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dysplasia are caused by <i>TRPV4</i> mutations. American Journal of Medical Genetics, Part A, 2010,
152A, 1443-1449.

0.7 56
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Phenotypic features of carbohydrate sulfotransferase 3 (CHST3) deficiency in 24 patients: Congenital
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187 Clinical and molecular analysis of arylsulfatase E in patients with brachytelephalangic
chondrodysplasia punctata. American Journal of Medical Genetics, Part A, 2008, 146A, 997-1008. 0.7 36
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combined immunodeficiency. Blood, 2008, 112, 4090-4097. 0.6 59
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211 Torg Syndrome Is Caused by Inactivating Mutations in MMP2 and Is Allelic to NAO and Winchester
Syndrome. Journal of Bone and Mineral Research, 2006, 22, 329-333. 3.1 63
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218
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250
A recurrent R718W mutation in COMP results in multiple epiphyseal dysplasia with mild myopathy:
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254 Quality of life and psychologic adjustment in children and adolescents with early treated
phenylketonuria can be normal. Journal of Pediatrics, 2002, 140, 516-521. 0.9 93
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286 The human glutaryl-CoA dehydrogenase gene: report of intronic sequences and of 13 novel mutations
causing glutaric aciduria type I. Human Genetics, 1998, 102, 452-458. 1.8 54

287
Proteoglycan sulfation in cartilage and cell cultures from patients with sulfate transporter
chondrodysplasias: Relationship to clinical severity and indications on the role of intracellular
sulfate production. Matrix Biology, 1998, 17, 361-369.

1.5 59

288
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