305

papers

327

all docs

4658

30,872 85
citations h-index
327 327
docs citations times ranked

159

g-index

35221

citing authors



10

12

14

16

18

ARTICLE IF CITATIONS

Cbfal, a Candidate Gene for Cleidocranial Dysplasia Syndrome, Is Essential for Osteoblast
Differentiation and Bone Development. Cell, 1997, 89, 765-771.

The single-cell transcriptional landscape of mammalian organogenesis. Nature, 2019, 566, 496-502. 27.8 2,292

Disruptions of Topological Chromatin Domains Cause Pathogenic Rewiring of Gene-Enhancer
Interactions. Cell, 2015, 161, 1012-1025.

The Human Phenotype Ontology: A Tool for Annotating and Analyzing Human Hereditary Disease.

American Journal of Human Genetics, 2008, 83, 610-615. 6.2 797

The receptor tyrosine Rinase Ror2 is involved in nond€eanonical Wnt5a/JNK signalling pathway. Genes To
Cells, 2003, 8, 645-654.

Formation of new chromatin domains determines pathogenicity of genomic duplications. Nature, 2016,

538, 265-269. 27.8 582

A High-Resolution Anatomical Atlas of the Transcriptome in the Mouse Embryo. PLoS Biology, 2011, 9,
€1000582.

Structural variation in the 3D genome. Nature Reviews Genetics, 2018, 19, 453-467. 16.3 508

Nosology and classification of genetic skeletal disorders: 2015 revision. American Journal of Medical
Genetics, Part A, 2015, 167, 2869-2892.

Clinical Diagnostics in Human Genetics with Semantic Similarity Searches in Ontologies. American

Journal of Human Genetics, 2009, 85, 457-464. 6.2 444

Nosology and classification of genetic skeletal disorders: 2019 revision. American Journal of Medical
Genetics, Part A, 2019, 179, 2393-2419.

Regulation of chondrocyte differentiation by Cbfal. Mechanisms of Development, 1999, 80, 159-170. 1.7 424

Breaking TADs: How Alterations of Chromatin Domains Result in Disease. Trends in Genetics, 2016, 32,
225-237.

Classic and atypical fibrodysplasia ossificans progressiva (FOP) phenotypes are caused by mutations in

the bone morphogenetic protein (BMP) type | receptor ACVR1. Human Mutation, 2009, 30, 379-390. 2.5 364

Impaired glycosylation and cutis laxa caused by mutations in the vesicular H+-ATPase subunit
ATP6VOA2. Nature Genetics, 2008, 40, 32-34.

Mutations in the Transmembrane Natriuretic Peptide Receptor NPR-B Impair Skeletal Growth and Cause

Acromesomelic Dysplasia, Type Maroteaux. American Journal of Human Genetics, 2004, 75, 27-34. 6.2 325

Plant nitric oxide synthase: a never-ending story?. Trends in Plant Science, 2006, 11, 524-525.

Complex Inheritance Pattern Resembling Autosomal Recessive Inheritance Involving a Microdeletion in

Thrombocytopeniad€“Absent Radius Syndrome. American Journal of Human Genetics, 2007, 80, 232-240. 6.2 290



20

22

24

26

28

30

32

34

36

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Identity-by-descent filtering of exome sequence data identifies PIGV mutations in hyperphosphatasia

mental retardation syndrome. Nature Genetics, 2010, 42, 827-829.

A restricted spectrum of NRAS mutations causes Noonan syndrome. Nature Genetics, 2010, 42, 27-29. 21.4 271

The Human Phenotype Ontology. Clinical Genetics, 2010, 77, 525-534.

Mutations in theRUNX2 gene in patients with cleidocranial dysplasia. Human Mutation, 2002, 19,
209-216. 2.5 263

Mutations in WNT1 Cause Different Forms of Bone Fragility. American Journal of Human Genetics, 2013,
92, 565-574.

Role of Runx Genes in Chondrocyte Differentiation. Developmental Biology, 2002, 245, 95-108. 2.0 233

Effective diagnosis of genetic disease by computational phenotype analysis of the disease-associated
genome. Science Translational Medicine, 2014, 6, 252ral23.

Functional dissection of the Sox94€“Kcn;j2 locus identifies nonessential and instructive roles of TAD 014 293
architecture. Nature Genetics, 2019, 51, 1263-1271. .

Primary ciliary dyskinesia associated with normal axoneme ultrastructure is caused
by<i>DNAH11</[i>mutations. Human Mutation, 2008, 29, 289-298.

Mutations in PYCR1 cause cutis laxa with progeroid features. Nature Genetics, 2009, 41, 1016-1021. 21.4 211

Mutations of the catalytic subunit of RAB3GAP cause Warburg Micro syndrome. Nature Genetics, 2005,
37,221-224.

Mutation Analysis of Core Binding Factor Al in Patients with Cleidocranial Dysplasia. American 6.2 193
Journal of Human Genetics, 1999, 65, 1268-1278. :

Activating and deactivating mutations in the receptor interaction site of GDF5 cause symphalangism
or brachydactyly type A2. Journal of Clinical Investigation, 2005, 115, 2373-2381.

Loss-of-function mutations in the IL-21 receptor gene cause a primary immunodeficiency syndrome. 8.5 186
Journal of Experimental Medicine, 2013, 210, 433-443. :

Deletions, Inversions, Duplications: Engineering of Structural Variants using CRISPR/Cas in Mice. Cell
Reports, 2015, 10, 833-839.

Kniest and Stickler dysplasia phenotypes caused by collagen type Il gene (COL2A1) defect. Nature 914 179
Genetics, 1993, 3, 323-326. :

Polymer physics predicts the effects of structural variants on chromatin architecture. Nature

Genetics, 2018, 50, 662-667.

The fibrodysplasia ossificans progressiva R206H ACVR1 mutation activates BMP-independent
chondrogenesis and zebrafish embryo ventralization. Journal of Clinical Investigation, 2009, 119, 8.2 178
3462-72.



38

40

42

44

46

48

50

52

54

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Comprehensive expression analysis of all Wnt genes and their major secreted antagonists during

mouse limb development and cartilage differentiation. Gene Expression Patterns, 2009, 9, 215-223.

Expansion of the genotypic and phenotypic spectrum in patients with KRAS germline mutations. 3.9 170
Journal of Medical Genetics, 2006, 44, 131-135. :

Loss of chondroitin 6-<i>O<[i>-sulfotransferase-1 function results in severe human chondrodysplasia
with progressive spinal involvement. Proceedings of the National Academy of Sciences of the United
States of America, 2004, 101, 10155-10160.

Distinct Mutations in the Receptor Tyrosine Kinase Gene ROR2 Cause Brachydactyly Type B. American 6.2 166
Journal of Human Genetics, 2000, 67, 822-831. :

Mutations in bone morphogenetic protein receptor 1B cause brachydactyly type A2. Proceedings of the
National Academy of Sciences of the United States of America, 2003, 100, 12277-12282.

Genetic Disorders of the Skeleton: A Developmental Approach. American Journal of Human Genetics, 6.2 158
2003, 73, 447-474. )

The other trinucleotide repeat: polyalanine expansion disorders. Current Opinion in Genetics and
Development, 2005, 15, 285-293.

Comparison of Exome and Genome Sequencing Technologies for the Complete Capture of 05 156
Proteind€€oding Regions. Human Mutation, 2015, 36, 815-822. :

Mesenchymal stromal cells of myelodysplastic syndrome and acute myeloid leukemia patients have
distinct genetic abnormalities compared with leukemic blasts. Blood, 2011, 118, 5583-5592.

Dynamic 3D chromatin architecture contributes to enhancer specificity and limb morphogenesis. 914 147
Nature Genetics, 2018, 50, 1463-1473. :

Regulatory Landscaping: How Enhancer-Promoter Communication Is Sculpted in 3D. Molecular Cell,
2019, 74,1110-1122.

Escobar Syndrome Is a Prenatal Myasthenia Caused by Disruption of the Acetylcholine Receptor Fetal 13

Subunit. American Journal of Human Genetics, 2006, 79, 303-312. 6.2 146

PDE3A mutations cause autosomal dominant hypertension with brachydactyly. Nature Genetics, 2015,
47, 647-653.

Mutations in WNT7A Cause a Range of Limb Malformations, Including Fuhrmann Syndrome and
Al-Awadi[Raas-Rothschild/Schinzel Phocomelia Syndrome. American Journal of Human Genetics, 2006, 6.2 144
79, 402-408.

Deletions of chromosomal regulatory boundaries are associated with congenital disease. Genome
Biology, 2014, 15, 423.

Identifying cis Elements for Spatiotemporal Control of Mammalian DNA Replication. Cell, 2019, 176, 28.9 144
816-830.e18. )

A molecular pathogenesis for transcription factor associated poly-alanine tract expansions. Human

Molecular Genetics, 2004, 13, 2351-2359.

Duplications Involving a Conserved Regulatory Element Downstream of BMP2 Are Associated with

Brachydactyly Type A2. American Journal of Human Genetics, 2009, 84, 483-492. 6.2 139



56

58

60

62

64

66

68

70

72

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Gerodermia osteodysplastica is caused by mutations in SCYL1BP1, a Rab-6 interacting golgin. Nature

Genetics, 2008, 40, 1410-1412.

Mutations in PIGO, a Member of the GPl-Anchor-Synthesis Pathway, Cause Hyperphosphatasia with

Mental Retardation. American Journal of Human Genetics, 2012, 91, 146-151. 6.2 135

TCR Repertoire Analysis by Next Generation Sequencing Allows Complex Differential Diagnosis of T
Cellad€“Related Pathology. American Journal of Transplantation, 2013, 13, 2842-2854.

Preformed chromatin topology assists transcriptional robustness of <i>Shh</i> during limb
development. Proceedings of the National Academy of Sciences of the United States of America, 2019, 7.1 131
116, 12390-12399.

A novel COL1A1 mutation in infantile cortical hyperostosis (Caffey disease) expands the spectrum of
collagen-related disorders. Journal of Clinical Investigation, 2005, 115, 1250-1257.

Deletion and Point Mutations of PTHLH Cause Brachydactyly Type E. American Journal of Human

Genetics, 2010, 86, 434-439. 6.2 127

Lumbar disc degeneration is linked to a carbohydrate sulfotransferase 3 variant. Journal of Clinical
Investigation, 2013, 123, 4909-4917.

Looking beyond the genes: the role of non-coding variants in human disease. Human Molecular 9.9 125
Genetics, 2016, 25, R157-R165. :

Acetylcholine Receptor Pathway Mutations Explain Various Fetal Akinesia Deformation Sequence
Disorders. American Journal of Human Genetics, 2008, 82, 464-476.

Characterization of hundreds of regulatory landscapes in developing limbs reveals two regimes of 5.5 123
chromatin folding. Genome Research, 2017, 27, 223-233. )

ecDNA hubs drive cooperative intermolecular oncogene expression. Nature, 2021, 600, 731-736.

Mutations in NSD1 are responsible for Sotos syndrome, but are not a frequent finding in other

overgrowth phenotypes. European Journal of Human Genetics, 2003, 11, 858-865. 2.8 122

CA8 Mutations Cause a Novel Syndrome Characterized by Ataxia and Mild Mental Retardation with
Predisposition to Quadrupedal Gait. PLoS Genetics, 2009, 5, e1000487.

A microduplication of the long range SHH limb regulator (ZRS) is associated with triphalangeal

thumb-polysyndactyly syndrome. Journal of Medical Genetics, 2008, 45, 370-375. 8.2 118

Loss-of-function mutations in ATP6VOA2 impair vesicular trafficking, tropoelastin secretion and cell
survival. Human Molecular Genetics, 2009, 18, 2149-2165.

Unblending of Transcriptional Condensates in Human Repeat Expansion Disease. Cell, 2020, 181, 28.9 115
1062-1079.e30. )

Multiple roles for neurofibromin in skeletal development and growth. Human Molecular Genetics,

2007, 16, 874-886.

SOS1 is the second most common Noonan gene but plays no major role in cardio-facio-cutaneous

syndrome. Journal of Medical Genetics, 2007, 44, 651-656. 3.2 114



74

76

78

80

82

84

86

88

90

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Ror2knockout mouse as a model for the developmental pathology of autosomal recessive Robinow

syndrome. Developmental Dynamics, 2004, 229, 400-410.

Homeotic Arm-to-Leg Transformation Associated with Genomic Rearrangements at the PITX1 Locus.

American Journal of Human Genetics, 2012, 91, 629-635. 6.2 1

Distinct CDH3 mutations cause ectodermal dysplasia, ectrodactyly, macular dystrophy (EEM) Tj ETQq1 1 0.784314,rgBT /Ovelr(g%ch 14

Faulty Initiation of Proteoglycan Synthesis Causes Cardiac and Joint Defects. American Journal of 6.2 108
Human Genetics, 2011, 89, 15-27. :

Composition and dosage of a multipartite enhancer cluster control developmental expression of lhh
(Indian hedgehog). Nature Genetics, 2017, 49, 1539-1545.

Serial genomic inversions induce tissue-specific architectural stripes, gene misexpression and

congenital malformations. Nature Cell Biology, 2019, 21, 305-310. 10.3 107

A New Subtype of Brachydactyly Type B Caused by Point Mutations in the Bone Morphogenetic Protein
Antagonist NOGGIN. American Journal of Human Genetics, 2007, 81, 388-396.

Duplications of noncoding elements 53€2 of SOX9 are associated with brachydactyly-anonychia. Nature 914 105
Genetics, 2009, 41, 862-863. )

Enhancer hijacking determines extrachromosomal circular MYCN amplicon architecture in
neuroblastoma. Nature Communications, 2020, 11, 5823.

MicroRNAs Differentially Expressed in Postnatal Aortic Development Downregulate Elastin via 34€2 UTR 05 100
and Coding-Sequence Binding Sites. PLoS ONE, 2011, 6, e16250. :

Modulation of GDF5/BRI-b signalling through interaction with the tyrosine kinase receptor Ror2.
Genes To Cells, 2004, 9, 1227-1238.

Mutations in PVRL4, Encoding Cell Adhesion Molecule Nectin-4, Cause Ectodermal

Dysplasia-Syndactyly Syndrome. American Journal of Human Genetics, 2010, 87, 265-273. 6.2 o8

PGAP2 Mutations, Affecting the GPI-Anchor-Synthesis Pathway, Cause Hyperphosphatasia with Mental
Retardation Syndrome. American Journal of Human Genetics, 2013, 92, 584-589.

The three-dimensional genome: regulating gene expression during pluripotency and development.

Development (Cambridge), 2017, 144, 3646-3658. 2.5 96

A mutation in lhh that causes digit abnormalities alters its signalling capacity and range. Nature, 2009,
458, 1196-1200.

Copy-Number Variations Involving the IHH Locus Are Associated with Syndactyly and

Craniosynostosis. American Journal of Human Genetics, 2011, 88, 70-75. 6.2 89

Induction of MacrophaFe Chemotaxis by Aortic Extracts of the mgR Marfan Mouse Model and a
lin-1 Fragment. Circulation, 2006, 114, 1855-1862.

GxxPG-Containing Fibri

Mutations in PGAP3 Impair GPI-Anchor Maturation, Causing a Subtype of Hyperphosphatasia with

Mental Retardation. American Journal of Human Genetics, 2014, 94, 278-287. 6.2 88



92

94

96

98

100

102

104

106

108

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Hi-C Identifies Complex Genomic Rearrangements and TAD-Shuffling in Developmental Diseases.

American Journal of Human Genetics, 2020, 106, 872-884.

A homozygous BMPR1B mutation causes a new subtype of acromesomelic chondrodysplasia with

genital anomalies. Journal of Medical Genetics, 2005, 42, 314-317. 3.2 84

Mutations in GDF5 Reveal a Key Residue Mediating BMP Inhibition by NOGGIN. PLoS Genetics, 2009, 5,
e1000747.

Proximal microdeletions and microduplications of 1q21.1 contribute to variable abnormal phenotypes.

European Journal of Human Genetics, 2012, 20, 754-761. 2.8 84

GDFS5 Is a Second Locus for Multiple-Synostosis Syndrome. American Journal of Human Genetics, 2006,
78,708-712.

Detection of novel skeletogenesis target genes by comprehensive analysis of a Runx24™/3” mouse model.

Gene Expression Patterns, 2007, 7, 102-112. 0.8 82

Redundant function of the heparan sulfate 6a€04&€endosulfatases Sulfl and Sulf2 during skeletal
development. Developmental Dynamics, 2008, 237, 339-353.

Mechanism for Release of Alkaline Phosphatase Caused by Glycosylphosphatidylinositol Deficiency in
Patients with Hyperphosphatasia Mental Retardation Syndrome. Journal of Biological Chemistry, 2012, 3.4 82
287,6318-6325.

Strategies for exome and genome sequence data analysis in diseased€gene discovery projects. Clinical
Genetics, 2011, 80, 127-132.

Duplications of<i>BHLHA9<[i>are associated with ectrodactyly and tibia hemimelia inherited in

non-Mendelian fashion. Journal of Medical Genetics, 2012, 49, 119-125. 3.2 81

Sensory neuropathy with bone destruction due to a mutation in the membrane-shaping atlastin GTPase
3. Brain, 2014, 137, 683-692.

Homeobox genes d114€“d13 and al3 control mouse autopod cortical bone and joint formation. Journal

of Clinical Investigation, 2010, 120, 1994-2004. 8.2 76

Structural Variants Create New Topological-Associated Domains and Ectopic Retinal Enhancer-Gene
Contact in Dominant Retinitis Pigmentosa. American Journal of Human Genetics, 2020, 107, 802-814.

The brachydactylies: a molecular disease family. Clinical Genetics, 2009, 76, 123-136. 2.0 74

Expression of Galectin-3 in Skeletal Tissues Is Controlled by Runx2. Journal of Biological Chemistry,
2003, 278, 17360-17367.

Further characterization of ATP6VOA2-related autosomal recessive cutis laxa. Human Genetics, 2012, 2.8 73
131,1761-1773. :

GestaltMatcher facilitates rare disease matching using facial phenotype descriptors. Nature Genetics,

2022, 54, 349-357.

Microduplications encompassing the Sonic hedgehog limb enhancer <scp>ZRS«</scp> are associated

with Haasa€type polysyndactyly and Laurind€6androw syndrome. Clinical Genetics, 2014, 86, 318-325. 2.0 2



110

112

114

116

118

120

122

124

126

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Title is missing!. Nature Genetics, 2001, 28, 37-41.

RGD-containing fibrillin-1 fragments upregulate matrix metalloproteinase expression in cell culture: A

potential factor in the pathogenesis of the Marfan syndrome. Human Genetics, 2005, 116, 51-61. 3.8 &

Recurrent De Novo Mutations Affecting Residue Arg138 of Pyrroline-5-Carboxylate Synthase Cause a
Progeroid Form of Autosomal-Dominant Cutis Laxa. American Journal of Human Genetics, 2015, 97,
483-492.

Regulation of cell polarity in the cartilage growth plate and perichondrium of metacarpal elements 20 69
by HOXD13 and WNT5A. Developmental Biology, 2014, 385, 83-93. :

Negative regulation of Wnt signaling mediated by CK1a€phosphorylated Dishevelled<i>via</i>Ror2. FASEB
Journal, 2010, 24, 2417-2426.

Association of the 867Asp variant of the human anion exchanger 3 gene with common subtypes of

idiopathic generalized epilepsy. Epilepsy Research, 2002, 51, 249-255. 16 67

Characterization of glycosylphosphatidylinositol biosynthesis defects by clinical features, flow
cytometry, and automated image analysis. Genome Medicine, 2018, 10, 3.

An inversion involving the mouse Shh locus results in brachydactyly through dysregulation of Shh

expression. Journal of Clinical Investigation, 2005, 115, 900-909. 8.2 67

Wntl is an Lrp5-independent bone-anabolic Wnt ligand. Science Translational Medicine, 2018, 10, .

MiR-4974"2195 Cluster MicroRNAs Regulate Osteoblast Differentiation by Targeting BMP Signaling. 0.8 65
Journal of Bone and Mineral Research, 2015, 30, 796-808. ’

The role of 3D chromatin domains in gene regulation: a multi-facetted view on genome organization.
Current Opinion in Genetics and Development, 2020, 61, 1-8.

A novel R486Q mutation in BMPR1B resulting in either a brachydactyly type C/symphalangism-like

phenotype or brachydactyly type A2. European Journal of Human Genetics, 2006, 14, 1248-1254. 2.8 63

Deletions in PITX1 cause a spectrum of lower-limb malformations including mirror-image polydactyly.
European Journal of Human Genetics, 2012, 20, 705-708.

Brachydactyly type A2 associated with a defect in proGDF5 processing. Human Molecular Genetics, 9.9 61
2008, 17, 1222-1233. :

Deletions of the RUNX2 gene are present in about 10% of individuals with cleidocranial dysplasia.
Human Mutation, 2010, 31, E1587-E1593.

Structural variations, the regulatory landscape of the genome and their alteration in human disease. 05 61
BioEssays, 2013, 35, 533-543. :

Expression of Runx2 transcription factor in nona€skeletal tissues, sperm and brain. Journal of Cellular

Physiology, 2008, 217, 511-517.

Evolution of a Core Gene Network for Skeletogenesis in Chordates. PLoS Genetics, 2008, 4, e1000025. 3.5 59



128

130

132

134

136

138

140

142

144

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Brachydactyly type C caused by a homozygous missense mutation in the prodomain of COMP1. , 2004,

124A, 356-363.

Expression of Type XXl Collagen mRNA and Protein. Journal of Biological Chemistry, 2006, 281, 3.4 58
21546-21557. ’

Neurofibromin (Nf1) is required for skeletal muscle development. Human Molecular Genetics, 2011, 20,
2697-2709.

PEDIA: prioritization of exome data by image analysis. Genetics in Medicine, 2019, 21, 2807-2814. 2.4 58

Receptor tyrosine Rinase-like orphan receptor 2 (ROR2) and Indian hedgehog regulate digit outgrowth
mediated by the phalanx-forming region. Proceedings of the National Academy of Sciences of the
United States of America, 2010, 107, 14211-14216.

Genotypea€“phenotype spectrum of PYCR1-related autosomal recessive cutis laxa. Molecular Genetics

and Metabolism, 2013, 110, 352-361. 11 57

De Novo Mutations in SLC25A24 Cause a Craniosynostosis Syndrome with Hypertrichosis, Progeroid
Appearance, and Mitochondrial Dysfunction. American Journal of Human Genetics, 2017, 101, 833-843.

Multiexon Deletions in the Type | Collagen COL1A2 Gene in Osteogenesis Imperfecta Type. Journal of 3.4 55
Biological Chemistry, 1996, 271, 21068-21074. :

Omania€type spondyloepiphyseal dysplasia with cardiac involvement caused by a missense mutation in
<i>CHST3<[i>. Clinical Genetics, 2009, 75, 375-383.

Copy-Number Variations, Noncoding Sequences, and Human Phenotypes. Annual Review of Genomics 6.2 53
and Human Genetics, 2011, 12, 53-72. )

Diagnostic Yield of Whole Genome Sequencing After Nondiagnostic Exome Sequencing or Gene Panel
in Developmental and Epileptic Encephalopathies. Neurology, 2021, 96, e1770-e1782.

Non-coding deletions identify Maenli IncRNA as a limb-specific Enl regulator. Nature, 2021, 592, 93-98. 27.8 53

A fibrillin-1-fragment containing theAelastin-binding-protein GxxPG consensus sequence upregulates
matrix metalloproteinase-1: biochemical andAcomputational analysis. Journal of Molecular and
Cellular Cardiology, 2006, 40, 234-246.

Exome sequencing and CRISPR/Cas genome editing identify mutations of <i>ZAK</[i> as a cause of limb

defects in humans and mice. Genome Research, 2016, 26, 183-191. 55 52

Mutant Hoxd13 induces extra digits in a mouse model of synpolydactyly directly and by decreasing
retinoic acid synthesis. Journal of Clinical Investigation, 2009, 119, 146-56.

Mechanisms of digit formation: Human malformation syndromes tell the story. Developmental L8 51
Dynamics, 2011, 240, 990-1004. :

Whole exome sequencing identified a novel zinc-finger gene<i>ZNF141</i>associated with autosomal

recessive postaxial polydactyly type A. Journal of Medical Genetics, 2013, 50, 47-53.

Three-dimensional chromatin in disease: What holds us together and what drives us apart?. Current

Opinion in Cell Biology, 2020, 64, 1-9. >4 °1



146

148

150

152

154

156

158

160

162

10

STEFAN MUNDLOS

ARTICLE IF CITATIONS

A Recurrent RNA-Splicing Mutation in the SEDL Gene Causes X-Linked Spondyloepiphyseal Dysplasia

Tarda. American Journal of Human Genetics, 2001, 68, 1398-1407.

Cerebellar hypoplasia, with quadrupedal locomotion, caused by mutations in the very low-density

lipoprotein receptor gene. European Journal of Human Genetics, 2008, 16, 1070-1074. 2.8 49

Wht-ligand-dependent interaction of TAK1 (TGF-2-activated kinase-1) with the receptor tyrosine kinase
Ror2 modulates canonical Wnt-signalling. Cellular Signalling, 2008, 20, 2134-2144.

Polyalanine expansion in HOXA13: three new affected families and the molecular consequences in a 9.9 a7
mouse model. Human Molecular Genetics, 2004, 13, 2841-2851. ’

A further case of the recurrent 15924 microdeletion syndrome, detected by array CGH. European
Journal of Pediatrics, 2008, 167, 903-908.

Homozygous deletion of chromosome 15q13.3 including CHRNA7 causes severe mental retardation,
seizures, muscular hypotonia, and the loss of KLF13 and TRPM1 potentially cause macrocytosis and 1.3 47
congenital retinal dysfunction in siblings. European Journal of Medical Genetics, 2011, 54, e441-e445.

Severe cleidocranial dysplasia can mimic hypophosphatasia. European Journal of Pediatrics, 2002, 161,
623-626.

Phenotypic variant of Brachydactyly-mental retardation syndrome in a family with an inherited
interstitial 2q37.3 microdeletion including HDAC4. European Journal of Human Genetics, 2013, 21, 2.8 46
743-748.

Rare Noncoding Mutations Extend the Mutational Spectrum in the <i>PGAP3</i> Subtype of
Hyperphosphatasia with Mental Retardation Syndrome. Human Mutation, 2016, 37, 737-744.

Breakpoints around the HOXD cluster result in various limb malformations. Journal of Medical 3.9 44
Genetics, 2005, 43, 111-118. :

The synpolydactyly homolog (spdh) mutation in the mouse &€* a defect in patterning and growth of limb
cartilage elements. Mechanisms of Development, 2002, 112, 53-67.

Deletions of exons with regulatory activity at the DYNC1I1 locus are associated with
split-hand/split-foot malformation: array CGH screening of 134 unrelated families. Orphanet Journal 2.7 43
of Rare Diseases, 2014, 9, 108.

Missense variant in CCDC22 causes X-linked recessive intellectual disability with features of
Ritscher-Schinzel/3C syndrome. European Journal of Human Genetics, 2015, 23, 633-638.

Noncoding copy-number variations are associated with congenital limb malformation. Genetics in 04 42
Medicine, 2018, 20, 599-607. ’

Spondyloepiphyseal dysplasia omani type: A new recessive type of SED with progressive spinal
involvement. American Journal of Medical Genetics Part A, 2004, 126A, 413-419.

Ulnard€“mammary syndrome with dysmorphic facies and mental retardation caused by a novel 1.28 Mb

deletion encompassing the TBX3 gene. European Journal of Human Genetics, 2006, 14, 1274-1279. 2.8 4

Filtering for Compound Heterozygous Sequence Variants in Non-Consanguineous Pedigrees. PLoS ONE,

2013, 8,e70151.

Severe congenital cutis laxa with cardiovascular manifestations due to homozygous deletions in 11 a1
ALDH18A1. Molecular Genetics and Metabolism, 2014, 112, 310-316. )



164

166

168

170

172

174

176

178

180

11

STEFAN MUNDLOS

ARTICLE IF CITATIONS

The mole genome reveals regulatory rearrangements associated with adaptive intersexuality. Science,

2020, 370, 208-214.

The allele distribution in next-generation sequencing data sets is accurately described as the result of

a stochastic branching process. Nucleic Acids Research, 2012, 40, 2426-2431. 14.5 40

Advances in computerd€assisted syndrome recognition by the example of inborn errors of metabolism.
Journal of Inherited Metabolic Disease, 2018, 41, 533-539.

Cerebellar hypoplasia and quadrupedal locomotion in humans as a recessive trait mapping to 3.9 39
chromosome 17p. Journal of Medical Genetics, 2005, 43, 461-464. ’

Comparative expression pattern of Odd-skipped related genes Osrl and Osr2 in chick embryonic
development. Gene Expression Patterns, 2006, 6, 826-834.

Biaxial cell stimulation: A mechanical validation. Journal of Biomechanics, 2009, 42, 1692-1696. 2.1 39

VarFish: comprehensive DNA variant analysis for diagnostics and research. Nucleic Acids Research,
2020, 48, W162-W169.

Acromesomelic Dysplasia Maroteaux Type Maps to Human Chromosome 9. American Journal of Human 6.2 38
Genetics, 1998, 63, 155-162. :

Genome-Wide Binding of Posterior HOXA/D Transcription Factors Reveals Subgrouping and
Association with CTCF. PLoS Genetics, 2017, 13, e1006567.

Mutational analysis uncovers monogenic bone disorders in women with pregnancy-associated
osteoporosis: three novel mutations in LRP5, COL1A1, and COL1A2. Osteoporosis International, 2018, 29, 3.1 38
1643-1651.

Homozygous and Compound-Heterozygous Mutations in TGDS Cause Catel-Manzke Syndrome. American
Journal of Human Genetics, 2014, 95, 763-770.

Impaired proteoglycan glycosylation, elevated TGF-12 signaling, and abnormal osteoblast differentiation
as the basis for bone fragility in a mouse model for gerodermia osteodysplastica. PLoS Genetics, 2018, 3.5 36
14,e1007242.

Mutation analysis of BRCA1 and BRCA2 genes in Iranian high risk breast cancer families. Journal of
Cancer Research and Clinical Oncology, 2005, 131, 552-558.

Cloning and expression pattern of chickenRor2and functional characterization of truncating
mutations in Brachydactyly type B and Robinow syndrome. Developmental Dynamics, 2006, 235, 1.8 35
3456-3465.

Lgr5 and Col22al Mark Progenitor Cells in the Lineage toward Juvenile Articular Chondrocytes. Stem
Cell Reports, 2019, 13, 713-729.

A gradient of ROR2 protein stability and membrane localization confers brachydactyly type B or

Robinow syndrome phenotypes. Human Molecular Genetics, 2009, 18, 4013-4021. 2.9 34

A GDF5 Point Mutation Strikes Twice - Causing BDA1 and SYNS2. PLoS Genetics, 2013, 9, e1003846.

HPGD mutations cause cranioosteoarthropathy but not autosomal dominant digital clubbing. 0.8 33
European Journal of Human Genetics, 2009, 17, 1570-1576. :



182

184

186

188

190

192

194

196

198

12

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Polycomb-mediated genome architecture enables long-range spreading of H3K27 methylation.

Proceedings of the National Academy of Sciences of the United States of America, 2022, 119, .

Mesomelic dysplasia Kantaputra type is associated with duplications of the HOXD locus on

chromosome 2q. European Journal of Human Genetics, 2010, 18, 1310-1314. 2.8 32

<i>DOCK6<[i>Mutations Are Responsible for a Distinct Autosomal-Recessive Variant of Adams-Oliver
Syndrome Associated with Brain and Eye Anomalies. Human Mutation, 2015, 36, 593-598.

Clinical Phenotype and Relevance of LRP5 and LRP6 Variants in Patients With Early-Onset Osteoporosis 0.8 39
(EOOP). Journal of Bone and Mineral Research, 2020, 36, 271-282. ’

Gene-Ontology analysis reveals association of tissue-specific 5' CpG-island genes with development
and embryogenesis. Human Molecular Genetics, 2004, 13, 1969-1978.

Whole exome sequencing identifiesFGF16nonsense mutations as the cause of X-linked recessive

metacarpal 4/5 fusion. Journal of Medical Genetics, 2013, 50, 579-584. 3.2 31

Distinct global shifts in genomic binding profiles of limb malformation-associated <i>HOXD13</i>
mutations. Genome Research, 2013, 23, 2091-2102.

A mutation in the receptor binding site of GDF5 causes Mohr-Wriedt brachydactyly type A2. Journal of 3.9 10
Medical Genetics, 2005, 43, 225-231. :

Comparison of Bone Microarchitecture Between Adult Osteogenesis Imperfecta and Early-Onset
Osteoporosis. Calcified Tissue International, 2018, 103, 512-521.

Multiscale, Converging Defects of Macro-Porosity, Microstructure and Matrix Mineralization Impact 05 29
Long Bone Fragility in NF1. PLoS ONE, 2014, 9, e86115. ’

Triangular tibia with fibular aplasia associated with a microdeletion on 2q11.2 encompassing
<i>LAF4<[i>. Clinical Genetics, 2008, 74, 560-565.

The mutation<i>ROR2W749X«i>, linked to human BDB, is a recessive mutation in the mouse, causing
brachgdactyly, mediating patterning of joints and modellng recessive Robinow syndrome. Development 2.5 28
Cambridge), 2008, 135, 1713-1723.

GORAB Missense Mutations Disrupt RAB6 and ARF5 Binding and Golgi Targeting. Journal of
Investigative Dermatology, 2015, 135, 2368-2376.

Alternative splicing as the result of a type Il procollagen gene (COL2A1) mutation in a patient with 9.9 97
Kniest dysplasia. Human Molecular Genetics, 1994, 3, 1891-1893. :

Microdeletions on 6p22.3 are associated with mesomelic dysplasia Savarirayan type. Journal of Medical
Genetics, 2015, 52, 476-483.

Mutation in <i>LBX1/Lbx1<[i> precludes transcription factor coorerativity and causes congenital
hypoventilation in humans and mice. Proceedings of the National Academy of Sciences of the United 7.1 27
States of America, 2018, 115, 13021-13026.

Cleidocranial dysplasia with decreased bone density and biochemical findings of hypophosphatasia.

European Journal of Pediatrics, 2002, 161, 619-622.

Promiscuous and Depolarization-Induced Immediate-Early Response Genes Are Induced by Mechanical 0.8 2
Strain of Osteoblasts. Journal of Bone and Mineral Research, 2009, 24, 1247-1262. ’



200

202

204

206

208

210

212

214

216

13

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Efficiency of Computer-Aided Facial Phenotyping (DeepGestalt) in Individuals With and Without a

Genetic Syndrome: Diagnostic Accuracy Study. Journal of Medical Internet Research, 2020, 22, e19263.

Expression patterns of sulfatase genes in the developing mouse embryo. Developmental Dynamics, 2010,

239,1779-1788. 1.8 25

High-throughput sequencing of microdissected chromosomal regions. European Journal of Human
Genetics, 2010, 18, 457-462.

Deterioration of fracture healing in the mouse model of NF1 long bone dysplasia. Bone, 2012, 51,

651-660. 2.9 23

Whole-exome sequencing identifies a novel missense mutation in EDAR causing autosomal recessive
hypohidrotic ectodermal dysplasia with bilateral amastia and palmoplantar hyperkeratosis. British
Journal of Dermatology, 2013, 168, 1353-1356.

Homozygous missense and nonsense mutations in BMPR1B cause acromesomelic chondrodysplasia-type

Grebe. European Journal of Human Genetics, 2014, 22, 726-733. 2.8 23

Pathogenic Variants in GPC4 Cause Keipert Syndrome. American Journal of Human Genetics, 2019, 104,
914-924.

Distal and proximal cis-regulatory elements sense X chromosome dosage and developmental state at

the Xist locus. Molecular Cell, 2022, 82, 190-208.e17. 97 23

Severe neuronopathic autosomal recessive osteopetrosis due to homozygous deletions affecting
OSTML. Bone, 2013, 55, 292-297.

Screening for single nucleotide variants, small indels and exon deletions with a nextd€generation
sequencing based gene panel approach for <scp>U</scp> sher syndrome. Molecular Genetics &amp; 1.2 22
Genomic Medicine, 2014, 2, 393-401.

Multisite de novo mutations in human offspring after paternal exposure to ionizing radiation.
Scientific Reports, 2018, 8, 14611.

Mutations in<i>MYO1H«[i>cause a recessive form of central hypoventilation with autonomic

dysfunction. Journal of Medical Genetics, 2017, 54, 754-761. 3.2 21

Compound heterozygosity for GDF5 in Du Pan type chondrodysplasia. American Journal of Medical
Genetics, Part A, 2008, 146A, 2116-2121.

Somatic neurofibromatosis type 1 (NF1) inactivation events in cutaneous neurofibromas of a single NF1

patient. European Journal of Human Genetics, 2015, 23, 870-873. 2.8 20

Long bone maturation is driven by pore closing: A quantitative tomography investigation of
structural formation in young C57BL/6 mice. Acta Biomaterialia, 2015, 22, 92-102.

<i>H2AFY<[i> promoter deletion causes <i>PITX1</i> endoactivation and Liebenberg syndrome. Journal

of Medical Genetics, 2019, 56, 246-251. 3.2 20

Variants in the degron of AFF3 are associated with intellectual disability, mesomelic dysplasia,

horseshoe kidney, and epileptic encephalopathy. American Journal of Human Genetics, 2021, 108, 857-873.

Autosomal dominant spondylarthropathy due to a type Il procollagen gene(COL2A1) point mutation.

Human Mutation, 1994, 4, 257-262. 2:5 18



218

220

222

224

226

228

230

232

234

14

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Genes and quadrupedal locomotion in humans. Proceedings of the National Academy of Sciences of

the United States of America, 2008, 105, E26.

The LIM domain protein Wtip interacts with the receptor tyrosine kinase Ror2 and inhibits canonical

Wht signalling. Biochemical and Biophysical Research Communications, 2009, 390, 211-216. 2.1 18

Combining callers improves the detection of copy number variants from whole-genome sequencing.
European Journal of Human Genetics, 2022, 30, 178-186.

Skeletal Morphogenesis. , 2000, 136, 61-70. 17

Impact of Array Comparative Genomic Hybridizationad€"“Derived Information on Genetic Counseling
Demonstrated by Prenatal Diagnosis of the TAR (Thrombocytopenia-Absent-Radius)
Syndromea€“Associated Microdeletion 1g21.1. American Journal of Human Genetics, 2007, 81, 866-868.

The face of Ulnar Mammary syndrome?. European Journal of Medical Genetics, 2011, 54, 301-305. 1.3 16

A Novel de novo FZD2 Mutation in a Patient with Autosomal Dominant Omodysplasia. Molecular
Syndromology, 2017, 8, 318-324.

Prenatal diagnosis of partial agenesis of the corpus callosum in a fetus with thanatophoric dysplasia 9.3 15
type 2. Prenatal Diagnosis, 2002, 22, 404-407. :

A novel mutation (g.106737G&gt;T) in zone of polarizing activity regulatory sequence (ZRS) causes
variable limb phenotypes in Werner mesomelia. American Journal of Medical Genetics, Part A, 2014, 164,
898-906.

An overlapping phenotype of Osteogenesis imperfecta and Ehlersd€“Danlos syndrome due to a
heterozygous mutation in <i>COL1A1</[i> and biallelic missense variants in <i>TNXB«</i> identified by 1.2 15
whole exome sequencing. American Journal of Medical Genetics, Part A, 2016, 170, 1080-1085.

Loss of murine Gfil causes neutropenia and induces osteoporosis depending on the pathogen load and
systemic inflammation. PLoS ONE, 2018, 13, e0198510.

A complex phenotype with cystic renal disease. Kidney International, 2006, 70, 1656-1660. 5.2 14

A homozygous HOXD13 missense mutation causes a severe form of synpolydactyly with metacarpal to
carpal transformation. American Journal of Medical Genetics, Part A, 2016, 170, 615-621.

SOPH syndrome in three affected individuals showing similarities with progeroid cutis laxa

conditions in early infancy. Journal of Human Genetics, 2019, 64, 609-616. 23 14

Skeletal deterioration in COL2A1-related spondyloepiphyseal dysplasia occurs prior to osteoarthritis.
Osteoarthritis and Cartilage, 2020, 28, 334-343.

Relevant genetic variants are common in women with pregnancy and lactation-associated

osteoporosis (PLO) and predispose to more severe clinical manifestations. Bone, 2021, 147, 115911. 2.9 14

Endochondral ossification in vitro is influenced by mechanical bending. Bone, 2007, 40, 597-603.

Novel splice mutation in LRP4 causes severe type of Cenani-Lenz syndactyly syndrome with oro-facial

and skeletal symptoms. European Journal of Medical Genetics, 2017, 60, 421-425. 1.3 13



236

238

240

242

244

246

248

250

252

15

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Transcriptional profiling of murine osteoblast differentiation based on RNA-seq expression analyses.

Bone, 2018, 113, 29-40.

A novel mutation in <i>CDH11</i>, encoding cadherind€d 1, cause Branchioskeletogenital (Elsahya€Waters)

syndrome. American Journal of Medical Genetics, Part A, 2018, 176, 2028-2033. 12 13

Genome sequencing in families with congenital limb malformations. Human Genetics, 2021, 140,
1229-1239.

A single amphioxus and sea urchin runt-gene suggests that runt-gene duplications occurred in early

chordate evolution. Developmental and Comparative Immunology, 2003, 27, 673-684. 2.3 12

Misregulation of mitotic chromosome segregation in a new type of autosomal recessive primary
microcephaly. Cell Cycle, 2011, 10, 2967-2977.

Microduplications upstream ofMSX2are associated with a phenocopy of cleidocranial dysplasia.

Journal of Medical Genetics, 2012, 49, 437-441. 3.2 12

Up-regulation of <i>RUNX2</i>in acute myeloid leukemia in a patient with an
inherent<i>RUNX2<[i>haploinsufficiency and cleidocranial dysplasia. Leukemia and Lymphoma, 2014, 55,
1930-1932.

Improved bone defect healing by a superagonistic GDF5 variant derived from a patient with multiple

synostoses syndrome. Bone, 2015, 73, 111-119. 2.9 12

A novel COL1A2 C-propeptide cleavage site mutation causing high bone mass osteogenesis imperfecta
with a regional distribution pattern. Osteoporosis International, 2018, 29, 243-246.

Genetic Diagnostics in Routine Osteological Assessment of Adult Low Bone Mass Disorders. Journal

of Clinical Endocrinology and Metabolism, 2022, 107, e3048-e3057. 3.6 12

De novo 9AMDb deletion of 6q23.2q24.1 disrupting the gene EYA4 in a patient with sensorineural hearing
loss, cardiac malformation, and mental retardation. European Journal of Medical Genetics, 2009, 52,
450-453.

FGF and ROR2 Receptor Tyrosine Kinase Signaling in Human Skeletal Development. Current Topics in

Developmental Biology, 2011, 97, 179-206, 2.2 1

3D or Not 3D: Shaping the Genome during Development. Cold Spring Harbor Perspectives in Biology,
2022, 14, a040188.

One Gene, Many Facets: Multiple Inmune Pathway Dysregulation in SOCS1 Haploinsufficiency.

Frontiers in Immunology, 2021, 12, 680334. 4.8 1

Molecular Analysis of Two Novel Missense Mutations in the GDF5 Proregion That Reduce Protein
Activity and Are Associated with Brachydactyly Type C. Journal of Molecular Biology, 2014, 426,
3221-3231.

The progressive ankylosis protein ANK facilitates clathrin- and adaptor-mediated membrane traffic at

the trans-Golgi network-to-endosome interface. Human Molecular Genetics, 2016, 25, 3836-3848. 2.9 10

GOPHER: Generator Of Probes for capture Hi-C Experiments at high Resolution. BMC Genomics, 2019,

20, 40.

Double NF1 Inactivation Affects Adrenocortical Function in NF1Prx1 Mice and a Human Patient. PLoS

ONE, 2015, 10, e0119030. 2.5 10



STEFAN MUNDLOS

# ARTICLE IF CITATIONS

FGFR2 mutation in a Eatient without typical features of Pfeiffer syndrome 4€“ The emerging role of

combined NGS and phenotype based strategies. European Journal of Medical Genetics, 2015, 58, 376-380.

954 Femoral facial syndrome associated with a de novo complex chromosome 2q37 rearrangement. 12 °
American Journal of Medical Genetics, Part A, 2016, 170, 1202-1207. :

Differentiation of MISSLA and Fanconi anaemia by computer-aided image analysis and presentation of
two novel MISSLA siblings. European Journal of Human Genetics, 2019, 27, 1827-1835.

Biallelic truncating variants in <i>ATP9A<[i> cause a novel neurodevelopmental disorder involving

256 postnatal microcephaly and failure to thrive. Journal of Medical Genetics, 2022, 59, 662-668.

3.2 9

Complete lung agenesis caused by complex genomic rearrangements with neo-TAD formation at the
SHH locus. Human Genetics, 2021, 140, 1459-1469.

<scp><i>LRFN5«<[i><[scp> locus structure is associated with autism and influenced by the sex of the

258 individual and locus conversions. Autism Research, 2022, 15, 421-433.

3.8 9

A novel subtype of distal symphalangism affecting only the 4th finger. American Journal of Medical
Genetics, Part A, 2009, 149A, 1571-1573.

Duplication of PTHLH causes osteochondroplasia with a combined brachydactyly type E/Al phenotype
260  with disturbed bone maturation and rhizomelia. European Journal of Human Genetics, 2016, 24, 2.8 8
1132-1136.

A likelihood ratio-based method to predict exact pedigrees for complex families from next-generation
sequencing data. Bioinformatics, 2017, 33, 72-78.

A CRISPR-Cas94€"“engineered mouse model for GPl-anchor deficiency mirrors human phenotypes and
262  exhibits hippocampal synaptic dysfunctions. Proceedings of the National Academy of Sciences of the 7.1 8
United States of America, 2021, 118, .

Genetic disorders of connective tissues. Current Opinion in Rheumatology, 1991, 3, 832-837.

Acropectorovertebral dysgenesis (F syndrome) maps to chromosome 2q36. Journal of Medical

264 Genetics, 2004, 41, 213-218. 3.2 7

Genome-wide linkage analysis is a powerful prenatal diagnostic tool in families with unknown genetic
defects. European Journal of Human Genetics, 2013, 21, 367-372.

The Liebenberg syndrome: in depth analysis of the original family. Journal of Hand Surgery: European

266 yiolume, 2014, 39, 919-925. 1.0 7

Expanding the clinical and molecular spectrum of <scp><i>ATP6V1A<[i><[scp> related metabolic cutis
laxa. Journal of Inherited Metabolic Disease, 2021, 44, 972-986.

06g  Neurofibromin inactivation impairs osteocyte development in Nf1Prx1 and Nf1Coll mouse models. 9.9 6
Bone, 2014, 66, 155-162. :

Alterations of BMP signaling pathway(s) in skeletal diseases. , 2008, , 141-159.

270  Cleidocranial dysplasia in a mother and her two children. Joint Bone Spine, 2008, 75, 725-727. 1.6 5

16



STEFAN MUNDLOS

# ARTICLE IF CITATIONS

A cryptic unbalanced translocation t(2;9)(p25.2;q34.3) causes the phenotype of 9q subtelomeric

deletion syndrome and additional exophthalmos and joint contractures. European Journal of Medical
Genetics, 2008, 51, 615-621.

Normal trabecular vertebral bone is formed via rapid transformation of mineralized spicules: A

272 high-resolution 3D ex-vivo murine study. Acta Biomaterialia, 2019, 86, 429-440.

8.3 5

Brachydactyly Type C patient with compound heterozygosity for p.Cly319Val and p.lle358Thr variants in
the GDF5 proregion: benign variants or mutations?. Journal of Human Genetics, 2015, 60, 419-425.

A de novo 1923.3-q24.2 deletion combined with a GORAB missense mutation causes a distinctive

274 phenotype with cutis laxa. Journal of Human Genetics, 2017, 62, 325-328.

2.3 4

Variable pulmonary manifestations in Chitayat syndrome: Six additional affected individuals. American
Journal of Medical Genetics, Part A, 2020, 182, 2068-2076.

<i>GLI3<[i> variants causing isolated polysyndactyly are not restricted to the protein's Ca€terminal

276 third. Clinical Genetics, 2021, 100, 758-765.

2.0 4

Position effects at the FGF8 locus are associated with femoral hypoplasia. American Journal of Human
Genetics, 2021, 108, 1725-1734.

What can go wrong in the non-coding genome and how to interpret whole genome sequencing data.

278 Medizinische Genetik, 2021, 33, 121-131. 0.2 4

TADA&€”a machine learning tool for functional annotation-based prioritisation of pathogenic CNVs.
Genome Biology, 2022, 23, 67.

080 AN unusual combination of EEC syndrome and hypomelanosis Ito due to a p63 mutation. European 07 3
Journal of Pediatrics, 2005, 164, 530-531. ’

High resolution 3D laboratory x-ray tomography data of femora from young, 14€“14 day old C57BL/6
mice. Data in Brief, 2015, 4, 32-33.

Identification of a molecular defect in a stillborn fetus with perinatal lethal hypophosphatasia using

282 3 disease-associated genome sequencing approach. Polish Journal of Pathology, 2016, 1, 78-83.

0.3 3

Jumping retroviruses nudge TADs apart. Nature Genetics, 2019, 51, 1304-1305.

Integration of Hi-C and Nanopore Seguencing for Structural Variant Analysis in AML with a Complex

284 Karyotype: (Chromothripsis)A2. Blood, 2020, 136, 28-28. 14 8

Xq27.1 palindrome mediated interchromosomal insertion likely causes familial congenital bilateral
laryngeal abductor paralysis (Plott syndrome). Journal of Human Genetics, 2022, 67, 405-410.

Detection of Hepatitis B Virus DNA in the Liver of Children with Chronic Hepatitis B by In Situ
286  Hybridization and Its Relation to Other Viral Markers. Journal of Pediatric Gastroenterology and 1.8 2
Nutrition, 1992, 14, 128-134.

Response to Peron et al.. Genetics in Medicine, 2018, 20, 1481-1482.

288  G6PC3 Deficiency Associated with Congenital Neutropenia and Enterocolitis. Blood, 2011, 118, 2170-2170. 1.4 2

17



290

292

294

296

298

300

302

304

18

STEFAN MUNDLOS

ARTICLE IF CITATIONS

Split hand/foot malformation associated with 20p12.1 deletion: A case report. European Journal of

Medical Genetics, 2020, 63, 103805.

Identification of &lt;i&gt;cis&lt;/i&gt; Elements for Spatio-temporal Control of DNA Replication. SSRN

Electronic Journal, O, , . 04 1

Cell adhesion and immune response, two main functions altered in the transcriptome of seasonally
regressed testes of two mammalian species. Journal of Experimental Zoology Part B: Molecular and
Developmental Evolution, 2023, 340, 231-244.

Corrigendum to d&€ceMammalian mitochondrial nitric oxide synthase: Characterization of a novel 0.8 o
candidatea€-[FEBS Lett. 580 (2006) 455-462]. FEBS Letters, 2007, 581, 2072-2073. :

Immunoglobulin receptor evolution in follicular lymphoma and a review of literature. Leukemia and
Lymphoma, 2007, 48, 2063-2067.

Clinical Exome/Genome Reports-Announcement. Clinical Genetics, 2015, 87, 99-99.

Strategies to improve the performance of rare variant association studies by optimizing the selection

of controls. Bioinformatics, 2015, 31, btv457. 41 0

GENE-02. CHROMOSOME CONFORMATION ANALYSIS OF EPENDYMOMA IDENTIFIES PUTATIVE TUMOR
DEPENDENCY GENES ACTIVATED BY DISTAL ONCOGENIC ENHANCERS. Neuro-Oncology, 2019, 21, ii80-i81.

Acute Lymphoblastic Leukemia in a Case of Ring Chromosome. Blood, 2008, 112, 4151-4151. 1.4 0

A Novel BACH2-BCL2L1 Fusion Gene in the Burkitta€™s Lymphoma Derived Cell Line BLUE-1. Blood, 2008, 112,
4146-4146.

The Abrogated Thrombopoietin (TPO) Signal Transduction In Pediatric Patients Suffering From
Thrombocytopenia-Absent Radii Syndrome s Restored In Adult Patients, Suggesting An Additional, 1.4 0
c-MplJak2-Independent Mechanism for Platelet Biogenesis.. Blood, 2010, 116, 1561-1561.

Release of Alkaline Phosphatase Caused by PIGV Mutations In Patients with Hyperphosphatasia-Mental
Retardation Syndrome (HPMR), a Recently Found Second Inherited GPI Anchor Deficiency.. Blood, 2010,
116, 2031-2031.

Brachydactyly Type B1., 2014, , 92-94. 0

Cateld€“Manzke Syndrome. , 2014, , 108-109.

EPEN-04. ONCOGENIC 3D TUMOR GENOME ORGANIZATION IDENTIFIES NEW THERAPEUTIC TARGETS IN 19 o
EPENDYMOMA. Neuro-Oncology, 2020, 22, iii308-iii308. :

EPEN-18. Oncogenic 3D genome conformations identify novel therapeutic targets in ependymoma.

Neuro-Oncology, 2022, 24, i42-i42.




