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Neonatal-Onset Hereditary Coproporphyria: A New Variant of Hereditary Coproporphyria. JIMD

Reports, 2017, 37, 99-106.

Three cases ofJa]iJanese acromicric/geleophysic dysplasia with FBN1 mutations: a comparison of

clinical and radiological features. Journal of Pediatric Endocrinology and Metabolism, 2017, 30, 117-121. 0.9 8

A novel mutation in the COL2A1 gene in a patient with Stickler syndrome type 1: a case report and
review of the literature. Journal of Medical Case Reports, 2017, 11, 237.

Acanthosis nigricans in a Japanese boy with hypochondroplasia due to a K650T mutation in 0.8 ;
&lt;i&gt;FGFR3&It;/i&gt;. Clinical Pediatric Endocrinology, 2017, 26, 223-228. :

A novel mutation p.Ser348Cys in FGFR3 causes achondroplasia. American Journal of Medical Genetics,
Part A, 2016, 170, 1370-1372.

HDR syndrome in a Japanese girl with biliary atresia: a case report. BMC Pediatrics, 2016, 16, 14. 1.7 8

Changes in facial appearance from neonate to adult in 3-M syndrome patient with novel CUL7 gene
mutations. Journal of Pediatric Endocrinology and Metabolism, 2016, 29, 241-6.

Japanese familial case with metaphyseal dysplasia, Schmid Type caused by the p.T555P mutation in the

<i>COL10A1<[i> gene. Clinical Pediatric Endocrinology, 2015, 24, 33-36. 0-8 4

Hypophosphatemic osteomalacia and bone sclerosis caused by a novel homozygous mutation of the
FAM20C gene in an elderly man with a mild variant of Raine syndrome. Bone, 2014, 67, 56-62.

Mutation spectrum of <i>COL1Al<[i> and <i>COL1A2<[i> genes in Indian patients with osteogenesis Lo o4
imperfecta. American Journal of Medical Genetics, Part A, 2014, 164, 1482-1489. )

Children with shortd€timbed short stature in pediatric endocrinological services in <scp>J</scp>apan.
Pediatrics International, 2014, 56, 809-812.

Novel and recurrent PORCN gene mutations in almost unilateral and typical focal dermal hypoplasia

patients. European Journal of Dermatology, 2013, 23, 64-67. 0-6 7

Urinary N-telopeptides of type | collagen in healthy children. Pediatrics International, 2010, 52, 398-401.

Heterozygous Orthodenticle Homeobox 2 Mutations Are Associated with Variable Pituitary Phenotype.

Journal of Clinical Endocrinology and Metabolism, 2010, 95, 756-764. 3.6 o8

Growth of infants with osteogenesis imperfecta treated with bisphosphonate. Pediatrics
International, 2009, 51, 54-58.

Impaired pyridinoline cross-link formation in patients with osteogenesis imperfecta. Journal of Bone 97 5
and Mineral Metabolism, 2008, 26, 394-399. ’

Mutations in type | collagen genes in Japanese osteogenesis imperfecta patients. Pediatrics

International, 2007, 49, 564-569.




