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PERSONAL INFORMATION 
Serena Gasperini 

      Fondazione IRCCS San Gerardo 
dei Tintori 

     Via Pergolesi 33-20900 Monza 

  

  

  

 
Sex Female | Date of birth                                  | Nationality Italian 

 

 

 

 
JOB APPLIED FOR 

POSITION Medical Doctor, Paediatricians 

 

WORK 
EXPERIENCE: 

 
 

I am a Resident physician, in charge at the Metabolic Rare disease Unit- 
Pediatric Department, Fondazione IRCCS San Gerardo dei Tintori in 
Monza. 
I work with a metabolic expert team including nurses, secretary, data manager, 
dieticians and psychologist. 
We take care of many patients with metabolic diseases: lysosomal storage diseases 
(MPS, Pompe disease, Fabry, Gaucher, Niemann Pick), Urea cycle disorders and 
other aminoacidopathies, organic acidurias, fatty acids defects and glycogen 
storage diseases, glycosylation defects. 
I am also involved in expanded newborn screening in Monza since 2015 as one of 
the 3 Clinical centre in Lombardia. I have a large experience in diagnosis, treatment 
and follow-up of patients diagnosed by newborn screening for my past experience 
in Florence at Meyer Children Hospital where I attended Pediatric specialization and 
I worked as physician in Metabolic and Neuromuscular disorders Unit and in 
Pediatric Neurology Department since 2004 till 2011. 
During last 25 years I acquired expertise in many metabolic and neurometabolic 
disorders, in laboratory and molecular assay, in clinical trials. 
When I worked in Meyer Hospital in Tuscany, I acquired a great experience in 
expanded newborn screening by tandem mass spectrometry: the pilot program to 
detect about 40 metabolic diseases started in 2002 in Tuscany, as the first region in 
Italy. 
I participated to many clinical trials (especially for lysosomal storage disorders) and 
many of them are still going. 
In particular I am principal investigators for intrathecal Study for MPSIIIA Phase IIb 
(HGT-SAN-093 and SHP-610-201) and for Orphazyme study Phase II/III on 
Niemann Pick type C (NPC-002), Phase III double blind randomized study on 
pegzilarginase on patients affected by Argininemia type 1. 
Recently we are involved in a new trial of Phase 3 on Infantile Onset Pompe 
disease (IOPD) called BabyCOMET as the second national centre in Italy and 
ten around the world. Two other clinical trials are undere evaluation of Ethical 
Committee. 
I attend to many Registries: Pompe, Fabry (FOS), Hunter (HOS), MPSVI 
Tyrosinemia type I. I collaborate with Fondazione Tettamanti for research on Bone 
alterations on mice affected by MPSI and with TIGET of San Raffaele Hospital in 
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Milano for next gene therapy in MPSI patients. The list of trials and ICH-GCP 
Experience are attached. 

 
I participated to many Advisory Board and national and international meeting 
as speaker or preceptorship at Master. 
Since 2016 I am the reference of the Health care provider San Gerardo di 
Monza for the MetabERN (European Reference Network). Recently we 
obtained the accreditation for the satisfactory evaluation results of European 
Commission. 
Since 2017 I was Head of Unit of Metabolic Rare Disease Unit in Monza. 
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Curriculum Vit ae Serena Gasperini 

 EDUCATION AND TRAINING 
 

Qualification Date Granting Organisation 

1. MD degree  20 October 1994 University of Florence 

2. Licence for Medical Practice May 1995 Ministry of Health 

3. 
Diploma of Territorial First Aid 
Medicine (D.E.U.) 

December 1996 U.S.L. 3 Hospital of Pistoia 

4. Diploma of Pediatrics 24 October 2000 University of Florence 

5. 
Diploma of Neonatal 
Echography 

2003 Rome 

6. 
Diploma of pediatric advanced 
life suppport (PALS) 

2021 
American Heart Resuscitation 

 
 
7. 

University Master course 
concerning Rare pediatric 
diseases: methodologies for 
assistance, learning and 
research 

 
 

2010 

 
University of Florence - Department for 
Women and Childrens' Health 

8. Medical registration: Ordine dei Medicidi Pistoia 1995 n° 1557 

 

PRESENT POSITION 
  

 
 
POSITION 

Resident physician at the Metabolic Unit of rare 
diseases-Pediatric Department, Fondazione IRCCS San 
Gerardo dei Tintori 
Monza-Italy 

ORGANISATION Fondazione IRCCS San Gerardo dei Tintori 

 
 
 
 
 
 
 
 
FULL ADDRESS 

 

METABOLIC UNIT of RARE DISEASES – Paediatric 

 
Department 

 
Fondazione IRCCS San Gerardo dei Tintori 

 
 
Via Pergolesi, 32 

 
20900 

 
Monza-Italy 

START DATE Since 16 july 2011 

 
PAST POSITIONS HELD 

 

 

Position 
Date 

(from-to) 
Institution/Organisation 

1. Resident physician at the Ereditary 
Metabolic Unit and Neuro- muscular 
disorders (including laboratory, regional 
screening centre for hyperthyroidism and 
metabolic diseases, day hospital and 
hospitalization department) 

 
From 16 January 2004 
to 15 July 2011 

 
 

Azienda Ospedaliero-Universitaria Meyer of 
Florence, Metabolic and Neurology Unit 

2. Permanent Hospital position at the 

Pediatric Operative Unit 

From 1 November 
2002 to 15 January 

2004 

 
Hospital of Valdichiana (Siena) 
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3. Temporary Hospital position at the 

Pediatric Operative Unit 
From 16 April to 30 
September 2002 

 
Hospital Concern of Valdichiana (Siena) 

4. Consultant at the Operative Unit of the 
Pediatric Department I (Metabolic and 
Neuromuscular rare disorders Unit) 

From 26 March 2001 
to 31 March 2002 

Azienda Ospedaliero-Universitaria Meyer of 
Firenze 

5. Fellowship at Neonatal Intensive Care 
Department 

From year 1997 Azienda Ospedaliera Careggi of Florence 

6. Fellowship at Pediatrics Department I 
and Neurometabolic Diseases laboratory 

From year 1996 
Azienda Ospedaliero-Universitaria Meyer of 

Florence 

7. Residency at the Pediatrics Department I 1995-1996 
Azienda Ospedaliero-Universitaria Meyer of 

Florence 

8. Post-lauream apprenticeship 
November 1994- May 

1995 
Azienda Ospedaliera Careggi of Florence 

 
 
 

Mother tongue(s) ITALIANO     

Other language(s) UNDERSTANDING SPEAKING WRITING 

 Listening Reading Spoken interaction Spoken production  

English B1 B2 B1 B2 B2 

      

 Levels: A1/A2: Basic user - B1/B2: Independent user - C1/C2 Proficient use 
Common European Framework of Reference for Languages 

r  

 
 

Communication skills Good communication skills gained through my experience in Hospital with parents (counselling) and 
children; volunteer experience in emergency unit 

 
 

Organisational / managerial skills ▪ Good competence of team-leading acquired during my experience in emergency situations and in 
coordination of multidiciplinary team in Hospital 

 
 
 
 

ICH-GCP Experience 
 

 

 

ICH-GCP BASIC COURSE 
Giugno 2023  

Therapeutic Area/Indication 
Date 

(from-to) 
Notes 

1. Glycogen storage disease type II 
(Pompe disease) 

 

2004 
For therapeutic trial with MYOZYME 
(Enzymatic replacement therapy with 
acid maltase) 

2. Glycogen storage disease type II 
(Pompe disease) 

2006-2008 
Multicenter project for Italian Guidelines 

3. A multi-center open label extension 
study of HGT-1111 (recombinant human 
arylsulfatase A) treatment of patients with 
Late Infantile Metachromatic 
Leukodystrophy – Shire HGT-MLD-049 

 

2009-2010 

 
International multicenter clinical trial for 
Shire HGT, Inc. 

http://europass.cedefop.europa.eu/en/resources/european-language-levels-cefr
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study   

4. A multi-center study of ERT in 
MORQUIO Syndrome (MPS IV) 

2010 
International multicenter clinical trial for 
BIOMARIN 

5. A randomized, controlled, open label, 
multicenter, Phase IIb for safety and 
efficacy of HGT-1410 administration via 
an intratecal drug delivery in Pediatric 
patients with MPS IIIA (HGT-SAN-093) 

 

2015-2016 

 
International trial Phase IIb, sponsored 
by Shire 

6. An open label Extension study Phase 
IIb for safety and efficacy of HGT-1410 
administration via an intratecal drug 
delivery in Pediatric patients with MPS IIIA 
(SHP-610-201) 

 

2016 

 
International trial Phase IIb, extension 
study sponsored by Shire 

7. Phase II/III study on arimocvlomol (heat 
shock protein) on Niemann Pick Type C 
patients 

 

2015-2017 
International multicenter clinical trial of 
ORPHAZYME 

8. Phase III randomized-double blind 
PEACE study CAEB1102-300A on 
Argininemia patients 

 

2020-2022 
International multicenter clinical trial of 
AEGLEA BioTherapeutics Inc. 

9. Long-Term Management of organic 
Acidemia Patients with 
CARBAGLU® 

2020-ongoing International observational study 
(PROTECT trial) by Recordati Rare 
Disease 

10. Clinical Study for Treatment-naïve 
IOPD Babies to Evaluate Efficacy and 
Safety of ERT with Avalglucosidase Alfa 
(Baby-COMET) 

2022-ongoing Phase 3 ClinicalTrials.gov Identifier: 
NCT04910776 by Sanofi Genzyme 

 

 

Digital competence SELF-ASSESSMENT 
 

Information 
processing 

 
Communication 

Content 
creation 

 
Safety 

Problem 
solving 

Independent user Independent user Independent user Independent user Independent user 

Levels: Basic user - Independent user - Proficient user 
Digital competences - Self-assessment grid 

 

 
Driving licence  

A and B 

 
 

ADDITIONAL INFORMATION  

 

 

I am a member of Italian scientific society as Società Italiana di Pediatria (SIP) and Società 
italiana di malattie metaboliche ereditarie e screening neonatale SIMMESN. I am also a member of international 
“Society for the Study of Inborn Errors of Metabolism (SSIEM)” and MetabERN (European Reference Network in 
Metabolic Disorders). 

http://europass.cedefop.europa.eu/en/resources/digital-competences
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References: 

 

M.A. Donati, S. Gasperini, F. Ciani, S. Funghini, A. Morrone, E. 

Zammarchi: 

“Speech delay may underlie partial biotinidase deficiency”. 

J. Inherit. Metab. Dis. 2001, 24 (suppl. 1), pag. 58. 

 
 

S. Funghini, M.A. Donati, E. Pasquini, S. Gasperini, F. Ciani, A. 

Morrone, E. Zammarchi: 

“Two new mutations in children affected by partial biotinidase 
deficiency ascertained by newborn screening”. 

J. Inherit. Metab. Dis. 2002, 25, pag. 328-330 (short report) 

 
 
 

S. Lori, M.A. Donati, S. Gasperini, M.R. Bardini, R. Nistri, G. Poggi, 

B. Garavaglia, E. Zammarchi. 

Journal of Peripheral Nervous System, Volume 7, n°1 Marzo 2002, pag. 78. 

Combined deficiency of pyruvate dehydrogenase and 
mitochondrial respiratory chain complex I case report. 
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M.A. Donati, S. Funghini, E. Pasquini, S. Gasperini, F. Ciani, A. 

Morrone, E. Zammarchi: 

“Deficit parziale di biotinidasi correla con la mutazione D444H nel 
gene BTD”. 
Atti del 58° Congresso Italiano di Pediatria tenutosi a Montecatini 
Terme (PT) dal 28 settembre al 2 ottobre 2002. 

 

T. Bardelli, M.A. Donati, S. Gasperini, F. Ciani, F. Belli, N. Blau, A. 

Morrone, E. Zammarchi: 
“ Two novel genetic lesions and a common BH4-responsive 
mutation of the PAH gene in Italian patients with 
hyperphenilalaninemia”. 
Mol. Genet. Metab. 2002 Nov; 77(3):260-266. 

 

C. Cavicchi, A. Morrone, E. Pasquini, F. Ciani, S. Gasperini, E. 
Procopio, M. Sibilio, G. Parenti, E. Zammarchi, M.A. Donati. 
Metilmalonico aciduria con omocistinuria tipo cblC: analisi 
molecolare in pazienti italiani. Congresso Nazionale congiunto 
SISSME,SISN,GENCLI, Pesaro 11-13 ottobre 2006 

 

G. La Marca, S. Malvagia, E. Pasquini, M.A. Donati, S. Gasperini, E. 
Procopio,F. Ciani, E. Zammarchi. Screening neonatale per le 
malattie metaboliche in Toscana mediante LC/MS/MS: prima 
esperienza italiana. Congresso Nazionale 2006 SISME-SISN- 
GNCLI, Pesaro 11-13 ottobre 2006 

 
 

S. Gasperini, M. Cappellini, C. Fonda, S. Funghini, F. Ciani, R. Guerrini, 
M.A. Donati . Acute psychiatric signs in Wilson disease causing 
by Zinc acetate overdosage. Poster at international meeting 
SSIEM in Hamburg, September 2-5th, 2007. 

 

I. Pela, S. Gasperini, E.Pasquini and M.A. Donati. Hyperkalemia after 
acute metabolic decompensation in two children with vitamin B12- 
unresponsive methylmalonic acidemia and normal renal function. 
Case report in Clinical Nephrology 2006, Vol.66;1:63-66 

 
 

M.A.Donati, E. Pasquini, N. Parri, S. Gasperini, E. Lamantea, M. Zeviani. 
Alpers Syndrome due to POLG1 mutation: clinical, 
electrophysiological, neuroradiologcal studies in two siblings. 
Abstract for 42th Annual Symposium, Paris 6-9 September 2005 

 

E. Pasquini, S. Gasperini, C. Minetti, E. Zammarchi, MA Donati. 

Glycogen branching enzyme deficiency (GSD IV) presenting as a 
congenital myopathy. 
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Abstract for 42th Annual Symposium, Paris 6-9 September 2005 

 

C. Cavicchi, S. Malvagia, G. la Marca, S. Gasperini, M.A. Donati, 

E. Zammarchi, R. Guerrini, A. Morrone, E. Pasquini. 
Hypocitrullinemia in expanded newborn screening by LC-MS/MS 
is not a reliable marker for onithine transcarbamilase deficiency. 
Journal of Pharmaceutical and Biomedical analysis, 2009 Mar 
20. 

 

S. Malvagia, G la Marca, B Casetta, S. Gasperini, E. Pasquini, 

M.A. Donati, E. Zammarchi. Falsely elevated C4-carnitine as 
expression of glutamate formiminotransferase deficiency in 
tandem mass spectrometry newborn screening. J Mass 
Spectrom, 2006 Feb 41(2):263-5. 

 
 

Traverso M, Bruno C, Broccolini A, Sotgia F, Donati MA, Assereto 
S, Gazzerro E, Lo Monaco M, Modoni A, D'Amico A, Gasperini S, 
Ricci E, Zara F, Lisanti M, Minetti C. Truncation of Caveolin-3 
causes autosomal-recessive Rippling Muscle Disease. J Neurol 
Neurosurg Psychiatric 2008;79(6):735-7 

 

la Marca G, Malvagia S, Pasquini E, Donati MA, Gasperini S, 
Procopio E, Zammarchi E. Hyperhydroxyprolinaemia: a new case 
diagnosed during neonatal screening with tandem mass 
spectrometry. 1 Rapid Commun Mass Spectrom. 2005;.9(6):863 

 

Bembi B, Cerini E, Danesino C, Donati MA, Gasperini S, Morandi 
L, Musumeci O, Parenti G, Ravaglia S, Seidita F, Toscano A, 
Vianello A. Management and treatment of glycogenosis type II. 
Neurology. 2008 Dec 2;71(23 Suppl 2):S12-36 

 

Bembi B, Cerini E, Danesino C, Donati MA, Gasperini S, Morandi 
L, Musumeci O, Parenti G, Ravaglia S, Seidita F, Toscano A, 
Vianello A. Diagnosis of glycogenosis type II. Neurology. 2008 
Dec 2;71(23 Suppl 2):S4-11 

 

Filippi L, Cecchi A, Tronchin M, Dani C, Pezzati M, Seminara S, 
Gasperini S, Zammarchi E, Rubaltelli FF. Dopamine infusion and 
hypothyroxinaemia in very low birth weight preterm infants. Eur J 
Pediatr. 2004 Jan;163(1):7-13 

 
Stagi S, Gasperini S, Manoni C, Greco A, Funghini S, Donati MA. 
Autoimmune thyroiditis, atrophic gastritis, vitiligo and sclero- 
atrophic lichen in a boy with short chain acylCoA dehydrogenase 
deficiency (SCADD). Horm Res Paediatr. 2010;73(5):409-13 

 
L. Ferri, F.M. Vaz, E. Bertini, S. Malvagia, S. Gasperini, S. 

Catarzi, B.I. Albert, R. Guerrini, M.A. Donati, A. Morrone. Two 
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large gene deletions and one point mutation in the TAZ gene of 
patients with Barth syndrome. Abstract for SSIEM Sympodium 
2010. 

 
Gasperini S, Stagi S, Gasperini U, Guerrini R, la Marca G, Donati MA. 
Orange-colored diapers as first sign of Lesch-Nyhan disease in an 
asymptomatic infant. Pediatr Nephrol. 2010 Nov;25(11):2373-4 

 
Maria Alice Donati, Serena Gasperini and Renzo Guerrini. 
Chapter 31 “Organic acid, amino acids, and peroxisomal 
disorders”. In book “The causes of Epilepsy” eds S.D. Shorvon, 
F. Andermann, and R. Guerrini. Cambridge University Press 
2011 

 
Mazzone E, Vasco G, Sormani MP, Torrente Y, Berardinelli A, 
Messina S, D’Amico A, Doglio L, Politano L, Cavallaro F, Frosini S, 
Bello L, Bonfiglio S, Zucchini E, De Sanctis R, Scutifero M, Bianco 
F, Rossi F, Motta MC, Sacco A, Donati MA, Mongini T, Pini A, 
Battini R, Pegoraro E, Pane M, Gasperini S, Previtali S, 
Napolitano S, Martinelli D, Bruno C, Vita G, Comi G, Bertini E, 
Eugenio Mercuri. 
Functional changes in Duchenne muscular dystrophy: a 12 months 
longitudinal cohort study. 
Neurology 2011 Jul 19;77(3):250-6. 

 
Caciotti A, Garman SC, Rivera-Colón Y, Procopio E, Catarzi S, 
Ferri L, Guido C, Martelli P, Parini R, Antuzzi D, Battini R, Sibilio 
M, Simonati A, Fontana E, Salviati A, Akinci G, Cereda C, Dionisi- 
Vici C, Deodato F, d'Amico A, d'Azzo A, Bertini E, Filocamo M, 
Scarpa M, di Rocco M, Tifft CJ, Ciani F, Gasperini S, Pasquini E, 
Guerrini R, Donati MA, Morrone A. GM1 gangliosidosis and 
Morquio B disease: an update on genetic alterations and clinical 
findings. 

Biochim Biophys Acta. 2011 Jul;1812(7):782-90. 
 

Friedman J, Roze E, Abdenur JE, Chang R, Gasperini S. et al. 

Sepiapterin reductase deficiency; a tretable mimic of cerebral 
palsy. 
Ann Neurol. 2012 Apr;71(4):520-30. 

 

Funghini S, Thusberg J, Spada M, Gasperini S, Parini R, Ventura 

L, Meli C, De Cosmo L, Sibilio M, Mooney SD, Guerrini R, Donati 
MA, Morrone A. 
Carbamoyl phosphate synthetase 1 deficiency in Italy: clinical and 
genetic findings in a heterogeneous cohort. Gene. 2012 Feb 
10;493(2):228-34. 

 
Angelini C, Semplicini C, Ravaglia S, Moggio M, Comi GP, 
Musumeci O, Pegoraro E, Tonin P, Filosto M, Servidei S, Morandi 
L, Crescimanno G, Marrosu G, Siciliano G, Mongini T, Toscano A; 
Italian Group on GSDII. 
New motor outcome function measures in evaluation of late-onset 
Pompe disease before and after enzyme replacement therapy. 
Muscle Nerve. 2012 Jun;45(6):831-4. 

http://www.ncbi.nlm.nih.gov/pubmed/21497194
http://www.ncbi.nlm.nih.gov/pubmed/21497194
http://www.ncbi.nlm.nih.gov/pubmed/21497194
http://www.ncbi.nlm.nih.gov/pubmed?term=Funghini%20S%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Thusberg%20J%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Spada%20M%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Gasperini%20S%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Parini%20R%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Ventura%20L%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Ventura%20L%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Meli%20C%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Meli%20C%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Sibilio%20M%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Sibilio%20M%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Guerrini%20R%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Guerrini%20R%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Donati%20MA%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Donati%20MA%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed?term=Donati%20MA%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=22173106
http://www.ncbi.nlm.nih.gov/pubmed/22173106
http://www.ncbi.nlm.nih.gov/pubmed/22581536
http://www.ncbi.nlm.nih.gov/pubmed/22581536
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Caciotti A, Garman SC, Rivera-Colón Y, Procopio E, Catarzi S, 
Ferri L, Guido C, Martelli P, Parini R, Antuzzi D, Battini R, Sibilio 
M, Simonati A, Fontana E, Salviati A, Akinci G, Cereda C, Dionisi- 
Vici C, Deodato F, d'Amico A, d'Azzo A, Bertini E, Filocamo M, 
Scarpa M, di Rocco M, Tifft CJ, Ciani F, Gasperini S, Pasquini, 
Guerrini R, Donati MA, Morrone A. 
GM1 gangliosidosis and Morquio B disease: an update on genetic 
alterations and clinical findings. 
Biochim Biophys Acta. 2011 Jul;1812(7):782-90. 

 
Angelini C, Semplicini C, Ravaglia S, Bembi B, Servidei S, 
Pegoraro E, Moggio M, Filosto M, Sette E, Crescimanno G, Tonin 
P, Parini R, Morandi L, Marrosu G, Greco G, Musumeci O, Di Iorio 
G, Siciliano G, Donati MA, Carubbi F, Ermani M, Mongini T, 
Toscano A; Italian GSDII Group. 
Observational clinical study in juvenile-adult glycogenosis type 2 
patients undergoing enzyme replacement therapy for up to 4 years. 
J Neurol. 2012 May;259(5):952-8. doi: 10.1007/s00415-011- 
6293-5. Epub 2011 Nov 12. 

 

Ferri L, Caciotti A, Cavicchi C, Rigoldi M, Parini R, Caserta M, 
Chibbaro G, Gasperini S, Procopio E, Donati MA, Guerrini R, 
Morrone A. 
Integration of PCR-Sequencing analysis with multiplex ligation- 
dependent probe amplification for diagnosis of hereditary fructose 
intolerance. 
J Inherit Metab Dis. Rep 2012;6:31-7. 

 

Micheletti MV, Lavoratti G, Gasperini S, Donati MA, Pela I. 

Hemolitic uremic syndrome and rhabdomyolysis in a patient with 
succinate coenzyme Q reductase (complex II) deficiency. 
Clin Nephrol. 2011 Jul;76(1):68-73. 

 
Ferri L, Donati MA, Funghini S, Cavicchi C, Pensato V, Gellera C, 
Natacci F, Spaccini L, Gasperini S, Vaz FM, Cooper DN, Guerrini 
R, Morrone A. 
Intra-individual plasticity of the TAZ gene leading to different 
heritable mutations in siblings with Barth syndrome. 
Eur J Hum Genet. 2015 Mar. 

 

Brambilla A, Mannarino S, Pretese R, Gasperini S, Galimberti C, 

Parini R. 
Improvement of cardiomyopathy after high-fat diet in two siblings 
with glycogen storage type III. 
J Inherit Metab Dis. Rep 2014;17:91-5. 

 

Grioni D, Landi A, Gasperini S, Trezza A, Fiori L, Rigoldi M, Parini 
R, Sganzerla EP. Vagal nerve stimulation in the treatment of drug- 
resistant epileptic encephalopathies in inborn errors of metabolism: 
report of 2 cases. 
Child Neurology open 2015 Oct 25;2. 

 
Hamilton EMC1, Bertini E1, Kalaydjieva L1, Morar B1, 

http://www.ncbi.nlm.nih.gov/pubmed/21497194
http://www.ncbi.nlm.nih.gov/pubmed/21497194
http://www.ncbi.nlm.nih.gov/pubmed/22081099
http://www.ncbi.nlm.nih.gov/pubmed/22081099
http://www.ncbi.nlm.nih.gov/pubmed/22081099
https://www.ncbi.nlm.nih.gov/pubmed/?term=Hamilton%20EMC%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=28931644
https://www.ncbi.nlm.nih.gov/pubmed/?term=Bertini%20E%5BAuthor%5D&amp%3Bcauthor=true&amp%3Bcauthor_uid=28931644
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Neurobehavioral phenotypes of neuronopathic mucopolysaccharidoses 
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New treatments for the mucopolysaccharidoses: from pathophysiology to therapy 
Ital J Pediatr. 2018 Nov 16;44(Suppl 2):124 
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Safety of anesthesia for children with mucopolysaccharidoses: A retrospective 
analysis of 54 patients 
Paediatr Anaesth. 2018 May;28(5):436-442 
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Intrathecal heparan-N-sulfatase in patients with Sanfilippo syndrome type A: A phase 
IIb randomized trial 
Mol Genet Metab. 2019; 126:121.130 
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Masera N, dall'Olio F, Trinchera M 
Total loss of GM3 synthase activity by a normally processed enzyme in a novel 
variant and in all ST3GAL5 variants reported to cause a distinct congenital disorder 
of glycosylation 
Glycobiology. 2019; 29:229-241 
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Molecular Pathways and Respiratory Involvement in Lysosomal Storage Diseases. 
Int J Mol Sci. 2019; 20:327 
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Castellotti B, Garavaglia B, Nardocci N, Chiapparini L. 
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Neurodegeneration. 
Mov Disord Clin Pract. 2018 Nov 9;6(1):51-56. 
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Chronic liver involvement in urea cycle disorders. 
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Brambilla A, Bianchi ML, Cancello R, Galimberti C, Gasperini S, Pretese R, Rigoldi M, Tursi S, Parini 

R. 
Resting energy expenditure in argininosuccinic aciduria and in other urea cycle disorders. 
J Inherit Metab Dis. 2019 Nov;42(6):1105-1117 

 
 

Gasperini S, D'Antiga L. 
Liver Transplantation for Lysosomal Storage Disorders: A Novel Option to Pick. 
Liver Transpl. 2019 Aug;25(8):1140-1141. 

 
 

Scelsa B, Gasperini S, Righini A, Iascone M, Brazzoduro VG, Veggiotti P. 

Mild phenotype in Molybdenum cofactor deficiency: A new patient and review of the 
literature. 
Mol Genet Genomic Med. 2019 Jun;7(6):e657. 

 
 

Heard JM, Bellettato C, van Lingen C, Scarpa M; MetabERN collaboration group. 
Research activity and capability in the European reference network MetabERN. 
Orphanet J Rare Dis. 2019 May 29;14(1):119. 

 
 

Squeri G, Passerini L, Ferro F, Laudisa C, Tomasoni D, Deodato F, Donati MA, 
Gasperini S, Aiuti A, Bernardo ME, Gentner B, Naldini L, Annoni A, Biffi A, Gregori S. 
Targeting a Pre-existing Anti-transgene T Cell Response for Effective Gene Therapy 
of MPS-I in the Mouse Model of the Disease. 
Mol Ther. 2019 Jul 3;27(7):1215-1227. 

 
 

Cattoni A, Motta S, Masera N, Gasperini S, Rovelli A, Parini R.The use of 
recombinant human growth hormone in patients with Mucopolysaccharidoses and 
growth hormone deficiency: a case series. 
Ital J Pediatr. 2019 Aug 1;45(1):93. 

 
 

Balduzzi A, Brivio E, Rovelli A, Rizzari C, Gasperini S, Melzi ML, Conter V, Biondi A. 

Lessons after the early management of the COVID-19 outbreak in a pediatric transplant and hemato- 
oncology center embedded within a COVID-19 dedicated hospital in Lombardia, Italy. Estote parati. 
Bone Marrow Transplant. 2020 Oct;55(10):1900-1905. 

 
 

Rossi A, Hoogeveen IJ, Bastek VB, de Boer F, Montanari C, Meyer U, Maiorana A, Bordugo A, Dianin 
A, Campana C, Rigoldi M, Kishnani PS, Pendyal S, Strisciuglio P, Gasperini S, Parenti G, Parini R, 
Paci S, Melis D, Derks TGJ. 
Dietary lipids in glycogen storage disease type III: A systematic literature study, case studies, and 
future recommendations. 
J Inherit Metab Dis. 2020 Jul;43(4):770-777. 

 
Dardis A, Zampieri S, Gellera C, Carrozzo R, Cattarossi S, Peruzzo P, Dariol R, Sechi A, Deodato F, Caccia C, 
Verrigni D, Gasperini S, Fiumara A, Fecarotta S, Carecchio M, Filosto M, Santoro L, Borroni B, Bordugo A, 
Brancati F, Russo CV, Di Rocco M, Toscano A, Scarpa M, Bembi B. 

Molecular Genetics of Niemann-Pick Type C Disease in Italy: An Update on 105 Patients and 
Description of 18 NPC1 Novel Variants. 
J Clin Med. 2020 Mar 3;9(3):679. 
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Paoletti M, Pichiecchio A, Colafati GS, Conte G, Deodato F, Gasperini S, Menni F, Furlan F, Rubert L, 

Triulzi FM, Cinnante C. 
Multicentric Retrospective Evaluation of Five Classic Infantile Pompe Disease Subjects Under Enzyme 
Replacement Therapy With Early Infratentorial Involvement. 
Front Neurol. 2020 Nov 25;11:569153. 

 
 

Wijburg FA, Whitley CB, Muenzer J, Gasperini S, Del Toro M, Muschol N, Cleary M, 

Sevin C, Shapiro E, Alexanderian D. 

A multicenter open-label extension study of intrathecal heparan-N-sulfatase in 
patients with Sanfilippo syndrome type A 
Mol Genet Metab. 2021 Sep-Oct;134(1-2):175-181. 

 
 

Gentner B, Tucci F, Galimberti S, Fumagalli F, De Pellegrin M, Silvani P, Camesasca 
C, Pontesilli S, Darin S, Ciotti F, Sarzana M, Consiglieri G, Filisetti C, Forni G, 
Passerini L, Tomasoni D, Cesana D, Calabria A, Spinozzi G, Cicalese MP, Calbi V, 
Migliavacca M, Barzaghi F, Ferrua F, Gallo V, Miglietta S, Zonari E, Cheruku PS, 
Forni C, Facchini M, Corti A, Gabaldo M, Zancan S, Gasperini S, Rovelli A, Boelens 
JJ, Jones SA, Wynn R, Baldoli C, Montini E, Gregori S, Ciceri F, Valsecchi MG, la 
Marca G, Parini R, Naldini L, Aiuti A, Bernardo ME; MPSI Study Group. 

Hematopoietic stem- and progenitor-cell gene therapy for hurler syndrome 
N Engl J Med. 2021 Nov 18;385(21):1929-1940. 

 
 

Pettinato F, Mostile G, Battini R, Martinelli D, Madeo A, Biamino E, Frattini D, 
Garozzo D, Gasperini S, Parini R, Sirchia F, Sortino G, Sturiale L, Matthijs G, 
Morrone A, Di Rocco M, Rizzo R, Jaeken J, Fiumara A, Barone R. 

Clinical and radiological correlates of activities of daily living in cerebellar atrophy 
caused by PMM2 mutations (PMM2-CDG) 
Cerebellum. 2021 Aug;20(4):596-605. 

 
 

Cattoni A, Chiaraluce S, Gasperini S, Molinari S, Biondi A, Rovelli A, Parini R. 

Growth patterns in children with mucopolysaccharidosis type I-Hurler after hematopoietic stem cell 
transplantation: Comparison with untreated patients. 
Mol Genet Metab Rep. 2021 Aug 9;28:100787. 

 
 

Cavicchi C, Oussalah A, Falliano S, Ferri L, Gozzini A, Gasperini S, Motta S, Rigoldi M, Parenti G, 
Tummolo A, Meli C, Menni F, Furlan F, Daniotti M, Malvagia S, la Marca G, Chery C, Morange PE, 
Tregouet D, Donati MA, Guerrini R, Guéant JL, Morrone A. 
PRDX1 gene-related epi-cblC disease is a common type of inborn error of cobalamin metabolism with 
mono- or bi-allelic MMACHC epimutations. 
Clin Epigenetics. 2021 Jul 2;13(1):137. 

 
Rossi, A., Hoogeveen, I.J., Lubout, C.M.A., Gasperini S., Weinstein, D., Ziagaki, A. 
A generic emergency protocol for patients with inborn errors of metabolism causing fasting intolerance: 
A retrospective, single-center study and the generation of www.emergencyprotocol.net 
Journal of Inherited Metabolic Disease, 2021, 44(5), pp. 1124–1135 

 
 

Malvagia S, Ferri L, Della Bona M, Borsini W, Cirami CL, Dervishi E, Feriozzi S, Gasperini S, Motta S, 
Mignani R, Trezzi B, Pieruzzi F, Morrone A, Daniotti M, Donati MA, la Marca G. 
Multicenter evaluation of use of dried blood spot compared to conventional plasma in measurements of 
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globotriaosylsphingosine (LysoGb3) concentration in 104 Fabry patients. 
Clin Chem Lab Med. 2021 Apr 30;59(9):1516-1526. 

 
Di Stasio F, Faraguna MC, Di Marco S, Crescitelli V, Iascone M, Florio S, Peruzzi C, Gasperini S. 
A Neuro-metabolic Syndrome that Needs to Be Discovered: A Child with Late Onset Asparagine 
Synthetase Deficiency. 
J Pediatr Epilepsy 2021. 

 
 

Pontesilli S, Baldoli C, Rosa PAD, Cattoni A, Bernardo ME, Meregalli P, Gasperini S, Motta S, 
Fumagalli F, Tucci F, Baciga F, Consiglieri G, Canonico F, De Lorenzo P, Chiapparini L, Gentner B, 
Aiuti A, Biondi A, Rovelli A, Parini R. 
Evidence of Treatment Benefits in Patients with Mucopolysaccharidosis Type I-Hurler in Long-term 
Follow-up Using a New Magnetic Resonance Imaging Scoring System. 
J Pediatr. 2022 Jan;240:297-301.e5. 

 

 
Saettini F, Poli C, Vengoechea J, Bonanomi S, Orellana JC, Fazio G, Rodriguez FH, Noguera LP, Booth 
C, Jarur-Chamy V, Shams M, Iascone M, Vukic M, Gasperini S, Quadri M, Rivers E, Mauri M, Badolato 
R, Cazzaniga G, Bugarin C, Gaipa G, Kroes WGM, Moratto D, van Oostaijen-Ten Dam MM, Baas F, van 
der Maarel S, Piazza R, Coban-Akdemir ZH, Lupski JR, Yuan B, Chinn IK, Daxinger L, Biondi A. 

Absent B cells, agammaglobulinemia, and hypertrophic cardiomyopathy in folliculin-interacting protein 1 

deficiency. 
Blood. 2021 Jan 28;137(4):493-499. 

 
 

de Laurentis C, Gasperini S, Chiarello G, Motta S, Canonico F, Giussani CG. 

Cerebellar tumour-like aggregate of glycosaminoglycans in a MPS IIIB patient: a case report 
Childs Nerv Syst. 2020 Sep;36(9):2093-2097. 

 

Effect of alglucosidase alfa dosage on survival and walking ability in 
patients with classic infantile Pompe disease: a multicentre 
observational cohort study from the European Pompe Consortium. 
Ditters IAM, Huidekoper HH, Kruijshaar ME, Rizopoulos D, Hahn A, 
Mongini TE, Labarthe F, Tardieu M, Chabrol B, Brassier A, Parini R, 
Parenti G, van der Beek NAME, van der Ploeg AT, van den Hout 
JMP; European Pompe Consortium project group on classic infantile 
Pompe disease. 

Lancet Child Adolesc Health. 2022 Jan;6(1):28-37. 

 

Efficacy and safety of empagliflozin in glycogen storage disease type Ib: Data from an international 
questionnaire. 
Grünert SC, Derks TGJ, Adrian K, Al-Thihli K, Ballhausen D, Bidiuk J, Bordugo A, Boyer M, Bratkovic D, 
Brunner-Krainz M, Burlina A, Chakrapani A, Corpeleijn W, Cozens A, Dawson C, Dhamko H, Milosevic 
MD, Eiroa H, Finezilber Y, Moura de Souza CF, Garcia-Jiménez MC, Gasperini S, Haas D, Häberle J, 
Halligan R, Fung LH, Hörbe-Blindt A, Horka LM, Huemer M, Uçar SK, Kecman B, Kilavuz S, Kriván G, 
Lindner M, Lüsebrink N, Makrilakis K, Mei-Kwun Kwok A, Maier EM, Maiorana A, McCandless SE, 
Mitchell JJ, Mizumoto H, Mundy H, Ochoa C, Pierce K, Fraile PQ, Regier D, Rossi A, Santer R, Schuman 
HC, Sobieraj P, Spenger J, Spiegel R, Stepien KM, Tal G, Tanšek MZ, Torkar AD, Tchan M, Thyagu S, 
Schrier Vergano SA, Vucko E, Weinhold N, Zsidegh P, Wortmann SB. 
Genet Med. 2022 Aug;24(8):1781-1788. 
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Human ultrarare genetic disorders of sulfur metabolism demonstrate redundancies in H2S homeostasis. 
Kožich V, Schwahn BC, Sokolová J, Křížková M, Ditroi T, Krijt J, Khalil Y, Křížek T, Vaculíková-Fantlová 
T, Stibůrková B, Mills P, Clayton P, Barvíková K, Blessing H, Sykut-Cegielska J, Dionisi-Vici C, Gasperini 
S, García-Cazorla Á, Haack TB, Honzík T, Ješina P, Kuster A, Laugwitz L, Martinelli D, Porta F, Santer R, 
Schwarz G, Nagy P. 
Redox Biol. 2022 Dec;58:102517. 

 
 

Treatment Dilemma in Children with Late-Onset Pompe Disease. 
Faraguna MC, Crescitelli V, Fornari A, Barzaghi S, Savasta S, Foiadelli T, Veraldi D, Paoletti M, 
Pichiecchio A, Gasperini S. 
Genes. 2023 Jan 30;14(2):362. 

 
 

Expanded Newborn Screening in Italy Using Tandem Mass Spectrometry: Two Years of National 
Experience. 
Ruoppolo M, Malvagia S, Boenzi S, Carducci C, Dionisi-Vici C, Teofoli F, Burlina A, Angeloni A, Aronica T, 
Bordugo A, Bucci I, Camilot M, Carbone MT, Cardinali R, Carducci C, Cassanello M, Castana C, Cazzorla 
C, Ciatti R, Ferrari S, Frisso G, Funghini S, Furlan F, Gasperini S, Gragnaniello V, Guzzetti C, La Marca 
G, La Spina L, Lorè T, Meli C, Messina M, Morrone A, Nardecchia F, Ortolano R, Parenti G, Pavanello E, 
Pieragostino D, Pillai S, Porta F, Righetti F, Rossi C, Rovelli V, Salina A, Santoro L, Sauro P, Schiaffino 
MC, Simonetti S, Vincenzi M, Tarsi E, Uccheddu AP. 
Int J Neonatal Screen. 2022 Aug 9;8(3):47. 

 
 

Mucopolysaccharidosis-Plus Syndrome, a Rapidly Progressive Disease: Favorable Impact of a Very Prolonged 
Steroid Treatment on the Clinical Course in a Child. 
Faraguna MC, Musto F, Crescitelli V, Iascone M, Spaccini L, Tonduti D, Fedeli T, Kullmann G, Canonico F, 
Cattoni A, Dell'Acqua F, Rizzari C, Gasperini S. 
Genes 2022 Feb 28;13(3):442. 

 
 

Hepatic glycogen storage diseases type 0, VI and IX: description of an italian cohort. 
Tagliaferri F, Massese M, Russo L, Commone A, Gasperini S, Pretese R, Dionisi-Vici C, Maiorana A. 
Orphanet J Rare Dis. 2022 Jul 19;17(1):285. 

 
 

Finding balance between mature and immature neutrophils: The effects of empagliflozin in GSD-Ib. 
Guerra F, Gasperini S, Bonanomi S, Crescitelli V, Pretese R, Da Dalt L, Norata GD, Balzarini M, Biondi 
A, Baragetti A, Saettini F. 
EJ Haem. 2023 Jan 29;4(2):551-554. 

 
 

Long-term use of carglumic acid in methylmalonic aciduria, propionic aciduria and isovaleric aciduria in 
Italy: a qualitative survey. 
Burlina A, Bettocchi I, Biasucci G, Bordugo A, Gasperini S, La Spina L, Maines E, Meli C, Menni F, Paci S, 
Procopio E, Rossi A, Rubert L, Spada M, Tubili F, Tummolo A. 
Eur Rev Med Pharmacol Sci. 2022 Jul;26(14):5136-5143. 

 
 

Not Only Diagnostic Yield: Whole-Exome Sequencing in Infantile Cardiomyopathies Impacts on Clinical 
and Family Management. 
Pezzoli L, Pezzani L, Bonanomi E, Marrone C, Scatigno A, Cereda A, Bedeschi MF, Selicorni 
A, Gasperini S, Bini P, Maitz S, Maccioni C, Pedron C, Colombo L, Marchetti D, Bellini M, Lincesso AR, 

https://pubmed.ncbi.nlm.nih.gov/36306676/
https://pubmed.ncbi.nlm.nih.gov/36833288/
https://pubmed.ncbi.nlm.nih.gov/35997437/
https://pubmed.ncbi.nlm.nih.gov/35997437/
https://pubmed.ncbi.nlm.nih.gov/35327996/
https://pubmed.ncbi.nlm.nih.gov/35327996/
https://pubmed.ncbi.nlm.nih.gov/35854365/
https://pubmed.ncbi.nlm.nih.gov/37206252/
https://pubmed.ncbi.nlm.nih.gov/35916811/
https://pubmed.ncbi.nlm.nih.gov/35916811/
https://pubmed.ncbi.nlm.nih.gov/35050212/
https://pubmed.ncbi.nlm.nih.gov/35050212/


Curriculum Vitae Serena Gasperini 

© European Union, 2002-2015 | europass.cedefop.europa.eu Page 17 / 11 

 

 

Perego L, Pingue M, Della Malva N, Mangili G, Ferrazzi P, Iascone M. 
J Cardiovasc Dev Dis. 2021 Dec 21;9(1):2. 

 
 

Parents' experience of the communication process of positivity at newborn screening for metabolic 
diseases: A qualitative study 
Bani M, Russo S, Raggi E, Gasperini S, Motta S, Menni F, Furlan 
F, Paci S, Banderali G, Marchisio P, Biondi A, Strepparava MG. 
Child Care Health Dev. 2023 Feb 14. 

 
 

Correction to: Antibody Deficiency in Patients with Biallelic KARS1 Mutations. 
Saettini F, Guerra F, Fazio G, Bugarin C, McMillan HJ, Ohtake A, Ardissone A, Itoh M, Giglio S, Cappuccio G, 
Giardino G, Romano R, Quadri M, Gasperini S, Moratto D, Chiarini M, Ishiguro A, Fukuhara Y, Hayakawa I, 
Okazaki Y, Mauri M, Piazza R, Cazzaniga G, Biondi A. J Clin Immunol. 2023 Nov;43(8):2126 

 
 
 
 

Autorizzo il trattamento dei miei dati personali qui riportati in accordo al D. 
Lgs. n.196/2003 ai sensi dell’art. 13 D. Lgs. 30 giugno 2003 n°196 – “Codice 
in materia di protezione dei dati personali” e dell’art. 13 GDPR 679/16 – 
“Regolamento europeo sulla protezione dei dati personali”. 

 
Le dichiarazioni rese nel presente curriculum sono sa ritenersi rilasciate ai sensi degli 
artt. 46 e 47 del DPR 445/2000. 
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