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International Reports, 2022, 7, 2016-2028. 04 >
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Congenital lymphedema as a rare and first symptom of tuberous sclerosis complex. Gene, 2020, 753,
144815.

A novel pathogenic variant in MYO18B associating early-onset muscular hypotonia, and characteristic
dysmorphic features, delineation of the phenotypic spectrum of MYO18B-related conditions. Gene, 1.0 6
2020, 742, 144542.

Genetische Ursachen und Therapie beim Alport-Syndrom. Medizinische Genetik, 2019, 30, 429-437.
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Missense mutations in EYA1 and TCF2 are a rare cause of urinary tract malformations. Nephrology

Dialysis Transplantation, 2007, 23, 777-779. 04 23

Mutational analysis in 119 families with nephronophthisis. Pediatric Nephrology, 2007, 22, 366-370.

Foreign body in the bladder mimicking nephritis. Pediatric Nephrology, 2007, 22, 467-470. 0.9 10

Mutational analysis of theNPHP4 gene in 250 patients with nephronophthisis. Human Mutation, 2005,

25,411-411.

Metabolic control analysis of the Warburg-effect in proliferating vascular smooth muscle cells.

Journal of Biomedical Science, 2005, 12, 827-834. 2.6 48



JUuLIA HOEFELE

# ARTICLE IF CITATIONS

Multiple urinary tract malformations with likely recessive inheritance in a large Somalian Rindred.

Nephrology Dialysis Transplantation, 2004, 19, 3172-3175.

Clinical and histological presentation of 3 siblings with mutations in the NPHP4 gene. American

7 Journal of Kidney Diseases, 2004, 43, 358-364. 2.1 10

Mutations in a novel gene, NPHP3, cause adolescent nephronophthisis, tapeto-retinal degeneration
and hepatic fibrosis. Nature Genetics, 2003, 34, 455-459.

Mutations in INVS encoding inversin cause nephronophthisis type 2, linking renal cystic disease to the

76 function of primary cilia and left-right axis determination. Nature Genetics, 2003, 34, 413-420.

9.4 582

Mapping of Gene Loci for Nephronophthisis Type 4 and Senior-LAken Syndrome, to Chromosome 1p36.

American Journal of Human Genetics, 2002, 70, 1240-1246.

A Gene Mutated in Nephronophthisis and Retinitis Pigmentosa Encodes a Novel Protein, Nephroretinin,

8 Conserved in Evolution. American Journal of Human Genetics, 2002, 71, 1161-1167.

2.6 193



