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Bi-allelic Variants in TONSL Cause SPONASTRIME Dysplasia and a Spectrum of Skeletal Dysplasia
Phenotypes. American Journal of Human Genetics, 2019, 104, 422-438.

De novo and inherited TCF20 pathogenic variants are associated with intellectual disability,
dysmorphic features, hypotonia, and neurological impairments with similarities to Smitha€“Magenis 8.2 23
syndrome. Genome Medicine, 2019, 11, 12.

A novel gain-of-function mutation in the ITPR1 suppressor domain causes spinocerebellar ataxia with
altered Ca2+ signal patterns. Journal of Neurology, 2017, 264, 1444-1453.

Cerebroa€“costoa€“mandibular syndrome: Clinical, radiological, and genetic findings. American Journal

of Medical Genetics, Part A, 2016, 170, 1115-1126. 12 21

A novel NAA1O p.(R83H) variant with impaired acetyltransferase activity identified in two boys with ID
and microcephaly. BMC Medical Genetics, 2019, 20, 101.

Mutations in HYAL2, Encoding Hyaluronidase 2, Cause a Syndrome of Orofacial Clefting and Cor

Triatriatum Sinister in Humans and Mice. PLoS Genetics, 2017, 13, e1006470. 35 20

A clinical scoring system for congenital contractural arachnodactyly. Genetics in Medicine, 2020, 22,
124-131.

A case report of primary ciliary dyskinesia, laterality defects and developmental delay caused by the

co-existence of a single gene and chromosome disorder. BMC Medical Genetics, 2015, 16, 45. 21 15

Enabling Global Clinical Collaborations on Identifiable Patient Data: The Minerva Initiative. Frontiers
in Genetics, 2019, 10, 611.

Intra-familial variability associated with recessive RYR1 mutation diagnosed prenatally by exome

sequencing. Prenatal Diagnosis, 2016, 36, 1020-1026. 23 13

Expanding the(j)henot pe of <scp><i>ASXL3<[i><[scp>a€related syndrome: A comprehensive description of
45 unpublished individuals with inherited and de novo pathogenic variants in
<scp><i>ASXL3<[i> <[scp>. American Journal of Medical Genetics, Part A, 2021, 185, 3446-3458.

Periventricular Calcification, Abnormal Pterins and Dry Thickened Skin: Expanding the Clinical 15
Spectrum of RMND1?. JIMD Reports, 2015, 26, 13-19. :

Friedreich Ataxia in Classical Galactosaemia. JIMD Reports, 2015, 26, 1-5.

Delineating the <scp>Smitha€Kingsmore</scp> syndrome phenotype: Investigation of 16 patients with the
<scp><i>MTOR«[i> <[scp> c.<scp>5395G<[scp>A&gt;d€%o0A p.(<scp>Glul799Lys</scp>) missense variant. 1.2 4
American Journal of Medical Genetics, Part A, 2021, 185, 2445-2454,

The contribution of 7q33 copy number variations for intellectual disability. Neurogenetics, 2018, 19,

27-40.

Cover Image, Volume 170A, Number 5, May 2016. , 2016, 170, i-i. 0]



MELISSA LEES

# ARTICLE IF CITATIONS

37 P4933¢€...Late and atypical presentation of mecp2 mutation. , 2019, , .




