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2018-2023

FEBBRAIO 2023 —AD OGGlI

USSD Laboratorio di Genetica Medica — Azienda Ospedaliera Papa Giovanni
XXl (gia Azienda Ospedaliera Ospedali Riuniti di Bergamo)

Azienda sanitaria ospedaliera
Dirigente Biologo
Responsabile f.f. SSD Laboratorio di genetica Medica

GENNAIO 2006 —AD OGGI

USSD Laboratorio di Genetica Medica — Azienda Ospedaliera Papa Giovanni
XXl (gia Azienda Ospedaliera Ospedali Riuniti di Bergamo)

Azienda sanitaria ospedaliera
Dirigente Biologo
Responsabile Sezione di Genetica Molecolare

DiceEmMBRE 1999 — DICEMBRE 2005
USC Anatomia Patologica — Azienda Ospedaliera Ospedali Riuniti di Bergamo

Azienda sanitaria ospedaliera
Dirigente Biologo
Responsabile Sezione di Genetica Molecolare

MARz0 1993 —NOVEMBRE 1999

Istituto di Fisiologia clinica del CNR di Pisa

Sez. di Massa

c/o Ospedale G. Pasquinucci

Via Aurelia Sud — Loc. Montepepe

54100 Massa Carrara

Istituto di ricerca

Ricercatore a tempo determinato

Responsabile Laboratorio di Biologia Molecolare Cardiovascolare

¢ Organizzazione e gestione del personale dipendente e non dipendente
afferente alla sezione di Genetica Molecolare

e Formazione e Aggiornamento del personale

e Introduzione nuove tecnologie e metodologie Genomiche in diagnostica:
Sequenziamento di Nuova Generazione (NGS); automazione dei protocolli
di Genomica e dell’estrazione di acidi nucleici

¢ Gestione del budget economico /centro di costo assegnato alla Sezione

e Organizzazione e gestione dell’attivita diagnostica di Genetica Molecolare

e Gestione dei rapporti con i clinici intra- ed extra-ospedale e fuori regione
per il miglioramento dei percorsi di diagnostica genetico-molecolare
(discussione indicazione alla prescrizione dei test genetici, scelta del test da
eseguire, discussione dei risultati e supporto alla comunicazione degli stessi
ai pazienti)

¢ Validazione e firma di tutti i referti di NGS prodotti dalla Sezione

¢ Validazione di tutti i restanti referti prodotti dalla Sezione

e Fundraising per il finanziamento delle borse di studio del personale non
dipendente e per la messa a punto delle nuove tecnologie da introdurre in
diagnostica

e Gestione delle collaborazioni con altri centri nazionali e internazionali
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2011-2013

2010-2012

Malattie genetiche ultra-rare
Malattie Cardiovascolari Ereditarie
Epatopatie Pediatriche Ereditarie
Malattie metaboliche

Innovazioni Tecnologiche del Sequenziamento
Introduzione nella pratica clinica del sequenziamento genomico (whole-
exome sequencing, whole-genome sequencing)

Novembre 1995 — Novembre 1999

Scuola di Specializzazione in Genetica Medica

Facolta di Medicina e Chirurgia — Universita degli Studi di Genova
Specialista in Genetica Medica

Gennaio 1994 — Dicembre 1995

Scuola di Perfezionamento

Accademia Nazionale dei Lincei

Novembre 1986 — Marzo 1993

Corso di Laurea in Scienze Biologiche

Facolta di Matematica, Fisica e Scienze Naturali — Universita degli Studi di Pisa
Biologo

Co- Investigator Progetto di ricerca dal Titolo “Drop-by-Drop: Deciphering the
molecular signature in Kleefstra syndrome: proof of principle working model
for chromatinopathies” finanziato da Fondazione Regionale per la Ricerca
Biomedica (FRRB) Regione Lombardia

Co- Investigator Progetto di ricerca dal Titolo ““Sequenziamento del genoma
del neonato: fattibilita ed implicazioni cliniche, etiche, psicologiche ed
economiche” presentato da Fondazione Telethon (capofila) in partenariato
con ASST Papa Giovanni XXIII di Bergamo e UNIAMO Federazione Italiana
Malattie Rare onlus con prot. R1.2020.0005132

Principal Investigator Progetto di ricerca dal Titolo “Responsible
Implementation of Newborns Genome Sequencing: a technical and
interpretative feasibility study” GSP21003-Telethon

Principal Investigator Progetto di Ricerca: “GENE - Genomic analysis
Evaluation NEtwork-Studio prospettico multicentrico costo-efficacia del
sequenziamento dell'intero esoma (WES) come primo test genetico in
pazienti pediatrici con sospetta malattia genetica -Progetti di innovazione in
ambito sanitario e socio sanitario Regione Lombardia, bando ex decreto n.
2713 del 28/02/2018

Principal Investigator Progetto di Ricerca: “RARE: Rapid Analysis for Rapid
carE -Valutazione dell’utilita clinica del sequenziamento dell'intero esoma
(WES) per la diagnosi urgente di malattie genetiche rare in pazienti in eta
pediatrica in condizioni critiche ricoverati in terapia intensiva neonatale e
pediatrica - PG23 / FROM 2017 Call for Independent Research.
Co-Investigator Progetto di Ricerca “Massively parallel sequencing:
integration of genetic data in clinical practice”. Progetto Fondazione Cariplo,
Ref. 2011-1481

Co-Investigator Progetto di Ricerca “Implementation of Genetic diagnosis in

clinical setting for hypoplastic left heart syndrome”. Regione Lombardia,
decreto n. 13465 del 22 dicembre 2010

“u

1.  Theclinical and molecular spectrum of the KDM6B-related neurodevelopmental disorder.
Rots D, Jakub TE, Keung C, Jackson A, Banka S, Pfundt R, de Vries BBA, van Jaarsveld RH, Hopman SMJ, van
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10.

Binsbergen E, Valenzuela |, Hempel M, Bierhals T, Kortiim F, Lecoquierre F, Goldenberg A, Hertz JM, Andersen CB,
Kibaek M, Prijoles EJ, Stevenson RE, Everman DB, Patterson WG, Meng L, Gijavanekar C, De Dios K, Lakhani S, Levy
T, Wagner M, Wieczorek D, Benke PJ, Lopez Garcia MS, Perrier R, Sousa SB, Almeida PM, Sim&es MJ, Isidor B, Deb
W, Schmanski AA, Abdul-Rahman O, Philippe C, Bruel AL, Faivre L, Vitobello A, Thauvin C, Smits JJ, Garavelli L,
Caraffi SG, Peluso F, Davis-Keppen L, Platt D, Royer E, Leeuwen L, Sinnema M, Stegmann APA, Stumpel CTRM, Tiller
GE, Bosch DGM, Potgieter ST, Joss S, Splitt M, Holden S, Prapa M, Foulds N, Douzgou S, Puura K, Waltes R,
Chiocchetti AG, Freitag CM, Satterstrom FK, De Rubeis S, Buxbaum J, Gelb BD, Branko A, Kushima I, Howe J, Scherer
SW, Arado A, Baldo C, Patat O, Bénédicte D, Lopergolo D, Santorelli FM, Haack TB, Dufke A, Bertrand M, Falb RJ,
Riel A, Krieg P, Spranger S, Bedeschi MF, lascone M, Josephi-Taylor S, Roscioli T, Buckley MF, Liebelt J, Dagli Al,
Aten E, Hurst ACE, Hicks A, Suri M, Aliu E, Naik S, Sidlow R, Coursimault J, Nicolas G, Klipper H, Petit F, Ibrahim V,
Top D, Di Cara F; Genomics England Research Consortium; Louie RJ, Stolerman E, Brunner HG, Vissers LELM, Kramer
IM, Kleefstra T.

Am J Hum Genet. 2023 May 13:50002-9297(23)00132-5. doi: 10.1016/j.ajhg.2023.04.008. Online ahead of print.
PMID: 37196654

ARF1-related disorder: phenotypic and molecular spectrum.

de Sainte Agathe JM, Pode-Shakked B, Naudion S, Michaud V, Arveiler B, Fergelot P, Delmas J, Keren B, Poirsier C,
Alkuraya FS, Tabarki B, Bend E, Davis K, Bebin M, Thompson ML, Bryant EM, Wagner M, Hannibal |, Lenberg J,
Krenn M, Wigby KM, Friedman JR, lascone M, Cereda A, Miao T, LeGuern E, Argilli E, Sherr E, Caluseriu O, Tidwell T,
Bayrak-Toydemir P, Hagedorn C, Brugger M, Vill K, Morneau-Jacob FD, Chung W, Weaver KN, Owens JW, Husami A,
Chaudhari BP, Stone BS, Burns K, Li R, de Lange IM, Biehler M, Ginglinger E, Gérard B, Stottmann RW, Trimouille A.
J Med Genet. 2023 Apr 25:jmg-2022-108803. doi: 10.1136/jmg-2022-108803. Online ahead of print.

PMID: 37185208

De novo variants in CNOT9 cause a neurodevelopmental disorder with or without epilepsy.

von Wintzingerode L, Ben-Zeev B, Cesario C, Chan KM, Depienne C, Elpeleg O, lascone M, Kelley WV, Nassogne MC,
Niceta M, Pezzani L, Rahner N, Revencu N, Bekheirnia MR, Santiago-Sim T, Tartaglia M, Thompson ML, Trivisano M,
Hentschel J, Sticht H, Abou Jamra R, Oppermann H.

Genet Med. 2023 Apr 20;25(7):100859. doi: 10.1016/j.gim.2023.100859. Online ahead of print.

PMID: 37092538

FDXR-associated disease: a challenging differential diagnosis with inflammatory peripheral neuropathy.

Masnada S, Previtali R, Erba P, Beretta E, Camporesi A, Chiapparini L, Doneda C, lascone M, Sartorio MUA, Spaccini
L, Veggiotti P, Osio M, Tonduti D, Moroni I.

Neurol Sci. 2023 Apr 12:1-7. doi: 10.1007/s10072-023-06790-0. Online ahead of print.

PMID: 37046037 Free PMC article. Review.

Prenatal Clinical Findings in RASA1-Related Capillary Malformation-Arteriovenous Malformation Syndrome.

Coccia E, Valeri L, Zuntini R, Caraffi SG, Peluso F, Pagliai L, Vezzani A, Pietrangiolillo Z, Leo F, Melli N, Fiorini V, Greco
A, Lepri FR, Pisaneschi E, Marozza A, Carli D, Mussa A, Radio FC, Conti B, lascone M, Gargano G, Novelli A, Tartaglia
M, Zuffardi O, Bedeschi MF, Garavelli L.

Genes (Basel). 2023 Feb 22;14(3):549. doi: 10.3390/genes14030549.

PMID: 36980822 Free PMC article.

The crucial role of titin in fetal development: recurrent miscarriages and bone, heart and muscle anomalies
characterise the severe end of titinopathies spectrum.

Di Feo MF, Lillback V, Jokela M, McEntagart M, Homfray T, Giorgio E, Casalis Cavalchini GC, Brusco A, lascone M,
Spaccini L, D'Oria P, Savarese M, Udd B.

J Med Genet. 2023 Mar 28:jmg-2022-109018. doi: 10.1136/jmg-2022-109018. Online ahead of print.

PMID: 36977548

Menkes disease complicated by concurrent ACY1 deficiency: A case report.

Mauri A, Saielli LA, Alfei E, lascone M, Marchetti D, Cattaneo E, Di Lauro A, Antonelli L, Alberti L, Bonaventura E,
Veggiotti P, Spaccini L, Cereda C.

Front Genet. 2023 Mar 2;14:1077625. doi: 10.3389/fgene.2023.1077625. eCollection 2023.

PMID: 36936426 Free PMC article.

Chung-Jansen syndrome can mimic Cornelia de Lange syndrome: Another player among chromatinopathies?

Conti B, Rinaldi B, Rimoldi M, Villa R, lascone M, Gangi S, Porro M, Ajmone PF, Colli AM, Mosca F, Bedeschi MF.
Am J Med Genet A. 2023 Jun;191(6):1586-1592. doi: 10.1002/ajmg.a.63164. Epub 2023 Feb 26.

PMID: 36843271

Rock around DYRK1A: Ethnic diversity, clinical challenges.

Moroni A, Pezzani L, Alfei E, Scatigno A, Cereda A, Marzaroli M, Guuva C, Gabbiadini S, Pezzoli L, Marchetti D,
Spaccini L, lascone M.

Am J Med Genet A. 2023 May;191(5):1459-1464. doi: 10.1002/ajmg.a.63140. Epub 2023 Feb 11.

PMID: 36772973

DSP-Related Cardiomyopathy as a Distinct Clinical Entity? Emerging Evidence from an Italian Cohort.

Di Lorenzo F, Marchionni E, Ferradini V, Latini A, Pezzoli L, Martino A, Romeo F, lorio A, Bianchi S, lascone M, Calo L,
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11.

12.

13.

14.

15.

16.

17.

18.

19.

Novelli G, Mango R, Sangiuolo F.

Int J Mol Sci. 2023 Jan 27;24(3):2490. doi: 10.3390/ijms24032490.

PMID: 36768812 Free PMC article.

Newborn screening for X-linked adrenoleukodystrophy in Italy: Diagnostic algorithm and disease monitoring.
Bonaventura E, Alberti L, Lucchi S, Cappelletti L, Fazzone S, Cattaneo E, Bellini M, Izzo G, Parazzini C, Bosetti A, Di
Profio E, Fiore G, Ferrario M, Mameli C, Sangiorgio A, Masnada S, Zuccotti GV, Veggiotti P, Spaccini L, lascone M,
Verduci E, Cereda C, Tonduti D; XALD-NBS Study Group.

Front Neurol. 2023 Jan 9;13:1072256. doi: 10.3389/fneur.2022.1072256. eCollection 2022.

PMID: 36698902 Free PMC article.

SBIDDS Syndrome: A New Spoke of the Epigenetic Machinery Wheel.

Aleo S, Pezzani L, Milani D, Pezzoli L, Marchisio P, lascone M.

Mol Syndromol. 2023 Jan;13(6):543-550. doi: 10.1159/000524844. Epub 2022 Jun 7.

PMID: 36660030

Novel Insulin-Like Growth Factor 1 Gene Mutation: Broadening of the Phenotype and Implications for Insulin
Resistance.

Giacomozzi C, Martin A, Fernandez MC, Gutiérrez M, lascone M, Domené HM, Dominici FP, Bergada |, Cangiano B,
Persani L, Pennisi PA.

J Clin Endocrinol Metab. 2023 May 17;108(6):1355-1369. doi: 10.1210/clinem/dgac738.

PMID: 36546343

Genome-Wide DNA Methylation Profiling Solves Uncertainty in Classifying NSD1 Variants.

Ferilli M, Ciolfi A, Pedace L, Niceta M, Radio FC, Pizzi S, Miele E, Cappelletti C, Mancini C, Galluccio T, Andreani M,
lascone M, Chiriatti L, Novelli A, Micalizzi A, Matraxia M, Menale L, Faletra F, Prontera P, Pilotta A, Bedeschi MF,
Capolino R, Baban A, Seri M, Mammi C, Zampino G, Digilio MC, Dallapiccola B, Priolo M, Tartaglia M.

Genes (Basel). 2022 Nov 19;13(11):2163. doi: 10.3390/genes13112163.

PMID: 36421837 Free PMC article.

Congenital diaphragmatic hernia in Coffin Siris syndrome: Further evidence from two cases.

Rimoldi M, Rinaldi B, Villa R, Cerasani J, Beltrami B, lascone M, Silipigni R, Boito S, Gangi S, Colombo L, Porro M,
Cesaretti C, Bedeschi MF.

Am J Med Genet A. 2023 Feb;191(2):605-611. doi: 10.1002/ajmg.a.63054. Epub 2022 Nov 23.

PMID: 36416235

A clustering of heterozygous missense variants in the crucial chromatin modifier WDR5 defines a new
neurodevelopmental disorder.

Snijders Blok L, Verseput J, Rots D, Venselaar H, Innes AM, Stumpel C, Ounap K, Reinson K, Seaby EG, McKee S,
Burton B, Kim K, van Hagen JM, Waisfisz Q, Joset P, Steindl K, Rauch A, Li D, Zackai EH, Sheppard SE, Keena B,
Hakonarson H, Roos A, Kohlschmidt N, Cereda A, lascone M, Rebessi E, Kernohan KD, Campeau PM, Millan F, Taylor
JA, Lochmidiller H, Higgs MR, Goula A, Bernhard B, Velasco DJ, Schmanski AA, Stark Z, Gallacher L, Pais L,
Marcogliese PC, Yamamoto S, Raun N, Jakub TE, Kramer JM, den Hoed J, Fisher SE, Brunner HG, Kleefstra T.

HGG Adv. 2022 Nov 1;4(1):100157. doi: 10.1016/j.xhgg.2022.100157. eCollection 2023 Jan 12.

PMID: 36408368 Free PMC article.

Dominant ARF3 variants disrupt Golgi integrity and cause a neurodevelopmental disorder recapitulated in
zebrafish.

Fasano G, Muto V, Radio FC, Venditti M, Mosaddeghzadeh N, Coppola S, Paradisi G, Zara E, Bazgir F, Ziegler A,
Chillemi G, Bertuccini L, Tinari A, Vetro A, Pantaleoni F, Pizzi S, Conti LA, Petrini S, Bruselles A, Prandi IG, Mancini C,
Chandramouli B, Barth M, Bris C, Milani D, Selicorni A, Macchiaiolo M, Gonfiantini MV, Bartuli A, Mariani R, Curry
CJ, Guerrini R, Slavotinek A, lascone M, Dallapiccola B, Ahmadian MR, Lauri A, Tartaglia M.

Nat Commun. 2022 Nov 11;13(1):6841. doi: 10.1038/s41467-022-34354-x.

PMID: 36369169 Free PMC article.

Short stature in PRMT7 Mutations: first evidence of response to growth hormone treatment.

Rodari G, Villa R, Porro M, Gangi S, lascone M, Elli F, Giacchetti F, Profka E, Collini V, Dall'Antonia A, Arosio M,
Mantovani G, Bedeschi MF, Giavoli C.

Eur J Hum Genet. 2023 Feb;31(2):195-201. doi: 10.1038/s41431-022-01220-9. Epub 2022 Nov 9.

PMID: 36348013

Delineation of a KDM2B-related neurodevelopmental disorder and its associated DNA methylation signature.

van Jaarsveld RH, Reilly J, Cornips MC, Hadders MA, Agolini E, Ahimaz P, Anyane-Yeboa K, Bellanger SA, van
Binsbergen E, van den Boogaard MJ, Brischoux-Boucher E, Caylor RC, Ciolfi A, van Essen TAJ, Fontana P, Hopman S,
lascone M, Javier MM, Kamsteeg EJ, Kerkhof J, Kido J, Kim HG, Kleefstra T, Lonardo F, Lai A, Lev D, Levy MA, Lewis
MES, Lichty A, Mannens MMAM, Matsumoto N, Maya |, McConkey H, Megarbane A, Michaud V, Miele E, Niceta M,
Novelli A, Onesimo R, Pfundt R, Popp B, Prijoles E, Relator R, Redon S, Rots D, Rouault K, Saida K, Schieving J,
Tartaglia M, Tenconi R, Uguen K, Verbeek N, Walsh CA, Yosovich K, Yuskaitis CJ, Zampino G, Sadikovic B, Alders M,
Oegema R.

Genet Med. 2023 Jan;25(1):49-62. doi: 10.1016/j.gim.2022.09.006. Epub 2022 Nov 1.
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20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

PMID: 36322151 Free PMC article.

Severe Epilepsy and Movement Disorder May Be Early Symptoms of TMEM106B-Related Hypomyelinating
Leukodystrophy.

Solazzi R, Moscatelli M, Sebastiano DR, Canafoglia L, Pezzoli L, lascone M, Granata T.

Neurol Genet. 2022 Aug 29;8(5):€200022. doi: 10.1212/NXG.0000000000200022. eCollection 2022 Oct.
PMID: 36046422 Free PMC article.

Prenatal overgrowth and polydramnios: Would you think about Noonan syndrome?

Beltrami B, Cerasani J, Consales A, Villa R, Resta N, Loconte DC, Boito S, Caschera L, Bassi L, Colombo L, lascone M,
Bedeschi MF.

Clin Case Rep. 2022 Aug 22;10(8):e6256. doi: 10.1002/ccr3.6256. eCollection 2022 Aug.

PMID: 36017115 Free PMC article.

Mystery(n) Phenotypic Presentation in Europeans: Report of Three Further Novel Missense RNF213 Variants
Leading to Severe Syndromic Forms of Moyamoya Angiopathy and Literature Review.

Santoro C, Mirone G, Zanobio M, Ranucci G, D'Amico A, Cicala D, lascone M, Bernardo P, Piccolo V, Ronchi A,
Limongelli G, Carotenuto M, Nigro V, Cinalli G, Piluso G.

Int J Mol Sci. 2022 Aug 11;23(16):8952. doi: 10.3390/ijms23168952.

PMID: 36012218 Free PMC article. Review.

Abnormal B-Cell Maturation and Increased Transitional B Cells in CBL Syndrome.

Saettini F, Coliva TA, Vendemini F, Galbiati M, Bugarin C, Masetti R, Moratto D, Chiarini M, Guerra F, lascone M,
Badolato R, Cazzaniga G, Niemeyer C, Flotho C, Biondi A.

Front Pediatr. 2022 Jul 28;10:935951. doi: 10.3389/fped.2022.935951. eCollection 2022.

PMID: 35967575 Free PMC article.

Atypical, Composite, or Blended Phenotypes: How Different Molecular Mechanisms Could Associate in Double-
Diagnosed Patients.

Rosina E, Pezzani L, Pezzoli L, Marchetti D, Bellini M, Pilotta A, Calabrese O, Nicastro E, Cirillo F, Cereda A, Scatigno
A, Milani D, lascone M.

Genes (Basel). 2022 Jul 19;13(7):1275. doi: 10.3390/genes13071275.

PMID: 35886058 Free PMC article.

Prenatal ultrasound findings associated with PIGW variants: One more piece in the FRYNS syndrome puzzle? PIGW-
related prenatal findings.

Ronzoni L, Boito S, Meossi C, Cesaretti C, Rinaldi B, Agolini E, Rizzuti T, Pezzoli L, Silipigni R, Novelli A, lascone M,
Persico N, Natacci F.

Prenat Diagn. 2022 Nov;42(12):1493-1502. doi: 10.1002/pd.6204. Epub 2022 Jul 19.

PMID: 35788948 Review.

[Clinical pathway on pediatric cardiomyopathies: a genetic testing strategy proposed by the Italian Society of
Pediatric Cardiology].

Girolami F, lascone M, Pezzoli L, Passantino S, Limongelli G, Monda E, Rubino M, Adorisio R, Lombardi M, Ragni L,
Olivotto I, Favilli S; a nome della Societa Italiana di Cardiologia Pediatrica (SICP).

G ltal Cardiol (Rome). 2022 Jul;23(7):505-515. doi: 10.1714/3831.38168.

PMID: 35771016 Italian.

An example of parenchymal renal sparing in the context of complex malformations due to a novel mutation in the
PBX1 gene.

Ruscitti F, Cerminara M, lascone M, Pezzoli L, Rosti G, Romano F, Ronchetto P, Martucciello G, Buratti S, Buffelli F,
Bocciardi R, Puliti A, Divizia MT.

Birth Defects Res. 2022 Jul 15;114(12):674-681. doi: 10.1002/bdr2.2065. Epub 2022 Jun 25.

PMID: 35751431

A missense mutation in DDRGK1 gene associated to Shohat-type spondyloepimetaphyseal dysplasia: Two case
reports and a review of literature.

Franceschi R, lascone M, Maitz S, Marchetti D, Mariani M, Selicorni A, Soffiati M, Maines E.

Am J Med Genet A. 2022 Aug;188(8):2434-2437. doi: 10.1002/ajmg.a.62857. Epub 2022 Jun 7.

PMID: 35670300 Review.

Family history is key to the interpretation of exome sequencing in the prenatal context: unexpected diagnosis of
Basal Cell Nevus Syndrome.

Rinaldi B, Cesaretti C, Boito S, Villa R, Guerneri S, Borzani |, Rizzuti T, Marchetti D, Conte G, Cinnante C, Triulzi F,
Persico N, lascone M, Natacci F.

Prenat Diagn. 2022 Jun;42(7):927-933. doi: 10.1002/pd.6171. Epub 2022 May 27.

PMID: 35584264

Neuroimaging appearance of hypothalamic hamartomas in monozygotic twins with Pallister-Hall syndrome: case
report and review of the literature.

Consales A, Ardemani G, Cinnante CM, Catalano MR, Giavoli C, Villa R, lascone M, Fontana C, Bedeschi MF,
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31.
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39.

40.

Fumagalli M.

BMC Neurol. 2022 Mar 24;22(1):118. doi: 10.1186/s12883-022-02618-0.

PMID: 35331151 Free PMC article. Review.

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, lascone M, Spaccini L, Tonduti D, Fedeli T, Kullmann G, Canonico F, Cattoni A,
Dell'Acqua F, Rizzari C, Gasperini S.

Genes (Basel). 2022 Feb 28;13(3):442. doi: 10.3390/genes13030442.

PMID: 35327996 Free PMC article. Review.

Identical EP300 variant leading to Rubinstein-Taybi syndrome with different clinical and immunologic phenotype.
Saettini F, Fazio G, Bonati MT, Moratto D, Massa V, Di Fede E, Castiglioni S, Marchetti D, Chiarini M, Sottini A,
lascone M, Cazzaniga G, Imberti L, Biondi A, Gervasini C, Badolato R.

Am J Med Genet A. 2022 Jul;188(7):2129-2134. doi: 10.1002/ajmg.a.62719. Epub 2022 Mar 9.

PMID: 35266289

Correspondence on "Expanded phenotype of AARS1-related white matter disease" by Helman et al.

Leidi A, Previtali R, Parazzini C, Raviglione F, Carelli S, Mendes MI, Salomons GS, lascone M, Tonduti D.

Genet Med. 2022 May;24(5):1152-1153. doi: 10.1016/j.gim.2022.01.010. Epub 2022 Feb 12.

PMID: 35168888 No abstract available.

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, Perego L, Pingue M, Della Malva N,
Mangili G, Ferrazzi P, lascone M.

J Cardiovasc Dev Dis. 2021 Dec 21;9(1):2. doi: 10.3390/jcdd9010002.

PMID: 35050212 Free PMC article.

DNA methylation episignature in Gabriele-de Vries syndrome.

Cherik F, Reilly J, Kerkhof J, Levy M, McConkey H, Barat-Houari M, Butler KM, Coubes C, Lee JA, Le Guyader G, Louie
RJ, Patterson WG, Tedder ML, Bak M, Hammer TB, Craigen W, Démurger F, Dubourg C, Fradin M, Franciskovich R,
Frengen E, Friedman J, Palares NR, lascone M, Misceo D, Monin P, Odent S, Philippe C, Rouxel F, Saletti V, Stremme
P, Thulin PC, Sadikovic B, Genevieve D.

Genet Med. 2022 Apr;24(4):905-914. doi: 10.1016/j.gim.2021.12.003. Epub 2022 Jan 10.

PMID: 35027293

Progressive Clinical and Neuroradiological Findings in a Child with BCL11B Missense Mutation: Expanding the
Phenotypic Spectrum of Related Disorder.

Alfei E, Cattaneo E, Spaccini L, lascone M, Veggiotti P, Doneda C.

Neuropediatrics. 2022 Aug;53(4):283-286. doi: 10.1055/s-0041-1736193. Epub 2021 Nov 29.

PMID: 34844266

Diagnostic approach to neonatal and infantile cholestasis: A position paper by the SIGENP liver disease working
group.

Ranucci G, Della Corte C, Alberti D, Bondioni MP, Boroni G, Calvo PL, Cananzi M, Candusso M, Clemente MG,
D'Antiga L, Degrassi |, De Ville De Goyet J, Di Dato F, Di Giorgio A, Vici CD, Ferrari F, Francalanci P, Fuoti M, Fusaro F,
Gaio P, Grimaldi C, lascone M, Indolfi G, lorio R, Maggiore G, Mandato C, Matarazzo L, Monti L, Mosca F, Nebbia G,
Nuti F, Paolella G, Pinon M, Roggero P, Sciveres M, Serranti D, Spada M, Vajro P, Nicastro E.

Dig Liver Dis. 2022 Jan;54(1):40-53. doi: 10.1016/j.d1d.2021.09.011. Epub 2021 Oct 20.

PMID: 34688573

ELP2 compound heterozygous variants associated with cortico-cerebellar atrophy, nodular heterotopia and
epilepsy: Phenotype expansion and review of the literature.

Russo A, Forest C, Leone GJ, lascone M, Tenconi R, Maffei M, Cersosimo A, Cordelli DM, Suppiej A.

Eur J Med Genet. 2021 Dec;64(12):104361. doi: 10.1016/j.ejmg.2021.104361. Epub 2021 Oct 12.

PMID: 34653680 Review.

Biallelic PI4KA variants cause a novel neurodevelopmental syndrome with hypomyelinating leukodystrophy.
Verdura E, Rodriguez-Palmero A, Vélez-Santamaria V, Planas-Serra L, de la Calle |, Raspall-Chaure M, Roubertie A,
Benkirane M, Saettini F, Pavinato L, Mandrile G, O'Leary M, O'Heir E, Barredo E, Chacdn A, Michaud V, Goizet C,
Ruiz M, Schliiter A, Rouvet |, Sala-Coromina J, Fossati C, lascone M, Canonico F, Marcé-Grau A, de Souza P, Adams
DR, Casasnovas C, Rehm HL, Mefford HC, Gonzalez Gutierrez-Solana L, Brusco A, Koenig M, Macaya A, Pujol A.
Brain. 2021 Oct 22;144(9):2659-2669. doi: 10.1093/brain/awab124.

PMID: 34415322 Free PMC article.

Childhood-onset dystonia-causing KMT2B variants result in a distinctive genomic hypermethylation profile.

Ciolfi A, Foroutan A, Capuano A, Pedace L, Travaglini L, Pizzi S, Andreani M, Miele E, Invernizzi F, Reale C, Panteghini
C, lascone M, Niceta M, Gavrilova RH, Schultz-Rogers L, Agolini E, Bedeschi MF, Prontera P, Garibaldi M, Galosi S,
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41.

42.

43.

44,

45.

46.

47.

Leuzzi V, Soliveri P, Olson RJ, Zorzi GS, Garavaglia BM, Tartaglia M, Sadikovic B.

Clin Epigenetics. 2021 Aug 11;13(1):157. doi: 10.1186/513148-021-01145-y.

PMID: 34380541 Free PMC article.

Infantile ATP7B-Related End-Stage Liver Disease: An Exceptional Wilson Disease Phenotype From Consecutive
Generations.

Nicastro E, lascone M, Di Giorgio A, Brecelj J, Petruzzelli R, Polishchuk RS, Deheragoda M, Wagner BE, Sonzogni A,
Bonanomi E, D'Antiga L.

JPGN Rep. 2021 Aug 5;2(3):e112. doi: 10.1097/PG9.0000000000000112. eCollection 2021 Aug.

PMID: 37205945 Free PMC article.

A novel mutation in COL3A1 associates to vascular Ehlers-Danlos syndrome with predominant musculoskeletal
involvement.

Ruscitti F, Trevisan L, Rosti G, Gotta F, Cianflone A, Geroldi A, Origone P, Pichiecchio A, Viglio S, lascone M, Mandich
P.

Mol Genet Genomic Med. 2021 Sep;9(9):e1753. doi: 10.1002/mgg3.1753. Epub 2021 Jul 28.

PMID: 34318601 Free PMC article.

Haploinsufficiency of ARFGEF1 is associated with developmental delay, intellectual disability, and epilepsy with
variable expressivity.

Thomas Q, Gautier T, Marafi D, Besnard T, Willems M, Moutton S, Isidor B, Cogné B, Conrad S, Tenconi R, lascone
M, Sorlin A, Masurel A, Dabir T, Jackson A, Banka S, Delanne J, Lupski JR, Saadi NW, Alkuraya FS, Zahrani FA,
Agrawal PB, England E, Madden JA, Posey JE, Burglen L, Rodriguez D, Chevarin M, Nguyen S, Mau-Them FT,
Duffourd Y, Garret P, Bruel AL, Callier P, Marle N, Denomme-Pichon AS, Duplomb L, Philippe C, Thauvin-Robinet C,
Govin J, Faivre L, Vitobello A.

Genet Med. 2021 Oct;23(10):1901-1911. doi: 10.1038/s41436-021-01218-6. Epub 2021 Jun 10.

PMID: 34113008

De novo variants in TCF7L2 are associated with a syndromic neurodevelopmental disorder.

Dias C, Pfundt R, Kleefstra T, Shuurs-Hoeijmakers J, Boon EMJ, van Hagen JM, Zwijnenburg P, Weiss MM, Keren B,
Mignot C, Isapof A, Weiss K, Hershkovitz T, lascone M, Maitz S, Feichtinger RG, Kotzot D, Mayr JA, Ben-Omran T,
Mahmoud L, Pais LS, Walsh CA, Shashi V, Sullivan JA, Stong N, Lecoquierre F, Guerrot AM, Charollais A, Rodan LH.
Am J Med Genet A. 2021 Aug;185(8):2384-2390. doi: 10.1002/ajmg.a.62254. Epub 2021 May 18.

PMID: 34003604 Free PMC article.

Heterozygous ANKRD17 loss-of-function variants cause a syndrome with intellectual disability, speech delay, and
dysmorphism.

Chopra M, McEntagart M, Clayton-Smith J, Platzer K, Shukla A, Girisha KM, Kaur A, Kaur P, Pfundt R, Veenstra-Knol
H, Mancini GMS, Cappuccio G, Brunetti-Pierri N, Kortiim F, Hempel M, Denecke J, Lehman A; CAUSES Study;
Kleefstra T, Stuurman KE, Wilke M, Thompson ML, Bebin EM, Bijlsma EK, Hoffer MJV, Peeters-Scholte C, Slavotinek
A, Weiss WA, Yip T, Hodoglugil U, Whittle A, diMonda J, Neira J, Yang S, Kirby A, Pinz H, Lechner R, Sleutels F, Helbig
I, McKeown S, Helbig K, Willaert R, Juusola J, Semotok J, Hadonou M, Short J; Genomics England Research
Consortium; Yachelevich N, Lala S, Fernandez-Jaen A, Pelayo JP, Kléckner C, Kamphausen SB, Abou Jamra R, Arelin
M, Innes AM, Niskakoski A, Amin S, Williams M, Evans J, Smithson S, Smedley D, de Burca A, Kini U, Delatycki MB,
Gallacher L, Yeung A, Pais L, Field M, Martin E, Charles P, Courtin T, Keren B, lascone M, Cereda A, Poke G, Abadie
V, Chalouhi C, Parthasarathy P, Halliday BJ, Robertson SP, Lyonnet S, Amiel J, Gordon CT.

Am J Hum Genet. 2021 Jun 3;108(6):1138-1150. doi: 10.1016/j.ajhg.2021.04.007. Epub 2021 Apr 27.

PMID: 33909992 Free PMC article.

Rare deleterious mutations of HNRNP genes result in shared neurodevelopmental disorders.

Gillentine MA, Wang T, Hoekzema K, Rosenfeld J, Liu P, Guo H, Kim CN, De Vries BBA, Vissers LELM, Nordenskjold
M, Kvarnung M, Lindstrand A, Nordgren A, Gecz J, lascone M, Cereda A, Scatigno A, Maitz S, Zanni G, Bertini E,
Zweier C, Schuhmann S, Wiesener A, Pepper M, Panjwani H, Torti E, Abid F, Anselm I, Srivastava S, Atwal P, Bacino
CA, Bhat G, Cobian K, Bird LM, Friedman J, Wright MS, Callewaert B, Petit F, Mathieu S, Afenjar A, Christensen CK,
White KM, Elpeleg O, Berger |, Espineli EJ, Fagerberg C, Brasch-Andersen C, Hansen LK, Feyma T, Hughes S, Thiffault
I, Sullivan B, Yan S, Keller K, Keren B, Mignot C, Kooy F, Meuwissen M, Basinger A, Kukolich M, Philips M, Ortega L,
Drummond-Borg M, Lauridsen M, Sorensen K, Lehman A; CAUSES Study; Lopez-Rangel E, Levy P, Lessel D, Lotze T,
Madan-Khetarpal S, Sebastian J, Vento J, Vats D, Benman LM, Mckee S, Mirzaa GM, Muss C, Pappas J, Peeters H,
Romano C, Elia M, Galesi O, Simon MEH, van Gassen KLI, Simpson K, Stratton R, Syed S, Thevenon J, Palafoll IV,
Vitobello A, Bournez M, Faivre L, Xia K; SPARK Consortium; Earl RK, Nowakowski T, Bernier RA, Eichler EE.

Genome Med. 2021 Apr 19;13(1):63. doi: 10.1186/s13073-021-00870-6.

PMID: 33874999 Free PMC article.

Spinal cord involvement and paroxysmal events in "Infantile Onset Transient Hypomyelination" due to TMEM63A
mutation.

Tonduti D, Mura E, Masnada S, Bertini E, Aiello C, Zini D, Parmeggiani L, Cantalupo G, Talenti G, Veggiotti P, Spaccini
L, lascone M, Parazzini C.

J Hum Genet. 2021 Oct;66(10):1035-1037. doi: 10.1038/s10038-021-00921-1. Epub 2021 Mar 30.
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56.

PMID: 33785861

Reply: Hypertrophic Cardiomyopathy as Congenital Heart Disease.

Zyrianov A, Spirito P, Ferrazzi P, Pezzoli L, lascone M.

J Am Coll Cardiol. 2021 Mar 16;77(10):1378-1379. doi: 10.1016/j.jacc.2020.12.045.

PMID: 33706885 No abstract available.

Lithium as a possible therapeutic strategy for Cornelia de Lange syndrome.

Grazioli P, Parodi C, Mariani M, Bottai D, Di Fede E, Zulueta A, Avagliano L, Cereda A, Tenconi R, Wierzba J, Adami R,
lascone M, Ajmone PF, Vaccari T, Gervasini C, Selicorni A, Massa V.

Cell Death Discov. 2021 Feb 17;7(1):34. doi: 10.1038/s41420-021-00414-2.

PMID: 33597506 Free PMC article.

SPEN haploinsufficiency causes a neurodevelopmental disorder overlapping proximal 1p36 deletion syndrome with
an episignature of X chromosomes in females.

Radio FC, Pang K, Ciolfi A, Levy MA, Hernandez-Garcia A, Pedace L, Pantaleoni F, Liu Z, de Boer E, Jackson A,
Bruselles A, McConkey H, Stellacci E, Lo Cicero S, Motta M, Carrozzo R, Dentici ML, McWalter K, Desai M,
Monaghan KG, Telegrafi A, Philippe C, Vitobello A, Au M, Grand K, Sanchez-Lara PA, Baez J, Lindstrom K, Kulch P,
Sebastian J, Madan-Khetarpal S, Roadhouse C, MacKenzie JJ, Monteleone B, Saunders CJ, Jean Cuevas JK, Cross L,
Zhou D, Hartley T, Sawyer SL, Monteiro FP, Secches TV, Kok F, Schultz-Rogers LE, Macke EL, Morava E, Klee EW,
Kemppainen J, lascone M, Selicorni A, Tenconi R, Amor DJ, Pais L, Gallacher L, Turnpenny PD, Stals K, Ellard S, Cabet
S, Lesca G, Pascal J, Steindl K, Ravid S, Weiss K, Castle AMR, Carter MT, Kalsner L, de Vries BBA, van Bon BW,
Wevers MR, Pfundt R, Stegmann APA, Kerr B, Kingston HM, Chandler KE, Sheehan W, Elias AF, Shinde DN, Towne
MC, Robin NH, Goodloe D, Vanderver A, Sherbini O, Bluske K, Hagelstrom RT, Zanus C, Faletra F, Musante L, Kurtz-
Nelson EC, Earl RK, Anderlid BM, Morin G, van Slegtenhorst M, Diderich KEM, Brooks AS, Gribnau J, Boers RG,
Finestra TR, Carter LB, Rauch A, Gasparini P, Boycott KM, Barakat TS, Graham JM Jr, Faivre L, Banka S, Wang T,
Eichler EE, Priolo M, Dallapiccola B, Vissers LELM, Sadikovic B, Scott DA, Holder JL Jr, Tartaglia M.

Am J Hum Genet. 2021 Mar 4;108(3):502-516. doi: 10.1016/j.ajhg.2021.01.015. Epub 2021 Feb 16.

PMID: 33596411 Free PMC article.

A rare case of pediatric cardiomyopathy: Alstrém syndrome identified by gene panel analysis.

Spinelli V, Girolami F, Marrone C, Consigli V, lascone M, Passantino S, Porcedda G, Calabri GB, De Simone L, Olivotto
I, Santoro G, Favilli S.

Clin Case Rep. 2020 Oct 27;8(12):3369-3373. doi: 10.1002/ccr3.3327. eCollection 2020 Dec.

PMID: 33363936 Free PMC article.

Defining the genotypic and phenotypic spectrum of X-linked MSL3-related disorder.

Brunet T, McWalter K, Mayerhanser K, Anbouba GM, Armstrong-Javors A, Bader |, Baugh E, Begtrup A, Bupp CP,
Callewaert BL, Cereda A, Cousin MA, Del Rey Jimenez JC, Demmer L, Dsouza NR, Fleischer N, Gavrilova RH, Ghate S,
Graf E, Green A, Green SR, lascone M, Kdissa A, Klee D, Klee EW, Lancaster E, Lindstrom K, Mayr JA, McEntagart M,
Meeks NJL, Mittag D, Moore H, Olsen AK, Ortiz D, Parsons G, Pena LDM, Person RE, Punj S, Ramos-Rivera GA,
Sacoto MJG, Bradley Schaefer G, Schnur RE, Scott TM, Scott DA, Serbinski CR, Shashi V, Siu VM, Stadheim BF,
Sullivan JA, Svantnerova J, Velsher L, Wargowski DS, Wentzensen IM, Wieczorek D, Winkelmann J, Yap P, Zech M,
Zimmermann MT, Meitinger T, Distelmaier F, Wagner M.

Genet Med. 2021 Feb;23(2):384-395. doi: 10.1038/s41436-020-00993-y. Epub 2020 Nov 11.

PMID: 33173220 Free PMC article.

Congenital Muscular Mitral-Aortic Discontinuity Identified in Patients With Obstructive Hypertrophic
Cardiomyopathy.

Ferrazzi P, Spirito P, Binaco |, Zyrianov A, Poggio D, Vaccari G, Grillo M, Pezzoli L, Scatigno A, Dorobantu L, Mortara
A, Bruzzi P, Boni L, lascone M.

J Am Coll Cardiol. 2020 Nov 10;76(19):2238-2247. doi: 10.1016/j.jacc.2020.09.534.

PMID: 33153584

Clinical Profile of Cardiac Involvement in Danon Disease: A Multicenter European Registry.

Lotan D, Salazar-Mendiguchia J, Mogensen J, Rathore F, Anastasakis A, Kaski J, Garcia-Pavia P, Olivotto I, Charron P,
Biagini E, Baban A, Limongelli G, Ashram W, Wasserstrum Y, Galvin J, Zorio E, lacovoni A, Monserrat L, Spirito P,
lascone M, Arad M; Cooperating Investigatorst.

Circ Genom Precis Med. 2020 Dec;13(6):e003117. doi: 10.1161/CIRCGEN.120.003117. Epub 2020 Nov 5.

PMID: 33151750

A novel HIST1HE pathogenic variant in a girl with macrocephaly and intellectual disability: a new case and review of
literature.

Pelle A, Pezzoli L, Apuril E, lascone M, Selicorni A.

Clin Dysmorphol. 2021 Jan;30(1):39-43. doi: 10.1097/MCD.0000000000000352.

PMID: 33086257 Review.

Epilepsy and movement disorders in CDG: Report on the oldest-known MOGS-CDG patient.

Lo Barco T, Osanni E, Bordugo A, Rodella G, lascone M, Tenconi R, Barone R, Dalla Bernardina B, Cantalupo G.
Am J Med Genet A. 2021 Jan;185(1):219-222. doi: 10.1002/ajmg.a.61916. Epub 2020 Oct 15.
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PMID: 33058492

Development, behaviour and sensory processing in Marshall-Smith syndrome and Malan syndrome: phenotype
comparison in two related syndromes.

Mulder PA, van Balkom IDC, Landlust AM, Priolo M, Menke LA, Acero IH, Alkuraya FS, Arias P, Bernardini L, Bijlsma
EK, Cole T, Coubes C, Dapia |, Davies S, Di Donato N, Elcioglu NH, Fahrner JA, Foster A, Gonzdlez NG, Huber |,
lascone M, Kaiser AS, Kamath A, Kooblall K, Lapunzina P, Liebelt J, Lynch SA, Maas SM, Mammi C, Mathijssen IB,
McKee S, Mirzaa GM, Montgomery T, Neubauer D, Neumann TE, Pintomalli L, Pisanti MA, Plomp AS, Price S, Salter
C, Santos-Simarro F, Sarda P, Schanze D, Segovia M, Shaw-Smith C, Smithson S, Suri M, Tatton-Brown K, Tenorio J,
Thakker RV, Valdez RM, Van Haeringen A, Van Hagen JM, Zenker M, Zollino M, Dunn WW, Piening S, Hennekam RC.
J Intellect Disabil Res. 2020 Dec;64(12):956-969. doi: 10.1111/jir.12787. Epub 2020 Oct 9.

PMID: 33034087 Free PMC article.

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

Saettini F, Poli C, Vengoechea J, Bonanomi S, Orellana JC, Fazio G, Rodriguez FH, Noguera LP, Booth C, Jarur-Chamy
V, Shams M, lascone M, Vukic M, Gasperini S, Quadri M, Barroeta Seijas A, 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.

Blood. 2021 Jan 28;137(4):493-499. doi: 10.1182/blood.2020006441.

PMID: 32905580 Free PMC article.

Phenotypic spectrum of short-chain enoyl-Coa hydratase-1 (ECHS1) deficiency.

Masnada S, Parazzini C, Bini P, Barbarini M, Alberti L, Valente M, Chiapparini L, De Silvestri A, Doneda C, lascone M,
Saielli LA, Cereda C, Veggiotti P, Corbetta C, Tonduti D.

Eur J Paediatr Neurol. 2020 Sep;28:151-158. doi: 10.1016/j.ejpn.2020.07.007. Epub 2020 Jul 29.

PMID: 32800686

Biallelic MADD variants cause a phenotypic spectrum ranging from developmental delay to a multisystem disorder.
Schneeberger PE, Kortlim F, Korenke GC, Alawi M, Santer R, Woidy M, Buhas D, Fox S, Juusola J, Alfadhel M, Webb
BD, Coci EG, Abou Jamra R, Siekmeyer M, Biskup S, Heller C, Maier EM, Javaher-Haghighi P, Bedeschi MF, Ajmone
PF, lascone M, Peeters H, Ballon K, Jaeken J, Rodriguez Alonso A, Palomares-Bralo M, Santos-Simarro F, Meuwissen
MEC, Beysen D, Kooy RF, Houlden H, Murphy D, Doosti M, Karimiani EG, Mojarrad M, Maroofian R, Noskova L,
Kmoch S, Honzik T, Cope H, Sanchez-Valle A; Undiagnosed Diseases Network; Gelb BD, Kurth |, Hempel M, Kutsche
K.

Brain. 2020 Aug 1;143(8):2437-2453. doi: 10.1093/brain/awaa204.

PMID: 32761064 Free PMC article.

A novel homozygous disruptive PRF1 variant (K285Sfs*4) causes very early-onset of familial hemophagocytic
lymphohystiocytosis type 2.

Saettini F, Castelli I, Provenzi M, Fazio G, Quadri M, Cazzaniga G, Sala S, Dell'Acqua F, Sieni E, Coniglio ML, Pezzoli L,
lascone M, Vendemini F, Balduzzi AC, Biondi A, Rizzari C, Bonanomi S.

Pediatr Hematol Oncol. 2021 Mar;38(2):174-178. doi: 10.1080/08880018.2020.1793849. Epub 2020 Jul 22.

PMID: 32696691 No abstract available.

De Novo Variants in CNOT1, a Central Component of the CCR4-NOT Complex Involved in Gene Expression and RNA
and Protein Stability, Cause Neurodevelopmental Delay.

Vissers LELM, Kalvakuri S, de Boer E, Geuer S, Oud M, van Outersterp I, Kwint M, Witmond M, Kersten S, Polla DL,
Weijers D, Begtrup A, McWalter K, Ruiz A, Gabau E, Morton JEV, Griffith C, Weiss K, Gamble C, Bartley J, Vernon HJ,
Brunet K, Ruivenkamp C, Kant SG, Kruszka P, Larson A, Afenjar A, Billette de Villemeur T, Nugent K; DDD Study;
Raymond FL, Venselaar H, Demurger F, Soler-Alfonso C, Li D, Bhoj E, Hayes I, Hamilton NP, Ahmad A, Fisher R, van
den Born M, Willems M, Sorlin A, Delanne J, Moutton S, Christophe P, Mau-Them FT, Vitobello A, Goel H,
Massingham L, Phornphutkul C, Schwab J, Keren B, Charles P, Vreeburg M, De Simone L, Hoganson G, lascone M,
Milani D, Evenepoel L, Revencu N, Ward DI, Burns K, Krantz I, Raible SE, Murrell JR, Wood K, Cho MT, van Bokhoven
H, Muenke M, Kleefstra T, Bodmer R, de Brouwer APM.

Am J Hum Genet. 2020 Jul 2;107(1):164-172. doi: 10.1016/j.ajhg.2020.05.017. Epub 2020 Jun 17.

PMID: 32553196 Free PMC article.

Missense NR2F1 variant in monozygotic twins affected with the Bosch-Boonstra-Schaaf optic atrophy syndrome.
Mio C, Fogolari F, Pezzoli L, D'Elia AV, lascone M, Damante G.

Mol Genet Genomic Med. 2020 Jul;8(7):e1278. doi: 10.1002/mgg3.1278. Epub 2020 May 15.

PMID: 32412696 Free PMC article.

Phenotypic spectrum and transcriptomic profile associated with germline variants in TRAF7.

Castilla-Vallmanya L, Selmer KK, Dimartino C, Rabionet R, Blanco-Sanchez B, Yang S, Reijnders MRF, van Essen AJ,
Oufadem M, Vigeland MD, Stadheim B, Houge G, Cox H, Kingston H, Clayton-Smith J, Innis JW, lascone M, Cereda
A, Gabbiadini S, Chung WK, Sanders V, Charrow J, Bryant E, Millichap J, Vitobello A, Thauvin C, Mau-Them FT, Faivre
L, Lesca G, Labalme A, Rougeot C, Chatron N, Sanlaville D, Christensen KM, Kirby A, Lewandowski R, Gannaway R,
Aly M, Lehman A, Clarke L, Graul-Neumann L, Zweier C, Lessel D, Lozic B, Aukrust |, Peretz R, Stratton R, Smol T,
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Dieux-Coéslier A, Meira J, Wohler E, Sobreira N, Beaver EM, Heeley J, Briere LC, High FA, Sweetser DA, Walker MA,
Keegan CE, Jayakar P, Shinawi M, Kerstjens-Frederikse WS, Earl DL, Siu VM, Reesor E, Yao T, Hegele RA, Vaske OM,
Rego S; Undiagnosed Diseases Network, Care4Rare Canada Consortium; Shapiro KA, Wong B, Gambello MJ,
McDonald M, Karlowicz D, Colombo R, Serretti A, Pais L, O'Donnell-Luria A, Wray A, Sadedin S, Chong B, Tan TY,
Christodoulou J, White SM, Slavotinek A, Barbouth D, Morel Swols D, Parisot M, Bole-Feysot C, Nitschké P, Pingault
V, Munnich A, Cho MT, Cormier-Daire V, Balcells S, Lyonnet S, Grinberg D, Amiel J, Urreizti R, Gordon CT.

Genet Med. 2020 Jul;22(7):1215-1226. doi: 10.1038/s41436-020-0792-7. Epub 2020 May 7.

PMID: 32376980 Free PMC article.

Familial Sleep Disorders in Unknown Genetic Syndrome.

Lelii M, Baggi E, Senatore L, Bedeschi MF, Dilena R, lascone M, Gangi S, Marchisio P, Patria MF.
J Pediatr Genet. 2020 Jun;9(2):132-136. doi: 10.1055/s-0039-1698808. Epub 2019 Oct 21.
PMID: 32341819 Free PMC article.

HNRNPH1-related syndromic intellectual disability: Seven additional cases suggestive of a distinct syndromic
neurodevelopmental syndrome.

Reichert SC, Li R, A Turner S, van Jaarsveld RH, Massink MPG, van den Boogaard MH, Del Toro M, Rodriguez-
Palmero A, Fourcade S, Schliiter A, Planas-Serra L, Pujol A, lascone M, Maitz S, Loong L, Stewart H, De Franco E,
Ellard S, Frank J, Lewandowski R.

Clin Genet. 2020 Jul;98(1):91-98. doi: 10.1111/cge.13765. Epub 2020 May 15.

PMID: 32335897

DNA Methylation Signature for EZH2 Functionally Classifies Sequence Variants in Three PRC2 Complex Genes.
Choufani S, Gibson WT, Turinsky AL, Chung BHY, Wang T, Garg K, Vitriolo A, Cohen ASA, Cyrus S, Goodman S,
Chater-Diehl E, Brzezinski J, Brudno M, Ming LH, White SM, Lynch SA, Clericuzio C, Temple IK, Flinter F, McConnell
V, Cushing T, Bird LM, Splitt M, Kerr B, Scherer SW, Machado J, Imagawa E, Okamoto N, Matsumoto N, Testa G,
lascone M, Tenconi R, Caluseriu O, Mendoza-Londono R, Chitayat D, Cytrynbaum C, Tatton-Brown K, Weksberg R.
Am J Hum Genet. 2020 May 7;106(5):596-610. doi: 10.1016/j.ajhg.2020.03.008. Epub 2020 Apr 2.

PMID: 32243864 Free PMC article.

PIGW-related glycosylphosphatidylinositol deficiency: Description of a new patient and review of the literature.
Peron A, lascone M, Salvatici E, Cavirani B, Marchetti D, Corno S, Vignoli A.

Am J Med Genet A. 2020 Jun;182(6):1477-1482. doi: 10.1002/ajmg.a.61555. Epub 2020 Mar 21.

PMID: 32198969

De novo EIF2AK1 and EIF2AK2 Variants Are Associated with Developmental Delay, Leukoencephalopathy, and
Neurologic Decompensation.

Mao D, Reuter CM, Ruzhnikov MRZ, Beck AE, Farrow EG, Emrick LT, Rosenfeld JA, Mackenzie KM, Robak L, Wheeler
MT, Burrage LC, Jain M, Liu P, Calame D, Kiiry S, Sillesen M, Schmitz-Abe K, Tonduti D, Spaccini L, lascone M,
Genetti CA, Koenig MK, Graf M, Tran A, Alejandro M; Undiagnosed Diseases Network; Lee BH, Thiffault I, Agrawal
PB, Bernstein JA, Bellen HJ, Chao HT.

Am J Hum Genet. 2020 Apr 2;106(4):570-583. doi: 10.1016/j.ajhg.2020.02.016. Epub 2020 Mar 19.

PMID: 32197074 Free PMC article.

Intermittent granulocyte maturation arrest, hypocellular bone marrow, and episodic normal neutrophil count can
be associated with SRP54 mutations causing Shwachman-Diamond-like syndrome.

Saettini F, Cattoni A, D'Angio' M, Corti P, Maitz S, Pagni F, Seminati D, Pezzoli L, lascone M, Biondi A, Bonanomi S.
Br J Haematol. 2020 May;189(4):e171-e174. doi: 10.1111/bjh.16585. Epub 2020 Mar 20.

PMID: 32196641 No abstract available.

Double homozygosity in CEP57 and DYNC2H1 genes detected by WES: Composite or expanded phenotype?
Pezzani L, Pezzoli L, Pansa A, Facchinetti B, Marchetti D, Scatigno A, Lincesso AR, Perego L, Pingue M, Pellicioli I,
Migliazza L, Mangili G, Galletti L, Giussani U, Bonanomi E, Cereda A, lascone M.

Mol Genet Genomic Med. 2020 Mar;8(3):e1064. doi: 10.1002/mgg3.1064. Epub 2020 Jan 14.

PMID: 31943948 Free PMC article.

Severe Late-Onset Fabry Cardiomyopathy Unmasked by a Multimodality Imaging Approach.

Visoiu IS, Ciobanu AQ, Nicula Al, lascone M, Jurcut R, Vinereanu D, Rimbas RC.

Circ Cardiovasc Imaging. 2019 Nov;12(11):e009709. doi: 10.1161/CIRCIMAGING.119.009709. Epub 2019 Oct 21.
PMID: 31630529 No abstract available.

ATP8A2-related disorders as recessive cerebellar ataxia.

Guissart C, Harrison AN, Benkirane M, Oncel |, Arslan EA, Chassevent AK, Barafjano K, Larrieu L, lascone M, Tenconi
R, Claustres M, Eroglu-Ertugrul N, Calvas P, Topaloglu H, Molday RS, Koenig M.

J Neurol. 2020 Jan;267(1):203-213. doi: 10.1007/s00415-019-09579-4. Epub 2019 Oct 14.

PMID: 31612321

A novel nonsense and inactivating variant of ST3GAL3 in two infant siblings suffering severe epilepsy and
expressing circulating CA19.9.

Indellicato R, Domenighini R, Malagolini N, Cereda A, Mamoli D, Pezzani L, lascone M, dall'Olio F, Trinchera M.
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Glycobiology. 2020 Jan 28;30(2):95-104. doi: 10.1093/glycob/cwz079.

PMID: 31584066

Dual genetic diagnoses: neurofibromatosis type 1 and KBG syndrome.

Cianci P, Pezzoli L, Maitz S, Agosti M, lascone M, Selicorni A.

Clin Dysmorphol. 2020 Apr;29(2):101-103. doi: 10.1097/MCD.0000000000000296.
PMID: 31567426 No abstract available.

Human iPSC modelling of a familial form of atrial fibrillation reveals a gain of function of If and ICaL in patient-
derived cardiomyocytes.

Benzoni P, Campostrini G, Landi S, Bertini V, Marchina E, lascone M, Ahlberg G, Olesen MS, Crescini E, Mora C,
Bisleri G, Muneretto C, Ronca R, Presta M, Poliani PL, Piovani G, Verardi R, Di Pasquale E, Consiglio A, Raya A, Torre
E, Lodrini AM, Milanesi R, Rocchetti M, Baruscotti M, DiFrancesco D, Memo M, Barbuti A, Dell'Era P.

Cardiovasc Res. 2020 May 1;116(6):1147-1160. doi: 10.1093/cvr/cvz217.

PMID: 31504264 Free PMC article.

Rare presentation and wide intrafamilial variability of Fabry disease: A case report and review of the literature.
Militaru S, Adam R, Dorobantu L, Ferrazzi P, lascone M, Radoi V, Ismail G, Popescu BA, Jurcut R.

Anatol J Cardiol. 2019 Sep;22(3):154-158. doi: 10.14744/Anatol)Cardiol.2019.47969.

PMID: 31475953 Free PMC article. Review. No abstract available.

Phenotype delineation of ZNF462 related syndrome.

Kruszka P, Hu T, Hong S, Signer R, Cogné B, Isidor B, Mazzola SE, Giltay JC, van Gassen KLI, England EM, Pais L,
Ockeloen CW, Sanchez-Lara PA, Kinning E, Adams DJ, Treat K, Torres-Martinez W, Bedeschi MF, lascone M, Blaney
S, Bell O, Tan TY, Delrue MA, Jurgens J, Barry BJ, Engle EC, Savage SK, Fleischer N, Martinez-Agosto JA, Boycott K,
Zackai EH, Muenke M.

Am J Med Genet A. 2019 Oct;179(10):2075-2082. doi: 10.1002/ajmg.a.61306. Epub 2019 Jul 30.

PMID: 31361404 Free PMC article.

Cohesin complex-associated holoprosencephaly.

Kruszka P, Berger S, Casa V, Dekker MR, Gaesser J, Weiss K, Martinez AF, Murdock DR, Louie RJ, Prijoles EJ, Lichty
AW, Brouwer OF, Zonneveld-Huijssoon E, Stephan MJ, Hogue J, Hu P, Tanima-Nagai M, Everson JL, Prasad C, Cereda
A, lascone M, Schreiber A, Zurcher V, Corsten-Janssen N, Escobar L, Clegg NJ, Delgado MR, Hajirnis O,
Balasubramanian M, Kayserili H, Deardorff M, Poot RA, Wendt KS, Lipinski RJ, Muenke M.

Brain. 2019 Sep 1;142(9):2631-2643. doi: 10.1093/brain/awz210.

PMID: 31334757 Free PMC article.

Diagnostic Yield of an Algorithm for Neonatal and Infantile Cholestasis Integrating Next-Generation Sequencing.
Nicastro E, Di Giorgio A, Marchetti D, Barboni C, Cereda A, lascone M, D'Antiga L.

J Pediatr. 2019 Aug;211:54-62.e4. doi: 10.1016/j.jpeds.2019.04.016. Epub 2019 May 31.

PMID: 31160058

Prenatal findings in oral-facial-digital syndrome type VI: Report of three cases and literature review.

Dordoni C, Prefumo F, lascone M, Pinelli L, Palumbo G, Bondioni MP, Savoldi G, Donzelli C, Sartori E, Valente EM,
Izzi C.

Prenat Diagn. 2019 Jul;39(8):652-655. doi: 10.1002/pd.5494. Epub 2019 Jul 2.

PMID: 31158925 Review. No abstract available.

Heart transplantation in Danon disease: Long term single centre experience and review of the literature.

Di Nora C, Miani D, D'Elia AV, Poli S, lascone M, Nucifora G, Finato N, Sponga S, Proclemer A, Livi U.

Eur J Med Genet. 2020 Feb;63(2):103645. doi: 10.1016/j.ejmg.2019.04.002. Epub 2019 Apr 5.

PMID: 30959184 Review.

Mild phenotype in Molybdenum cofactor deficiency: A new patient and review of the literature.
Scelsa B, Gasperini S, Righini A, lascone M, Brazzoduro VG, Veggiotti P.

Mol Genet Genomic Med. 2019 Jun;7(6):e657. doi: 10.1002/mgg3.657. Epub 2019 Mar 21.
PMID: 30900395 Free PMC article.

Role of Preoperative Cardiovascular Magnetic Resonance in Planning Ventricular Septal Myectomy in Patients With
Obstructive Hypertrophic Cardiomyopathy.

Spirito P, Binaco |, Poggio D, Zyrianov A, Grillo M, Pezzoli L, Rossi J, Malanin D, Vaccari G, Dorobantu L, lascone M,
Mortara A, Khouri T, Bruzzi P, Ferrazzi P.

Am J Cardiol. 2019 May 1;123(9):1517-1526. doi: 10.1016/j.amjcard.2019.01.041. Epub 2019 Feb 8.

PMID: 30791998

De Novo Variants in MAPK8IP3 Cause Intellectual Disability with Variable Brain Anomalies.

Platzer K, Sticht H, Edwards SL, Allen W, Angione KM, Bonati MT, Brasington C, Cho MT, Demmer LA, Falik-Zaccai T,
Gamble CN, Hellenbroich Y, lascone M, Kok F, Mahida S, Mandel H, Marquardt T, McWalter K, Panis B, Pepler A,
Pinz H, Ramos L, Shinde DN, Smith-Hicks C, Stegmann APA, Stobe P, Stumpel CTRM, Wilson C, Lemke JR, Di Donato
N, Miller KG, Jamra R.

Am J Hum Genet. 2019 Feb 7;104(2):203-212. doi: 10.1016/j.ajhg.2018.12.008. Epub 2019 Jan 3.
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PMID: 30612693 Free PMC article.

Total loss of GM3 synthase activity by a normally processed enzyme in a novel variant and in all ST3GALS variants
reported to cause a distinct congenital disorder of glycosylation.

Indellicato R, Parini R, Domenighini R, Malagolini N, lascone M, Gasperini S, Masera N, dall'Olio F, Trinchera M.
Glycobiology. 2019 Mar 1;29(3):229-241. doi: 10.1093/glycob/cwy112.

PMID: 30576498

Atypical presentation of pediatric BRAF RASopathy with acute encephalopathy.

Pezzani L, Marchetti D, Cereda A, Caffi LG, Manara O, Mamoli D, Pezzoli L, Lincesso AR, Perego L, Pellicioli I,
Bonanomi E, Salvoni L, lascone M.

Am J Med Genet A. 2018 Dec;176(12):2867-2871. doi: 10.1002/ajmg.a.40635. Epub 2018 Nov 21.

PMID: 30462361

Two Missense Variants Detected in Breast Cancer Probands Preventing BRCA2-PALB2 Protein Interaction.

Caleca L, Catucci |, Figlioli G, De Cecco L, Pesaran T, Ward M, Volorio S, Falanga A, Marchetti M, lascone M, Tondini
C, Zambelli A, Azzollini J, Manoukian S, Radice P, Peterlongo P.

Front Oncol. 2018 Oct 25;8:480. doi: 10.3389/fonc.2018.00480. eCollection 2018.

PMID: 30410870 Free PMC article.

Mitral valve abnormalities in hypertrophic cardiomyopathy: a primary expression of the disease? Getting closer to
the answer.

Spirito P, lascone M, Ferrazzi P.

Eur Heart J Cardiovasc Imaging. 2018 Oct 1;19(10):1107-1108. doi: 10.1093/ehjci/jey112.

PMID: 30085013 No abstract available.

A novel EP300 mutation associated with Rubinstein-Taybi syndrome type 2 presenting as combined
immunodeficiency.

Saettini F, Moratto D, Grioni A, Maitz S, lascone M, Rizzari C, Pavan F, Spinelli M, Bettini LR, Biondi A, Badolato R.
Pediatr Allergy Immunol. 2018 Nov;29(7):776-781. doi: 10.1111/pai.12968. Epub 2018 Sep 28.

PMID: 30076641 No abstract available.

P2X7R mutation disrupts the NLRP3-mediated Th program and predicts poor cardiac allograft outcomes.

D'Addio F, Vergani A, Potena L, Maestroni A, Usuelli V, Ben Nasr M, Bassi R, Tezza S, Dellepiane S, El Essawy B,
lascone M, lacovoni A, Borgese L, Liu K, Visner G, Dhe-Paganon S, Corradi D, Abdi R, Starling RC, Folli F, Zuccotti GV,
Sayegh MH, Heeger PS, Chandraker A, Grigioni F, Fiorina P.

J Clin Invest. 2018 Aug 1;128(8):3490-3503. doi: 10.1172/JCI94524. Epub 2018 Jul 16.

PMID: 30010623 Free PMC article.

Coronary pathology of inherited generalized arterial calcification of infancy: a case report.

Federici D, Torii S, Ciuffreda M, Galletti L, Lorini L, Bonanomi E, Gianatti A, lascone M, Park J, Guo L, Romero ME,
Kolodgie FD, Guagliumi G, Virmani R.

Cardiovasc Pathol. 2018 Sep-Oct;36:15-19. doi: 10.1016/j.carpath.2018.05.001. Epub 2018 May 18.

PMID: 30005391

Further delineation of Malan syndrome.

Priolo M, Schanze D, Tatton-Brown K, Mulder PA, Tenorio J, Kooblall K, Acero IH, Alkuraya FS, Arias P, Bernardini L,
Bijlsma EK, Cole T, Coubes C, Dapia I, Davies S, Di Donato N, Elcioglu NH, Fahrner JA, Foster A, Gonzdlez NG, Huber |,
lascone M, Kaiser AS, Kamath A, Liebelt J, Lynch SA, Maas SM, Mammi C, Mathijssen IB, McKee S, Menke LA,
Mirzaa GM, Montgomery T, Neubauer D, Neumann TE, Pintomalli L, Pisanti MA, Plomp AS, Price S, Salter C, Santos-
Simarro F, Sarda P, Segovia M, Shaw-Smith C, Smithson S, Suri M, Valdez RM, Van Haeringen A, Van Hagen JM,
Zollino M, Lapunzina P, Thakker RV, Zenker M, Hennekam RC.

Hum Mutat. 2018 Sep;39(9):1226-1237. doi: 10.1002/humu.23563. Epub 2018 Jun 25.

PMID: 29897170 Free PMC article.

COMMISSIONI E ALTRI INCARICHI (3

ANNI)
2018 — ad oggi Valutatore per EMQN (European Molecular Quality Network) per test genetici
basati su NGS
2018-2022 Gruppo di Lavoro SIGU (Societa Italiana Genetica Medica) per le “Indicazioni per
la refertazione di analisi genetiche eseguite mediante metodica Next-
Generation- Sequencing (NGS)”, documento finale pubblicato 7 agosto 2022.
2020 Gruppo di Lavoro CSS (Consiglio Superiore di Sanita) - Sezione | per le scienze

omiche. Pubblicazione del documento “Trasferimento delle Tecniche Omiche
nella pratica clinica (TTO)”
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atti falsi sono puniti ai sensi del codice penale e delle leggi speciali.

Il sottoscritto autorizza al trattamento dei dati personali, secondo quanto previsto dal Regolamento UE n. 679/2016 — GDPR
General Data Protection Regulation, D.Lgs 196/2003 modificato da D.Lgs 101/2018.”
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