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Diagnostic utility of next-generation sectience genetic panel testing in children presenting with a
clinically significant fracture history. Archives of Osteoporosis, 2021, 16, 88.
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medicine. Npj Genomic Medicine, 2016, 1, .

[2a€€atenin modulation in neurofibromatosis type 1 bone repair: therapeutic implications. FASEB Journal,

2016, 30, 3227-3237. 0.5 12

Indexing Effects of Copy Number Variation on Genes Involved in Developmental Delay. Scientific
Reports, 2016, 6, 28663.

Buschke-Ollendorff syndrome: a novel case series and systematic review. British Journal of

Dermatology, 2016, 174, 723-729. L5 87

MG-1094%€...Revisiting a clinical diagnosis 15 years later with the aid of whole exome sequencing:
Osteopetrosis versus harderophorphyria. Journal of Medical Genetics, 2015, 52, A4.1-A4.

Recessive Osteogenesis Imperfecta Caused by Missense Mutations in SPARC. American Journal of Human

Genetics, 2015, 96, 979-985. 6.2 107

Mutations Preventing Regulated Exon SRipping in MET Cause Osteofibrous Dysplasia. American Journal
of Human Genetics, 2015, 97, 837-847.

Diagnostic yield of genetic testing in epileptic encephalopathy in childhood. Epilepsia, 2015, 56, 707-716. 5.1 223

Identification of a Recognizable Progressive Skeletal Dysplasia Caused by RSPRY1 Mutations. American
Journal of Human Genetics, 2015, 97, 608-615.

Myhre and LAPS syndromes: clinical and molecular review of 32 patients. European Journal of Human

Genetics, 2014, 22, 1272-1277. 2.8 38

Perthes' disease. BMJ, The, 2014, 349, g5584-g5584.

Post-axial polydactyly type A2, overgrowth and autistic traits associated with a chromosome 13q31.3
microduplication encompassing miR-17-92 and GPCS5. European Journal of Medical Genetics, 2013, 56, 1.3 19
452-457.

Clinical phenotypes associated with type Il collagen mutations. Journal of Paediatrics and Child

Health, 2012, 48, E38-43.

Two Novel COL2A1 Mutations Associated with a Legg-CalvA©-Perthes Disease-like Presentation. Clinical

Orthopaedics and Related Research, 2011, 469, 1785-1790. L5 33



