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Pathogenic variants in RNPC3 are associated with hypopituitarism and primary ovarian insufficiency.

Genetics in Medicine, 2022, 24, 384-397.

The landscape of Mucopolysaccharidosis in Southern and Eastern European countries: a survey from

19 specialistic centers. Orphanet Journal of Rare Diseases, 2022, 17, 136. 27 3

Consensus statement on enzyme replacement therapy for mucopolysaccharidosis IVA in Central and
South-Eastern European countries. Orphanet Journal of Rare Diseases, 2022, 17, 190.

Copy Number Variant Analysis and Genome-wide Association Study Identify Loci with Large Effect for

Vesicoureteral Reflux. Journal of the American Society of Nephrology: JASN, 2021, 32, 805-820. 6.1 17
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ARademija Na Naukite | Umetnostite Oddelenie Za Medicinski Nauki, 2021, 42, 77-81.
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2021, 42, 27-29.

Heterotopic ossifications and Charcot joints: Congenital insensitivity to pain with anhidrosis (CIPA)
and a novel NTRK1 gene mutation. European Journal of Medical Genetics, 2020, 63, 103613.

A Comprehensive Cohort Analysis Comparing Growth and GH Therapy Response in IGF1R Mutation

Carriers and SGA Children. Journal of Clinical Endocrinology and Metabolism, 2020, 105, e1705-e1717. 3.6 12

Rare heterozygous GDF6 variants in patients with renal anomalies. European Journal of Human
Genetics, 2020, 28, 1681-1693.

Exome Sequencing and Identification of Phenocopies in Patients With Clinically Presumed Hereditary

Nephropathies. American Journal of Kidney Diseases, 2020, 76, 460-470. 1.9 33

Severe digital malformations in a rare variant of fibrodysplasia ossificans progressiva. American
Journal of Medical Genetics, Part A, 2019, 179, 1310-1314.

Treatment and long-term outcome in primary distal renal tubular acidosis. Nephrology Dialysis

Transplantation, 2019, 34, 981-991. 07 7
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The copy number variation landscape of congenital anomalies of the kidney and urinary tract. Nature

Genetics, 2019, 51, 117-127. 214 144

Whole exome sequencing frequently detects a monogenic cause in early onset nephrolithiasis
andAnephrocalcinosis. Kidney International, 2018, 93, 204-213.

Metabolic Profiles in Obese Children and Adolescents with Insulin Resistance. Open Access
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Homeostasis Model Assessment - Insulin Resistance and Sensitivity (HOMA-IR and IS) Index in

Overweight Children Born Small for Gestational Age (SGA). Prilozi - Makedonska Akademija Na Naukite
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The Spectrum of Kidney Diseases in Children Associated with Low Molecular Weight Proteinuria. Open
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IGF1R Gene Alterations in Small for Gestational Age (SGA) Children. Open Access Macedonian Journal 0. o
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Prevalence of Monogenic Causes in Pediatric Patients with Nephrolithiasis or Nephrocalcinosis. 45 105
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