
Publikationer 2008 
 

Andersen MT, Andersen MK, Christiansen DH, Pedersen-Bjergaard J. NPM1 mutations in therapy-related acute 
myeloid leukemia with uncharacteristic features. Leukemia 2008; 22: 951-955. 

Anderson RJ, Darvann TA, Olafsdottir H et al . Automated landmarking of 3D infant face surfaces using 2D active 
appearance models: a progress report. In: Takada K, Kreiborg S, editors. The Mouth and Face Forum 2008. In 
Silico Dentistry: The Evolution of  Computational Oral Health Science. Osaka: Medigit; 2008. p. 163-5. 

Bay K, Cohen AS, Jorgensen FS et al. Insulin-like factor 3 levels in second-trimester amniotic fluid. J Clin 
Endocrinol Metab 2008; 93: 4048-4051. 

Benn M, Schwartz M, Nordestgaard BG, Tybjaerg-Hansen A. Mitochondrial haplogroups: ischemic cardiovascular 
disease, other diseases, mortality, and longevity in the general population. Circulation 2008; 117: 2492-2501. 

Boonen SE, Porksen S, Mackay DJ et al. Clinical characterisation of the multiple maternal hypomethylation 
syndrome in siblings. Eur J Hum Genet 2008; 16: 453-461. 

Bygum A, Brandrup F, Gade EF, Lund AM, Christensen E. [Two cases of Richner-Hanhart syndrome 
(oculocutaneous tyrosinemia).]. Ugeskr Laeger 2008; 170: 655. 

Darvann TA, Olafsdottir H, Hermann NV et al. On the measurement of craniofacial asymmetry. In: Takada K, 
Kreiborg S, editors. The Mouth and Face Forum. In Silico Dentistry: The Evolution of Computational Oral Health 
Science. Osaka: Medigit; 2008. p. 37-41. 

Duno M, Sveen ML, Schwartz M, Vissing J. cDNA analyses of CAPN3 enhance mutation detection and reveal a 
low prevalence of LGMD2A patients in Denmark. Eur J Hum Genet 2008; 16: 935-940. 

Ekelund CK, Skibsted L, Sogaard K et al. Dizygotic monochorionic twin pregnancy conceived following 
intracytoplasmic sperm injection treatment and complicated by twin-twin transfusion syndrome and blood 
chimerism. Ultrasound Obstet Gynecol 2008; 32: 832-834. 

Forestier E, Heyman M, Andersen MK et al. Outcome of ETV6/RUNX1-positive childhood acute lymphoblastic 
leukaemia in the NOPHO-ALL-1992 protocol: frequent late relapses but good overall survival. Br J Haematol 2008; 
140: 665-672. 

Gerdes T, Kirchhoff M, Lind AM, Vestergaard LG, Kjaergaard S. Multiplex ligation-dependent probe amplification 
(MLPA) in prenatal diagnosis-experience of a large series of rapid testing for aneuploidy of chromosomes 13, 18, 
21, X, and Y. Prenat Diagn 2008; 28: 1119-1125. 

Gilling M, Lauritsen MB, Moller M et al. A 3.2 Mb deletion on 18q12 in a patient with childhood autism and 
high-grade myopia. Eur J Hum Genet 2008; 16: 312-319. 

Gordillo M, Vega H, Trainer AH et al. The molecular mechanism underlying Roberts syndrome involves loss of 
ESCO2 acetyltransferase activity. Hum Mol Genet 2008; 17: 2172-2180. 

Hermann NV, Darvann TA, Sundberg K, Kreiborg S, Jorgensen C. Usefulness of 3D ultrasound for in vivo studies 
of the prenatal mandible. In: Takada K, Kreiborg S, editors. The Mouth and Face Forum. In Silico Dentistry: The 
Evolution of Computational Oral Health Science. Osaka: Medigit; 2008. p. 33-6. 

Hove HD, Bisgaard AM, Nissen KR, Kirchhoff M. Facial asymmetry associated with small and large intestinal 
atresia, and ipsilateral malformations of eye, skin, and extremities. Clin Dysmorphol 2008; 17: 121-122. 



2 

Hove HD, Hermann NV, Jorgensen C, Kreiborg S, Sundberg K. An echo-poor spine at 13 weeks: an early sign of 
cleidocranial dysplasia. Fetal Diagn Ther 2008; 24: 103-105. 

Hove HD, Bisgaard AM, Nissen KR, Kirchhoff M. Facial asymmetry associated with small and large intestinal 
atresia, and ipsilateral malformations of eye, skin, and extremities. Clin Dysmorphol 2008; 17: 121-122. 

Jeppesen TD, Schwartz M, Colding-Jorgensen E, Krag T, Hauerslev S, Vissing J. Phenotype and clinical course in 
a family with a new de novo Twinkle gene mutation. Neuromuscul Disord 2008; 18: 306-309. 

Keyser B, Muhlhausen C, Dickmanns A et al. Disease-causing missense mutations affect enzymatic activity, 
stability and oligomerization of glutaryl-CoA dehydrogenase (GCDH). Hum Mol Genet 2008; 17: 3854-3863. 

Kiholm Lund AB, Hove HD, Kirchhoff M. A 15q24 microduplication, reciprocal to the recently described 15q24 
microdeletion, in a boy sharing clinical features with 15q24 microdeletion syndrome patients. Eur J Med Genet 
2008; 51: 520-526. 

Kreiborg S, Larsen P, Darvann TA, Olafsdottir H, Hermann NV, Hove HD. 3D craniofacial growth analysis. In: 
Takada K, Kreiborg S, editors. The Mouth and Face Forum 2008. In Silico Dentistry: The Evolution of 
Computational Oral Health Science. Osaka: Medigit; 2008. p. 29-32. 

Kroos M, Pomponio RJ, van VL et al. Update of the Pompe disease mutation database with 107 sequence variants 
and a format for severity rating. Hum Mutat 2008; 29: E13-E26. 

Lanche S, Darvann TA, Olafsdottir H et al. Validation of a statistical model of head asymmetry in infants with 
deformational plagiocephaly. In: Takada K, Kreiborg S, editors. The Mouth and Face Forum 2008. In Silico 
Dentistry: The Evolution of Computational Oral Health Science. Osaka: Medigit; 2008. p. 42-6. 

Lautrup CK, Kjaergaard S, Brondum-Nielsen K et al. Testing for 22q11 microdeletion in 146 fetuses with nuchal 
translucency above the 99th percentile and a normal karyotype. Acta Obstet Gynecol Scand 2008; 87: 1252-1255. 

Lindquist SG, Hasholt L, Bahl JM et al. A novel presenilin 2 mutation (V393M) in early-onset dementia with 
profound language impairment. Eur J Neurol 2008; 15: 1135-1139. 

Lindquist SG, Holm IE, Schwartz M et al. Alzheimer disease-like clinical phenotype in a family with FTDP-17 
caused by a MAPT R406W mutation. Eur J Neurol 2008; 15: 377-385. 

Lindquist SG, Nielsen JE, Stokholm J et al. Atypical early-onset Alzheimer's disease caused by the Iranian APP 
mutation. J Neurol Sci 2008; 268: 124-130. 

Lund A, Joensen F, Christensen E, Duno M, Skovby F, Schwartz M. A novel arginine-to-cysteine substitution in the 
triple helical region of the alpha1(I) collagen chain in a family with an osteogenesis imperfecta/Ehlers-Danlos 
phenotype. Clin Genet 2008; 73: 97-101. 

Mackay DJ, Callaway JL, Marks SM et al. Hypomethylation of multiple imprinted loci in individuals with transient 
neonatal diabetes is associated with mutations in ZFP57. Nat Genet 2008; 40: 949-951. 

Malm G, Lund AM, Mansson JE, Heiberg A. Mucopolysaccharidoses in the Scandinavian countries: incidence and 
prevalence. Acta Paediatr 2008; 97: 1577-1581. 

Olafsdottir H, Darvann TA, Hermann NV et al. Non-rigid registration in craniofacial image analysis: application to 
the study of unicoronal synostosis. In: Takada K, Kreiborg S, editors. The Mouth and Face Forum. In Silico 
Dentistry: The Evolution of Computational Oral Health Science. Osaka: Medigit; 2008. p. 98-101. 



3 

Pedersen-Bjergaard J, Andersen MK, Andersen MT, Christiansen DH. Genetics of therapy-related myelodysplasia 
and acute myeloid leukemia. Leukemia 2008; 22: 240-248. 

Pedersen CB, Kolvraa S, Kolvraa A et al. The ACADS gene variation spectrum in 114 patients with short-chain 
acyl-CoA dehydrogenase (SCAD) deficiency is dominated by missense variations leading to protein misfolding at 
the cellular level. Hum Genet 2008; 124: 43-56. 

Rath J, Geisler C, Christiansen CB et al. Epstein-Barr virus reactivation is a potentially severe complication in 
chronic lymphocytic leukemia patients with poor prognostic biological markers and fludarabine refractory disease. 
Haematologica 2008; 93: 1424-1426. 

Smith B, Pryds OA, Christensen E, Lund AM. [Congenital methaemoglobinaemia: an infrequent cause of neonatal 
cyanosis]. Ugeskr Laeger 2008; 170: 2460. 

Thomsen LL, Oestergaard E, Bjornsson A et al . Screen for CACNA1A and ATP1A2 mutations in sporadic 
hemiplegic migraine patients. Cephalalgia 2008; 28: 914-921. 

Winchester B, Bali D, Bodamer OA et al. Methods for a prompt and reliable laboratory diagnosis of Pompe 
disease: report from an international consensus meeting. Mol Genet Metab 2008; 93: 275-281. 

Wraith JE, Beck M, Giugliani R, Clarke J, Martin R, Muenzer J. Initial report from the Hunter Outcome Survey. 
Genet Med 2008; 10: 508-516. 


