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Synonymous mutation in adenosine triphosphatase coppera€transporting beta causes enhanced exon
skipping in Wilson disease. Hepatology Communications, 2022, 6, 1611-1619.

3D bioprinted, vascularized neuroblastoma tumor environment in fluidic chip devices for precision 71 28
medicine drug testing. Biofabrication, 2022, 14, 035002. :

UNC45A deficiency causes microvillus inclusion disease&€“like phenotype by impairing myosin
VBa€“dependent apical trafficking. Journal of Clinical Investigation, 2022, 132, .

Increased Fecal Neopterin Parallels Gastrointestinal Symptoms in COVID-19. Clinical and Translational 05 12
Gastroenterology, 2021, 12, e00293. ’

Characteristic facial features and cortical blindness distinguish the <i>DOCK7<[i>a€related epileptic
encephalopathy. Molecular Genetics &amp; Genomic Medicine, 2021, 9, e1607.

Advanced Microscopy for Liver and Gut Ultrastructural Pathology in Patients with MVID and PFIC 9.4 4
Caused by MYO5B Mutations. Journal of Clinical Medicine, 2021, 10, 1901. :

Omega-3 Fatty Acids and Their Role in Pediatric Cancer. Nutrients, 2021, 13, 1800.

Biallelic variants in <i>VPS50«</i> cause a neurodevelopmental disorder with neonatal cholestasis. 76 4
Brain, 2021, 144, 3036-3049. :

Pathogenic STX3 variants affecting the retinal and intestinal transcripts cause an early-onset severe
retinal dystrophy in microvillus inclusion disease subjects. Human Genetics, 2021, 140, 1143-1156.

Influence of early biliary complications on survival rates after pediatric liver transplantationa€”A

positive outlook. Pediatric Transplantation, 2021, 25, e14075. Lo 3

Three Novel EPCAM Variants Causing Tufting Enteropathy in Three Families. Children, 2021, 8, 503.

Early onset congenital diarrheas; single center experience. Pediatrics and Neonatology, 2021, 62,
612-619. 0.9 2

Sensitivity and specificity of the antigen-based anterior nasal self-testing programme for detecting
SARS-CoV-2 infection in schools, Austria, March 2021. Eurosurveillance, 2021, 26, .

Congenital Diarrhea and Cholestatic Liver Disease: Phenotypic Spectrum Associated with MYO5B o4 20
Mutations. Journal of Clinical Medicine, 2021, 10, 481. :

Long-Term Follow-Up of Tufting Enteropathy Caused by EPCAM Mutation p.Asp253Asn and Absent
EPCAM Expression. JPGN Reports, 2021, 2, e029.

The COVID&€49 pandemic reduced paediatric emergency department visits but did not significantly

increase urgent cases. Acta Paediatrica, International Journal of Paediatrics, 2021, 111, 130. L5 1

The SZT2 Interactome Unravels New Functions of the KICSTOR Complex. Cells, 2021, 10, 2711.

Highly Elevated Plasma [3a8€Glutamyltransferase Elevations: A Trait Caused by 134€6lutamyltransferase 1

Transmembrane Mutations. Hepatology, 2020, 71, 1124-1127. 73 4
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Further delineation of putative ACTB lossa€efa€function variants: A 4a€patient series. Human Mutation,

2020, 41, 753-758.

Stereotactic radiofrequency ablation of a variety of liver masses in children. International Journal of 05 13
Hyperthermia, 2020, 37, 1074-1081. :

Novel PCNT variants in MOPDII with attenuated growth restriction and pachygyria. Clinical Genetics,
2020, 98, 282-287.

Co-existence of ABCB11 and DCDC2 disease: Infantile cholestasis requires both next-generation
sequencing and clinical-histopathologic correlation. European Journal of Human Genetics, 2020, 28, 2.8 5
840-844.

AP1S1 missense mutations cause a congenital enteropathy via an epithelial barrier defect. Human
Genetics, 2020, 139, 1247-1259.

Faecal calprotectin indicates intestinal inflammation in COVID-19. Gut, 2020, 69, 1543-1544. 12.1 247

SPINT2 (HAI-2) missense variants identified in congenital sodium diarrhea/tufting enteropathy affect
the ability of HAI-2 to inhibit prostasin but not matriptase. Human Molecular Genetics, 2019, 28, 828-841.

Severe Deoxyguanosine Kinase Deficiency in Austria. Journal of Pediatric Gastroenterology and 18 13
Nutrition, 2019, 68, el-e6. :

a€ceEnhanced acquisition of antibiotic-resistant intestinal E. coli during the first year of life assessed in
a prospective cohort study&€: Antimicrobial Resistance and Infection Control, 2019, 8, 79.

A novel <i><scp>IKBKG</scp> <[i> mutation in a patient with incontinentia pigmenti and features of

hepatic ciliopathy. Australasian Journal of Dermatology, 2018, 59, e262-e265. 0.7 2

Isolated choanal and gut atresias: pathogenetic role of serine protease inhibitor type 2 (SPINT2) gene
mutations unlikely. European Journal of Medical Research, 2018, 23, 13.

Intestinal Failure and Aberrant Lipid Metabolism in Patients WithADGAT1 Deficiency. Gastroenterology, 13 83
2018, 155,130-143.e15. )

Loss of MYOS5B Leads to Reductions in Na+ Absorption With Maintenance of CFTR-Dependent Cla€*
Secretion in Enterocytes. Gastroenterology, 2018, 155, 1883-1897.e10.

Vedolizumab use after failure of TNF-i+ antagonists in children and adolescents with inflammatory 2.0 37
bowel disease. BMC Gastroenterology, 2018, 18, 140. :

Deficiency of the sphingosine-1-phosphate lyase SGPL1 is associated with congenital nephrotic
syndrome and congenital adrenal calcifications. Human Mutation, 2017, 38, 365-372.

Abnormal Rab11a€Rab84€vesicles cluster in enterocytes of patients with microvillus inclusion disease. 07 45
Traffic, 2017, 18, 453-464. ’

Reduced NHE3 activity results in congenital diarrhea and can predispose to inflammatory bowel

disease. American Journal of Physiology - Regulatory Integrative and Comparative Physiology, 2017, 312,
R311-R311.

Autosomal Recessive Keratoderma-lchthyosis-Deafness (ARKID) Syndrome IsACaused by VPS33B Mutations
AffectingARab Protein Interaction andACollagen Modification. Journal of Investigative Dermatology, 0.7 37
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Chondroitin Sulfate<i>N</i>-acetylgalactosaminyltransferase-1 (CSGalNAcT-1) Deficiency Results in a

Mild Skeletal Dysplasia and Joint Laxity. Human Mutation, 2017, 38, 34-38.

Homozygous SYNE1 mutation causes congenital onset of muscular weakness with distal
arthrogryposis: a genotypea€“phenotype correlation. European Journal of Human Genetics, 2017, 25, 2.8 34
262-266.

Disrupted apical exocytosis of cargo vesicles causes enteropathy in FHLS patients with Munc18-2
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Low sodium status in cystic fibrosisd€”as assessed by calculating fractional Na + excretiona€”is

associated with decreased growth parameters. Journal of Cystic Fibrosis, 2016, 15, 400-405. 0.7 10

The phenotype of the musculocontractural type of Ehlersa€Danlos syndrome due to <i>CHST14<[i>
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Biallelic IARS Mutations Cause Growth Retardation with Prenatal Onset, Intellectual Disability,
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ATP6AP1 deficiency causes an immunodeficiency with hepatopathy, cognitive impairment and abnormal
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Towards understanding microvillus inclusion disease. Molecular and Cellular Pediatrics, 2016, 3, 3. 1.8 26

Congenital secretory diarrhoea caused by activating germline mutations in<i>GUCY2C«</i>. Gut, 2016,
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Nuclear FOXO3 predicts adverse clinical outcome and promotes tumor angiogenesis in
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Loss of dermatan sulfate epimerase (DSE) function results in musculocontractural Ehlers&€“Danlos
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Case of syndromic tufting enteropathy harbors SPINT2 mutation seen in congenital sodium diarrhea. 0.3 38
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Loss-of-function of MYO5B is the main cause of microvillus inclusion disease: 15 novel mutations and
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Mutations in SPINT2 Cause a Syndromic Form of Congenital Sodium Diarrhea. American Journal of
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