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SCALA MARCELLO
6, Via del Commercio, 16167, Genoa, Italy
Mobile: +39 3756906008  Home: +39 3756906008

mscala.md@gmail.com; marcello.scala@edu.unige.it
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NAPLES, 19 OCTOBER 1987

2023-present

Universita degli Studi di Genova (DINOGMI)
Researcher in Medical Genetics and Genomics
Researcher

2019-2022

Universita degli Studi di Genova

PhD: neuromuscular, neurometabolic, and neurodegenerative disorders in pediatric age
PhD student

2014-2019

Istituto Giannina Gaslini - Istituto Pediatrico di Ricovero e Cura a Carattere Scientifico,
Via Gerolamo Gaslini 5, 16147, Genoa, Italy

Pediatric residency

Resident, Pediatrician

M.D.

2011-2014

Azienda Ospedaliera Universitaria Federico Il
Via Sergio Pansini 5, 80131, Naples, ltaly
Neurosurgery residency

3rd year resident, resigned

M.D.

2023-present

Universita degli Studi di Genova

Researcher in Medical Genetics and Genomics
Researcher

2019-2022
Universita degli Studi di Genova

PhD: neuromuscular, neurometabolic, and neurodegenerative disorders in pediatric age:
- Implementation of knowledge on genomic data analysis and gene discovery approaches;
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- Acquisition of competencies in the coordination of studies investigating the
pathophysiological mechanisms underlying neurodevelopmental disorders;

- Organization and coordination of several international collaborative studies in the field of
medical genetics and genomics;

- Implementation of networking with leader international genomic and translational research
centers and institutions (Aichi Human Service Center, BCM, CHOP, INSERM, TMI, UCL);

- Acquisition of knowledge in basic statistical approaches to study genotype/phenotype
correlations and genetics of polygenic conditions

PhD

2014-2019

Istituto Giannina Gaslini - Istituto Pediatrico di Ricovero e Cura a Carattere Scientifico,

Via Gerolamo Gaslini 5, 16147, Genoa, Italy; Universita Degli Studi di Genova, Via Balbi, 5, 16126, Genoa, Italy
Pediatric residency

Pediatrician

Dissertation: ‘Whole Exome Sequencing in pediatric patients with intellectual disability: diagnostic impact
and scientific implications.’

Final vote: 50/50 cum laude

July 2019-December 2019

Queen Square Institute of Neurology (Prof. Henry Houlden Lab), University College of London (UCL),
Queen Square, London WC1N 3BG

Next Generation Sequencing data analysis, gene discovery, functional studies:

- Acquisition of in-depth competencies in genomic data analysis towards the identification of novel
candidate genes causing neurodevelopmental disorders and rare syndromes;

- Acquisition of competencies in the organization and coordination of collaborative translational research
studies involving genomic, clinical, and functional investigation;

- Acquisition of competencies to perform basic molecular experiments, including Polymerase Chain
Reaction (PCR), Gel electrophoresis, and Western Blot

Research Fellow (Prof. Henry Houlden Lab)

February 2019-April 2019

Telethon Institute of Genetics and Medicine (TIGEM),

Via Campi Flegrei, 34, 80078, Pozzuoli, Naples, Italy

Genomic data analysis in genetic disorders of unknown cause, in the context of Telethon Undiagnosed
Disease Project (TUDP), under the supervision of Prof. Vincenzo Nigro (Universita degli Studi della
Campania “Luigi Vanvitelli” di Napoli):

- Knowledge of the bioinformatic processing of raw exome/genome sequencing data;

- Competency in the use of in silico tools to analyze exonic and genomic variants;

- Competency in the analysis of genotype-phenotype correlations

Research collaborator*

(This collaboration is currently still ongoing within the TUDP)

May 2018-August 2018

The Montreal Children's Hospital McGill University Health Centre (McGill University),

1001 Decarie Blvd, Montreal, QC H4A 3J1, Canada

Medical Genetics Observership in the Department of Medical Genetics (Prof. Laura Russel):

- Mastery of the medical genetic evaluation of pediatric and adult patients;

- Acquisition of the competencies necessary to counsel patients and report genetic findings;

- Improvement of language skills in English and French

Molecular Genetics Observership in Prof. Andrea Ruchon’s Lab:

- Acquisition of competency in the interpretation of genetic testing results (DNA/RNA sequencing,
methylation analysis)

- Acquisition of knowledge in the methods and technical/interpretation pitfalls of genetic tests (DNA/RNA
sequencing, methylation analysis)

Medical Genetics Observer

2011-2014

Azienda Ospedaliera Universitaria Federico Il

Via Sergio Pansini 5, 80131, Naples, Italy

Neurosurgery residency:

- Competency in the clinical and surgical management of adult and pediatric patients with brain
malformations, brain tumors, spinal tumors, and discopathy

- Acquisition of basic practical surgical skills

3rd year resident in Neurosurgery, resigned



+ Dates (from - to)

+ Name and type of organisation
providing education and training

+ Principal subjects/occupational
skills covered

+ Dates (from - to)

+ Name and type of organisation
providing education and training

+ Principal subjects/occupational
skills covered
+ Title of qualification awarded
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AND COMPETENCES

MOTHER TONGUE
OTHER LANGUAGES
* Reading skills

* Writing skills
* Verbal skills

* Reading skills
* Writing skills
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2011-2012

United States Medical Licensing Examination (USMLE),
3750 Market Street Philadelphia, PA 19104-3102
Step 1 USMLE: pass

Step 2 CK USMLE: pass

2005-2011

Universita degli Studi di Napoli Federico Il

Azienda Ospedaliera Universitaria Federico I,

Via Sergio Pansini 5, 80131, Naples, Italy

Dissertation title: ‘Endoscopic treatment of intraventricular tumors’
Final vote: 110/110 cum laude.

Honours Master Degree in Medicine and Surgery, M.D.

ITALIAN

ENGLISH

VERY GOoD (C2)
VERY GOOD (C2)
VERY GOOD (C2)

FRENCH

Goobp (B2)
Goobp (B2)
Goobp (B2)

STRONG DETERMINATION AND SELF-MOTIVATION
ORGANIZATIONAL SKILLS IN TEAMWORK

(GOOD INTERPERSONAL COMMUNICATION SKILLS
ABILITY TO ADAPT TO MULTICULTURAL ENVIRONMENTS

SENSE OF ORGANISATION IN CLINICAL ACTIVITY AND RESEARCH
RESEARCH COOPERATION WITH VARIOUS SCIENTIFIC PROFESSIONALS (CLINICIANS, SURGEONS, BIOLOGISTS,
RADIOLOGISTS)

PROFICIENT WITH MICROSOFT OFFICE SUITE
PROFICIENT WITH COMMON OPERATING SYSTEMS: WINDOWS, MAC, 10S, ANDROID

SINGING
WRITING
ELECTRIC GUITAR PLAYING

PROVIDED GUIDANCE TO UNDERGRADUATE STUDENT IN THE PREPARATION OF GRADUATION THESIS (‘ENDOSCOPY IN
THE TREATMENT OF INTRACRANIAL CYSTS’)

Category B

= 25t.27th September 2014, Vicenza (Venice), Italy, 63th national congress of Italian
Neurosurgery Society (SiNch) (oral presentation): ‘ETV in idiopathic normal pressure
hydrocephalus: indications and clinical results.’” (report on ‘ETV nell'idrocefalo normoteso idiopatico:
indicazioni e risultati clinici.’)

= 16t-19th June 2018, Milan, Italy, European Society of Human Genetics (ESHG) Conference (e-
poster): ‘A novel pathogenic MYH3 mutation in a child with Sheldon-Hall syndrome and vertebral
fusions.’
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6th-9th June 2020, 2020 European Society of Human Genetics (ESHG) Virtual Conference 2020
(e-poster): ‘Biallelic MFSD2A variants associated with congenital microcephaly, developmental
delay, and recognizable neuroimaging features.’

27t-30t October 2020, American Society of Human Genetics (ASHG), virtual meeting 2020 (e-
poster): ‘Biallelic variants in ADARB1, encoding a dsRNA-specific adenosine deaminase, cause a
severe developmental and epileptic encephalopathy.’

9th-11th June 2021, 44° Italian congress of the Italian League Against Epilepsy (LICE) 2021 (oral
presentation): ‘Genotype-phenotype spectrum of the developmental and epileptic encephalopathy
caused by inosine triphosphatase deficiency.’ (‘Spettro genotipico e fenotipico della encefalopatia
epilettica e dello sviluppo causata da deficit di inosina trifosfato pirofosfatasi’)

18th-22nd October 2021, American Society of Human Genetics (ASHG), virtual meeting 2021 (e-
poster): ‘Biallelic loss-of-function variants in CACHD1, encoding an a23-like voltage-gated calcium
channel regulator, cause a neurodevelopmental, craniofacial, and genitourinary syndrome.’

25t%-27th November 2021, Italian Society of Pediatric Neurology (SINP), national conference
2021 (oral presentation): ‘RAC3 variants impair axon guidance and disrupt intracortical neuronal
migration, leading to heterogeneous neurodevelopmental phenotypes.’

11th-14th June 2022, European Society of Human Genetics (ESHG) Conference 2022 (e-poster):
‘Variant-specific changes in RAC3 function disrupt corticogenesis in neurodevelopmental
phenotypes.’

Tth October 2022, Italian League Against Epilepsy (LICE), Riunione annual Liguria, Piemonte e
Valle d’Aosta (oral presentation): ‘Epilettologia in eta evolutive: medicina di precisione’.

20t-22nd October 2022, Italian Society of Pediatric Neurology (SINP), national conference 2022
(oral presentation) (invited): ‘Exome sequencing in developmental and epileptic encephalopathies:
a bridge between diagnostics and research’.

25th-29th October 2022, American Society of Human Genetics (ASHG) Conference 2022 (oral
presentation): ‘De novo and biallelic variants in R3HDM1, encoding an Encore-like RNA binding
protein hosting the microRNA MiR-128-1, disrupt cortical development and lead to
neurodevelopmental phenotypes and epilepsy'.

10th-13t June 2023, European Society of Human Genetics (ESHG) Conference 2023 (oral
presentation): ‘De novo variants in DENND5B perturb intracellular vesicular trafficking and cause
neurodevelopmental disorders with epilepsy and white matter abnormalities’.

13th-16t September 2023, EuroDysmorpho Conference 2023 (European Reference Network
ERN-ITHACA) (oral presentation): ‘Biallelic loss-of-function variants in voltage-gated calcium
channel regulator CACHD1 cause neuronal dysfunction and multisystem developmental
abnormalities’.

11th-15t September 2023, University of Genova PhD course in Neuroscience, 2023 Summer
School Il edition (oral presentation): ‘Novel disease gene discovery approaches for Neuromuscular
Disorders’.

4th-6th October 2023, XXVI Congresso Nazionale della Societa Italiana di Genetica Umana
(SIGU) 2023 (oral presentation): ‘De novo variants in DENND5B perturb intracellular vesicular
trafficking and cause neurodevelopmental disorders with epilepsy and white matter abnormalities’.
1st-5th November 2023, American Society of Human Genetics (ASHG) Conference 2023 (oral
presentation): ‘De novo and selfish maternal variants in SYTL4, encoding a member of the
synaptotagmin-like protein family, disrupt vesicle exocytosis and cause an incompletely penetrant X-
linked neurobehavioral disorder with autism, epilepsy, and spasticity’.

30t November-2" December 2023, Italian Society of Pediatric Neurology (SINP), national
conference 2023 (oral presentation) (invited): ‘Neurodevelopmental disorders and epilepsy’.

30t November-2" December 2023, Italian Society of Pediatric Neurology (SINP), national
conference 2023 (oral presentation): ‘Biallelic loss-of-function variants in voltage-gated calcium
channel regulator CACHD1 cause neuronal dysfunction and multisystem developmental
abnormalities’.

1st-4th June 2024, European Society of Human Genetics (ESHG) Conference 2024 (oral
presentation): ‘De novo missense variants in EIF3| cause a neurodevelopmental disorder with
dysmorphism, short stature, and midline brain defects’.

2nd-Ath October 2024, XXVII Congresso Nazionale della Societa Italiana di Genetica Umana
(SIGU) 2024 (oral presentation): ‘De novo missense variants in EIF3| cause a neurodevelopmental
disorder with dysmorphism, short stature, and midline brain defects’.

5th-9th November 2024, American Society of Human Genetics (ASHG) Conference 2024 (poster
presentation): ‘Genetic variants in DDX53 contribute to Autism Spectrum Disorder associated with
the Xp22.11 locus.’.

19t December 2024, Course at Istituto CSS-Mendel: ‘La genetica delle epilessie e delle sindromi
epilettiche: basi molecolari, test genetici ed implicazioni cliniche’

- ERN Ithaca (European Reference Network for Rare Malformation Syndromes, Intellectual and
Other Neurodevelopmental Disorders), webinar on ‘Rho-GTPase in intellectual disability and
neurodevelopmental disorders’: ‘RAC3-related disorders of cortical development in human
neurodevelopmental phenotypes’

4th August 2023, International conference at Giannina Gaslini Children’s Hospital/University of
Genoa (Italy): ‘Connecting the dots: genomics, neuroimaging, and pathophysiology in understanding
neurodevelopmental disorders’. International guest: Prof. Koh-ichi Nagata (Institute for Developmental
Research, Aichi Human Service Center, Kasugai, Japan).
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17t May 2024, International conference at Giannina Gaslini Children’s Hospital/University of
Genoa (Italy): ‘Neurodevelopmental and neurodegenerative disorders: gene discovery and
translational research’. International guest: Prof. Kevin Vaughan (Department of Biological Sciences,
University of Notre Dame, Indiana, USA).

Variant-specific changes in RAC3 function disrupt corticogenesis in neurodevelopmental
phenotypes. Marcello Scala*, Masashi Nishikawa*, Hidenori Ito*, Hidenori Tabata, .., Valeria Capra,
Gregory Costain and Koh-ichi Nagata. Brain. 2022 Jul 19:awac106. doi: 10.1093/brain/awac106.
Epub ahead of print. PMID: 35851598.

Novel loss-of-function variants expand ABCC9-related intellectual disability and myopathy
syndrome. Efthymiou S*, Scala M*, Nagaraj V, ..., Nichols CG, Smeland MF, McClenaghan C. Brain.
2024 Jan 13:awae010. doi: 10.1093/brain/awae010. Epub ahead of print. PMID: 38217872.

Biallelic ZBTB11 variants associated with complex neuropsychiatric phenotype featuring
Tourette syndrome. Scala M , De Grandis E, .., Zara F, Striano P. Brain. 2022 Sep 7:awac323.
doi: 10.1093/brain/awac323. Epub ahead of print. PMID: 36068688.

RSRC1 loss-of-function variants cause mild-to-moderate autosomal recessive intellectual
disability. Marcello Scala, Majid Mojarrad, .., Henry Houlden, Reza Maroofian. Brain. 2020 Apr
1;143(4):e31. doi: 10.1093/brain/awaa070.

Genetic variants in DDX53 contribute to autism spectrum disorder associated with the Xp22.11
locus. Scala M, Bradley CA, Howe JL, Trost B, Salazar NB, Shum C, Mendes M, ..., Scherer SW.
Am J Hum Genet. 2025 Jan 2;112(1):154-167. doi: 10.1016/j.ajhg.2024.11.003. Epub 2024 Dec 19.
PMID: 39706195; PMCID: PMC11739878.

De novo variants in DENND5B cause a neurodevelopmental disorder. Scala M, Tomati V, Ferla
M, ..., Pedemonte N, Zara F. Am J Hum Genet. 2024 Feb 16:50002-9297(24)00033-8. doi:
10.1016/j.ajhg.2024.02.001. Epub ahead of print. PMID: 38387458.

Biallelic loss-of-function variants in CACHD1 cause a novel neurodevelopmental syndrome
with facial dysmorphism and multisystem congenital abnormalities. Scala M, Khan K, Beneteau
C, FoxRG, ..., Bézieau S, Davis EE, Wells MF. Genet Med. 2023 Dec 27;26(4):101057. doi:
10.1016/j.gim.2023.101057. Epub ahead of print. PMID: 38158856.

Homozygous SCN1B variants causing early infantile epileptic encephalopathy 52 affect
voltage-gated sodium channel function. Scala M, Efthymiou S, ..., Houlden H, Bosmans F.
Epilepsia. 2021 Jun;62(6):e82-e87. doi: 10.1111/epi.16913. Epub 2021 Apr 26. PMID: 33901312;
PMCID: PMC8585727.

Biallelic MFSD2A variants associated with congenital microcephaly, developmental delay, and
recognizable neuroimaging features. Scala M, Chua GL, Chin CF, ..., Silver DL. Eur J Hum Genet.
2020 Nov;28(11):1509-1519. doi: 10.1038/s41431-020-0669-x. Epub 2020 Jun 22. PMID: 32572202;
PMCID: PMC7576150.

A relatively common homozygous TRAPPC4 splicing variant is associated with an early-
infantile neurodegenerative syndrome. Ghosh SG*, Scala M*, Beetz C, ..., Gleeson JG. Eur J
Hum Genet. 2021 Feb;29(2):271-279. doi: 10.1038/s41431-020-00717-5. Epub 2020 Sep 8. PMID:
32901138; PMCID: PMC7868361.

Three de novo DDX3X variants associated with distinctive brain developmental abnormalities
and brain tumor in intellectually disabled females. Scala M* , Torella A*, ..., Capra V. Eur J Hum
Genet. 2019 Aug;27(8):1254-1259. doi: 10.1038/s41431-019-0392-7. Epub 2019 Apr 1. PMID:
30936465; PMCID: PMC6777618.

De novo truncating NOVA2 variants affect alternative splicing and lead to heterogeneous
neurodevelopmental phenotypes. Scala M, Drouot N, MacLennan SC, .., Zara F, Striano P, Piton
A. Hum Mutat. 2022 May 24. doi: 10.1002/humu.24414. Epub ahead of print. PMID: 35607920.

DAG1 haploinsufficiency is associated with sporadic and familial isolated or pauci-
symptomatic hyperCKemia. Traverso M, Baratto S, ..., Fiorillo C, ScalaM . Eur J Hum Genet.
2024 Jan 4. doi: 10.1038/s41431-023-01516-4. Epub ahead of print. PMID: 38177406.

Refining the electroclinical spectrum of NPRL3-related epilepsy: A novel multiplex family and
literature review. Dainelli A, lacomino M, Rossato S, ..., Zara F, Scala M* , Striano P*. Epilepsia
Open. 2023 Jul 25. doi: 10.1002/epi4.12798. Epub ahead of print. PMID: 37491868.

Novel KIF26A variants associated with pediatric intestinal pseudo-obstruction (PIPO) and
brain developmental defects. Nosrati MSS, Doustmohammadi A, ..., Miiller A, Zara F, Capra V,
ScalaM . Clin Genet. 2024 Sep 21. doi: 10.1111/cge.14621. Epub ahead of print. PMID: 39305096.

Atypical choroid plexus papilloma: spontaneous resolution of diffuse leptomeningeal contrast
enhancement after primary tumor removal in 2 pediatric cases. Scala M , Morana G, Milanaccio

C, Pavanello M, Nozza P, Garré ML. J Neurosurg Pediatr. 2017 Sep;20(3):284-288. doi:
10.3171/2017.2.PEDS16526. Epub 2017 Jul 7.

A novel pathogenic MYH3 mutation in a child with Sheldon-Hall syndrome and vertebral fusions. Marcello
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Scala , Andrea Accogli, Elisa De Grandis, Anna Allegri, Christoph P. Bagowski, Moneef Shoukier, Mohamad
Maghnie, Valeria Capra. Am J Med Genet A. 2018 Jan 5. doi: 10.1002/ajmg.a.38593. [Epub ahead of print]
When and why is surgical revascularization indicated for the treatment of moyamoya syndrome in patients
with RASopathies? A systematic review of the literature and a single institute experience. Scala

M, Fiaschi P, Capra V, Garré ML, Tortora D, Ravegnani M, Pavanello M. Childs Nerv Syst. 2018 Jul;34(7):1311-
1323. doi: 10.1007/s00381-018-3833-7. Epub 2018 May 24.

CNNM2 homozygous mutations cause severe refractory hypomagnesemia, epileptic encephalopathy and
brain malformations. Accogli A, Scala M, Calcagno A, Napoli F, Di lorgi N, Arrigo S, Mancardi MM, Prato

G, Pisciotta L, Nagel M, Severino M, Capra V. Eur J Med Genet. 2019 Mar;62(3):198-203. doi:
10.1016/j.ejmg.2018.07.014. Epub 2018 Jul 17.

Novel CNS malformations and skeletal anomalies in a patient with Beaulieu-Boycott-Innes syndrome.
Accogli A, Scala M, Calcagno A, Castello R, Torella A, Musacchia F, Allegri AME, Mancardi MM, Maghnie

M, Severino M; Telethon Undiagnosed Diseases Program, Nigro V, Capra V. Am J Med Genet A. 2018
Dec;176(12):2835-2840. doi: 10.1002/ajmg.a.40534. Epub 2018 Sep 20.

Loss of tubulin deglutamylase CCP1 causes infantile-onset neurodegeneration. Shashi V, Magiera

MM, Klein D, Zaki M, Schoch K, .., Scala M, .., Janke C, Senderek J. EMBO J. 2018 Dec 3;37(23). pii: €100540.
doi: 10.15252/embj.2018100540. Epub 2018 Nov 12.

Familial ROBO1 deletion associated with ectopic posterior pituitary, duplication of the pituitary stalk and
anterior pituitary hypoplasia. Scala M, Accogli A, Allegri AME, Tassano E, Severino M, Morana G, Maghnie
M, Capra V. J Pediatr Endocrinol Metab. 2018 Dec 11. pii: /j/jpem.ahead-of-print/jpem-2018-0272/jpem-2018-
0272.xml. doi: 10.1515/jpem-2018-0272.

Radiation-induced moyamoya syndrome after proton therapy in a child with clival craniopharyngioma:
natural history and surgical treatment. Scala M , Vennarini S, Garré ML, Tortora D, Cianchetti M, Fellin

F, Lorentini S, Pavanello M. World Neurosurg. 2018 Dec 21. pii: S1878-8750(18)32871-7. doi:
10.1016/.wneu.2018.12.048.

Three de novo DDX3X variants associated with distinctive brain developmental abnormalities and brain
tumor in intellectually disabled females. Scala M*, Torella A*, Severino M, Morana G, Castello R, Accogli A,
Verrico A, Vari MS, Cappuccio G, Pinelli M, Vitiello G, Terrone G, D'Amico A; TUDP consortium, Nigro V, Capra V.
Eur J Hum Genet. 2019 Apr 1. doi: 10.1038/s41431-019-0392-7.

Pelizaeus-Merzbacher Disease due to PLP1 frameshift mutation in a female with nonrandom skewed X-
chromosome inactivation. Marcello Scala , Monica Traverso, Valeria Capra, Maria Stella Vari, Mariasavina
Severino, Serena Grossi, Federico Zara, Pasquale Striano, Carlo Minetti. Neuropediatrics. 2019 May 28. doi:
10.1055/s-0039-1688954.

Abnormal circadian rhythm in patients with GRIN1-related developmental epileptic encephalopathy. Scala
M, Amadori E, Fusco L, Marchese F, Capra V, Minetti C, Vari MS, Striano P. European Journal of Paediatric
Neurology. doi: 10.1016/j.ejpn.2019.05.011.

Aggressive desmoid fibromatosis in Kabuki syndrome: expanding the tumor spectrum. Marcello Scala
Giovanni Morana, Angela Rita Sementa, Giuseppe Merla, Gianluca Piatelli, Valeria Capra, Marco Pavanello.
Pediatr Blood Cancer. 2019 May 27:¢27831. doi: 10.1002/pbc.27831.

16p12.2 Microdeletion in a patient with autosomal recessive deafness-22 (DFNB22). Elisa Tassano, Patrizia
Ronchetto, Annalisa Calcagno, Patrizia Fiorio, Giorgio Gimelli, Valeria Capra, Marcello Scala. J Genet (2019) 98:
56. https://doi.org/10.1007/s12041-019-1107-0

Novel homozygous TSFM pathogenic variant associated with encephalocardiomyopathy with
sensorineural hearing loss and peculiar neuroradiologic findings. Marcello Scala®, Giorgia Brigati*, Chiara
Fiorillo, .., Maria Derchi, Carlo Minetti, F.M. Santorelli. Neurogenetics 2019. https://doi.org/10.1007/s10048-019-
00582-5

AMPA Receptor GluA2 Subunit Defects Are a Cause of Neurodevelopmental Disorders. Salpietro V, Dixon
CL, Guo H, SYNAPS study group, et al. Nat Commun. 2019;10(1):3094. Published 2019 Jul 12.
doi:10.1038/s41467-019-10910-w

Biallelic Variants in CTU2 Cause DREAM-PL Syndrome and Impair Thiolation of tRNA Wobble U34.
Shaheen R, Mark P, .., Scala M, Capra V, Nigro V, Fu D, Alkuraya FS. Hum Mutat. 2019 Jul 13. doi:
10.1002/humu.23870. [Epub ahead of print]

Radiation-induced moyamoya syndrome in children with brain tumors: case series and literature review.
Scala M, Fiaschi P, Cama A, .., Garré ML, Pavanello M. World Neurosurg. 2019 Dec 2. pii: S1878-
8750(19)33005-0. doi: 10.1016/j.wneu.2019.11.155. [Epub ahead of print]

Advances in genetic testing and optimization of clinical management in children and adults with epilepsy.
Scala M, Bianchi A, Bisulli F, .., Zara F, Striano P. Expert Rev Neurother. 2020 Jan 27:119.
doi:10.1080/14737175.2020. 1713101. [Epub ahead of print]

RSRC1 loss-of-function variants cause mild-to-moderate autosomal recessive intellectual disability.
Marcello Scala, Majid Mojarrad, .., Jill A. Rosenfeld, Katie B. Williams, Dana Marafi, Fan Xia, Marta Biderman
Waberski, Maha S. Zaki, Joseph Gleeson, Erik Puffenberger, Henry Houlden, Reza Maroofian. Brain. 2020 Apr
1;143(4):31. doi: 10.1093/brain/awaa070.

Congenital posterior cervical spine malformation due to biallelic ¢.240-4T>G RIPPLY2 variant: a discrete
entity. Margaux Serey-Gaut*, Marcello Scala*, Bruno Reversade, .., Vincenzo Nigro, Valeria Capra, Lionel Van
Maldergem. Am J Med Genet A. 2020, Jun;182(6):1466-1472. doi: 10.1002/ajmg.a.61549. Epub 2020 Mar 25.
Early-infantile onset epilepsy and developmental delay caused by bi-allelic GAD1 variants. Caroline Neuray,
Reza Maroofian, Marcello Scala, Tipu Sultan, .., Henry Houlden*, Queen Square Genomics, SYNaPS Study
Group. Brain, 2020 Aug 1;143(8):2388-2397. doi: 10.1093/brain/awaa178. PMID: 32705143; PMCID:
PMC7447512.

Novel likely disease-causing CLN5 variants identified in Pakistani patients with neuronal ceroid
lipofuscinosis. Azad B, Efthymiou S, Sultan T, Marcello Scala, .., Henry Houlden. J Neurol Sci.
2020;414:116826. doi:10.1016/}.jns.2020.116826.

Loss of Wwox perturbs neuronal migration and impairs early cortical development. Michele lacomino*,
Simona Baldassari*, Yuki Tochigi*, .., Marcello Scala, Ganna Balagura, .., Hiroetsu Suzuki, Vincenzo Salpietro.
Frontiers in Molecular Neuroscience, 2020 Jun 11:14:644. doi: 10.3389/fnins.2020.00644. eCollection 2020.
Sinus pericranii, skull defects, and structural brainanomalies in TRAF7-related disorder. Andrea Accogli,
Marcello Scala, Marco Pavanello, .., Michele Pinelli, Vincenzo Nigro, Valeria Capra. Birth Defects Res. 2020 May
27. doi: 10.1002/bdr2.1711.

Biallelic MFSD2A variants associated with congenital microcephaly, developmental delay, and
recognizable neuroimaging features. Marcello Scala®, Geok Lin Chua*, .., Henry Houlden, Reza Maroofian,
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David L. Silver. Eur J Hum Genet, In production.

Biallelic variants in ADARB1, encoding a dsRNA-specific adenosine deaminase, cause a severe
developmental and epileptic encephalopathy. Reza Maroofian, Jifi Sedmik, Neda Mazaheri, Marcello Scala, ..,
Mary A. O'Connell, Henry Houlden. J Med Genet, 2020 Jul 27;jmedgenet-2020-107048. doi: 10.1136/jmedgenet-
2020-107048. Online ahead of print.

Structural brain anomalies in Cri-du-Chat syndrome: MRI findings in 14 patients and possible genotype-
phenotype correlations. Villa R, Fergnani VGC, .., Scala M, .., Bedeschi MF. Eur J Paediatr Neurol. 2020 Jul
28:51090-3798(20)30143-4. doi: 10.1016/).ejpn.2020.07.002. Epub ahead of print. PMID: 32800423.

Spatial coefficient of variation applied to arterial spin labeling MRI may contribute to predict surgical
revascularization outcomes in pediatric moyamoya vasculopathy. Tortora D, Scavetta C, Rebella G, Marta
Bertamino, Marcello Scala, .., Mariasavina Severino. Neuroradiology. 2020;10.1007/s00234-020-02446-4.
doi:10.1007/s00234-020-02446-4.

A relatively common homozygous TRAPPC4 splicing variant is associated with an early-infantile
neurodegenerative syndrome. Ghosh SG*, Scala M*, Beetz C, .., Houlden H, Issa MY, Zaki MS, Maroofian R,
Gleeson JG. Eur J Hum Genet. 2020 Sep 8. doi: 10.1038/s41431-020-00717-5. Epub ahead of print. PMID:
32901138.

De novo ARHGEF9 missense variants associated with neurodevelopmental disorder in females:
expanding the genotypic and phenotypic spectrum of ARHGEF9 disease in females. Scala M , Zonneveld-
Huijssoon E, .., Vignoli A, Striano P. Neurogenetics. 2020 Sep 17. doi: 10.1007/s10048-020-00622-5. Epub ahead
of print. PMID: 32939676.

Limits and pitfalls of indirect revascularization in moyamoya disease and syndrome. Fiaschi P, ScalaM ,
Piatelli G, Tortora D, Secci F, Cama A, Pavanello M. Neurosurg Rev. 2020 Sep 21. doi: 10.1007/s10143-020-
01393-1. Epub ahead of print. PMID: 32959193.

Targeted re-sequencing for early diagnosis of genetic causes of childhood epilepsy: the Italian experience
from the 'beyond epilepsy' project. Amadori E, Scala M, .., Cordelli DM, Striano P. Ital J Pediatr. 2020 Jul
6;46(1):92. doi: 10.1186/s13052-020-00860-1. PMID: 32631363; PMCID: PMC7339579.

Letter to the Editor Regarding "Primary Aneurysmal Bone Cyst of the Thoracic Spine: A Pediatric Case
Report". Balestrino A, Scala M, Fiaschi P, Piatelli G, Pavanello M. World Neurosurg. 2020 Dec;144:322. doi:
10.1016/.wneu.2020.08.065. PMID: 33227864.

Expanding the phenotype of PIGS-associated early onset epileptic developmental encephalopathy.
Efthymiou S, Dutra-Clarke M, Maroofian R, Kaiyrzhanov R, Scala M, .., Houlden H. Epilepsia. 2021 Feb;62(2):e35-
e41. doi: 10.1111/epi.16801. Epub 2021 Jan 7. PMID: 33410539; PMCID: PMC7898547.

Italian cohort of Lafora disease: Clinical features, disease evolution, and genotype-phenotype
correlations. Antonella Riva, Alessandro Orsini, Marcello Scala, ... , Pasquale Striano, on behalf of Italian League
Against Epilepsy Genetic Commission. Journal of Neurological Sciences. Published March 20, 2021
DOl:https://doi.org/10.1016/}.jns.2021.117409.

Electroclinical features of MEF2C haploinsufficiency-related epilepsy: A multicenter European study.
Raviglione F, Douzgou S, Scala M, Mingarelli A, ... , Striano P. Seizure. 2021 Mar 30;88:60-72. doi:
10.1016/j.seizure.2021.03.025. Epub ahead of print. PMID: 33831796.

Temporal-parietal-occipital epilepsy in GEFS+ associated with SCN1A mutation. Riva A, Coppola A,
Balagura G, Scala M, .., Striano P, Bilo L. Epileptic Disord. 2021 Apr 12. doi: 10.1684/epd.2021.1266. Epub ahead
of print. PMID: 33851920.

Homozygous SCN1B variants causing early infantile epileptic encephalopathy 52 affect voltage-gated
sodium channel function. Scala M, Efthymiou S, .., Houlden H, Bosmans F. Epilepsia. 2021 Apr 26. doi:
10.1111/epi.16913. Epub ahead of print. PMID: 33901312.

Genotype-Phenotype Correlations in Neurofibromatosis Type 1: A Single-Center Cohort Study. Scala M,
Schiavetti I, .., Striano P, Garre ML, De Marco P, Diana MC, Capra V, Pavanello M, Zara F. Cancers (Basel). 2021
Apr 14;13(8):1879. doi: 10.3390/cancers13081879. PMID: 33919865; PMCID: PMC8070780.

Biallelic Variants in KIF17 Associated with Microphthalmia and Coloboma Spectrum. Riva A, Gambadauro
A, .., ScalaM, .., Chimenz R. Int J Mol Sci. 2021 Apr 25;22(9):4471. doi: 10.3390/jms22094471. PMID: 33922911.
Sub-genic intolerance, ClinVar, and the epilepsies: A whole-exome sequencing study of 29,165
individuals. Epi25 Collaborative. Electronic address: jm4279@cumc.columbia.edu; Epi25 Collaborative. Am J
Hum Genet. 2021 Apr 28:50002-9297(21)00140-3. doi: 10.1016/j.ajhg.2021.04.009. Epub ahead of print. PMID:
33932343.

RNF213 variant in a patient with Legius syndrome associated with moyamoya syndrome. Romanisio G,
Chelleri C, Scala M, .., Diana MC. Mol Genet Genomic Med. 2021 May 3:e1669. doi: 10.1002/mgg3.1669. Epub
ahead of print. PMID: 33939317.

Biallelic variants in HPDL cause pure and complicated hereditary spastic paraplegia. Wiessner M,
Maroofian R, .., Scala M, ..., Senderek J. Brain. 2021 May 10:awab041. doi: 10.1093/brain/awab041. Epub ahead
of print. PMID: 33970200.

Clinical and Genetic Features in Patients With Reflex Bathing Epilepsy. Accogli A, Wiegand G, Scala M, ..,
Zara F, Striano P. Neurology. 2021 Jun 2:10.1212/WNL.0000000000012298. doi:
10.1212/WNL.0000000000012298. Epub ahead of print. PMID: 34078716.

Symptomatic eating epilepsy: two novel pediatric patients and review of literature. Vercellino F, Siri L,
Brisca G, Scala M, Riva A, Severino M, Striano P. Ital J Pediatr. 2021 Jun 12;47(1):137. doi: 10.1186/s13052-021-
01051-2. PMID: 34118959; PMCID: PMC8199818.

Epileptic encephalopathy caused by ARV1 deficiency: Refinement of the genotype-phenotype spectrum
and functional impact on GPl-anchored proteins. Salian S*, Scala M*, Nguyen TTM, Severino M, .., Palmer
EE, Capra V, Campeau PM. Clin Genet. 2021 Nov;100(5):607-614. doi: 10.1111/cge.14033. Epub 2021 Jul 29.
PMID: 34296759.

ZTTK syndrome: Clinical and molecular findings of 15 cases and a review of the literature. Kushary ST,
Revah-Politi A, .., Scala M, .., Anyane Yeboa K. Am J Med Genet A. 2021 Jul 31. doi: 10.1002/ajmg.a.62445.
Epub ahead of print. PMID: 34331327.

Exome survey of individuals affected by VATER/VACTERL with renal phenotypes identifies phenocopies
and novel candidate genes. Kolvenbach CM, van der Ven AT, Kause F, Shril S, Scala M, .., Reutter H,
Hildebrandt F. Am J Med Genet A. 2021 Aug 2. doi: 10.1002/ajmg.a.62447. Epub ahead of print. PMID: 34338422.
Mapping the human genetic architecture of COVID-19. COVID-19 Host Genetics Initiative. Nature. 2021 Jul 8.
doi: 10.1038/s41586-021-03767-x. Epub ahead of print. PMID: 34237774.

Homozygous missense WIPI2 variants cause a congenital disorder of autophagy with neurodevelopmental
impairments of variable clinical severity and disease course. Maroofian R*, Gubas A*, Kaiyrzhanov R*, Scala
M¥, .., Houlden H, Tooze SA, Alsaleh NS, Zaki MS. Brain Commun. 2021 Sep 3;3(3):fcab183. doi:
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10.1093/braincomms/fcab183. PMID: 34557665; PMCID: PMC8453401.

Sub-genic intolerance, ClinVar, and the epilepsies: A whole-exome sequencing study of 29,165
individuals. Epi25 Collaborative. Am J Hum Genet. 2021 Jun 3;108(6):965-982. doi: 10.1016/j.ajhg.2021.04.009.
Epub 2021 Apr 30. Erratum in: Am J Hum Genet. 2021 Oct 7;108(10):2024. PMID: 33932343; PMCID:
PMC8206159.

Hyperkinetic stereotyped movements in a boy with biallelic CNTNAP2 variants. Scala M, Anijs M, Battini R,
Madia F, .., Vernes SC, Striano P. Ital J Pediatr. 2021 Oct 12;47(1):208. doi: 10.1186/s13052-021-01162-w. PMID:
34641913,

Pathophysiological Mechanisms in Neurodevelopmental Disorders Caused by Rac GTPases
Dysregulation: What'’s behind Neuro-RACopathies. Marcello Scala® ~, Masashi Nishikawa*, Koh-ichi Nagata
and Pasquale Striano. Cells. 2021 Dec 2;10(12):3395. doi: 10.3390/cells10123395. PMID: 34943902; PMCID:
PMC8699292.

Diagnostic approach to macrocephaly in children. Andrea Accogli, Ana Filipa Geraldo, Gianluca Piccolo,
Antonella Riva, Marcello Scala, .., Mariasavina Severino and Valeria Capra. doi: 10.3389/fped.2021.794069.
Frontiers in Pediatrics (2021).

Clinico-radiological features, molecular spectrum, and identification of prognostic factors in
developmental and epileptic encephalopathy due to inosine triphosphate pyrophosphatase (ITPase)
deficiency. Scala M*, Wortmann SB*, Kaya N*, Stellingwerff MD, Pistorio A, .., Maroofian R, Houlden H. Hum
Mutat. 2022 Jan 6. doi: 10.1002/humu.24326. Epub ahead of print. PMID: 34989426.

Expanding Phenotype of Poirier-Bienvenu Syndrome: New Evidence from an Italian Multicentrical Cohort
of Patients. Alessandro Orsini, Andrea Santangelo, Francesca Bravin, .., Marcello Scala, .., Roberta Epifanio,
Paolo Bonanni. Genes. 2022, 13(2), 276; https://doi.org/10.3390/genes 13020276 - 30 Jan 2022

A phenotypic-driven approach for the diagnosis of WOREE syndrome. Antonella Riva, Giulia Nobile, Thea
Giacomini, Marzia Ognibene, Marcello Scala, .., Federico Zara, Michele lacomino. Front Pediatr. 2022 Apr
29;10:847549. doi: 10.3389/fped.2022.847549. PMID: 35573960; PMCID: PMC9100683.

Epilepsy Course and Developmental Trajectories in STXBP1-DEE. Balagura G, Xian J, Riva A, .., Scala M, ..,
Toonen R, Zara F, Helbig |, Striano P. Neurol Genet. 2022 May 31;8(3):e676. doi:
10.1212/NXG.0000000000000676. PMID: 35655584; PMCID: PMC9157582.

Germline variants in tumor suppressor FBXW7 lead to impaired ubiquitination and a novel
neurodevelopmental syndrome. Sarah E.M. Stephenson, Gregory Costain, Laura E.R. Blok, .., Marcello Scala
.., John Christodoulou, Tiong Yang Tan. Am J Hum Genet. 2022 Apr 7;109(4):601-617. doi:
10.1016/j.ajhg.2022.03.002. PMID: 35395208; PMCID: PMC9069070.

The pathophysiological link between Reelin and autism: overview and new insights. Marcello Scala
Eleonora A Grasso, Giuseppe di Cara, Antonella Riva, Pasquale Striano, Alberto Verrotti Di Pianella. Front Genet.
2022 Mar 29;13:869002. doi: 10.3389/fgene.2022.869002. PMID: 35422848; PMCID: PMC9002092.

Spinal involvement in pediatric familial cavernous malformation syndrome. Geraldo AF, Luis A, Alves CAPF,
.., Scala M, .., Mankad K, Severino M. Neuroradiology. 2022 Apr 22. doi: 10.1007/s00234-022-02958-1. Epub
ahead of print. PMID: 35451625.

De novo POLR2A p.(lle457Thr) variant associated with early-onset encephalopathy and cerebellar atrophy:
expanding the phenotypic spectrum. Giacomini T*, Scala M*, Nobile G, .., Nigro V; TUDP study group. Brain
Dev. 2022 Aug;44(7):480-485. doi: 10.1016/j.braindev.2022.04.002. Epub 2022 Apr 20. PMID: 35461703.
Genotype-phenotype spectrum and correlations in Xia-Gibbs syndrome: report of five novel cases and
literature review. Ferruccio Romano, Mariateresa Falco, .., Pasquale Striano, Gioacchino Scarano, Vincenzo
Nigro, Marcello Scala® , Valeria Capra*. Birth Defects Res. 2022 Jun 18. doi: 10.1002/bdr2.2058. Epub ahead of
print. PMID: 35716097.

Gain-of-function p.F28S variant in RAC3 disrupts neuronal differentiation, migration and axonogenesis
during cortical development, leading to neurodevelopmental disorder. Nishikawa M*, Scala M* , Umair M*,
Ito H, Waqas A, Striano P, Zara F, Costain G, Capra V, Nagata KI. J Med Genet. 2022 May 20:jmedgenet-2022-
108483. doi: 10.1136/jmedgenet-2022-108483. Epub ahead of print. PMID: 35595279.

De novo truncating NOVA2 variants affect alternative splicing and lead to heterogeneous
neurodevelopmental phenotypes. Scala M, Drouot N, MacLennan SC, .., Zara F, Striano P, Piton A. Hum
Mutat. 2022 May 24. doi: 10.1002/humu.24414. Epub ahead of print. PMID: 35607920.

Determining the pathogenicity of variants of uncertain significance and identification of a founder variant
in the epilepsy-associated gene, SZT2. Jeffrey D Calhoun, Miriam C Aziz, Hannah C Happ, .., Marcello Scala, ..,
Elizabeth E Gerard, Gemma L Carvill. Brain. 2022 Jun 30;145(6):1939-1948. doi: 10.1093/brain/awab451. PMID:
35773235.

Phosphatase and tensin homolog (PTEN) variants and epilepsy: A multicenter case series. Ronzano N,
Scala M, Abiusi E, .., Striano P, Pruna D. Seizure. 2022 Jun 24;100:82-86. doi: 10.1016/}.seizure.2022.06.013.
Epub ahead of print. PMID: 35780606.

Variant-specific changes in RAC3 function disrupt corticogenesis in neurodevelopmental phenotypes.
Marcello Scala®, Masashi Nishikawa*, Hidenori Ito*, Hidenori Tabata, .., Valeria Capra, Gregory Costain and
Koh-ichi Nagata. Brain. 2022 Jul 19:awac106. doi: 10.1093/brain/awac106. Epub ahead of print. PMID: 35851598.
ADGRL1 haploinsufficiency causes a variable spectrum of neurodevelopmental disorders in humans and
in a mouse model with altered synaptic activity. Antonio Vitobello, Benoit Mazel, .., Marcello Scala, ..,
Laurence Faivre, Christel Thauvin-Robinet, and Yuri Ushkaryov. Accepted for publication in Am J Hum Genet.
2022. AJHG-D-22-00227

Biallelic ZBTB11 variants associated with complex neuropsychiatric phenotype featuring Tourette
syndrome. Scala M, De Grandis E, .., Zara F, Striano P. Brain. 2022 Sep 7:awac323. doi:
10.1093/brain/awac323. Epub ahead of print. PMID: 36068688.

Natural history of familial cerebral cavernous malformation syndrome in children: a multicenter cohort
study. Geraldo AF, Alves CAPF, .., Scala M, .., Mankad K, Severino M. Neuroradiology. 2022 Oct 6. doi:
10.1007/s00234-022-03056-y. Epub ahead of print. PMID: 36198887.

Systematic analysis and prediction of genes associated with monogenic disorders on human
chromosome X. Leitdo E, Schroder C, Parenti |, .., Scala M, .., Piton A, Depienne C. Nat Commun. 2022 Nov
2;13(1):6570. doi: 10.1038/s41467-022-34264-y. PMID: 36323681; PMCID: PMC9630267.

Clinical and genetic analysis of patients with segmental overgrowth features and somatic mammalian
target of rapamycin (nTOR) pathway disruption: Possible novel clinical issues. Romano F, Madia F, ..,
Scala M, .., Zara F, Capra V. Birth Defects Res. 2022 Dec 1;114(20):1440-1448. doi: 10.1002/bdr2.2113. Epub
2022 Nov 8. PMID: 36345927.

Congenital myopathy associated with a novel mutation in MEGF10 gene, myofibrillar alteration and
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progressive course. Croci C, Traverso M, .., Scala M, Bruno C, Fiorillo C. Acta Myol. 2022 Sep 30;41(3):111-
116. doi: 10.36185/2532-1900-076. PMID: 36349186; PMCID: PMC9628799.

Biallelic PRMT?7 pathogenic variants are associated with a recognizable syndromic neurodevelopmental
disorder with short stature, obesity, and craniofacial and digital abnormalities. Cali E, Suri M, Scala M, ..,
Houlden H, Maroofian R. Genet Med. 2022 Nov 17:51098-3600(22)00954-6. doi: 10.1016/j.gim.2022.09.016.
Epub ahead of print. PMID: 36399134.

A Solve-RD ClinVar-based reanalysis of 1522 index cases from ERN-ITHACA reveals common pitfalls and
misinterpretations in exome sequencing. Denommé-Pichon AS, Matalonga L, de Boer E, ..; Solve-RD
Consortia; Orphanomix Group; Vitobello A, Vissers LELM, Faivre L. Genet Med. 2023 Jan 20;25(4):100018. doi:
10.1016/j.gim.2023.100018. Epub ahead of print. PMID: 36681873.

CHAMP1-related disorders: pathomechanisms triggered by different genomic alterations define distinct
nosological categories. Amenta S, Marangi G, Orteschi D, ...; Scala M, .., Nigro V, Zollino M. Eur J Hum Genet.
2023 Feb 16. doi: 10.1038/s41431-023-01305-z. Epub ahead of print. PMID: 36797464.

Case report: Revascularization failure in NF1-related moyamoya syndrome after selumetinib: A possible
pathophysiological correlation? Chelleri C*, Scala M*, De Marco P, Traverso M, .., Diana MC, Pavanello M.
Front Pediatr. 2023 Feb 27;11:1051026. doi: 10.3389/fped.2023.1051026. PMID: 36923276; PMCID:
PMC10010568.

Expanding the phenotype associated with biallelic SLC20A2 variants. D'Onofrio G, Scala M* , Severino M,
.., Capra V. Eur J Hum Genet. 2023 Mar 28. doi: 10.1038/s41431-023-01349-1. Epub ahead of print. PMID:
36977836.

Moyamoya Vasculopathy in Neurofibromatosis Type 1 Pediatric Patients: The Role of Rare Variants of
RNF213. Ognibene M, Scala M, .., Pavanello M, De Marco P. Cancers (Basel). 2023 Mar 22;15(6):1916. doi:
10.3390/cancers15061916. PMID: 36980803; PMCID: PMC10047491.

Somatic Double Inactivation of NF1 Associated with NF1-Related Pectus Excavatum Deformity. Chelleri C,
Scala M*, De Marco P, ..., Striano P, Diana MC, Zara F. Hum Mut. Volume 2023, Article ID 3160653, 7 pages.
https://doi.org/10.1155/2023/3160653

Twist exome capture allows for lower average sequence coverage in clinical exome sequencing. Yaldiz B,
Kucuk E, Hampstead J, Hofste T, Pfundt R, Corominas Galbany J, Rinne T, Yntema HG, Hoischen A, Nelen M,
Gilissen C; Solve-RD consortium. Hum Genomics. 2023 May 3;17(1):39. doi: 10.1186/s40246-023-00485-5.
PMID: 37138343; PMCID: PMC10155375.

Genotype-phenotype correlation in contactin-associated protein-like 2 (CNTNAP-2) developmental
disorder. D'Onofrio G,..., Scala M, Madia F, Pistorio A, ..., Nagy V. Hum Genet. 2023 May 14. doi:
10.1007/s00439-023-02552-2. Epub ahead of print. PMID: 37183190.

Exome sequencing data screening to identify undiagnosed Aromatic I-amino acid decarboxylase
deficiency in neurodevelopmental disorders. Riva A, lacomino M, Piccardo C, Franceschetti L, Franchini R,
Baroni A, Minetti C, Bisello G, Zara F, Scala M, Striano P, Bertoldi M. Biochem Biophys Res Commun. 2023 Sep
17,673:131-136. doi: 10.1016/j.bbrc.2023.06.065. Epub 2023 Jun 19. PMID: 37385007.

Stretch-activated ion channel TMEM63B associates with developmental and epileptic encephalopathies
and progressive neurodegeneration. Vetro A, Pelorosso C, Balestrini S, ..., Scala M, ..., Kato M, Matsumoto N,
Ratto GM, Guerrini R. Am J Hum Genet. 2023 Aug 3;110(8):1356-1376. doi: 10.1016/j.ajhg.2023.06.008. Epub
2023 Jul 7. PMID: 37421948; PMCID: PMC10432263.

De novo missense variants in phosphatidylinositol kinase PIP5Kly underlie a neurodevelopmental
syndrome associated with altered phosphoinositide signaling. Morleo M, Venditti R, Theodorou E, ...;
Undiagnosed Diseases Network; Telethon Undiagnosed Diseases Program; Putti E, ..., Nigro V, Sweetser DA,
Franco B. Am J Hum Genet. 2023 Aug 3;110(8):1377-1393. doi: 10.1016/}.ajhg.2023.06.012. Epub 2023 Jul 13.
PMID: 37451268; PMCID: PMC10432144.

Genome-wide identification and phenotypic characterization of seizure-associated copy number variations
in 741,075 individuals. Montanucci L, Lewis-Smith D, Collins RL, ...; Epi25 Collaborative; Helbig |, Leu C, Lal D.
Nat Commun. 2023 Jul 20;14(1):4392. doi: 10.1038/s41467-023-39539-6. PMID: 37474567; PMCID:
PMC10359300.

Refining the electroclinical spectrum of NPRL3-related epilepsy: A novel multiplex family and literature
review. Dainelli A, lacomino M, Rossato S, ..., Zara F, Scala M* , Striano P*. Epilepsia Open. 2023 Jul 25. doi:
10.1002/epi4.12798. Epub ahead of print. PMID: 37491868.

MYTA1L variant inherited by a mosaic father in a case of severe developmental and epileptic
encephalopathy. Boeri S, Scala M, Madia F, ..., Zara F, Nobili L, Mancardi MM. Epileptic Disord. 2023 Jul 30.
doi: 10.1002/epd2.20141. Epub ahead of print. PMID: 37518898.

Elucidating the clinical and molecular spectrum of SMARCC2-associated NDD in a cohort of 65 affected
individuals. Bosch E, Popp B, Glise E, ..., Scala M, ..., Reis A, Accogli A, Vasileiou G. Genet Med. 2023 Aug
4:100950. doi: 10.1016/j.gim.2023.100950. Epub ahead of print. PMID: 37551667.

GWAS meta-analysis of over 29,000 people with epilepsy identifies 26 risk loci and subtype-specific
genetic architecture. International League Against Epilepsy Consortium on Complex Epilepsies. Nat Genet. 2023
Sep;55(9):1471-1482. doi: 10.1038/s41588-023-01485-w. Epub 2023 Aug 31. PMID: 37653029; PMCID:
PMC10484785.

An early onset benign myopathy with glycogen storage caused by a de novo 1.4 Mb-deletion of
chromosome 14. Severa G, Pennisi A, Barnerias C, Fiorillo C, Scala M, ..., Verebi C, Malfatti E. Neuromuscul
Disord. 2023 Aug 25:50960-8966(23)00706-X. doi: 10.1016/j.nmd.2023.08.011. Epub ahead of print. PMID:
37743183.

Testing for pharmacogenomic predictors of ppRNFL thinning in individuals exposed to vigabatrin.
Boothman |, Clayton LM, McCormack M, ..., Delanty N; Consortium EpiPGX; Sisodiya SM, Cavalleri GL. Front
Neurosci. 2023 Sep 8;17:1156362. doi: 10.3389/fnins.2023.1156362. PMID: 37790589; PMCID: PMC10542409.
Electroclinical Features of Epilepsy in Kleefstra's Syndrome. Giacomini T, Cordani R, Bagnasco |, ..., Scala
M, ..., Canale E, Amadori E, Striano P, Nobili L, Siri L. Neuropediatrics. 2023 Oct 6. doi: 10.1055/s-0043-1775977.
Epub ahead of print. PMID: 37802085.

De novo variants in RNF213 are associated with a clinical spectrum ranging from Leigh syndrome to early-
onset stroke. Brunet T, Zott B, Lieftiichter V, ..., Scala M, ..., Paolini M, Gerstl L, Wagner M. Genet Med. 2024
Feb;26(2):101013. doi: 10.1016/.gim.2023.101013. Epub 2023 Nov 1. PMID: 37924258.

Clinical features, functional consequences, and rescue pharmacology of missense GRID1 and GRID2
human variants. Allen JP, Garber KB, Perszyk R, ..., Scala M, ..., Yuan H, Myers SJ, Traynelis SF. Hum Mol
Genet. 2024 Feb 1;33(4):355-373. doi: 10.1093/hmg/ddad188. PMID: 37944084; PMCID: PMC10840383.
Spliceosome malfunction causes neurodevelopmental disorders with overlapping features. Li D, Wang Q,
Bayat A, ..., Scala M, ..., Akizu N, Song Y, Hakonarson H. J Clin Invest. 2024 Jan 2;134(1):e171235. doi:
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10.1172/JCI171235. PMID: 37962958; PMCID: PMC10760965.

Biallelic loss-of-function variants in CACHD1 cause a novel neurodevelopmental syndrome with facial
dysmorphism and multisystem congenital abnormalities. Scala M, Khan K, Beneteau C, Fox RG, ..., Bézieau
S, Davis EE, Wells MF. Genet Med. 2023 Dec 27;26(4):101057. doi: 10.1016/j.gim.2023.101057. Epub ahead of
print. PMID: 38158856.

DAG1 haploinsufficiency is associated with sporadic and familial isolated or pauci-symptomatic
hyperCKemia. Traverso M, Baratto S, ..., Fiorillo C, Scala M . Eur J Hum Genet. 2024 Jan 4. doi:
10.1038/s41431-023-01516-4. Epub ahead of print. PMID: 38177406.

Case Report: Novel biallelic moderately damaging variants in RTTN in a patient with cerebellar dysplasia.
Romano F, Amadori E, .., Zara F, Scala M . Front Pediatr. 2023 Dec 21;11:1326552. doi:
10.3389/fped.2023.1326552. PMID: 38178912; PMCID: PMC10764497.

Variants in the WDR44 WD40-repeat domain cause a spectrum of ciliopathy by impairing ciliogenesis
initiation. Accogli A, Shakya S, Yang T, ..., Scala M, ..., Park SG, Westlake CJ. Nat Commun. 2024 Jan
8;15(1):365. doi: 10.1038/s41467-023-44611-2. PMID: 38191484; PMCID: PMC10774338.

Novel loss-of-function variants expand ABCC9-related intellectual disability and myopathy syndrome.
Efthymiou S*, Scala M*, Nagaraj V, ..., Nichols CG, Smeland MF, McClenaghan C. Brain. 2024 Jan 13:awae010.
doi: 10.1093/brain/awae010. Epub ahead of print. PMID: 38217872.

Genetic variants in DDX53 contribute to Autism Spectrum Disorder associated with the Xp22.11 locus.
Scala M, Bradley CA, Howe JL, ..., Scherer SW. [Preprint]. 2023 Dec 27:2023.12.21.23300383. doi:
10.1101/2023.12.21.23300383. PMID: 38234782; PMCID: PMC10793518.

Variant-specific pathophysiological mechanisms of AFF3 differently influence transcriptome profiles.
Bassani S, Chrast J, Ambrosini G, ..., Scala M, ..., Guex N, Reymond A. [Preprint]. 2024 Jan
17:2024.01.14.24301100. doi: 10.1101/2024.01.14.24301100. PMID: 38293053; PMCID: PMC10827271.
Surgical revascularization as a procedure to prevent neurological complications in children with
moyamoya syndrome associated with neurofibromatosis I: a single institution case series. Morello A, Scala
M, .., Piatelli G, Pavanello M. Childs Nerv Syst. 2024 Feb 6. doi: 10.1007/s00381-024-06304-z. Epub ahead of
print. PMID: 38316674.

Expanding the phenotype of UPF3B-related disorder: Case reports and literature review. Romano F,
Haanpéa MK, ..., Capra V, ScalaM . Am J Med Genet A. 2024 Feb 6:¢63534. doi: 10.1002/ajmg.a.63534. Epub
ahead of print. PMID: 38318947.

Biallelic loss-of-function variants of SLC12A9 cause lysosome dysfunction and a syndromic
neurodevelopmental disorder. Accogli A, Park YN, ..., Scala M, ..., Kitzman JO, Meisler MH. Genet Med. 2024
Feb 5:101097. doi: 10.1016/}.gim.2024.101097. Epub ahead of print. PMID: 38334070.

De novo variants in DENND5B cause a neurodevelopmental disorder. Scala M, Tomati V, Ferla M, ...,
Pedemonte N, Zara F. Am J Hum Genet. 2024 Feb 16:5S0002-9297(24)00033-8. doi: 10.1016/j.ajhg.2024.02.001.
Epub ahead of print. PMID: 38387458.

Bi-allelic variants in CELSRS3 are implicated in central nervous system and urinary tract anomalies.
Stegmann JD, Kalanithy JC, Dworschak GC, ..., Scala M, ..., Geyer M, Woolf AS, Posey JE, Lupski JR, Odermatt
B, Hilger AC. NPJ Genom Med. 2024 Mar 1;9(1):18. doi: 10.1038/s41525-024-00398-9. PMID: 38429302; PMCID:
PMC10907620.

Human mutations in SLITRK3 implicated in GABAergic synapse development in mice. Efthymiou S, Han W,
llyas M, ..., Scala M, ..., Aruga J, Lu W, Houlden H. Front Mol Neurosci. 2024 Mar 1;17:1222935. doi:
10.3389/fnmol.2024.1222935. PMID: 38495551; PMCID: PMC10940442.

Expansion of the neurodevelopmental phenotype of individuals with EEF1A2 variants and genotype-
phenotype study. Paulet A, Bennett-Ness C, Ageorges F, ..., Scala M, Abbott CM, Ruaud L. Eur J Hum Genet.
2024 Sep;32(9):1144-1149. doi: 10.1038/s41431-024-01560-8. Epub 2024 Feb 15.

Truncating variants in PAPSS2 gene: A cause of early prenatal onset brachyolmia? Biancotto G, Rosti G, ...,
Scala M, ..., Paladini D. Prenat Diagn. 2024 Jul;44(8):1003-1007. doi: 10.1002/pd.6596. Epub 2024 May 20.
PMID: 38768012.

Etiological involvement of KCND1 variants in an X-linked neurodevelopmental disorder with variable
expressivity. Kalm T, Schob C, Voller H, ..., Scala M, ..., Kindler S. Am J Hum Genet. 2024 Jun 6;111(6):1206-
1221. doi: 10.1016/}.ajhg.2024.04.019. Epub 2024 May 20. PMID: 38772379; PMCID: PMC11179411.
Variant-specific pathophysiological mechanisms of AFF3 differently influence transcriptome profiles.
Bassani S, Chrast J, ..., Scala M, ..., Reymond A. Genome Med. 2024 May 30;16(1):72. doi: 10.1186/s13073-
024-01339-y. PMID: 38811945; PMCID: PMC11137988.

Structural variant calling and clinical interpretation in 6224 unsolved rare disease exomes. Demidov G,
Laurie S, ..., Scala M, ..., Ossowski S. Eur J Hum Genet. 2024 Aug;32(8):998-1004. doi: 10.1038/s41431-024-
01637-4. Epub 2024 May 31. PMID: 38822122; PMCID: PMC11291474.

Novel causative variants in Legius syndrome: SPRED1 Genotype spectrum expansion. Chelleri C, Brolatti
N, ...,ZaraF, ScalaM . Am J Med Genet A. 2024 Jul 19:e63824. doi: 10.1002/ajmg.a.63824. Epub ahead of
print. PMID: 39031930.

Expanding the Mutational Landscape and Clinical Phenotype of CHD2-Related Encephalopathy. Clara-
Hwang A, Stefani S, Lau T, Scala M, ..., Nicolaides P, Striano P, Efthymiou S. Neurol Genet. 2024 Jul
11;10(4):e200168. doi: 10.1212/NXG.0000000000200168. PMID: 39035822; PMCID: PMC11259532.

V-ATPase Dysfunction in the Brain: Genetic Insights and Therapeutic Opportunities. Falace A, Volpedo G,
Scala M, Zara F, Striano P, Fassio A. Cells. 2024 Aug 28;13(17):1441. doi: 10.3390/cells13171441. PMID:
39273013; PMCID: PMC11393946.

An interconnected data infrastructure to support large-scale rare disease research. Johansson LF, Laurie S,
...; Solve-RD consortium. Gigascience. 2024 Jan 2;13:giae058. doi: 10.1093/gigascience/giae058. PMID:
39302238; PMCID: PMC11413801.

Novel KIF26A variants associated with pediatric intestinal pseudo-obstruction (PIPO) and brain
developmental defects. Nosrati MSS, Doustmohammadi A, ..., Miiller A, Zara F, Capra V, ScalaM . Clin
Genet. 2024 Sep 21. doi: 10.1111/cge.14621. Epub ahead of print. PMID: 39305096.

Exome sequencing of 20,979 individuals with epilepsy reveals shared and distinct ultra-rare genetic risk
across disorder subtypes. Epi25 Collaborative. Nat Neurosci. 2024 Oct;27(10):1864-1879. doi: 10.1038/s41593-
024-01747-8. Epub 2024 Oct 3. PMID: 39363051.

BCL11A intellectual developmental disorder: defining the clinical spectrum and genotype-phenotype
correlations. Peron A, D'Arco F, ..., Scala M, ..., Dias C. Eur J Hum Genet. 2024 Oct 24. doi: 10.1038/s41431-
024-01701-z. Epub ahead of print. PMID: 39448799.

Comprehensive reanalysis for CNVs in ES data from unsolved rare disease cases results in new
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diagnoses. Demidov G, Yaldiz B,...; Solve-RD Consortium; Laurie S. NPJ Genom Med. 2024 Oct 26;9(1):49. doi:
10.1038/s41525-024-00436-6. PMID: 39461972; PMCID: PMC11513043.

HMGCS1 variants cause rigid spine syndrome amenable to mevalonic acid treatment in an animal model.
Dofash LNH, Miles LB, Saito Y, ..., Scala M, ..., Ravenscroft G. Brain. 2024 Nov 12:awae371. doi:
10.1093/brain/awae371. Epub ahead of print. PMID: 39531736.

Neurological and psychiatric phenotype of a multicenter cohort of patients with SETD5-related
neurodevelopmental disorder. De Falco A, De Dominicis A, ..., Scala M, ..., Terrone G. Eur J Paediatr Neurol.
2024 Nov 23;54:8-17. doi: 10.1016/j.ejpn.2024.11.008. Epub ahead of print. PMID: 39603091.

National survey on the prevalence of single-gene aetiologies for genetic developmental and epileptic
encephalopathies in Italy. Mei D, Balestrini S, ..., Scala M, ..., Guerrini R. J Med Genet. 2024 Dec 31;62(1):25-
31. doi: 10.1136/jmg-2024-110328. PMID: 39613335; PMCID: PMC11877070.

The p.R66W Variant in RAC3 Causes Severe Fetopathy Through Variant-Specific Mechanisms. Sugawara
R, Ito H, Tabata H, Ueda H, Scala M, Nagata KI. Cells. 2024 Dec 9;13(23):2032. doi: 10.3390/cells13232032.
PMID: 39682779; PMCID: PMC11640247.

Genetic variants in DDX53 contribute to autism spectrum disorder associated with the Xp22.11 locus.
Scala M, Bradley CA, Howe JL, ..., Scherer SW. Am J Hum Genet. 2025 Jan 2;112(1):154-167. doi:
10.1016/j.ajhg.2024.11.003. Epub 2024 Dec 19. PMID: 39706195; PMCID: PMC11739878.

DNA-binding affinity and specificity determine the phenotypic diversity in BCL11B-related disorders.
Lessel I, Baresic A, Chinn IK; ..., Scala M, ..., Lessel D. Am J Hum Genet. 2025 Feb 6;112(2):394-413. doi:
10.1016/j.ajhg.2024.12.012. Epub 2025 Jan 10. PMID: 39798569; PMCID: PMC11866971.

Variants in Chromatin Remodeling Genes Are Involved in Patients With Chiari Malformation Type 1.
Romano F, Cerminara M, ..., Scala M, ..., Capra V. Birth Defects Res. 2025 Feb;117(2):e2446. doi:
10.1002/bdr2.2446. PMID: 39907171; PMCID: PMC11795737.

Novel De Novo RALA Missense Variants Expand the Genotype Spectrum of Hiatt-Neu-Cooper
Neurodevelopmental Syndrome. Dainelli A, Nosrati MSS, ..., Zara F, Scala M . Mol Genet Genomic Med. 2025
Feb;13(2):e70072. doi: 10.1002/mgg3.70072. PMID: 39918382; PMCID: PMC11803908.

CDK13-Related Disorder: Novel Insights From A Series of 27 Cases and Recommendations for Clinical
Management. Contro G, Baroni MC, Caraffi SG, ..., Scala M, ..., Garavelli L. Clin Genet. 2025 Feb 19. doi:
10.1111/cge.14726. Epub ahead of print. PMID: 39971730.

A p.N92K variant of the GTPase RAC3 disrupts cortical neuron migration and axon elongation. Sugawara
R, Hamada K, Ito H, Scala M, ..., Nagata KI. J Biol Chem. 2025 Feb 25:108346. doi: 10.1016/j.jbc.2025.108346.
Epub ahead of print. PMID: 40015633.

Zinc transporter ZIP13 G289R variant from Spondylocheirodysplastic Ehlers-Danlos syndrome (SCD-EDS)
is associated with abnormal hair quality. Brito S, Park G, Lee GH, ..., ScalaM , Bin BH. J Invest Dermatol.
2025 Feb 26:50022-202X(25)00294-5. doi: 10.1016/}.jid.2025.02.133. Epub ahead of print. PMID: 40020993.

CT Scan Data Analysis in Malformations of Cortical Development. Scala M, Severino M. Methods Mol Biol.
2024;2794:271-280. doi: 10.1007/978-1-0716-3810-1_22. PMID: 38630236.

MRI Data Analysis in Malformations of Cortical Development. Severino M, Tortora D, Scala M . Methods Mol
Biol. 2024;2794:281-292. doi: 10.1007/978-1-0716-3810-1_23. PMID: 38630237.

Scopus: 23 (https://www.scopus.com/authid/detail.uri?authorld=57195634402)

Google Scholar: 25 (https://scholar.google.it/citations?user=ofL KoOQ4AAAAJ&hI=it)

i10-index (Google Scholar): 46 (https://scholar.google.it/citations?user=ofL KoQ4AAAAJ&hI=it)
Web of Science (ResearcherlD ABE-7934-2020): 23

Scopus: 2,094 (https://www.scopus.com/authid/detail.uri?authorld=57195634402)
Google Scholar: 2732 (https://scholar.google.it/citations?user=0fLKoQ4AAAAJ&hI=it)
Web of Science (ResearcherlD ABE-7934-2020): 2,357

= Epi25 Collaborative in:
- Sub-genic intolerance, ClinVar, and the epilepsies: A whole-exome sequencing study of 29,165 individuals.
Epi25 Collaborative. Am J Hum Genet. 2021 Apr 28:50002-9297(21)00140-3.
- Genome-wide identification and phenotypic characterization of seizure-associated copy number variations in
741,075 individuals. Nat Commun. 2023 Jul 20;14(1):4392.
- Exome sequencing of 20,979 individuals with epilepsy reveals shared and distinct ultra-rare genetic risk
across disorder subtypes. Epi25 Collaborative. Nat Neurosci. 2024 Oct;27(10):1864-1879.

= COVID-19 Host Genetics Initiative in:
- Mapping the human genetic architecture of COVID-19. COVID-19 Host Genetics Initiative. Nature. 2021 Jul 8.

= Solve-RD Consortia in:
- A Solve-RD ClinVar-based reanalysis of 1522 index cases from ERN-ITHACA reveals common pitfalls and
misinterpretations in exome sequencing. Genet Med. 2023 Jan 20;25(4):100018.
- Structural variant calling and clinical interpretation in 6224 unsolved rare disease exomes. Demidov G, Laurie S,
..., Scala M, ..., Ossowski S. Eur J Hum Genet. 2024 Aug;32(8):998-1004.
- An interconnected data infrastructure to support large-scale rare disease research. Johansson LF, Laurie S, ...;
Solve-RD consortium. Gigascience. 2024 Jan 2;13:giae058.

= International League Against Epilepsy Consortium on Complex Epilepsies in:
- GWAS meta-analysis of over 29,000 people with epilepsy identifies 26 risk loci and subtype-specific genetic
architecture. Nat Genet. 2023 Sep;55(9):1471-1482.

= Telethon Undiagnosed Diseases Program in:
- De novo missense variants in phosphatidylinositol kinase PIP5Kly underlie a neurodevelopmental syndrome
associated with altered phosphoinositide signaling. Am J Hum Genet. 2023 Aug 3;110(8):1377-1393.

= Consortium EpiPGX in:
- Testing for pharmacogenomic predictors of ppRNFL thinning in individuals exposed to vigabatrin. Boothman |,
Clayton LM,...; Consortium EpiPGX; Sisodiya SM, Cavalleri GL. Front Neurosci. 2023 Sep 8;17:1156362.

Reviewer for the following journals: iScience, Scientific Reports, Journal of Medical Genetics, Clinical
Genetics, Molecular Neurobiology, The Cerebellum, Neurological Sciences, Molecular Genetics & Genomic
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Medicine, Epilepsy Research, Epilepsia Open, Frontiers in Pediatrics, Frontiers in Neurology, Epileptic
Disorders

- Guest Editor for the Journal of Translational Genetics and Genomics,
- Review Editor for Frontiers in Neurology and Frontiers in Pediatrics

- Lectures in medical genetics to students in Medicine and Surgery (Pediatrics course) at the University of
Genoa (Academic year 2023/2024; 2024/2025)

- Group teaching to students in Medicine and Surgery (Pediatrics course, seminars in pediatric neurology)
at the University of Genoa (Academic year 2023/2024; 2024/2025)

- Lecture in the PhD course in Neuroscience at the University of Genova (Academic year 2023, Summer
School, I edition) about ‘Novel disease gene discovery approaches for Neuromuscular Disorders’,
September 11th — 15th, 2023

- ‘Best research presentation award’ at the 63th national congress of Italian Neurosurgery Society (SiNch),
2527t September 2014, Vicenza (Venice), Italy

- Erasmus+ Traineeship, 2019-2020, University of Genoa, at Queen Square Institute of Neurology,
University College of London (UCL), London, UK (Tutor: Prof. Henry Houlden)

- ‘Best pediatric specialization thesis on rare diseases’, 2019, Societa ltaliana Malattie Genetiche
Pediatriche e Disabilita Congenite SIMGePeD, ‘Whole Exome Sequencing in pediatric patients with
intellectual disability: diagnostic impact and scientific implications.’

- Erasmus+ Traineeship, 2020-2021, University of Genoa, at Queen Square Institute of Neurology,
University College of London (UCL), London, UK (Tutor: Prof. Henry Houlden)

- ‘Best oral research communication’, 2021, Italian Society of Pediatric Neurology: ‘RAC3 variants impair
axon guidance and disrupt intracortical neuronal migration, leading to heterogeneous neurodevelopmental
phenotypes.’

- ESHG Conference Fellowship at the European Society of Human Genetics conference (ESHG 2024,
Berlin, June 1-4)

- Co-PI (2023): ‘Sleep as a Window for expAnding knowledge about Neurodevelopment of very preterm
infants: a neurobiological prospective study on sleep neurophysiology, genetics, and neuroendocrinology.
The SWAN project.” Grant provided by the University of Genoa (Funding: 40,000 Euros)

- P1(2024): Project ‘Sequencing whole genome and RNA to unveil the genetic etiology of unsolved
neuromuscular disorders’. Grant provided by the University of Genoa (Funding: 15,000 Euros)

- NGS data analysis, genomics, gene discovery

- Clinical applications of Next Generation Sequencing (NGS) in Mendelian diseases through Whole Exome
Sequencing (WES) and Whole Genome Sequencing (WGS)

- Study of the genetic aspects of neurological disorders in childhood

- Study of congenital central and peripheral nervous system abnormalities, with focus on developmental
brain anomalies and neural tube defects

- Study of the genetic aspects of peripheral and central nervous system tumors and neurocutaneous
syndromes

- Interest in the study of the clinical applications of gene therapy



