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Diness, B. R., Oct 2022, In: European Journal of Medical Genetics. 65, 10, 104590.
Research output: Contribution to journal › Journal article › Research › peer-review

  
Cohort profile: life with neurofibromatosis 1 - the Danish NF1 cohort
Doser, K., Hove, H., Østergaard, J. R., Bidstrup, P. E., Dalton, S. O., Handrup, M. M., Ejerskov, C., Krøyer, A., Doherty,
M. A., Møllegaard Jepsen, J. R., Mulvihill, J. J., Winther, J. F. & Kenborg, L., 20 Sept 2022, In: BMJ Paediatrics Open. 12,
9, p. e065340 e065340.
Research output: Contribution to journal › Journal article › Research › peer-review

  
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
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Grønborg, S., 15 Aug 2020, In: Journal of the Neurological Sciences. 415, p. 116897
Research output: Contribution to journal › Journal article › Research › peer-review

  
Forming and ending marital or cohabiting relationships in a Danish population-based cohort of individuals with
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The CHD4-related syndrome: a comprehensive investigation of the clinical spectrum, genotype-phenotype correlations,
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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.
Research output: Contribution to journal › Journal article › Research › peer-review
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1-9 9 p.
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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
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Hepp, N., Frederiksen, A. L., Dunø, M., Jørgensen, N. R., Langdahl, B., Hove, H. B., Vedtofte, P., Hindsø, K. & Jensen, J.-
E. B., Dec 2019, In: Calcified Tissue International. 105, 6, p. 681-686 6 p.
Research output: Contribution to journal › Journal article › Research › peer-review

  
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., Østergaard, J., Sørensen, S. A., Johansen,
C., Mulvihill, J., Winther, J. F. & Dalton, S. O., Jun 2019, 3 p.
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Novel de novo mutation in ZBTB20 in primrose syndrome in boy with short stature
Grímsdóttir, 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.
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Spatially Detailed 3D Quantification of Improved Facial Symmetry After Surgery in Children With Unicoronal Synostosis
Öwall, L., Darvann, T. A., Hove, H. B., Bøgeskov, L., Kreiborg, S. & Hermann, N. V., 2019, In: Cleft Palate-Craniofacial
Journal. 56, 7, p. 918-928 11 p.
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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-Sánchez,
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., Hammarsjö, 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.
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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
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Nyboe, D., Kreiborg, S., Darvann, T., Dunø, M., Nissen, K. R. & Hove, H. B., Jul 2018, In: Clinical Dysmorphology. 27, 3,
p. 71-77 7 p.
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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., Kjær, M. & Couppé, C., Jul 2018, In:
European Journal of Applied Physiology. 118, 7, p. 1301-1307 7 p.
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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
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Improvement of Facial Symmetry after Surgery in Children with Unilateral Coronal Synostosis (UCS) Analyzed by Spatially
Detailed 3D Quantification.
Öwall, B. L. C., Darvann, T. A., Hove, H. B., Hermann, N. V. & Kreiborg, S., 2018.
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Prenatal diagnosis of autosomal recessive Robinow syndrome using 3D ultrasound
Jeppesen, B. F., Hove, H. B., Kreiborg, S., Hermann, N. V., Darvann, T. A. & Jørgensen, F. S., Jul 2017, In: AACE clinical
case reports. 5, 7, p. 1072-1076 5 p.
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Groth, K. A., Stochholm, K., Hove, H., Kyhl, K., Gregersen, P. A., Vejlstrup, N., Østergaard, J. R., Gravholt, C. H. &
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Boppudi, S., Bögershausen, N., Hove, H. B., Percin, E. F., Aslan, D., Dvorsky, R., Kayhan, G., Li, Y., Cursiefen, C.,
Tantcheva-Poor, I., Toft, P. B., Bartsch, O., Lissewski, C., Wieland, I., Jakubiczka, S., Wollnik, B., Ahmadian, M. R.,
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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.,
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