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Research output

Diagnostic yield of whole exome sequencing in a cohort of 825 patients

Andersen, P. F., Ek, J., Karstensen, H. G., Bak, M., Grgnborg, S., Hove, H. B., Diness, B., Hjortshgj, T. D., Hammer, T. B.
, Hai-Hansen, C., Greulich, B. S., Bisgaard, A.-M., Duno, M. & Jstergaard, E., 2 Sept 2025, (E-pub ahead of print) In:
European Journal of Medical Genetics. 78, p. 105043 105043.

Sleep-disordered breathing in children with achondroplasia assessed by polysomnography: a retrospective chart review
Buciek, L. H., Jacobsen, J. R., Raj, S., Adams, A.-M., Vandeleur, M., Hove, H. B., Buchwald, C. V., Kiaer, E. K., Griffiths,
A. & Savarirayan, R., 17 Jul 2025, (E-pub ahead of print) In: Archives of Disease in Childhood.

Loss of DOT 1L disrupts neuronal transcription and leads to a neurodevelopmental disorder

Maroni, M. J., Barton, M., Lynch, K., Deshwar, A. R., Campbell, P. D., Millard, J., Lee, R., Cohen, A., Ahmad, R.,
Paranjapye, A., Faundes, V., Repetto, G. M., McKenna, C., Shillington, A. L., Phornphutkul, C., Hove, H. B., Mancini, G.
M. S., Schot, R., Barakat, T. S. & Richmond, C. M. & 34 others, Lauzon, J., Ibrahim, A. I. E., Nava, C., Héron, D., van
Aalst, M. M. A., Atemin, S., Sleptsova, M., Aleksandrova, |., Todorova, A., Watkins, D. L., Kozenko, M. A., Natera-de
Benito, D., Ortez, C., Estevez-Arias, B., Lecoquierre, F., Cassinari, K., Guerrot, A.-M., Levy, J., Latypova, X., Verloes, A,,
Innes, A. M., Yang, X.-R., Banka, S., Vill, K., Jacob, M., Kruer, M., Skidmore, P., Galaz-Montoya, C. ., Bakhtiari, S.,
Mester, J. L., Granato, M., Armache, K.-J., Costain, G. & Korb, E., 11 Jun 2025, (E-pub ahead of print) In: Brain : a journal
of neurology.

Neurocognitive functioning in adults with neurofibromatosis type 1- a nationwide population-based study

Doser, K., Jepsen, J. R. M., Kenborg, L., Miskowiak, K. W., Albieri, V., Dalton, S. O., Krgyer, A., Hove, H., Ostergaard, J.
R., Johansen, C., Sgrensen, S. A., Mulvihill, J., Falck Winther, J. & Bidstrup, P. E., Dec 2024, In: Orphanet Journal of
Rare Diseases. 19, 1, 441.

The role of pathogenic TCF12 variants in children with coronal craniosynostosis-a systematic review with addition of two
novel cases

Foss-Skiftesvik, J., Larsen, C. C., Stoltze, U. K., Kofod, T., Hove, H., Bageskov, L. & Ostergaard, E., Nov 2024, In: Child's
nervous system : ChNS : official journal of the International Society for Pediatric Neurosurgery. 40, 11, p. 3655-3671 17 p.

Medfadte misdannelser pa hand og fingre
Ottesen, C. S., Hove, H. & Weis, T., 5 Aug 2024, In: Ugeskrift for Laeger. 186, 32, V04230238.

Prevalence and Patient Characteristics of Ectodermal Dysplasias in Denmark

Herlin, L. K., Schmidt, S. A. J., Hermann, X. B., Regnholt, K., Bygum, A., Schuster, A., Lei, U., Mogensen, M., Vinding, G.
R., Djursby, M., Hove, H., Blechingberg, J., Graversen, L., Mogensen, T. H., Gjgrup, H., Langan, S. M. & Sommerlund, M.,
1 May 2024, In: JAMA Dermatology. 160, 5, p. 502-510 9 p.



Novel Alu insertion in the ZEB2 gene causing Mowat-Wilson syndrome
Barington, M., Bak, M., Kjartansdbéttir, K. R., Hansen, T. V. O., Birkedal, U., Ostergaard, E. & Hove, H. B., 2024, In:
American Journal of Medical Genetics. Part A. 194, 8, e63581.

Novel biallelic PISD missense variants cause spondyloepimetaphyseal dysplasia with disproportionate short stature and
fragmented mitochondrial morphology

Aagaard Nolting, L., Holling, T., Nishimura, G., Ek, J., Bak, M., Ljungberg, M., Kutsche, K. & Hove, H., 2024, In: Clinical
Genetics. 106, 3, p. 360-366 7 p.

Employment, occupation, and income in adults with neurofibromatosis 1 in Denmark: a population- and register-based
cohort study

Kenborg, L., Frederiksen, L. E., Galanakis, M., Doser, K., Nielsen, T. T., Doherty, M. A, Hove, H., @stergaard, J. R,,
Handrup, M. M., Ejerskov, C., Mulvihill, J. J. & Winther, J. F., 6 Nov 2023, In: Orphanet Journal of Rare Diseases. 18, 1,
346.

Endocrine morbidity in neurofibromatosis 1: A nationwide, register-based cohort study
Kenborg, L., Ebbehoj, A., Ejerskov, C., Handrup, M. M., @stergaard, J. R., Hove, H., Doser, K., Krgyer, A., Mulvihill, J. J.,
Winther, J. F. & Stochholm, K., 2 Aug 2023, In: European Journal of Endocrinology. 189, 2, p. 190-198 9 p.

School performance of children with neurofibromatosis 1: a nationwide population-based study
Doser, K., Belmonte, F., Andersen, K. K., Ostergaard, J. R., Hove, H., Handrup, M. M., Ejerskov, C., Mulvihill, J. J.,
Winther, J. F. & Kenborg, L., Dec 2022, In: European journal of human genetics : EJHG. 30, 12, p. 1405-1412 8 p.

Early diagnosis enabling precision medicine treatment in a young boy with PIK3R1-related overgrowth
Schoénewolf-Greulich, B., Karstensen, H. G., Hjortshgj, T. D., Jergensen, F. S., Harder, K. M., Frevert, S., Hove, H. &
Diness, B. R., Oct 2022, In: European Journal of Medical Genetics. 65, 10, 104590.

Cohort profile: life with neurofibromatosis 1 - the Danish NF1 cohort

Doser, K., Hove, H., @stergaard, J. R., Bidstrup, P. E., Dalton, S. O., Handrup, M. M., Ejerskov, C., Krayer, A., Doherty,
M. A., Mgllegaard Jepsen, J. R., Mulvihill, J. J., Winther, J. F. & Kenborg, L., 20 Sept 2022, In: BMJ Paediatrics Open. 12,
9, p. 065340 e065340.

Phenotypic spectrum of the recurrent TRPM3 p.(Val837Met) substitution in seven individuals with global developmental
delay and hypotonia

Lines, M. A., Goldenberg, P., Wong, A., Srivastava, S., Bayat, A., Hove, H., Karstensen, H. G., Anyane-Yeboa, K., Liao,
J., Jiang, N., May, A., Guzman, E., Morleo, M., D'Arrigo, S., Ciaccio, C., Pantaleoni, C., Castello, R., McKee, S., Ong, J. &
Zibdeh-Lough, H. & 12 others, Tran-Mau-Them, F., Gerasimenko, A., Heron, D., Keren, B., Margot, H., de Sainte Agathe,
J.-M., Burglen, L., Voets, T., Vriens, J., Innes, A. M., Dyment, D. A. & TUDP Study Group, Jun 2022, In: American Journal
of Medical Genetics. Part A. 188, 6, p. 1667-1675 9 p.

Pregnancy outcomes in women with neurofibromatosis 1: a Danish population-based cohort study

Kenborg, L., Boschini, C., Bidstrup, P. E., Dalton, S. O., Doser, K., Nielsen, T. T., Kragyer, A., Johansen, C., Frederiksen,
K., Sgrensen, S. A., Hove, H., @stergaard, J. R., Mulvihill, J. J. & Winther, J. F., Mar 2022, In: Journal of Medical
Genetics. 59, 3, p. 237-242 6 p.

Psychiatric disorders in individuals with neurofibromatosis 1 in Denmark: A nationwide register-based cohort study
Kenborg, L., Andersen, E. W., Duun-Henriksen, A. K., Jepsen, J. R. M., Doser, K., Dalton, S. O., Bidstrup, P. E., Krayer,
A., Frederiksen, L. E., Johansen, C., Jstergaard, J. R., Hove, H., Sgrensen, S. A., Riccardi, V. M., Mulvihill, J. J. &



Winther, J. F., Dec 2021, In: American Journal of Medical Genetics. Part A. 185, 12, p. 3706-3716 11 p.

Non-aortic cardiovascular disease in Marfan syndrome: a nationwide epidemiological study
Andersen, N. H., Groth, K. A., Berglund, A., Hove, H., Gravholt, C. H. & Stochholm, K., Jul 2021, In: Clinical research in
cardiology : official journal of the German Cardiac Society. 110, 7, p. 1106-1115 10 p.

Facial Asymmetry in Nonsyndromic and Muenke Syndrome-Associated Unicoronal Synostosis: A 3-Dimensional Study
Based on Facial Surfaces Extracted From CT Scans

Owall, L., Darvann, T. A,, Hove, H. B., Heliévaara, A., Dung, M., Kreiborg, S. & Hermann, N. V., Jun 2021, In: Cleft Palate-
Craniofacial Journal. 58, 6, p. 687-696 10 p.

Fracture Rates and Fracture Risk in Patients With Marfan Syndrome: A Nationwide Register-Based Cohort Study
Folkestad, L., Stochholm, K., Groth, K., Hove, H., Andersen, N. H. & Gravholt, C. H., May 2021, In: Journal of bone and
mineral research : the official journal of the American Society for Bone and Mineral Research. 36, 5, p. 901-909 9 p.

Threee dimensional facial asymmetry in non-syndromic and Muenke sydrome associated unicoronal synostosis
Owall, L., Darvann, T. A, Hove, H. B., Helidvaara, A., Dung, M., Kreiborg, S. & Hermann, N. V., 2021.

Bone geometry, density, and microarchitecture in the distal radius and tibia in adults with Marfan Syndrome assessed by
HR-pQCT

Folkestad, L., Groth, K. A., Shanbhogue, V., Hove, H., Kyhl, K., Ostergaard, J. R., Jgrgensen, N. R., Andersen, N. H. &
Gravholt, C. H., Dec 2020, In: Journal of bone and mineral research : the official journal of the American Society for Bone
and Mineral Research. 35, 12, p. 2335-2344 10 p.

Description of a family with X-linked oculo-auriculo-vertebral spectrum associated with polyalanine tract expansion in ZIC3
Trimouille, A., Tingaud-Sequeira, A., Lacombe, D., Duelund Hjortshgj, T., Kreiborg, S., Buciek Hove, H. & Rooryck, C.,
Oct 2020, In: Clinical Genetics. 98, 4, p. 384-389 6 p.

Expanding the cerebrovascular phenotype of the p.R258H variant in ACTA2 related hereditary thoracic aortic disease
(HTAD)

Diness, B. R., Palmquist, R. N., Norling, R., Hove, H., Bundgaard, H., Hertz, J. M., Kondziella, D., Krieger, D., Dung, M. &
Grenborg, S., 15 Aug 2020, In: Journal of the Neurological Sciences. 415, p. 116897

Forming and ending marital or cohabiting relationships in a Danish population-based cohort of individuals with
neurofibromatosis 1

Kjaer, T. K., Andersen, E. W., Olsen, M., Kenborg, L., Bidstrup, P. E., Doser, K., Hove, H., Ostergaard, J. R., Johansen, C.
, Segrensen, S. A., Mulvihill, J. J., Winther, J. F. & Dalton, S. O., Aug 2020, In: European journal of human genetics :
EJHG. 28, 8, p. 1028-1033 6 p.

Unique skeletal manifestations in patients with Primrose syndrome
Arora, V., Leon, E., Diaz, J., Hove, H. B., Carvalho, D. R., Kurosawa, K., Nishimura, N., Nishimura, G., Saxena, R.,
Ferreira, C., Puri, R. D. & Verma, |. C., Aug 2020, In: European Journal of Medical Genetics. 63, 8, p. 103967

Clinical characteristics and quality of life, depression, and anxiety in adults with neurofibromatosis type 1: A nationwide
study

Doser, K., Andersen, E. W., Kenborg, L., Dalton, S. O., Jepsen, J. R. M., Krgyer, A., Ostergaard, J., Hove, H., Sarensen,
S. A, Johansen, C., Mulvihill, J., Winther, J. F. & Bidstrup, P. E., Jul 2020, In: American Journal of Medical Genetics. Part
A.182,7,p. 1704-1715 12 p.



Multisystem burden of neurofibromatosis 1 in Denmark: registry- and population-based rates of hospitalizations over the
life span

Kenborg, L., Duun-Henriksen, A. K., Dalton, S. O., Bidstrup, P. E., Doser, K., Rugbjerg, K., Pedersen, C., Krayer, A.,
Johansen, C., Andersen, K. K., @stergaard, J. R., Hove, H., Segrensen, S. A., Riccardi, V. M., Mulvihill, J. J. & Winther, J.
F., Jun 2020, In: Genetics in medicine : official journal of the American College of Medical Genetics. 22, 6, p. 1069-1078
10 p.

Novel Clinical and Radiological Findings in a Family with Autosomal Recessive Omodysplasia
Bayat, A., Dung, M., Kirchhoff, M., Jargensen, F. S., Nishimura, G. & Hove, H. B., Jun 2020, In: Molecular Syndromology.
11, 2, p. 83-89 7 p.

Primrose syndrome: Characterization of the phenotype in 42 patients

Melis, D., Carvalho, D., Barbaro-Dieber, T., Espay, A. J., Gambello, M. J., Gener, B., Gerkes, E., Hitzert, M. M., Hove, H.
B., Jansen, S., Jira, P. E., Lachlan, K., Menke, L. A., Narayanan, V., Ortiz, D., Overwater, E., Posmyk, R., Ramsey, K.,
Rossi, A. & Sandoval, R. L. & 10 others, Stumpel, C., Stuurman, K. E., Cordeddu, V., Turnpenny, P., Strisciuglio, P.,
Tartaglia, M., Unger, S., Waters, T., Turnbull, C. & Hennekam, R. C., Jun 2020, In: Clinical Genetics. 97, 6, p. 890-901 12

p.

Defining the clinical phenotype of Saul-Wilson syndrome

Ferreira, C. R., Zein, W. M., Huryn, L. A., Merker, A., Berger, S. |., Wilson, W. G., Tiller, G. E., Wolfe, L. A., Merideth, M.,
Carvalho, D. R., Duker, A. L., Bratke, H., Haug, M. G., Rohena, L., Hove, H. B., Xia, Z.-J., Ng, B. G., Freeze, H. H.,
Gabriel, M. & Russi, A. H. S. & 11 others, Brick, L., Kozenko, M., Earl, D. L., Tham, E., Nishimura, G., Phillips, J. A., Gahl,
W. A, Hamid, R., Jackson, A. P., Grigelioniene, G. & Bober, M. B., May 2020, In: Genetics in medicine : official journal of
the American College of Medical Genetics. 22, 5, p. 857-866 10 p.

Phenotypic presentations of Hajdu-Cheney syndrome according to age - 5 distinct clinical presentations

Graversen, L., Handrup, M. M., Irving, M., Hove, H., Diness, B. R., Risom, L., Svaneby, D., Aagaard, M. M., Vogel, I.,
Gjerup, H., Davidsen, M., Hellfritzsch, M. B., Lauridsen, E. & Gregersen, P. A., Feb 2020, In: European Journal of Medical
Genetics. 63, 2, p. 103650

The CHD4-related syndrome: a comprehensive investigation of the clinical spectrum, genotype-phenotype correlations,
and molecular basis

Weiss, K., Lazar, H. P., Kurolap, A., Martinez, A. F., Paperna, T., Cohen, L., Smeland, M. F., Whalen, S., Heide, S.,
Keren, B., Terhal, P., Irving, M., Takaku, M., Roberts, J. D., Petrovich, R. M., Schrier Vergano, S. A., Kenney, A., Hove, H.
, DeChene, E. & Quinonez, S. C. & 29 others, Colin, E., Ziegler, A., Rumple, M., Jain, M., Monteil, D., Roeder, E. R.,
Nugent, K., van Haeringen, A., Gambello, M., Santani, A., Medne, L., Krock, B., Skraban, C. M., Zackai, E. H., Dubbs, H.
A., Smol, T., Ghoumid, J., Parker, M. J., Wright, M., Turnpenny, P., Clayton-Smith, J., Metcalfe, K., Kurumizaka, H., Gelb,
B. D., Baris Feldman, H., Campeau, P. M., Muenke, M., Wade, P. A. & Lachlan, K., Feb 2020, In: Genetics in medicine :
official journal of the American College of Medical Genetics. 22, 2, p. 389-397 9 p.

Phenotypic variability in Muenke syndrome-observations from five Danish families
Owall, L., Kreiborg, S., Dung, M., Hermann, N. V., Darvann, T. A. & Hove, H., 2020, In: Coronary Artery Disease. 29, 1, p.
1-99p.

Validity of First-Time Diagnoses of Inherited Ichthyosis in the Danish National Patient Registry and the Danish Pathology
Registry

Kristensen, M. H., Schmidt, S. A. J., Kibsgaard, L., Hove, H., Sommerlund, M. & Koppelhus, U., 2020, In: Clinical
Epidemiology. 12, p. 651-657 7 p.



Multiple Fractures and Impaired Bone Fracture Healing in a Patient with Pycnodysostosis and Hypophosphatasia
Hepp, N., Frederiksen, A. L., Dung, M., Jargensen, N. R., Langdahl, B., Hove, H. B., Vedtofte, P., Hindsg, K. & Jensen, J.-
E. B., Dec 2019, In: Calcified Tissue International. 105, 6, p. 681-686 6 p.

Correction: Educational delay and attainment in persons with neurofibromatosis 1 in Denmark
Doser, K., Kenborg, L., Andersen, E. W., Bidstrup, P. E., Kroyer, A., Hove, H., Ostergaard, J., Serensen, S. A., Johansen,
C., Mulvihill, J., Winther, J. F. & Dalton, S. O., Jun 2019, 3 p.

Novel de novo mutation in ZBTB20 in primrose syndrome in boy with short stature
Grimsdéttir, S., Hove, H. B., Kreiborg, S., Ek, J., Johansen, A., Darvann, T. A. & Hermann, N. V., Jan 2019, In: Clinical
Dysmorphology. 28, 1, p. 41-45 5 p.

Aortic aneurysm: An underestimated serious finding in the EP300 mutation phenotypical spectrum
Luyckx, I, Bolar, N., Diness, B. R., Hove, H. B., Verstraeten, A. & Loeys, B. L., 2019, In: European Journal of Medical
Genetics. 62, 2, p. 96-96 1 p.

Educational delay and attainment in persons with neurofibromatosis 1 in Denmark
Doser, K., Kenborg, L., Andersen, E. W., Bidstrup, P. E., Kroyer, A., Hove, H., Ostergaard, J., Sgrensen, S. A., Johansen,
C., Mulvihill, J., Winther, J. F. & Dalton, S. O., 2019, In: European journal of human genetics : EJHG. 27, 6, p. 857-868 12

p.

Spatially Detailed 3D Quantification of Improved Facial Symmetry After Surgery in Children With Unicoronal Synostosis
Owall, L., Darvann, T. A, Hove, H. B., Bageskov, L., Kreiborg, S. & Hermann, N. V., 2019, In: Cleft Palate-Craniofacial
Journal. 56, 7, p. 918-928 11 p.

A Recurrent De Novo Heterozygous COG4 Substitution Leads to Saul-Wilson Syndrome, Disrupted Vesicular Trafficking,
and Altered Proteoglycan Glycosylation

Ferreira, C. R., Xia, Z.-J., Clément, A., Parry, D. A., Davids, M., Taylan, F., Sharma, P., Turgeon, C. T., Blanco-Sanchez,
B., Ng, B. G,, Logan, C. V., Wolfe, L. A., Solomon, B. D., Cho, M. T., Douglas, G., Carvalho, D. R., Bratke, H., Haug, M.
G., Phillips, J. B. & Wegner, J. & 31 others, Tiemeyer, M., Aoki, K., Nordgren, A., Hammarsjo, A., Duker, A. L., Rohena, L.,
Hove, H. B., Ek, J., Adams, D., Tifft, C. J., Onyekweli, T., Weixel, T., Macnamara, E., Radtke, K., Powis, Z., Earl, D.,
Gabriel, M., Russi, A. H. S., Brick, L., Kozenko, M., Tham, E., Raymond, K. M., Phillips, J. A., Tiller, G. E., Wilson, W. G.,
Hamid, R., Malicdan, M. C. V., Nishimura, G., Grigelioniene, G., Jackson, A. & Undiagnosed Diseases Network, 4 Oct
2018, In: American Journal of Human Genetics. 103, 4, p. 553-567 15 p.

Causes of Mortality in the Marfan Syndrome(from a Nationwide Register Study)
Groth, K. A., Stochholm, K., Hove, H., Andersen, N. H. & Gravholt, C. H., 1 Oct 2018, In: The American journal of
cardiology. 122, 7, p. 1231-1235 5 p.

A study of familial Char syndrome involving the TFAP2B gene with a focus on facial shape characteristics
Nyboe, D., Kreiborg, S., Darvann, T., Dung, M., Nissen, K. R. & Hove, H. B., Jul 2018, In: Clinical Dysmorphology. 27, 3,
p. 71-77 7 p.

Biomechanical properties of the patellar tendon in children with heritable connective tissue disorders
Jensen, J. K., Nygaard, R. H., Svensson, R. B., Hove, H. D., Magnusson, S. P., Kjeer, M. & Couppég, C., Jul 2018, In:
European Journal of Applied Physiology. 118, 7, p. 1301-1307 7 p.



A complex phenotype in a family with a pathogenic SOX3 missense variant
Jelsig, A. M., Diness, B. R., Kreiborg, S., Main, K. M., Larsen, V. A. & Hove, H., 2018, In: European Journal of Medical
Genetics. 61, 3, p. 168-72

Improvement of Facial Symmetry after Surgery in Children with Unilateral Coronal Synostosis (UCS) Analyzed by Spatially
Detailed 3D Quantification.
Owall, B. L. C., Darvann, T. A, Hove, H. B., Hermann, N. V. & Kreiborg, S., 2018.

Prenatal diagnosis of autosomal recessive Robinow syndrome using 3D ultrasound
Jeppesen, B. F., Hove, H. B, Kreiborg, S., Hermann, N. V., Darvann, T. A. & Jargensen, F. S., Jul 2017, In: AACE clinical
case reports. 5, 7, p. 1072-1076 5 p.

En sjaelden form for overvaegt hos bgrn og unge
Christensen, S. @., Holm, K. & Hove, H. B., 20 Feb 2017, In: Ugeskrift for Laeger. 179, 11, p. 985

Aortic events in a nationwide Marfan syndrome cohort
Groth, K. A., Stochholm, K., Hove, H., Kyhl, K., Gregersen, P. A., Vejlstrup, N., @stergaard, J. R., Gravholt, C. H. &
Andersen, N. H., 2017, In: Clinical research in cardiology : official journal of the German Cardiac Society. 106, p. 105-112

Spatially detailed 3D quantification of improvement of facial symmetry after surgery in children with Unilateral Coronal
Synostosis (UCS).
Owall, B. L. C., Darvann, T. A, Larsen, P., Hove, H. B., Hermann, N. V. & Kreiborg, S., 2017.

Specific mosaic KRAS mutations affecting codon 146 cause oculoectodermal syndrome and encephalocraniocutaneous
lipomatosis

Boppudi, S., Bégershausen, N., Hove, H. B., Percin, E. F., Aslan, D., Dvorsky, R., Kayhan, G., Li, Y., Cursiefen, C.,
Tantcheva-Poor, |., Toft, P. B., Bartsch, O., Lissewski, C., Wieland, |., Jakubiczka, S., Wollnik, B., Ahmadian, M. R.,
Heindl, L. M. & Zenker, M., Oct 2016, In: Clinical Genetics. 90, 4, p. 334-42 9 p.

Acromelic frontonasal dysostosis and ZSWIM6 mutation: phenotypic spectrum and mosaicism
Twigg, S. R. F., Ousager, L. B., Miller, K. A., Zhou, Y., Elalaoui, S. C., Sefiani, A., Bak, G. S., Hove, H., Hansen, L. K.,
Fagerberg, C. R., Tajir, M. & Wilkie, A. O. M., Sept 2016, In: Clinical Genetics. 90, 3, p. 270-5 6 p.

Monozygotic twins presenting with isolated sagittal and bicoronal synostosis, respectively
Hove, H. D., Dung, M., Larsen, P. & Kreiborg, S., Apr 2016, In: Clinical Dysmorphology. 25, 2, p. 86-9 4 p.

Facial Asymmetry in Children with Unicoronal Synostosis Who Have Undergone Craniofacial Reconstruction in Infancy
Owall, B. L. C., Darvann, T. A, Larsen, P., Hove, H. D., Hermann, N. V., Bageskov, L. & Kreiborg, S., 2016, In: Cleft
Palate - Craniofacial Journal. 53, 4, p. 385-93

Monozygotic twins with a de novo 0.32Mb 16g24.3 deletion, including TUBB3 presenting with developmental delay and
mild facial dysmorphism but without overt brain malformation

Grgnborg, S., Kjaergaard, S., Hove, H., Larsen, V. A. & Kirchhoff, E. M., Nov 2015, In: American Journal of Medical
Genetics. Part A. 167, 11, p. 2731-6 6 p.



DVL1 frameshift mutations clustering in the penultimate exon cause autosomal-dominant Robinow syndrome

White, J., Mazzeu, J. F., Hoischen, A., Jhangiani, S. N., Gambin, T., Alcino, M. C., Penney, S., Saraiva, J. M., Hove, H.,
Skovby, F., Kayserili, H., Estrella, E., Vulto-van Silfhout, A. T., Steehouwer, M., Muzny, D. M., Sutton, V. R., Gibbs, R. A,,
Lupski, J. R., Brunner, H. G. & van Bon, B. W. M. & 2 others, Carvalho, C. M. B. & Baylor-Hopkins Center for Mendelian
Genomics, 2 Apr 2015, In: American Journal of Human Genetics. 96, 4, p. 612-22 11 p.

A study of the clinical and radiological features in a cohort of 93 patients with a COL2A1 mutation causing
spondyloepiphyseal dysplasia congenita or a related phenotype

Terhal, P. A., Nievelstein, R. J. A. J., Verver, E. J. J., Topsakal, V., van Dommelen, P., Hoornaert, K., Le Merrer, M.,
Zankl, A., Simon, M. E. H., Smithson, S. F., Marcelis, C., Kerr, B., Clayton-Smith, J., Kinning, E., Mansour, S., EImslie, F.,
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