; NIND; R21 NS043973 (PI)
Title: Analysis of the Molecular and Functional Role of D424 in FSHD Pathogenesis
Duration: 9/30/01 — 8/31/04

Ministry of University, Research, and Scientific Technology— COFIN (Co-investigator)
Title: “Analysis of gene expression in FSHD affected muscles”
Duration: 10/1/01 — 9/30/03

Muscular Dystrophy Association (PI)
Title: Analysis of gene expression in FSHD affected muscle
Duration: 7/1/99 — 6/30/01

Telethon 1041 (PI)

Title: Study of differentially expressed genes in facioscapulohumeral muscular dystrophy (FSHD) affected
muscles: an alternative approach towards the identification of the FSHD molecular defect

Duration: 1/1/98-12/31/00

Telethon 729 (PI)

Title: Genetic and physiological approach to identify the defect responsible for facioscapulohumeral
muscular dystrophy (FSHD)

Duration: 10/1/95 — 9/30/96

Telethon A432 (PI)
Title: Linkage analysis and physical mapping of the facioscapulohumeral dystrophy locus
Duration: 10/1/93 — 9/30/94

Presentation at Meetings

July 1996 Workshop on Facioscapulohumeral muscular dystrophy, Naarden, The
Netherlands

October 1997 American  Society of Human Genetics, Satellite Meeting on
Facioscapulohumeral muscular dystrophy, Baltimore, USA

July 1998 Workshop on Facioscapulohumeral muscular dystrophy, Pavia, Italy

October 1998 American  Society of Human Genetics, Satellite Meeting on
Facioscapulohumeral muscular dystrophy, Denver, USA

November 1998 International meeting on Facioscapulohumeral muscular dystrophy, Rome,
Italy

May 2000 The Third International Symposium on the Cause and Treatment of
Facioscapulohumeral muscular dystrophy, Bethesda, USA

July 2000 FSH Society Annual Meeting, Natick, USA,

May 2000 National Congress of the Italian Society of Clinical Neurophysiology,

Bergamo, Italy



October 2000

November 2000
March 2001

October 2001

November 2001
October 2002

October 2002
October 2002

November 2002
December 2002

May 2003
October 2003
November 2003
November 2003

January 2004

October 2004
October 2004

May 2005
October 2005

October 2005:

February 2006

November 2006

January 2007

May 2007
May 2007

October 2007

June 2008

The Eighth Congress of the Italian Society of Environmental Mutagenesis,
Mondello, Italy

National Congress of the Italian Society of Human Genetics, Orvieto, Italy,

Association  Francaise contre les  Myopathies, Meeting on
Facioscapulohumeral Muscular Dystrophy, Paris, France

American Society of Human Genetics, Satellite Meeting on
Facioscapulohumeral muscular dystrophy, San Diego, USA

Italian Society of Human Genetics, Annual Meeting, Orvieto,

7th International Congress of the World Muscle Society , Rotterdam, The
Nederlands

FSH Society Annual Meeting, Rockville, Maryland, USA

American Society of Human Genetics Annual Meeting, Satellite
Workshop on FSHD, Baltimore, Maryland, USA

Convention Telethon, Riva del Garda, Italy

Association Francaise contre les Myopathies - Workshop on FSHD, Paris,
France,

European Society of Human Genetics annual meeting, Birmingham, UK
Italian Federation of Life Sciences, FISV annual meeting , Rimini, Italy,
American Society of Human Genetics annual meeting, Los Angeles, USA

American Society of Human Genetics Annual Meeting, Satellite Workshop on
FSHD, Los Angeles, USA

“New directions in Biology and Disease of Skeletal Muscle”, San Diego,
USA

American Society of Human Genetics Annual Meeting, Toronto, Canada

American  Society of Human Genetics, Satellite Meeting on
Facioscapulohumeral muscular dystrophy, Toronto, Canada.

Myologie 2005, Nantes, France

18th IGB Meeting - Workshop on Epigenetic Bases of Genome
Reprogramming, Capri, Italy.

American Society of Human Genetics, Satellite Meeting on
Facioscapulohumeral muscular dystrophy, Salt Lake City, USA.

3" Mediterrenean Congress of Neurology, Sharm El Sheikh, Egypt
(cancelled).

“Facioscapulohumeral Muscular Dystrophy: How Deletion of Repetitive
Elements Leads to Muscular Dystrophy”, 5th International Conference on Unstable
Microsatellites and Human Disease, Granada,
“Analysis of the role of FRG1 in the pathogenesis of Facioscapulohumeral
Muscular Dystrophy” EMBO Conference Series 1st Meeting on “pre-mRNA
processing and disease” Cortina D’ Ampezzo, Italia
“Gene dysregulation in FSH”, FSH Workshop, Institut de Myologie, Paris,
Francia

“Size and number of D4Z4 alleles play a role in FSHD phenotype.” VII
Congresso Nazionale dell’ Associazione Italiana di Miologia , Ferrara
“Selective muscle involvement in facioscapulohumeral muscular dystrophy: the
role of 4935 gene expression”, FSHD International Research Consortium 2007,
San Diego, USA

“Dissecting the role of FRG1 and alternative splicing alterations of specific
mRNAs in FSHD pathogenesis”, EMBO Conference on RNA and Disease,
Roma, Italia



October 2008

November 2008

May 2009

June 2009

June 2009

January 2010
April 2010

26 April 2010

May 2010

June 2010

June 2010
October 2010
October 2010
October 2010
February 2011

October 2011

November 2011

November 2011

May 2012

October 2012

7 November 2012

“Pathogenic hypothesis of facio-scapulo-humeral muscular dystrophy’’, 13th
Congress of the World Muscle Society, Newcastle, UK

“Italian FSHD National Registry: a tool for genotype-phenotype correlation”
American Society of Human Genetics, Satellite Meeting on Facioscapulohumeral
muscular dystrophy, Philadelphia, USA.

“Italian FSHD National Registry: Clinical and laboratory criteria for FSHD
diagnosis™ , Italian Association to fight Muscular Dystrophy, Naples, Italy

“Unexpected high percentage of asymptomatic subjects carrying the FSHD
molecular defect.” IX Congresso Nazionale dell’Associazione Italiana di
Miologia , Verona, Italy

“Past, present and future of FSHD” Sen. Paul D. Wellstone Muscular
Dystrophy Cooperative Research Center for FSHD Research Annual Retreat,
Watertown, USA

:The FSHD ltalian Registry, FSHD clinical score and genotype-phenotype
correlation” 171st ENMC International Workshop, Naarden, The Netherlands.

I Giornata per la FSHD: Presentazione del Registro nazionale per la malattia,
Modena Italy
1st DISCHROM Conference “Epigenetics, Epigenomics in Health and Diseases,

Naples, Italy. Relazione su “DNA damaging and chromatin modification at the FSHD
locus™.

“Il Registro Nazionale per la distrofia muscolare facio-scapolo-omerale (FSHD):
uno strumento per ottenere nuovi parametri prognostici.” Corso di
Aggiornamento. La patologia neuromuscolare in eta’ evolutiva, Calambrone,
Pisa, Italy

Studio di correlazione genotipo-fenotipo per I’FSHD: quali fattori influenzano
I’insorgenza e la progressione della malattia? X Congresso nazionale
dell'Associazione Italiana di Miologia, Milan, Italy

Homogenization of genetic testing, the Italian experience, Best Practice Meeting,
Leiden, The netherlands

Il Giornata per la FSHD: Presentazione del Registro nazionale per la malattia,
Messina, Italy

Unexpected large number of compound heterozygotes revealed by cumulative effects
of D4Z4 mutation, FSH Society FSHD Workshop, Watertown, MA, USA

“Distrofia muscolare facio-scapolo-omerale: stato dell’arte e registro nazionale”, XLl
Italian Society of Neurology, Catania, Italy

La distrofia muscolare facio-scapolo-omerale”, "Updates nelle Malattie
Neuromuscolari”, Brescia, Italy

Presentazione Registro nazionale per la malattia: risultati e prospettive, Seconda
Giornata per la FSHD, Modena, Italy

“Altered Troponin T Splicing in Fast Fibers Drives Muscle Weakness in
Facioscapulohumeral Muscular Dystrophy”, FSH Society FSHD Workshop,
Watertown, MA, USA
“Facioscapulohumeral muscular dystrophy: new insights from compound
heterozygotes and implication for prenatal genetic counseling” FSH Society
FSHD Workshop, Watertown, MA, USA

“Facioscapulohumeral Muscular Dystrophy: genetic complexity and novel
diagnostic perspective XII Congresso Nazionale dell’ Associazione Italiana di
Miologia , Scicli, Italy
“Distrofia muscolare facio-scapolo-omerale: nuovi aspetti diagnostici e genetici”,
XLIII ltalian Society of Neurology, Rimini, Italy

“Prognostic tools for familial facioscapulohumeral muscular dystrophy: results



March 2013

April 2013

July 2013

16-20 September 2013

May 2014

8-9 March 2015

18 settembre 2015

19 Settembre 2015

1-4 October 2015
March 2016
November 2016
November 2016

18-20 November 2016

10 February 2017

2 March 2017

4 March 2017
13-15 March 2017
31 May — 3 June 2017

23 September 2017

28 October 2017

of a large-scale genotype-phenotype analysis from the Italian National Registry
for FSHD”, ASHG satellite meeting — FSH society, San Francisco, USA

From the bench to the clinic: what we have learnt from the Italian National
Registry for Facioscapulohumeral muscular dystrophy (FSHD). XVII
Convention Telethon, Riva del Garda (TN), Italy

“Il Registro Nazionale Italiano per la FSHD: Risultati e Obiettivi.” Terza gionata
FSHD, Modena, Italy

“FSHD revisited: what we have learn from a large a genotype/phenotype study”
DisChrom Workshop "From clinic to benchwork and return: is this possible?"
Modena, Italy

International Summer School Rare Disease And Orphan Drug Registries, Roma,
Italia. Relazione su The role of registries in epidemiological, clinical and genetic
research on rare diseases. A case example: the Italian National Registry for
facioscapulohumeral muscular dystrophy”.

Next Generation Sequencing in facioscapulohumeral muscular dystrophy
patients supports the idea that FSHD is a complex genetic disease, 14° Congresso
Nazionale AIM Sirmione, Italy
Un’iniziativa per lo studio integrato delle malattie neuromuscolari, NMD
Convention, XVIII Convention Telethon, Riva del Garda, Italy.

Organizzazione Corso ECM “La variabilita fenotipica nella distrofia muscolare facio-

scapolo-merale: training all’utilizzo di una nuova classificazione clinica”, Modena, Italia.
Organizzazione Scientifica della Quarta Giornata per la FSHD. “ll Registro
Nazionale Italiano per la Distrofia Muscolare Facio-scapolo-omerale:un modello
da esportare”, Modena, Italia.

Facioscapulohumeral muscular dystrophy: more complex than it appears, XII
IIM-Myology meeting, Reggio Emilia, Italy

Phenotypic and molecular characterization of FSHD families: a systematic
approach towards trial readiness, Myology 2016, Lyon, France.

Disease progression and clinical history in 246 patients from the FSHD Italian
Registry, FSH Society IRC Meeting, Boston.

The adult FSHD phenotype, 225th ENMC International Workshop: A global
FSHD Registry framework

The Italian FSHD registry experiences of a professional reported registry -
Clinician reported, 225th ENMC International Workshop: A global FSHD
Registry framework

La distrofia facio-scapolo-omerale, Malattie Neuromuscolari: Aspetti Diagnostici
e Terapeutici, Brescia, Italy

Distrofia Facioscapolomerale: una malattia da riscrivere, Sport, nutrizione e
terapia farmacologica: un approccio integrato per il miglioramento della salute e
della qualita di vita delle persone, Chiavari, Italy

Giornata Nazionale per le malattie Neuromuscolari Parma, Italia. Relazione su “Il
registro nazionale per la distrofia muscolare facio-scapolo-omerale”.

“Il registro della Distrofia Muscolare Facioscapolomerale”, NMD Convention,
XIX Convention Telethon, Riva del Garda, Italy

“La distrofia muscolare Facio-scapolo-omerale”, 17° Congresso Nazionale AIM
Siracusa, Italy

“FSHD 2.0: dalla raccolta dati alla pratica clinica, 5% Giornata per la FSHD
Modena”, Italy.

Cinquantenario dell’Unione Italiana per la Lotta alla Distrofia Muscolare,
sezione di Torino, Il miglioramento dell’approccio clinico e terapeutico per le
malattie neuromuscolari: la svolta del nuovo millennio. La FSHD. Torino, Italy.



6-9 June 2018

15-16 November, 2018

9 March, 2019

17 May, 2019

Fenotipo clinico come guida allo studio molecolare, 18° Congresso Nazionale
AIM Genova, ltaly
“La diagnosi genetica nella distrofia muscolare facio-scapolo-omerale : poche
certezze e molti punti oscuri, Imaging delle malattie Neuromuscolari e del nervo
periferico: stato dell’arte”, Milan, Italy
“Nuovi apetti terapeutici: focus sulle distrofie muscolari”. Giornata Nazionale per
le malattie Neuromuscolari Parma, Italia.
“La funzione dei Registri per i pazienti adulti” Convegno Nazionale UILDM,
Lignano, Italy

Imaging delle malattie Neuromuscolari e del nervo periferico: stato dell’arte

5-8 June 2019

25 October 2019

2-4 November 2023

18 November 2023

5-8 June 2024

13-14 September 2024

Seminars and lectures

December 1997
June 1999
July 1999

April 2000
January 2001
June 2001
December 2001
May 2002

May 2002
May 2002

June 2002
September 2002

October 2002
October 2002
October 2002
November 2002
December 2002

December 2002
December 2002

New insights in FSHD pathogenesis and possible therapies, 19° Congresso
Nazionale AIM Bergamo, Italy

Il valore dei Registri per le malattie neuromuscolari, Convegno UILDM Modena,
Italy

Computational Models for new Patients Stratification Strategies
Neuromuscular Disorders:CoMPaSS-NMD, Munich, Germany

Diagnosi prenatale per FSHD Indicazioni e percorsi elementi di complessita e
domande frequenti Simposio Gruppo Clinico Italiano FSHD, Pisa, Italy

Computational Models for new Patients Stratification Strategies
NeuromuscularDisorders: a new strategy to tackle hereditary neuromuscular
disorders, XXIV Congresso Nazionale AIM Bergamo, Italy Rome, Italy

L’utilizzo della intelligenza artificiale nella diagnosi delle malattie
neuromuscolari ereditarie, Ottavo Corso Giovani SIN, Caserta, Italy

Informative Course on Molecular Genetics, Treviso, Italy

Department of Human and Hereditary Pathology, University of Pavia, Pavia, Italy
Department of Human Genetics, Memorial Sloan Kettering Institute, New York,
USA

Department of Genetics, University of Bologna, Bologna, Italy

University of Pisa, Pisa, Italy

Institute of Molecular Genetics CNR, Pavia, Italy

Institute de Myologie, Paris, France

Proficiency course in muscle diseases, Plenary lecture, University of Milan, Milan,
Italy

Department of Physiopathology, University of Florence, Florence, Italy

School of Specialization in Human Physiology, Department of Human Anatomy
and Physiology, University of Padova, Padova, Italy

School of Specialization in Medical Genetics, University of Pavia, Italy
Proficiency course in Neurophisiopathology, Plenary Lecture, Lido degli Estensi,
Italy

University of Minnesota, Department of Genetics, Cell Biology and Development,
Minneapolis, USA.

Columbia University, Department of Physiology & Cellular Biophysics, New
York, USA,.

Weill Medical College of Cornell University, Department of Pediatric
Hematology-Oncology, New York, USA

GBMC - Institut de Génétique et de Biologie Moléculaire et Cellulaire, Strasbourg,
France,

Telethon Institute of Genetics and Medicine, Naples,.

Department of Genetics, University of Bologna, Bologna Italy.

Department of Genetic and Microbiology, University of Pavia, Pavia.



February 2003
April 2004

June 2004
May 2004

February 2005
March 2005
March 2005
April 2005
November 2005
February 2006
March 2006
March 2006

Aprile2006

December 2006
March 2007

May 2007

September 2007
February 2008
March 2008
April 2008
October 2008
October 2008
May 2009

November 2011

March 2013

May 2013

July 2014

March 2015

Department of Medicine, University of Massachusetts Medical School, Worcester,
USA

Department of Physiology and Biophysiscs, University of lowa Carver College of
Medicine, lowa City, lowa,.

ECM course on Muscle Pathophysiology, Pavia, Italy.

Laboratoire de Biologie Moléculaire de la Cellule CNRS UMR 5161-Ecole Normale
Supérieure de Lyon, Lyon, France.

National Institutes of Neurological Disorders and Stroke, Bethesda, Maryland, USA.
Institute de Genetique Humaine, Montpellier, France

Novartis Pharmaceutical, Basel, Switzerland

The Broad Institute of Harvard and MIT, Cambridge, Massachusetts, USA

Novartis Pharmaceutical, Basel, Switzerland.
“Le basi molecolari della distrofia muscolare facio-scapolo-omerale”, Fondazione
Telethon, Milano
“La distrofia muscolare facio-scapolo-omerale: una malattia epigenetica”, Universita
di Ferrara, Facolta di Medicina, Ferrara, Italia.
"Facioscapulohumeral muscular dystrophy: a mendelian disorder with epigenetic
phenotype", Institute of Human Genetics, Cardiff, Wales, UK

"Facioscapulohumeral muscular dystrophy: a mendelian disorder with epigenetic
phenotype"”, Weatherall Institute of Molecular Medicine, John Radcliffe Hospital,
Oxford, UK

“Distrofia muscolare facio-scapolo-omerale: una malattia da delezione di DNA
ripetitivo”. Scuole di Dottorato in Biologia ¢ Medicina, Pavia, Italia.

“Il nuovo mondo: prospettive per la genetica medica dopo il sequenziamento del
genoma umano” Accademia delle Scienze e delle Lettere, Modena

“Epigenetica e silenziamento Genico: novi livelli di complessita’ nel controllo
dell’espressione genica”, Scuola di Specializzazione in Genetica Medica, Universita
di Verona, Verona
“Introduzione ai concetti fondamentali della genetica”, Corso di Genetica e Bioetica,
Universita di Modena e Reggio Emilia, Modena
“Distrofia muscolare facio-scapolo-omerale: una malattia genetica e alcune domande
a livello molecolare e oltre”, Istituto Nazionale di Fisica della Materia (INFM)
“Distrofia muscolare facio-scapolo-omerale: dalle sequenze ripetute alla miopatia”
Dipartimento di Scienze Biomediche, Universita di Modena e Reggio Emilia,
Modena
“Miogen Lab: un laboratorio trasparente” Azienda Policlinico di Modena, Modena
“FRGL1: a key gene to understand the pathogenesis of facioscapulohumeral muscular
dystrophy”, Institut de Pharmacologie Moléculaire et Cellulaire (IPMC), Sophia
Antipolis, France
“Facioscapulohumeral muscular dystrophy: transition from a mendelian trait
to a complex genetic disease?”” Acceleron Pharma, Cambridge, MA, USA
“Facioscapulohumeral muscular dystrophy: transition from a mendelian trait to a
complex genetic disease?”” Neurologic Insttitute “C. Besta”, Mllan, Italy
“Quali altri responsabili nella patogenesi della distrofia muscolare facio-scapolo-
omerale?” Istituro Neurologico “C.Mondino”, Pavia, Italy
From the bench to the clinic: what we have learnt from the Italian National Registry
for Facioscapulohumeral muscular dystrophy. XVII Convention Telethon, Riva del
Garda, Italy.
“OMIM, SNPs atlas & Beyond. Come approcciare un dato genetico.” Corso
residenziale in neurogenetica, Pisa, Italy.
Facioscapolohumeral muscular dystrophy: how a hereditary disease can change the
life of a medical geneticist, International PhD Course in Molecular Medicine,
Universita’ Vita e Salute, HSR, Milan, Italy.
“Discordance in the clinical and genetic assessments of FSHD”, Wellstone Center,
UMMS, Worcester, USA.
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April 2017

June 2019

August 2023

June 2024

Honorary Lectureship

October 2000

October 2004
May 2012

Investigating the clinical and genetic assessment in Facioscapulohumeral muscular
dystrophy, Nationwide Children’s, Ohio State University. Columbus, USA
Facioscapulohumeral muscular dystrophy: What we know, what we do not know,
Université Claude Bernard Lyon 1, Lyon, France.

Un modello molecolare per la patogenesi delle distrofie muscolari. National Research
Council, Bari, Department of Biochemistry and Molecular Biology "E.
Quagliariello”, University of Bari "A. Moro", Bari

Novel insights to the pathogenesis of Facioscapulohumeral Muscular Dystrophy
Ludwig-Maximilians-Universitat Miinchen, Minchen, Germany
Facioscapulohumeral Muscular Dystrophy: a clinical perspective Big-data in
molecular biology Course, University of Milan, Milan, Italy

The Twentieth Anniversary of Unione Italiana per la Lotta alla Distrofia
Muscolare, sezione di Modena, Maranello, Italy,

Italian Society of Human Genetics annual meeting, Pisa, Italy

Italian Association of Myology, Scicli, Italy

Conference chaired, organized

July 1998
October 2003

March 2004
October 2004

April 2010
October 2011
April 2013

July 2013

June 2016
September 2015
November 2016
September 2017

June 2019
26 October 2019

November 2019
April 2020
8-10 June 2023

29 Sept-1 Oct 2024

Memberships
1996-2005

1996-present
2001-2005

Workshop on Facioscapulohumeral muscular dystrophy, Pavia, Italy

Italian Federation of Life Sciences, FISV annual meeting, Simposium 12 —
Chromatin Silencing, Rimini, Italy

ECM course on Neurogenetics, Pavia, Italy

American Society of Human Genetics Annual Meeting, Invited Session -
Position effect: the result of altered chromatin structure from yeast to
mammals. Toronto, Canada

I Giornata per la FSHD: Presentazione del Registro nazionale per la malattia,
Modena Italy

Registro nazionale per la malattia: risultati e prospettive, Seconda Giornata per la
FSHD, Modena, Italy

I11 giornata per la Distrofia Muscolare Facioscapolomerale (FSHD): FSHD leri e
Oggi: quali prospettive concrete per il Futuro? Modena, Italy

DisChrom Workshop "From clinic to benchwork and return: is this possible?"
Modena, Italy

16° Italian Association of Myology Meeting

IV giornata per la Distrofia Muscolare Facioscapolomerale (FSHD): Il Registro
Nazionale Italiano per la Distrofia Muscolare Facioscapolomerale: Un modello da
esportare. Modena, Italy

225" ENMC International Workshop: A global FSHD Registry framework
Heemkerk, The Netherlands

V giornata per la Distrofia Muscolare Facioscapolomerale (FSHD): FSDH 2.0: dalla
raccolta dati alla pratica clinica. Modena, Italy

26" FSHD International Research Congress, Marseille, France.

VI giornata per la Distrofia Muscolare Facioscapolomerale (FSHD): Dalla clinica alle
risposte pratiche per la vita di tutti i giorni, Modena, Italy

17¢™ Journeés de la Société Francaise de Myologie, Marseille, France
Consensus Conference on FSHD diagnosis, Bologna, Italy
XXIII Italian Association of Myology Meeting, Padova, Italy

Young Investigator Training Initiative Autumn School 2024, Tirrenia Italy

Reference Center Neuromuscular Disorders in Childhood.
American Society of Human Genetics.
Italian Society of Human Genetics



2002-2010
2012-present

Teaching
1994-2012

1998-2001
2001-2005
1998-2006
2005-present
2005-present
2010-present

2005-2010

World Muscle Society
Associazione Italiana di Miologia

Human Genetics undergraduate course at the University of Pavia Medical
School

Recombinant DNA technologies undergraduate course at the University of
Pavia Medical School

Medical Genetics undergraduate course at the University of Pavia Medical School
Medical Genetics post-graduate course at the University of Pavia Medical School
Medical Genetics undergraduate course at the University of Modena and Reggio
Emilia, Faculty of Biosciences and Biotechnologies

Medical Genetics post-graduate course at the University of Modena and Reggio
Emilia, Faculty of Biosciences and Biotechnologies

Human Genetics undergraduate course at the University of Modena and Reggio
Emilia, Faculty of Biosciences and Biotechnologies

2014-present

2015-present

2022

Medical Genetics post-graduate course at the University of Ferrara, School of
Medicine.

Molecular diagnostics in Medical Genetics, undergraduate course at the University
of Modena and Reggio Emilia, Faculty of Medicine

Medical Genetics, School of Medicine at the University of Modena and Reggio
Emilia.

AIDA course in Computational Genetics Silesian University of Technology,
Gliwize, Poland
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Bacciocchi G, Gibelli N, Zibera C, Pedrazzoli P, Bergamaschi G, De Piceis Polver P, Danova M,
Mazzini G, Palomba L, Tupler R, Robustelli Della Cuna G. Establishment and characterization of
two cell lines derived from human glioblastoma multiforme. Anticancer Research, 12: 853-862,
1991



10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

24.

25.

26.
217.

28.
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variant of Nijmegen breakage syndrome with unusual cytogenetic features and intermediate cellular
radiosensitivity. J Med Genet, 34:196-202, 1997
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Dystrophy: the FSHD clinical score. Muscle and Nerve, 42:213-7, 2010

Forlani G, Giarda E, Ala U, Di Cunto F, Salani M, Tupler R, Kilstrup-Nielsen C, Landsberger N.
The MeCP2/YY1 interaction regulates ANT1 expression at 4g35: novel hints for Rett syndrome
pathogenesis Hum Mol Genet 19:3114-23, 2010

Cagliani R, Fruguglietti ME, Berardinelli A, D'Angelo MG, Prelle A, Riva S, Gorni K, Orcesi S,
Lamperti C, Pichiecchio A, Signaroldi E, Tupler R, Magri F, Govoni A, Corti S, Bresolin N,
Moggio M, Comi GP. New molecular findings in congenital myopathies due to selenoprotein N gene
mutations. J Neurol Sci. 300:107-13, 2011

Mandrioli J, Bernabei C, Georgoulopoulou E, Nichelli P, Cortelli P, Tupler R, Signaroldi E, Sola P
Comment on 'Huntington's disease presenting as ALS'. Amyotroph Lateral Scler 11:408-9, 2010.
Wallace LM, Garwick-Coppens SE, Tupler R, Harper SQ. RNA Interference Improves Myopathic
Phenotypes in Mice Over-expressing FSHD Region Gene 1 (FRG1). Mol Ther. 19:2048-54, 2011

Scionti 1. Fabbri G, Fiorillo C, Ricci G, Greco F, D’Amico R, Termanini A, Vercelli, Tomelleri G,
Cao M, Santoro S, Percesepe A, Tupler R, Facioscapulohumeral muscular dystrophy: new insights
from compound heterozygotes and implication for prenatal genetic counseling, J Med Genet 49:171-
8, 2012

Ricci G, Scionti I, Ali G, Volpi L, Zampa V, Fanin M, Angelini C, Politano L, Tupler R, Siciliano


http://www.ncbi.nlm.nih.gov/sites/entrez?Db=pubmed&Cmd=Search&Term=%22D'Antona%20G%22%5BAuthor%5D&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_RVAbstractPlus
http://www.ncbi.nlm.nih.gov/sites/entrez?Db=pubmed&Cmd=Search&Term=%22Brocca%20L%22%5BAuthor%5D&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_RVAbstractPlus
http://www.ncbi.nlm.nih.gov/sites/entrez?Db=pubmed&Cmd=Search&Term=%22Pansarasa%20O%22%5BAuthor%5D&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_RVAbstractPlus
http://www.ncbi.nlm.nih.gov/sites/entrez?Db=pubmed&Cmd=Search&Term=%22Rinaldi%20C%22%5BAuthor%5D&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_RVAbstractPlus
http://www.ncbi.nlm.nih.gov/sites/entrez?Db=pubmed&Cmd=Search&Term=%22Tupler%20R%22%5BAuthor%5D&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_RVAbstractPlus
http://www.ncbi.nlm.nih.gov/sites/entrez?Db=pubmed&Cmd=Search&Term=%22Bottinelli%20R%22%5BAuthor%5D&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_RVAbstractPlus
javascript:AL_get(this,%20'jour',%20'J%20Physiol.');
http://www.ncbi.nlm.nih.gov/pubmed/19682990?ordinalpos=1&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_DefaultReportPanel.Pubmed_RVDocSum
http://www.ncbi.nlm.nih.gov/pubmed/19682990?ordinalpos=1&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_DefaultReportPanel.Pubmed_RVDocSum
javascript:AL_get(this,%20'jour',%20'J%20Neurol%20Sci.');
http://www.ncbi.nlm.nih.gov/pubmed/20001577

48.

49.

50.

51.

52.

53.

54.

55.

56.

57.

58.

59.

G Rippling muscle disease and facioscapulohumeral dystrophy-like phenotype in a patient carrying
heterozygous CAV3 T78M mutation and D4Z4 partial deletion: further evidence for “double trouble”
overlapping syndromes. Neuromus Dis 22:534-40, 2012

Scionti I, Greco F, Ricci G; Govi M, Arashiro P, Vercelli V, Berardinelli A, Angelini A, Antonini G,
Cao M, Di Muzio A, Moggio M; Morandi L Ricci E; Rodolico C; Ruggiero L, Santoro L, Siciliano
G; Tomelleri G, Trevisan CP; Galluzzi G; Wright W, Zatz M, Tupler R. Large scale population
analysis challenges the current criteria for the molecular diagnosis of fascioscapulohumeral muscular
dystrophy (FSHD) Am J Hum Genet 90:628-35, 2012

Ogborn DI, Smith KJ, Crane JD, Safdar A, Hettinga BP, Tupler R, Tarnopolsky MA. Effects of
Creatine and Exercise on Skeletal Muscle of FRG1-Transgenic Mice. Can J Neurol Sci. 39:225-31
2012

Ricci G, Scionti I, Tupler R, Siciliano G. Rippling muscle disease and facioscapulohumeral
dystrophy-like phenotype Response Neuromuscul Disord.22:670-1, 2012

Ricci G, Scionti |, SeraF, Govi M, D’ Amico R, Frambolli I, Mele F, Filosto M, Vercelli L, Ruggiero
L, Berardinelli A, Angelini C, Antonini G, Bucci E, Cao M, Daolio J, Di Muzio A, Di LeoR,
Galluzzi G, lannaccone E, Maggi L, Maruotti V, Moggio M, Mongini T, Morandi L, Nikolic A,
Pastorello E, Ricci E, Rodolico C, Santoro L, Servida M, Siciliano G, Tomelleri G, Tupler R. Large-
scale genotype-phenotype analyses indicate that novel prognostic tools are required for
facioscapulohumeral muscular dystrophy families, Brain 136:3408-17, 2013

Sancisi V, Germinario E, Esposito A, Morini E, Peron S, Moggio M, Tomelleri G, Danieli-Betto D,
Tupler R. Altered Tnnt3 characterizes selective weakness of fast fibers in mice overexpressing
FSHD region gene 1 (FRG1). Am J Physiol Regul Integr Comp Physiol 306:R124-37, 2014.

Pasotti S, Magnani B, Longa E, Giovanetti G, Rossi A, Berardinelli A, Tupler R, D'Antona G. An
integrated approach in a case of facioscapulohumeral dystrophy. BMC Musculoskelet Disord 15:155,
2014.

Ricci G, Zatz M, Tupler R. Facioscapulohumeral muscular dystrophy: more complex than it
appears. Curr Mol Med 14:1052-68, 2014

Feeney SJ, McGrath MJ, Sriratana A, Gehrig SM, Lynch GS, D'Arcy CE, Price JT, McLean CA,
Tupler R, Mitchell CA. FHL1 Reduces Dystrophy in Transgenic Mice Overexpressing FSHD
Muscular Dystrophy Region Gene 1 (FRG1). PLoS One 10:¢0117665, 2015.

Nikolic A, Ricci G, Sera F, Bucci E, Govi M, Mele F, Rossi M, Ruggiero, Vercelli L, Ravaglia S,
Brisca B, Fiorillo C, Villa L, Maggi L, Cao M, D’Amico MC, Siciliano G, Antonini G, Santoro L,
Mongini T, Moggio M, Morandi L, Angelini C, Di Muzio A, Rodolico C, Tomelleri G, D’ Angelo
MG, Bruno C, Berardinelli A, Tupler R. Clinical expression of facioscapulohumeral muscular
dystrophy in carriers of 1-3 D4Z4 reduced alleles: experience of the FSHD Italian National Registry.
BMJ open, 6:007798, 2016.

Ricci G, Ruggiero L, Vercelli L, Sera F, Nikolic A, Govi M, Mele F, Daolio J, Angelini C, Antonini
G, Berardinelli A, Bucci E, Cao M, D'Amico MC, D'Angelo G, Di Muzio A, Filosto M, Maggi L,
Moggio M, Mongini T, Morandi L, Pegoraro E, Rodolico C, Santoro L, Siciliano G, Tomelleri G,
Villa L, Tupler R. A novel clinical tool to classify facioscapulohumeral muscular dystrophy
phenotypes. J Neurol. 263:1204-14, 2016

Savarese M, Di Fruscio G, Torella A, Fiorillo C, Magri F, Fanin M, Ruggiero L, Ricci G, Astrea G,
Passamano L, Ruggieri A, Ronchi D, Tasca G, D'Amico A, Janssens S, Farina O, Mutarelli M,
Marwah VS, Garofalo A, Giugliano T, Sanpaolo S, Del Vecchio Blanco F, Esposito G, Piluso G,
D'Ambrosio P, Petillo R, Musumeci O, Rodolico C, Messina S, Evila A, Hackman P, Filosto M, Di
lorio G, Siciliano G, Mora M, Maggi L, Minetti C, Sacconi S, Santoro L, Claes K, Vercelli L,
Mongini T, Ricci E, Gualandi F, Tupler R, De Bleecker J, Udd B, Toscano A, Moggio M, Pegoraro
E, Bertini E, Mercuri E, Angelini C, Santorelli FM, Politano L, Bruno C, Comi GP, Nigro V. The
genetic basis of undiagnosed muscular dystrophies and myopathies: Results from 504 patients.
Neurology.87:71-6, 2016

Mul K, Kinoshita J, Dawkins H, van Engelen B, Tupler R; FSHD Consortium. 225th ENMC
international workshop: A global FSHD registry framework, 18-20 November 2016, Heemskerk,
The Netherlands. Neuromuscul Disord. 2017 27:782-90.


http://www.ncbi.nlm.nih.gov/pubmed/22343158
http://www.ncbi.nlm.nih.gov/pubmed/22343158
http://www.ncbi.nlm.nih.gov/pubmed/24305066
http://www.ncbi.nlm.nih.gov/pubmed/24305066
http://www.ncbi.nlm.nih.gov/pubmed/24886582
http://www.ncbi.nlm.nih.gov/pubmed/24886582
http://www.ncbi.nlm.nih.gov/pubmed/25323867
http://www.ncbi.nlm.nih.gov/pubmed/25323867
http://www.ncbi.nlm.nih.gov/pubmed/25695429
http://www.ncbi.nlm.nih.gov/pubmed/25695429
http://www.ncbi.nlm.nih.gov/pubmed/27281536
http://www.ncbi.nlm.nih.gov/pubmed/27281536

60.

61.

62.

63.

64.
65.

66.

67.

68.

69.

70.

71.

72.

73.

74.

75.

Morelli FF, Verbeek DS, Bertacchini J, Vinet J, Mediani L, Marmiroli S, Cenacchi G, Nasi M, De
Biasi S, Brunsting JF, Lammerding J, Pegoraro E, Angelini C, Tupler R, Alberti S, Carra S.
Aberrant Compartment Formation by HSPB2 Mislocalizes Lamin A and Compromises Nuclear
Integrity and Function. Cell Rep. 20:2100-2115,2017

Goselink RIM, Voermans NC, Okkersen K, Brouwer OF, Padberg GW, Nikolic A, Tupler R,
Dorobek M, Mah JK, van Engelen BGM, Schreuder THA, Erasmus CE Early onset
facioscapulohumeral dystrophy - a systematic review using individual patient data. Neuromuscul
Disord. 27:1077-1083, 2017

Tupler R. Genotype-phenotype correlation: The ultimate challenge in facioscapolohumeral
muscular dystrophy. Eur J Paediatr Neurol. 22:737, 2018.

Ricci G, Cammish P, Siciliano G, Tupler R, Lochmuller H, Evangelista T. Phenotype may predict
the clinical course of facioscapolohumeral muscular dystrophy. Muscle Nerve. 59:711-713, 2019
Salsi V, Magdinier F, Tupler R. Does DNA methylation matter in FSHD? Genes 2020,

Ruggiero L, Mele F, Manganelli F, Bruzzese D, Ricci G, Vercelli L, Govi M, Vallarola A, Tripodi
S, Villa L, Di Muzio A, Scarlato M, Bucci E, Antonini G, Maggi L, Rodolico C, Tomelleri G,
Filosto M, Previtali S, Angelini C, Berardinelli A, Pegoraro E, Moggio M, Mongini T, Siciliano G,
Santoro L, Tupler R. Phenotypic variability among Patients with D4Z4 reduced allele
Facioscapulohumeral muscular dystrophy, JAMA Open Network, 2020 3:204040.

Ricci G, Mele F, Govi M, Ruggiero L, Sera F, Vercelli L, Santoro L, Mongini T, Villa L, Moggio
M, Filosto M, Scarlato M, Previtali S, Tripodi SM, Pegoraro E, Telese R, Di Muzio A, Rodolico C,
Bucci E, Antonini G, D’ Angelo MG, Berardinelli A, Maggi L, Piras R, Maioli MA, Siciliano G,
Tomelleri G, Angelini C, Tupler R. Diagnostic implications for carriers of D4Z4 borderline alleles:
evidences from 244 cases of the Italian National Registry for facioscapulohumeral muscular
dystrophy. Sci Rep 10, 21648,2020

Rodolico C, Politano L, Portaro S, Murru S, Boccone L, Sera F, Passamano L, Brizzi T, Tupler R
Deletion of the Williams Beuren Syndrome Critical Region unmasks facioscapulohumeral muscular
dystrophy. Eur J Paediatr Neurol, 2020

Nikolic A, Jones T, Govi M, Mele F, Maranda L, Sera F, Ricci G, Ruggiero L, Vercelli L, Portaro S,
Villa L, Fiorillo C, Maggi L, Santoro L, Antonini G, Filosto M, Moggio M, Angelini C, Pegoraro E,
Berardinelli A, Maioli M, D’ Angelo G, Di Muzio A, Siciliano G, Tomelleri G, D’Esposito M, Della
Ragione F, Brancaccio A, Piras R, Rodolico C, Mongini T, Magdinier F, Salsi V, Jones P, Tupler R.
Interpretation of the Epigenetic Signature of Facioscapulohumeral Muscular Dystrophy in Light of
Genotype-Phenotype Studies. Int. J. Mol. Sci. 21, 2635 2020

Pisciotta A, Bertani G, Bertoni L, Di Tinco R, De Biasi S, Vallarola A, Pignatti E, Tupler R,
Salvarani C, de Pol A, Carnevale G Modulation of cell death and promotionof chondrogenic
differentiation byFas/FasL in hDPSCs Frontiers in Cell and Developmental Biology 2020

Thorpe J, Osei-Owusu 1A, Avigdor B, Tupler R, Pevsner J Mosaicism in Human Health and
Disease Annual Review of Genetics 54, 2020

Vercelli L, Mele F, Ruggiero L, Sera F, Tripodi S, Ricci G, Vallarola A, Villa L, Govi M, Maranda
L, Di Muzio A, Scarlato M, Bucci E, Maggi L, Rodolico C, Moggio M, Filosto M, Antonini G,
Previtali S, Angelini A, Berardinelli A, Pegoraro E, Siciliano G, Tomelleri G, Santoro L, Mongini T,
Tupler R A five-year longitudinal study from the Italian National Registry for FSHD Journal of
Neurology, 268:356-366, 2021

Frezza E, Fuccillo E, Petrucci A, Greco G, Nucera G, Bruno E, Giardina E, Tupler R, DiMauro R,
DiGirolamo S, Massa R Cochlear Dysfunction Is a Frequent Feature of Facioscapulohumeral
Muscular Dystrophy Typel (FSHD1) Otol Neurotol. 42:18-23, 2021

Beretta-Piccoli M, Calanni L, Negro M, Ricci G, Bettio C, Barbero M, Berardinelli A, Siciliano G,
Tupler R, Soldini E, Cescon C, D'Antona G. Increased resistance towards fatigability in patients with
facioscapulohumeral muscular dystrophy Eur J Appl Physiol. 121:1617-1629, 2021.

Di Tinco R, Bertani G, Pisciotta A, Bertoni L, Pignatti E, Maccaferri M, Bertacchini J, Sena P,
Vallarola A, Tupler R, Croci S, Bonacini M, Salvarani C, Carnevale G. Role of PD-L1 in licensing
immunoregulatory function of dental pulp mesenchymal stem cells. Stem Cell Res Ther. 12:598.
2021

Beretta-Piccoli M, Negro M, Calanni L, Berardinelli A, Siciliano G, Tupler R, Soldini E, Cescon C,
D'Antona G. Muscle Fiber Conduction Velocity Correlates With the Age at Onset in Mild FSHD
Cases. Front Physiol. 12:686176, 2021



76.

77,

78.

79.

80.

81.

82.

83.

84.

85.

86.

87.

88.

89.

Bettio C, Salsi V, Orsini M, Calanchi E, Magnotta L, Gagliardelli L, Kinoshita J, Bergamaschi S,
Tupler R. The Italian National Registry for FSHD: an enhanced data integration and an analytics
framework towards Smart Health Care and Precision Medicine for a rare disease. Orphanet J Rare
Dis. 16:470, 2021

Ziccone V, Rodolico C, Rizzo V, Tupler R, Buccafusca M, Toscano A. Facioscapulohumeral
Muscular Dystrophy and Poliomyelitis followed by Multiple Sclerosis: A "triple trouble” case report
and review of the literature on the association of MS and muscle disorders. Neuromuscul Disord.
31:1179-1185, 2021.

Di Feo MF, Bettio C, Salsi V, Bertucci E, Tupler R Counseling and prenatal diagnosis in
facioscapulohumeral muscular dystrophy: A retrospective study on a 13-year multidisciplinary
approach Health Sci Rep. 5:e614, 2022.

Mandrioli J, Zucchi E, Martinelli I, Van der Most L, Gianferrari G, Moglia C, Manera U, Solero L,
Vasta R, Canosa A, Grassano M, Brunetti M, Mazzini L, De Marchi F, Simonini C, Fini N, Tupler
R, Vinceti M, Chio A, Calvo A. Factors predicting disease progression in COORF72 ALS patients. J
Neurol. J Neurol. 270:877-890, 2023

Pini S, Napoli FM, Tagliafico E, La Marca A, Bertucci E, Salsi V, Tupler R. De novo variants and
recombination at 4g35: Hints for preimplantation genetic testing in facioscapulohumeral muscular
dystrophy. Clin Genet. 103:242-246, 2023

Dosi C, Rubegni A, Baldacci J, Galatolo D, Doccini S, Astrea G, Berardinelli A, Bruno C, Bruno G,
Comi GP, Donati MA, Dotti MT, Filosto M, Fiorillo C, Giannini F, Gigli GL, Grandis M, Lopergolo
D, Magri F, Maioli MA, Malandrini A, Massa R, Mata S, Melani F, Messina S, Mignarri A, Moggio
M, Pennisi EM, Pegoraro E, Ricci G, Sacchini M, Schenone A, Sampaolo S, Sciacco M, Siciliano G,
Tasca G, Tonin P, Tupler R, Valente M, Volpi N, Cassandrini D, Santorelli FM. Using Cluster
Analysis to Overcome the Limits of Traditional Phenotype-Genotype Correlations: The Example of
RYR1-Related Myopathies. Genes (Basel). 14:298, 2023.

Salsi V, Vattemi GNA Tupler R The FSHD jigsaw: are we placing the tiles in the right position?
Curr Opin Neurol 36:455-463, 2023

Fionda L, Vanoli F, Di Pasquale A, Leonardi L, Morino S, Merlonghi G, Lauletta A, Alfieri G,
Costanzo R, Tufano L, Rossini E, Bucci E, Grossi A, Tupler R, Salvetti M, Garibaldi M, Antonini G.
Comparison of quantitative muscle ultrasound and whole-body muscle MRI in facioscapulohumeral
muscular dystrophy type 1 patients. Neurol Sci. 44:4057-4064, 2023

Bettio C, Banchelli F, Salsi V, Vicini R, Crisafulli O, Ruggiero L, Ricci G, Bucci E, Angelini C,
Berardinelli A, Bonanno S, D'Angelo MG, Di Muzio A, Filosto M, Frezza E, Maggi L, Mongini T,
Pegoraro E, Rodolico C, Scarlato M, Vattemi G, Velardo D, Tomelleri G, D'Amico R, D'Antona G,
Tupler R. Physical activity practiced at a young age is associated with a less severe subsequent
clinical presentation in facioscapulohumeral muscular dystrophy. BMC Musculoskelet Disord. 25:35,
2024

Crisafulli O, Bottoni G, Lacetera J, Fassio F, Grattarola L, Lavaselli E, Giovanetti G, Tupler R,
Negro M, D'Antona G. Bioimpedance analysis of fat free mass and its subcomponents and relative
associations with maximal oxygen consumption in facioscapulohumeral dystrophy. Eur J Appl
Physiol. 2024 Aug 21. doi: 10.1007/s00421-024-05581-5. Online ahead of print.

Crisafulli O, Grattarola L, Bottoni G, Lacetera J, Lavaselli E, Beretta-Piccoli M, Tupler R, Soldini E,
D'Antona G. Maximal Oxygen Consumption Is Negatively Associated with Fat Mass in
Facioscapulohumeral Dystrophy. Int J Environ Res Public Health. 2024 Jul 26;21(8):979. doi:
10.3390/ijerph21080979.

Salsi V, Losi F, Salani M, Kaufman PD, Tupler R Post-transcriptional RNA stabilization of
telomere-proximal RNAs FRG2, DBET, D4Z4 at human 4q35 in response to genotoxic stress and
D4Z4 macrosatellite repeat length bioRxiv 2024.03.18.585486;

Salsi V, Losi F, Fosso B, Ferrarini M, Pini S, Manfredi M, Vattemi G, Mongini T, Maggi L, Pesole
G, Henras AK, Kaufman PD, McStay B, Tupler R A novel family of IncRNAs relate
facioscapulohumeral muscular dystrophy to nucleolar architecture and protein synthesis bioRxiv
2024.06.29.600824

Salsi V, Chiara M, Pini S, Kus$ P, Ruggiero L, Bonanno S, Rodolico C, Previtali SC, D’Angelo MG,
Maggi L, Lopergolo D, Kimmel M, Santorelli FM, Pesole G, Tupler RG A human pan-genomic
analysis reconfigures the genetic and epigenetic make up of facioscapulohumeral muscular
dystrophy medRxiv 2023.06.13.23291337



Book Chapters

Molecular genetic evidence for etiologic heterogeneity of Alzheimer’s disease. St. George-Hyslop P.H., Mc
Lachlan C.D.R., Haines J.L., Bruni A.C., Foncin J.F., Lukiv W.J.L., Montesi M.P., Mortilla M., Pinessi L.,
Polinsky L.J., Pollen D., Rainero I., Rogaev E., Sorbi S., Tanzi R., Tupler R., Vaula G. In Heterogeneity of
Alzheimer’s disease. Boller F., Forette F. Khachaturian Z., Poncet M., Christen Eds, Springer-Verlag Berlin
Heidelberg, 1992.

FSHD: a disorder of muscle gene derepression. Rossella Tupler, Davide Gabellini in Facioscapulohumeral
Muscular Dystrophy (FSHD): Clinical Medicine and Molecular Cell Biology, M Upadhyaya & D N Cooper
Eds, BIOS Scientific Publishers, 2004

Facioscapulohumeral muscular dystrophy: from clinical data to molecular genetics and return
In “Neuromuscular disorders” Ashraf Zaher Ed, Intech Open, 2012

The Italian FSHD Registry: an enhanced data integration and analytics framework for Smart Health Care.
M.Orsini, Calanchi E, Magnotta L, Gagliardelli L, Govi M, Mele F, Tupler R. in A Comprehensive Guide
Through the Italian Database Research Over the Last 25 years, S. Flesca, S. Greco, E. Masciari Eds. Study
in Big Data, 2017

Books
Patogenesi Basi genetiche e molecolari delle malattie Pardi Ruggero, Di Fiore Pier Paolo; Lanzetti Letizia,
Tupler Rossella, PICCIN, 2023

Book Translation and Editing
Genetica Umana Molecolare, Fifth Edition, Strachan G and Read AP Eds, Zanichelli, January 11%, 2021

Genetica & Genomica nelle scienze mediche Tom Strachan Judit Goodship Patrick Chinnery, Zanichelli
2016

&fneﬁ@ﬁ— T‘A &f—\



	Education
	Honors and Fellowships
	1991  Anna Villa Rusconi Postdoctoral Fellowship
	1997  CNR (National Research Centre) Senior Scientist Fellowship
	Grants

	Title: “Analysis of gene expression in FSHD affected muscles”
	Duration: 10/1/95 – 9/30/96
	Presentation at Meetings
	October 1997  American Society of Human Genetics, Satellite Meeting on Facioscapulohumeral muscular dystrophy, Baltimore, USA

	October 2002  7th International Congress of the World Muscle Society , Rotterdam, The Nederlands
	June 2010 Studio di correlazione genotipo-fenotipo per l’FSHD: quali fattori influenzano l’insorgenza e la progressione della malattia? X Congresso nazionale dell'Associazione Italiana di Miologia, Milan, Italy
	Facioscapulohumeral muscular dystrophy: from clinical data to molecular genetics and return

