123

papers

125

all docs

50244

6,996 46
citations h-index
125 125
docs citations times ranked

/8

g-index

7277

citing authors



10

12

14

16

18

ARTICLE IF CITATIONS

[+-cardiac actin is a novel disease gene in familial hypertrophic cardiomyopathy. Journal of Clinical
Investigation, 1999, 103, R39-R43.

Hereditary Spastic Paraplegia SPG13 Is Associated with a Mutation in the Gene Encoding the

Mitochondrial Chaperonin Hsp60. American Journal of Human Genetics, 2002, 70, 1328-1332. 2.6 347

Clear Correlation of Genotype with Disease Phenotype in Verya€“Long-Chain Acyl-CoA Dehydrogenase
Deficiency. American Journal of Human Genetics, 1999, 64, 479-494.

Protein Misfolding and Human Disease. Annual Review of Genomics and Human Genetics, 2006, 7,
103-124. 25 258

Medium-Chain Acyl-CoA Dehydrogenase (MCAD) Mutations Identified by MS/MS-Based Prospective
Screening of Newborns Differ from Those Observed in Patients with Clinical Symptoms: Identification
and Characterization of a New, Prevalent Mutatlon That Results in Mild MCAD Deficiency*. American

Clear relationship betweenETF/ETFDH genotype and phenotype in patients with multiple acyl-CoA

dehydrogenation deficiency. Human Mutation, 2003, 22, 12-23. 11 196

Mitochondrial Hsp60 Chaperonopathy Causes an Autosomal-Recessive Neurodegenerative Disorder
Linked to Brain Hypomyelination and Leukodystrophy. American Journal of Human Genetics, 2008, 83,
30-42.

Protein misfolding and degradation in genetic diseases. , 1999, 14, 186-198. 184

Mutation analysis in mitochondrial fatty acid oxidation defects: Exemplified by acyl-CoA
dehydrogenase deficiencies, with special focus on genotype-phenotype relationship. Human Mutation,
2001, 18, 169-189.

Genomic structure of the human mitochondrial chaperonin genes: HSP60 and HSP10 are localised

head to head on chromosome 2 separated by a bidirectional promoter. Human Genetics, 2003, 112, 71-77. 1.8 131

Protein Misfolding and Cellular Stress: An Overview. Methods in Molecular Biology, 2010, 648, 3-23.
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