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289.Farooq M, Mang Y, Fatima A, Hansen L, Kjaer KW, Baig SM, Larsen LA, Tommerup N.
A novel splice site mutation in CEP135 is associated with primary microcephaly in a
Pakistani family. J Hum Genet. 2016,61:271-3.

290. Gardella EG, Becker F, Mgller R, Schubert J, Lemke J, Larsen L, Eiberg H, Nothnagel
M, Thiele H, Altmiiller J, Syrbe S, Lerche H, Merkenschlager A, Bast T, Steinhoff B,
Niirnberg P, Mang Y, Moller LB, Gellert P, Heron S, Dibbens L, Weckhuysen S, Dahl
HA, Biskup S, Tommerup N, Hjalgrim H, Beniczky S, Weber Y. Benign infantile seizures
and paroxysmal dyskinesia caused by an SCN8A mutation. Ann Neurol. 2016;79:428-36.

291.Rasmussen MB, Kreiborg S, Jensen P, Bak M, Mang Y, Lodahl M, Budtz-Jergensen E,
Tommerup N, Tranebjerg L, Rendtorff ND. Phenotypic subregions within the split-
hand/foot malformation 1 locus. Hum Genet. 2016;135:345-57.

292.Nazaryan L, Bertelsen B, Bak M, Jonson L, Tommerup N, Hancks DC, Tiimer Z. L1-
mediated retrotransposition and Alu/Alu homologous recombination driven germline
chromothripsis. Hum Mut. 2016;37:385-95.

293.Bak M, Boonen SE Dahl C, Dahl C, Hahnemann JMD, Mackay DJ, Tiimer Z, Grenskov
K, Temple KI, Guldberg P, Tommerup N. Genome-wide DNA methylation analysis of
transient neonatal diabetes type 1 patients with mutations in ZFP57. BMC Med Genet.
2016;17:29.

294.Fryland T, Christensen JH, Pallesen J, Mattheisen M, Palmfeldt J, Bak M, Grove J,
Demontis D, Blechingberg J, Ooi HS, Nyegaard M, Hauberg ME, Tommerup N,
Gregersen N, Mors O, Corydon TJ, Nielsen AL, Barglum AD. Identification of the BRD1
interaction network and its impact on mental disorder risk. Genome Med. 2016;8:53.

295.Jennum PJ, Kornum BR, Issa NM, Gammeltoft S, Tommerup N, Morling N, Tiimer Z,
Knudsen S. Monozygotic Twins Discordant for Narcolepsy Type 1 and Multiple Sclerosis.
Neuroimmun Neuroinflam. 2016;3:e€249..

296.Rudolf G, Lesca G, Mehrjouy MM, Labalme A, Pendziwiat M, Salmi M, Bache I, Bruneau
N, Fluss J, de Bellescize J, Scholly J, Meller RS, Tommerup N, Valenti-Hirsch MP,
Schluth-Bolard C, Sloan-Béna F, Helbig KL, Weckhuysen S, Edery P, Coulbaut S, Abbas
M, Scheffer IE, Tang S, Myers CT, Stamberger H, Carvill GL, Shinde DL, Mefford HC,
Neagu E, Huether R, Lu H-M, Dica A, Cohen JS, Iliescu C, Pomeran C, Rubenstein J,
Helbig 1, Sanlaville D, Hirsch E, Szepetowski P. Loss-of-function of the retinoid-related
nuclear receptor (RORB) gene and epilepsy. Eur J Hum Genet. 2016;24:1761-70.

297.Mpgller RS, Larsen LHG, Johannesen KM, Talvik I, Talvik T, Vaher U, Miranda M,
Farooq M, Nielsen JEK, Lavard L, Linnet K, Hao Q, Uldall P, Frangu M, Tommerup N,
Baig SM, Born PA, Gellert P, Nikanorova M, Olofsson K, Jepsen B, Marjanovic D, Lana
Al-Zehhawi, Penalva SJ, Krag-Olsen B, Brusgaard K, Hjalgrim H, Rubboli G, Pal DK,
Dahl HA. Gene panel testing in epileptic encephalopathies and familial epilepsies. Mo/
Syndrom. 2016;7:210-9.
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298. Nazaryan-Petersen L, Tommerup N (2016). Chromothripsis and Human Genetic Disease.
In: eLS. John Wiley & Sons, Ltd: Chichester. DOI: 10.1002/9780470015902.20024627.

2017

299. Mpller RS, Wuttke TV, Helbig I, Marini C, Johannesen KM, Brilstra EH, Vaher U,
Borggrife I, Talvik I, Talvik T, Kluger G, Blichfeldt S, Hentzschel K, Jacobs-LeVan J,
Swinkels M, Betzler C, Syrbe S, Nikanorova M, Myers C, Larsen LHG, Vejzovic S,
Pendziwiat M, von Spiczak S, Hopkins S, Dubbs H, Mang Y, van Gassen KL, Dahl HA,
Tommerup N, Mefford HC, Rubboli G, Guerrini R, Lemke JR, Lerche H, Muhle H,
Maljevic S. Mutations in GABRB3 cause a spectrum of epilepsy phenotypes from febrile
seizures to severe epileptic encephalopathies. Neurology. 2017;88:483-492.

300. Aristidou C, Koufaris C, Theodosiou A, Bak M, Mehrjouy MM, Behjati F, Tanteles G,
Anastasiadou V, Tommerup N, Sismani C. Accurate breakpoint mapping in apparently

balanced translocation families with discordant phenotypes using whole genome mate-
pair sequencing. PLoS ONE. 2017 Jan 10;12(1):¢0169935.

301.Seemann SE, Mirza AH, Hansen C, Bertelsen CHB, Christensen-Dalsgaard M,
Torarinsson E, Yao Z, Pociot F, Nielsen H, Tommerup N, Ruzzo WL, Gorodkin J. The
identification and functional annotation of RNA structures conserved in vertebrates.
Genome Res. 2017;27:1371-83.

302. Bugge M, Drachmann G, Kern P, Budtz-Jergensen E, Eiberg H, Olsen B, Tommerup N,
Nielsen IM. Abdominal wall defects in Greenland 1989-2015. Birth Defects Res.
2017;109:836-842.

303. Fatima A, Farooq M, Abdullah U, Mustafa T, Muhammad I, Tariqg M, Tommerup N, Baig
SM. Genome-wide supported risk variants in MIR137, CACNA1C, CSMD1, DRD2 and

GRM3 contribute to schizophrenia susceptibility in Pakistani population. Psychiatry
Investig. 2017;14:687-692.

304. Abdullah U, Farooq M, Fatima A, Touseef W, Sarwar Y, Nuri MMH, Tommerup N, Baig
SM. Homozygous Mutation in the NPHP3 gene causing Fetal Nephronophthisis.
Nephrology. 2017;22:818-20

305. Abdullah U, Farooqg M, Mang Y, Bakhtiar SM, Fatima A, Hansen L, Kjaer KW, Lars
Allan Larsen LA, Baig SM, Tommerup N. A novel mutation in CDKSRAP2 gene causes

primary microcephaly with speech impairment and sparse eyebrows in a consanguineous
Pakistani family. Eur J Med Genet. 2017;60:627-630.

306. Luukkonen T, Mehrjouy M, Péyhonen M, Anttonen A-K, Lahermo P, Ellonen P, Paulin
L, Tommerup N, Palotie A, Varilo T. Breakpoint mapping and haplotype analysis of
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translocation t(1;12)(q43;q21.1) in two apparently independent families with vascular
phenotypes. Mol Genet Genomic Med. 2017 Nov 23. [Epub ahead of print].

307.Lopacinska-Jergensen JM, Pedersen JN, Bak M, Mehrjouy MM, Serensen KT, Ostergaard
PF, Bilenberg B, Kristensen A, Taboryski RJ, Flyvbjerg H, Marie R, Tommerup N,
Silahtaroglu A. Enrichment of megabase-sized DNA molecules for single-molecule
optical mapping and next-generation sequencing. Sci Rep. 2017 Dec 20;7(1):17893.

018

308.Mehrjoyu M, Fonseca ACDS, Ehmke N, Novelli A, Benedicenti F, Mencarelli MA,
Renieri A, Busa T, Missirian C, Hansen C, Abe KT, Speck-Martins CE, Vienna-Morgante
A, Tommerup N. Regulatory variants of FOXG! in the context of its topological domain
organisation. Eur J Hum Genet. 2018;26:186-96.

309. Slamova Z, Nazaryan-Petersen L, Mehrjouy MM, Drabova J, Hancarova M, Marikova T,
Novotna D, Vickova M, Vickova Z, Bak M, Zemanova Z, Tommerup N, Sedlacek Z. Very
short DNA segments can be detected and handled by the repair machinery during germline
chromothriptic chromosome reassembly. Hum Mutat. 2018 Feb 6. doi:

10.1002/humu.23408. [Epub ahead of print]

310.Karstensen HG, Vestergaard M, Baaré WFC, Skimminge A, Djurhuus B, Ellefsen B,
Briiggemann N, Klausen C, Leffers AM, Tommerup N, Siebner HR. Congenital olfactory

impairment is linked to cortical changes in prefrontal and limbic brain regions. Brain
Imaging Behav. 2018 Feb 13. doi: 10.1007/s11682-017-9817-5. [Epub ahead of print]

311.Ostergaard P, Lopacinska-Jergensen J, Pedersen J, Tommerup N, Kristensen A, Flyvbjerg
H, Silahtaroglu A, Marie R, Taboryski R. Optical mapping of single-molecule human
DNA in disposable, mass-produced all-polymer devices. J Micromech Microeng.
Accepted.

Amicus briefs & court petitions:

2016

Minssen T. & Schwartz R., In The U.S. Supreme Court SEQUENOM v. ARIOSA
DIAGNOSTICS- On Petition For A Writ Of Certiorari To The U.S. Court Of Appeals For The
Federal Circuit: BRIEF OF TIMO MINSSEN & ROBERT M. SCHWARTZ WITH 10
EUROPEAN & AUSTRALIAN LAW PROFESSORS AS AMICI CURIAE, 20 April 2016,
available at: https://g00.¢1/iD59nh
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Contributions to Monographs

2015

Minssen, T. & Kokoulina, O. (2015). More competition law-FRANDIly IPR policies: A
solution to SSOs’problems of self-governance? Riis, T. (ed.). User Generated Law - Re-
constructing Intellectual Property Law in the Knowledge Society. Edward Elgar.

Minssen, T. & Wested, J. (2015). Standardization, IPRs & Open Innovation in Synthetic
Biology. Beldiman, D. (ed.). Innovation, Competition and Collaboration. (34-66). Edward
Elgar Publishing, U Design Law and 3D Printing: Finding the Right Balance in a New E-
Ecosystem

[\

016

Rajam, Neethu, Elberte V Latvia, To be or not to be question of Consent, Oxford Medical Law
Review,(Published online on Dec 27, 2016)

Schovsbo, J (2016). The Private Legal Governance of Domain Names, User Generated Law.
Reconstructing Intellectual Property Law in a Knowledge Society edited by Thomas Riis
(Edward Elgar).

Tupasela, A., & Liede, S. (2016) State Responsibility And Accountability In Managing Big
Data In Biobank Research - Tensions And Challenges In The Right Of Access To Data. Pp.
257-275, In Mittelstadt, B. and Floridi, L. (eds). Ethics of Biomedical Big Data. Oxford
University Publishing, Oxford.

Minssen, T. & Nilsson, D. (2016). 'The Industrial Application Requirement for Biotech
Inventions in Europe'. Rosén, J. (red.). European Intellectual Property Law: Critical Concepts
in Intellectual Property Law series. vol. 1. Edward Elgar Publishing, Incorporated,
Cheltenham, UK (forthcoming).

2017

Herrmann, J.R. (2017). The Human Embryo and Foetus. Den Exter, A. (ed.). European Health
Law. Maklu

Minssen, T & Schovsbo, JH 2017, "Big Data in the Health & Live Sciences: What are the
challenges for European Competition Law and where can they be found?", in Digitalisation
and Intellectual Property, Global Perspectives and Challenges for the Intellectual Property
System. A CEIPI-ICTSD Publication Series, n° 5, 2018.
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Minssen, T. & Nordberg, A., Rules as Legal tools: A Call for New Incentives and “Integrated
Strategies” in the Battle against Superbugs, in Mark Eccleston-Turner (ed.), Infectious
Diseases in the New Millennium: Legal and Ethical Challenges (submitted, accepted &
forthcoming in 2017/18).

Minssen, T & Mimler, M, “Patenting Bioprinting Technologies in the US and Europe— The 5th
element in the 3rd dimension”, in RM Ballardini, M Norrgard & J Partanen (red), 3D printing,
Intellectual Property and Innovation — Insights from Law and Technology (forthcoming in
2017, Wolters Kluwer).

Minssen, T. & Pierce J., Big Data and Intellectual Property Rights in the Health and Life
Sciences, Chapter 21 in "Big Data, Health Law, and Bioethics"- based on a symposium at
Harvard Law School (forthcoming in the summer 2017, Cambridge University Press 2017).

Minssen, T., “Patenting Human Genes in Europe- and how it compares to the US and
Australia”, Ch. 1.5, pp- 26-39, in: Research Handbook on IP and the Life Sciences. (Edward
Elgar 2017).

Nordberg, A. & Schovsbo, J. H. (2017). 3D Printing, Intellectual Property and Innovation:
Insights from Law and Technology. Ballardini, R. M., Norrgard, M. & Partanen, J. (red.). The
Hague : Wolters Kluwer Incorporated.

Rajam, Neethu, Nature Biotechnology, What the roll out of EU data legislation means for you,
35,712-713(2017) doi:10.1038/nbt.3928

Rajam, Neethu, “Biobank Related Research and Intellectual property Rights: Deconstructing
the Obscurity’, Oxford Journal of Intellectual Property Law & Practice, 2017)

Tupasela, A. (2017) Data-Sharing Politics and the Logics of Competition in Biobanking. Pp.
187-206, In Vincenzo Pavone and Joanna Goven (eds.) Bioeconomies: Life, Technology And
Capital In The 21st Century. Palgrave.

2018

Hoeyer, K., Tupasela, A. & Bogehus Rasmussen, M. (2018) Big Data And The Ethics Of
Detail: The Role Of Ethics Work In The Making Of A Cross-National Research Infrastructure
For Genetic Research. In Timo Minssen, Jens Schovsbo & Janne Rothmar Herrmann (eds.).
Global Genes, Local Concerns: Legal, Ethical and Scientific Challenges in International
Biobanking. Edward Elgar. Forthcoming.

Ortega-Paino, E., & Tupasela, A. (2018) Biobanks and Biobank Networks. In Timo Minssen,
Jens Schovsbo & Janne Rothmar Herrmann (eds.). Global Genes, Local Concerns: Legal,
Ethical and Scientific Challenges in International Biobanking. Edward Elgar. Forthcoming.
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Monographs

)

13

Hoeyer, K. (2013). Exchanging Human Bodily Material: Rethinking Bodies and Markets.
Dordrecht: Springer.

[\

01

(o)

Adolphsen, C.; Madsen, H.B.; Birkeland, S.; Kristensen, K.; Herrmann, J.R. (2016)
International Encyclopedia of Law - Medical Law- Denmark. Kluwer Law

o}

1

(o2¢]

Rajam, Neethu, Intellectual Property Rights and Publicly Funded Biobanks: Perspectives for
Industrial and Research Partnerships within Biobanks in Europe, PhD thesis, defended in
March 2018.

Under review, accepted & forthcoming:

Journal Articles
2016

Hoeyer, K. (2016) Biobanking: Ethical issues [82057] (in) International Encyclopedia of
Social and Behavioral Sciences, 2nd Edition (by) James D Wright (ed.). Oxford: Elsevier

Rajam, N. (2016) Strategizing a Game theory of trademark harmonization: Conflicts to
coexistence of use (under peer review)

2017

Schovsbo, J. H. (2017). ‘Mark my words’ - Trademarks and Fundamental Rights in the EU,
UC Irvine Law Review. (Accepteret/In press)

Nielsen, M. E. J., Kongsholm, N. C. H. & Schovsbo, J. H. (2017). Property and Human Genetic
Information, Journal of Community Genetics (pending revision)
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Kongsholm, NCH, Lassen, J, Sandee, P “I didn’t have anything to decide, I wanted to help my
kids” — An interview-based study of consent procedures in sampling human biological material
for genetic research in rural Pakistan. AJOB Empirical Bioethics

Contributions to Monographs

[\

018

Hellstadius, A. & Schovsbo, J. H. (2017). You told me, Right? - Free and Informed Consent in
European Patent Law.  (Accepted) Global Genes, Local Concerns: Legal, Ethical and
Scientific Challenges in International Biobanking, Minssen, T., Rothmar Herrmann, J. &
Schovsbo, J. (red.). Edward Elgar (2018).

o}

18

Petersen, C. S. & Schovsbo, J. H. (2018). Decision-making in the Unified Patent Court:
Ensuring a balanced approach in Geiger C. [title to be announced], Edward Elgar.

Rajam, Neethu, On Trade secret law and Genetic research , Edward Elgar: Jens Schovsbo et
al. EU, Trade Secret Law (forthcoming 2018)

Rajam, Neethu, Revisiting the EU copyright Law in the age of biobanks and Synthetic Biology
(accepted EIPR, awaiting publication).

Jacob Sherkow & Timo Minssen, Genetic Data, Trade Secrets, and Public Research: Adaptive
Immunoreceptor Repertoire Projects, in Trade Secrets book project, (Jens Schovsbo, Timo
Minssen & Thomas Riis, ed.).

Timo Minssen, Tension at the Interface of Clinical Trials Data Transparency and Trade Secrets
protection, in Trade Secrets book project, (Jens Schovsbo, Timo Minssen & Thomas Riis, ed.).

Monographs

2018

Minssen T., Rothmar Herrmann J., Schovsbo J. (editors) , Global Genes, Local Concerns:
Legal, Ethical & Scientific Challenges in International Biobanking (forthcoming in late 2018,
Edward Elgar, ca. 500pp) .
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Minssen, T. (ed.), Nordberg, A. (ed.) & Wested, J. (ed.), Synthetic Biology and Gene Editing:
Legal Implications on a Social and Ethical Context (In preparation), forthcoming in late. 2018
(Edward Elgar Publishing, Incorporated).

Books & editorials
2016

Cilia: Methods and Protocols (2016) Satir, P. & Christensen, S. T. (Eds) Methods and
Molecular Biology series. Springer Protocols. Humana Press. ISBN 978-1-4939-3787-5.

o}

19

Global Genes, Local Concerns : Legal, Ethical and Scientific Challenges in International
Biobanking (2019) Minssen, T, Herrmann, J. R., Schovsbo, J. H. (Eds) Cheltenham : Edward
Elgar Publishing.

Interdisciplinary cross-faculty and other important papers related to Global Genes
submitted or forthcoming:

[\

018

Morten Ebbe Juul Nielsen, Nana Cecilie Halmsted Kongsholm, Jens Schovsbo, Property and
Human Genetic Information, submitted to Journal of Community Genetics in March 2018.’

Mehrjoyu M, Fonseca ACDS, Ehmke N, Novelli A, Benedicenti F, Mencarelli MA, Renieri A,
Busa T, Missirian C, Hansen C, Abe KT, Speck-Martins CE, Vienna-Morgante A, Tommerup

N. Regulatory variants of FOXGI in the context of its topological domain organisation. Eur J
Hum Genet. 2018;26:186-96.

Halgren C, Nielsen NM, Nazaryan-Petersen L, Silahtaroglu A, Collins RL, Lowther C,
Kjaergaard S, Frisch M, Kirchhoff M, Brendum-Nielsen K, Lind-Thomsen A, Mang Y, El-
Schich Z, Boring CA, Mehrjouy MM, Jensen PKA, Fagerberg C, Krogh LN, Hansen J,
Bryndorf T, Hansen C, Talkowski M, Bak M Tommerup N. Bache 1. Risks and
recommendations in Prenatally Detected de novo Balanced Chromosomal Rearrangements
from Assessment of Long-Term Outcomes. Am J Hum Genet 2018.

Extraordinary publications

Podcasts:
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14/12/2017

Podcast recording commissioned by the European Biopharmaceutical Industries Organization
(EBE). The interview was carried out, recorded and featured by the media company Vital
Tranformation.

The podcast is available here:
https://www.ebe-biopharma.eu/wp-content/uploads/2018/01/EBE_Open-Innovation-Podcast-

3.mp3

Webinars

Webinar series on Trips and the Life Sciences, see:http://jura.ku.dk/cebil/research/trips/

Including the following webinars:

e 27 April 2017: Perspectives on limitations to patentability

e 28 June 2017: Procedural aspects of compulsory licensing under TRIPS

e 29 November 2017: Bolar provisions — Recent developments and possible scenarios
e 18 January 2018: Data Exclusivities and TRIPS Art. 39.3

Blogs:

PI Timo Minssen is also a regular contributor on Harvard Law School's "Bill of Health" blog
at: http://blogs.harvard.edu/billofhealth/category/contributors/timo-minssen/
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