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Vikkula M, Peltonen L. Structural analyses of the polymorphic area in type II collagen gene. FEBS Lett. Jul 3 
1989;250(2):171-4. IF=3.361 
Vikkula M, Metsaranta M, Syvanen AC, Ala-Kokko L, Vuorio E, Peltonen L. Structural analysis of the regulatory 
elements of the type-II procollagen gene. Conservation of promoter and first intron sequences between human and 
mouse. Biochem J. Jul 1 1992;285 ( Pt 1):287-94. IF=3.716 
Vikkula M, Palotie A, Ritvaniemi P, Ott J, Ala-Kokko L, Sievers U, Aho K, Peltonen L. Early-onset osteoarthritis linked 
to the type II procollagen gene. Detailed clinical phenotype and further analyses of the gene. Arthritis Rheum. Mar 
1993;36(3):401-9. IF=5,502 
Vikkula M, Nissila M, Hirvensalo E, Nuotio P, Palotie A, Aho K, Peltonen L. Multiallelic polymorphism of the cartilage 
collagen gene: no association with osteoarthrosis. Ann Rheum Dis. Oct 1993;52(10):762-4. IF=1.630 
Vikkula M, Ritvaniemi P, Vuorio AF, Kaitila I, Ala-Kokko L, Peltonen L. A mutation in the amino-terminal end of the 
triple helix of type II collagen causing severe osteochondrodysplasia. Genomics 1993, 16(1) :282-285. IF=5.433 
Vikkula M, Metsäranta m, Ala-Kokko L. Type II collagen mutations in rare and common cartilage diseases. Ann Med 
1994, 26(2) :107-114. IF=1.129 
Vikkula M, Mariman EC, Lui VCH, Zhidkova NI, Tiller GE, Goldring M, van Beersum SEC, de Waal Malefijt MC, van 
den Hoogen FHJ, Ropers HH, Mayne R, Cheah KSE, Olsen BR, Warman ML, Brunner HG. Autosomal dominant and 
recessive osteochondrodysplasias associated with the COL11A2 locus. Cell. Feb 10 1995;80(3):431-7. IF=40.481 
Vikkula M, Boon LM, Carraway III KL, Calvert JT, Diamonti AJ, Goumnerov B, Pasyk KA, Marchuk DA, Warman ML, 
Cantley LC, Mulliken JB, Olsen BR. Vascular dysmorphogenesis caused by an activating mutation in the receptor 
tyrosine kinase TIE2. Cell. Dec 27 1996;87(7):1181-90. IF=40.997 
Jüppner H, Schipani E, Bastepe M, Cole DE, Lawson ML, Mannstadt M, Hendy GN, Plotkin H, Koshiyama h, Koh T, 
Crawford JD, Olsen BR, Vikkula M. The gene responsible for pseudohypoparathyroidism type Ib is paternally 
imprinted and maps in four unrelated kindreds to chromosome 20q13.3. Proc Natl Acad Sci USA. Sep 29 
1998;95(20):11798-803. IF=10.426 
Boon LM, Brouillard P, Irrthum A, Karttunen L, Warman ML, Rudolph R, Mulliken JB, Olsen BR, Vikkula M. A gene for 
inherited cutaneous venous anomalies ("glomangiomas") localizes to chromosome 1p21-22. Am J Hum Genet. Jul 
1999;65(1):125-133. IF=10.426 
Brouillard P, Olsen BR, Vikkula M. High-resolution physical and transcript map of the locus for venous malformations 
with glomus cells (VMGLOM) on chromosome 1p21-p22. Genomics. Jul 1 2000;67(1):96-101. IF=3.425 
  Eerola I, Plate KH, Spiegel R, Boon LM, Mulliken JB, Vikkula M. KRIT1 is mutated in hyperkeratotic cutaneous 
capillary-venous malformation associated with cerebral capillary malformation. Hum Mol Genet. May 22 
2000;9(9):1351-5. IF=9.048 
  Irrthum A, Karkkainen MJ, Devriendt K, Alitalo K, Vikkula M. Congenital hereditary lymphedema caused by a 
mutation that inactivates VEGFR3 tyrosine kinase. Am J Hum Genet. Aug 2000;67(2):295-301. IF=10.351 
Irrthum A, Brouillard P, Enjolras O, Gibbs NF, Eichenfeld LF, Olsen BR, Mulliken JB, Boon LM, Vikkula M. Linkage 
disequilibrium narrows locus for venous malformation with glomus cells (VMGLOM) to a single 1.48 Mbp YAC. Eur J 
Hum Genet. Jan 2001;9(1):34-8. IF=3.173 
Eerola I, McIntyre B, Vikkula M. Identification of eight novel 5'-exons in cerebral capillary malformation gene-1 
(CCM1) encoding KRIT1. Biochim Biophys Acta – Gene Struct Expr Feb 16 2001;1517(3):464-7. IF=3.536 
Brouillard P, Boon LM, Mulliken JB, Ghassibé M, Warman ML, Tan OT, Olsen BR, Vikkula M. Mutations in a novel 
factor, glomulin, are responsible for glomuvenous malformations ("glomangiomas"). Am J Hum Genet. Apr 
2002;70(4):866-74. IF=10.649 
Eerola I, Boon LM, Watanabe S, Grynberg H, Mulliken JB, Vikkula M. Locus for susceptibility for familial capillary 
malformation ('port-wine stain') maps to 5q. Eur J Hum Genet. Jun 2002;10(6):375-380. IF=3.136 
Gutierrez-Roelens I, Sluysmans T, Gewillig M, Devriendt K, Vikkula M. Progressive AV-block and anomalous venous 
return among cardiac anomalies associated with two novel missense mutations in the CSX/NKX2-5 gene. Hum 
Mutat. Jul 2002;20(1):75-6. IF=6.894 
Renard L, Godfraind C, Boon LM, Vikkula M. A novel mutation in the SDHD gene in a family with inherited 
paragangliomas--implications of genetic diagnosis for follow up and treatment. Head Neck. Feb 2003;25(2):146-51. 
IF=1.805 
Irrthum A, Devriendt K, Chitayat D, Matthijs G, Glade C, Steijlen PM, Fryns J-P, Van Steensen MAM, Vikkula M. 
Mutations in the transcription factor gene SOX18 underlie recessive and dominant forms of hypotrichosis-
lymphedema-telangiectasia. Am J Hum Genet. Jun 2003;72(6):1470-78. IF=11.602 
Godfraind C, Rousseau E, Ruchoux MM, Scaravilli F, Vikkula M. Tumour necrosis and microvascular proliferation are 
associated with 9p deletion and CDKN2A alterations in 1p/19q-deleted oligodendrogliomas. Neuropathol Appl 
Neurobiol. Oct 2003;29(5):462-71. IF=3.022 
Ghassibe M, Revencu N, Bayet B, Gillerot Y, Vanwijck R, Veellen-Dumoulin C, Vikkula M. Gene symbol: IRF6. 
Disease: Van der Woude syndrome. Hum Genet. Nov 2003;113(6):556-8. IF=4.022;  
Eerola I, Boon LM, Mulliken JB, Burrows PE, Vanwijck R, Vikkula M. Capillary malformation-arteriovenous 
malformation, a new clinical and genetic disorder caused by RASA1 mutations. Am J Hum Genet. Dec 
2003;73(6):1240-9. IF=11.602 
Rousseau E, Ruchoux MM, Scaravilli F, Chapon F, Vinchon M, De Smet C, Godfraind C, Vikkula M. CDKN2A, CDKN2B 
and p14ARF are frequently and differentially methylated in ependymal tumours. Neuropathol Appl Neurobiol. Dec 
2003;29(6):574-83. IF=3.022 
Ghassibe M, Revencu N, Bayet B, Gillerot Y, Vanwijck R, Veellen-Dumoulin C, Vikkula M. Six families with van der 
Woude and/or popliteal pterygium syndrome: all with a mutation in the IRF6 gene. J Med Genet. Feb 
2004;41(2):e15. IF=4.112 
McIntyre BA, Brouillard P, Aerts V, Gutierrez-Roelens I, Vikkula M. Glomulin is predominantly expressed in vascular 
smooth muscle cells in the embryonic and adult mouse. Gene Expr Patterns. May 2004;4(3):351-8. IF=2.293 
Boon LM, Mulliken JB, Enjolras O, Vikkula M. Glomuvenous malformation (glomangioma) and venous malformation: 
distinct clinicopathologic and genetic entities. Arch Dermatol. Aug 2004;140(8):971-6. IF=3.187 
Boon LM, Mulliken JB, Vikkula M. RASA1: variable phenotype with capillary and arteriovenous malformations. Curr 
Opin Genet Dev. Jun 2005;15(3):265-9. IF=9.361 
Ghassibe M, Bayet B, Revencu N, Verellen-Dumoulin C, Gillerot Y, Vanwijck R, Vikkula M. Interferon regulatory 
factor-6: a gene predisposing to isolated cleft lip with or without cleft palate in the Belgian population. Eur J Hum 
Genet. Nov 2005;13(11):1239-42. IF=3.251 
Gutierrez-Roelens I, Sluysmans T, Jorissen M, Amyere M, Vikkula M. Localization of candidate regions for a novel 
gene for Kartagener syndrome. Eur J Hum Genet. Jul 2006;14(7):809-15. IF=3.697 
Ghalamkarpour A, Morlot S, Raas-Rothschild A, Utkus A, Mulliken JB, Boon LM, Vikkula M. Hereditary lymphedema 
type I associated with VEGFR3 mutation: the first de novo case and atypical presentations. Clin Genet. Oct 
2006;70(4):330-5. IF=3.140 
Ghassibe M, Bernier V, Boon LM, Vikkula M. A novel mutation in the MSX2 homeobox gene of a family with foramina 
parietalia permagna, headache and vascular anomaly. Eur J Pediatr. Oct 2006;165(10):734-735. IF=1.137 
Gutierrez-Roelens I, De Roy L, Ovaert C, Sluysmans T, Devriendt K, Brunner HG, Vikkula M. A novel CSX/NKX2-5 
mutation causes autosomal-dominant AV block: are atrial fibrillation and syncopes part of the phenotype ? Eur J 
Hum Genet. Dec 2006;14(12):1313-1316. IF=3.697 
Mallory SB, Enjolras O, Boon LM, Rogers E, Berk DR, Blei F, Baselga E, Ros AM, Vikkula M. Congenital plaque-type 
glomuvenous malformations presenting in childhood. Arch Dermatol. Jul 2006;142(7):892-6. IF=2.851 
Rousseau E, Palm Th, Scaravilli F, Ruchoux MM, Figerella-Branger D, Salmon I, Ellison D, Lacroix C, Chapon F, Mikol 
J, Vikkula M, Godfraind C. Trisomy 19 ependymoma, a newly recognized genetico-histological association, including 
clear cell ependymoma. Mol Cancer 2007, 6(47). (two last authors contributed equally) IF=0.756 
Limaye N, Revencu N, Van Regemorter N, Garzon M, Bonduelle M, Chung W, Daras MD, Fahey MC, Garrett C, 
Gillerot Y, Gillessen-Kaesbach G, Gimenez-Arnau A, Guzzetta F, Battaglia D, Heimdal K, Lissens W, Taub E, Van 
Maldergem L, Van Paesschen W, Wieczorek, D, Wood NW, Boon L, Vikkula M. Novel human pathological mutations. 
Gene symbol: KRIT1. Disease: cerebral cavernous malformation. Hum Genet 2007, 122(5):552. IF=3.844 
Revencu N, Boon LM, Mulliken JB, Enjolras O, Cordisco MR, Burrows PE, Clapuyt, Hammer F, Dubois J, Baselga E, 
Brancati F, Carder R, Ceballos Quintal JM, Dallapiccola B, Fischer G, Frieden IJ, Garzon M, Harper J, Johnson-Patel J, 
Labrèze C, Martorell L, Paltiel H, Pohl A, Prendiville J, Quere I, Siegel DH, Valente EM, van Hagen A, van Hest L, 
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Vaux KK, Vicente A, Weibel L, Chitayat D, Vikkula M. Parkes Weber syndrome, vein of Galen aneurysmal 
malformation, and other fast-flow vascular anomalies and specific neural tumors associated with RASA1 mutations. 
Hum Mutat 2008, 29(7):959-65. IF=7.033 
Coutelier M, Andries S, Ghariani S, Dan B, Duyckaerts C, van Rijckevorsel K, Raftopoulos C, Deconinck N, 
Sonderegger P, Scaravilli F, Vikkula M*, Godfraind C*. Neuroserpin mutation causes electrical status epilepticus of 
slow-wave sleep. Neurology 2008, 71(1) :64-6. IF=7.043 
Persu A, Hamoir M, Grégoire V, Garin P, Duvivier E, Reychler H, Chantrain G, Mortier G, Mourad M, Maiter D, Vikkula 
M. High prevalence of SDHB mutations in head and neck paraganglioma in Belgium. J Hyperten 2008, 26(7) :1395-
1401. IF=5.132         
Persu A, Amyere M, Gutierrez-Roelens I, Sempoux C, Lecouvet FE, Van Beers BE, Horsmans Y, De Plaen J-F, Hamoir 
M, Vikkula M. Rare presentation of familial paraganglioma without evidence of mutation in the SDH, RET and VHL 
genes : towards further genetic heterogenity. J Hypertension 2009, 27:76-82. IF=4.988 
Limaye N*, Wouters V*, Uebelhoer M, Tuominen M, Wirkkala R, Mulliken JB, Eklund L, Boon LM, Vikkula M. Somatic 
mutations in angiopoïetin-receptor gene TEK cause solitary and multiple sporadic venous malformations. Nat Genet, 
2009, 41(1):118-124. (*Underlined authors contributed equally to this work).  IF=34.284. 
Ghalamkarpour A, Holnthoner W, Saharinen P, Boon LM, Mulliken JB, Alitalo K, Vikkula M. Recessive primary 
congenital lymphoedema caused by a VEGFR3 mutation. J Med Genet 2009, 46(6) : 399-404. IF=5.751 
Ghalamkarpour A, Debauche Ch, Haan E, Van Regemorter N, Sznajer Y, Thomas D, Revencu N, Gillerot Y, Boon LM, 
and Vikkula M. Sporadic in utero generalized edema associated with mutations in the lymphangiogenic genes 
VEGFR3 and FOXC2 (short report). J Pediatrics 2009, 155(1) :90-93. IF=4.092 
Palm T, Figarella-Branger D, Chapon F, Lacroix C, Gray F, Scaravilli F, Vandenbroecke C, Ellison D, Salmon I, Vikkula 
M*, Godfraind C*. Expression profiling of ependymomas unravels localisation and tumor grade specific 
tumorigenesis. Cancer 2009, 115(17):3955-3968.*These authors contributed equally to this work. IF=5.418 
Godfraind C and Vikkula M. Nervous system: Trisomy 19 ependymoma. Atlas Genet Cytogenet Oncol Haematol 
2009, 13(1):90-92. 
Wouters V, Limaye N, Uebelhoer M, Irrthum A, Boon LM, Mulliken JB, Enjolras O, Baselga E, Berg J, Dompmartin A, 
Ivarsson SA, Kangesu L, Lacassie Y, Murphy J, Teebi AS, Pennington A, Rieu P, Vikkula M. Hereditary 
cutaneomucosal venous malformations are caused by TIE2 mutations with widely variable hyper-phosphorylating 
effects. Eur J Hum Genet 2010, Apr; 18(4):414-420. IF=4.380 
Desmyter L, Ghassibe M, Revencu R, Boute O, Lees M, François G, Verellen-Dumoulin C, Sznajer Y, Moncla A, 
Benateau H, Claes K, Devriendt K, Mathieu M, Van Maldergem L, Addor MC, Drouin-Garraud V, Mortier G, Bouma M, 
Dieux-Coeslier A, Genevieve D, Goldenberg A, Gozu A, Makrythanasis P, McEntagart M, Sanchez A, Vilain C, 
Vermeer S, Connell F, Verheij J, Manouvrier S, Pierquin G, Odent S, Holder-Espinasse M, Vincent-Delorme C, Gillerot 
Y, Vanwijck R, Bayet B and Vikkula M. IRF6 screening of syndromic and a priori non-syndromic cleft lip and palate 
patients: identification of a new type of minor VWS sign. Mol Syndromol 2010, 1:67-74. 
Ghassibe-Sabbagh M, Desmyter L, Langenberg T, Hermans K, Boute O, Bayet B, Pellerin Ph, Claes F, Backx L, 
Mansilla MA, Imoehl S, Nowak S, Ludwig KU, Baluardo C, Ferrian M, Mossey PA, Noethen M, Dewerchin M, François 
G, Revencu N, Vanwijck R, Hecht J, Mangold E, Murray J, Rubini M, Vermeesch JR, Antoine-Poirel H, Carmeliet P, 
Vikkula M. FAF1, a gene that is disrupted in cleft palate and has conserved function in Zebrafish. Am J Hum Genet 
2011, 88(2) :150-61. IF=10.603 
Amyere M, Vogt Th, Hoo J, Brandrup F, Boon LM, Vikkula M. KITLG mutations cause familial progressive hyper- and 
hypo-pigmentation. J Invest Dermatol, 2011, 131(6) :1234-9. IF=6.314 
Persu A and Vikkula M. A génome-wide association study-derived candidate gene seeks réplication : STK39. J 
Hypertens 2011, 29(3) :484-91. IF=4.021 
Persu A, Lannoy N, Maiter D, Mendola A, Montigny P, Oriot P, Vinck W, Garin P, Hamoir M, Vikkula M. Prevalence 
and spectrum of SDHx mutations in pheochromocytoma and paraganglioma in patients from Belgium: an update. 
Horm Metab Res 2012, 44(5):349-53. IF=2.188 
Brouillard P, Boon LM, Revencu N, Berg J, Dompmartin A, Dubois J, Garzon M, Holden S, Kangesu L,  Labrèze C, 
Lynch SA, McKeown, Meskauskas R, Quere I, Syed S, Vabres P, Wassef M, Mulliken JB, Vikkula M and the GVM-
study group. Genotypes and phenotypes of 162 families with a glomulin mutation. Mol Syndromol 2013, 4(4) :157-
164. 
Revencu N, Boon LM, Dompmartin A, Rieu P, Busch WL, Dubois J, Forzano F, van Hagen JM, Halbach S, Kuechler A, 
Lachmeijer AM, Lähde J, Russell L, Simola KO, Mulliken JB, Vikkula M. Germline mutations in RASA1 are not found in 
patients with Klippel-Trenaunay syndrome or capillary malformation with limb overgrowth. Mol Syndromol 2013, 
4(4) :173-178. 
Soblet J, Limaye N, Uebelhoer M, Boon LM, Vikkula M. Variable somatic TIE2 mutations in half of sporadic venous 
malformations. Mol Syndromol 2013, 4(4) :179-183. 
Mendola A*, Schlögel M*, Ghalamkarpour A, Irrthum A, Nguyen HL, Fastré E, Yilmaz N, Duchateau T, Townshend S, 
Quichet A,  Bygum A, Maat-Kievit A, van der Vleuten C, Fagerberg C, Jensen P, Coubes C, Mignot C, Baselga E, 
Inzana F, Repetto G, Garcia Ortiz JE, Lehtonen L, Wuyts W, Tiller GE, Wehner L-E, El-Khateeb MS, Legius E, Blei F, 
Quere I, Perdu J, Sarda P, Mulliken JB, Boon LM, Brouillard P, Vikkula M. Mutations in VEGFR3 signaling pathway 
explain 36% of primary lymphedema. Mol Syndromol 2013, 4 :257-266. (*Underlined authors contributed equally to 
this work). 
Amyere M*, Aerts V*, Brouillard P*, McIntyre B, Duhoux F, Wassef M, Enjolras O, Mulliken JB, Antoine-Poirel H, 
Devuyst O, Boon LM, Vikkula M. Somatic uniparental isodisomy explains multifocality of glomuvenous 
malformations. Am J Hum Genet 2013, 92(2) :188-96. (*Underlined authors contributed equally to this work). 
IF=10.987 
Uebelhoer M, Nätynki M, Kangas J, Mendola A, Nguyen H-L, Soblet J, Godfraind C, Boon LM, Eklund L, Limaye N, 
Vikkula M. Venous malformation-causative TIE2 mutations mediate an AKT-dependent decrease in PDGFB. Hum Mol 
Genet 2013, 22(17) :3438-48. IF=6.677 
Revencu N, Boon LM, Mendola A, Dubois J, Clapuyt P, Hammer F, Amor DJ, Irvine AD, Baselga E, Dompmartin A, 
Syed S, Martin Santiago A, Ades L, Collins F, Smith J, Sandaradura S, Barrio VR, Burrows P, Blei F, Cozzolino M, 
Brunetti-Pierri N, Vicente A, Abramowicz, Désir J, Vilain C, Chung WK, Wilson A, Gardiner CA, Dwight Y, Lord DJE, 
Fishman L, Cytrynbaum C, Chamlin S, Ghali F, Gilaberte Y, Joss S, del C. Boente M, Léauté-Labrèze C, Delrue M-A, 
Bayliss S, Martorell L, Gonzalez M-A, Mazereeuw-Hautier J, O’Donnell B, Bessis D, Pyeritz RE, Salhi A, Tan OT, 
Mulliken JB, Vikkula M. RASA1mutations and associateed phenotypes in 68 families with capillary malformation-
arteriovenous malformation. Hum Mutat 2013, 34(12) :1632-41. IF=5.122 
Amyere M, Dompmartin A, Wouters V, Enjolras O, Kaitila I, Docquier P-L, Godfraind C, Mulliken JB, Boon LM, Vikkula 
M. Common somatic alterations identified in Maffucci syndrome by molecular keryotyping. Mol Syndromol 2014, 
5(6) :259-67. IF=3.17 
Boscolo E, Limaye N, Huang L, Kang KT, Soblet J, Uebelhoer M, Mendola A, Natynki M, Seront E, Dupont S, Hammer 
J, Legrand C, Brugnara C, Eklund L, Vikkula M*, Bischoff J*, Boon LM*. Rapamycin improves TIE2-mutated venous 
malformation in murine model and human subjects. J Clin Invest 2015 Sep 1;125(9):3491-504. (*Underlined 
authors contributed equally to this work). IF=12.575 
Schlögel M, Mendola A, Fastré E, Vasudevan P, Devriendt K, de Ravel TJL, Van Esch H, Casteel I, Arroyo Carrera IA, 
Cristofoli F, Fieggen K, Jones K, Lipson M, Singer A, Soller M, Villanueva MM, Revencu N, Boon LM, Brouillard P, 
Vikkula M. No evidence of locus heterogeneity in familial microcephaly with or without chorioretinopathy, 
lymphedema, or mental retardation syndrome. Orphanet J Rare Dis (OJRD) 2015, 10(1): 52. IF2014=3.358 
Persu A, Evenepoel L, Jin Y, Mendola A, Staessen JA, Vikkula M. 6C.05: STK39 and WNK1 are potential hypertension 
susceptibility genes in the BELHYPGEN cohort. J Hypertens 2015 Jun;33 Suppl 1:e80. doi: 
10.1097/01.hjh.0000467569.10961.69. 
Ballieux F, Boon LM, Vikkula M. Blue Bleb Rubber Nevus Syndrome. Handb Clin Neurol 2015;132:223-30. IF=2.22 
Boon LM, Hammer J, Seront E, Dupont S, Hammer F, Clapuyt P, Vikkula M. Rapamycin as novel treatment for 
refractory-to-standard-care slow-flow vascular malformations. Plast Reconstr Surg 2015 Oct;136(4 Suppl):38. 
IF=3.09 
Limaye N, Kangas J, Mendola A, Godfraind C, Schlögel MJ, Helaers R, Eklund L, Boon LM, Vikkula M. Somatic 
activating PIK3CA mutations cause venous malformation. Am J Hum Genet 2015, Dec 3;97(6):914-21. IF=10.48 
Seront E, Limaye N, Boon LM, Vikkula M. La rapamycine ouvre l’ère des thérapies ciblées dans les malformations 
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veineuses. Médicine/Sciences 2016, 32(6-7) :574-8. 
Soblet J, Kangas J, Nätynki M, Mendola A, Helaers R, Uebelhoer M, Kaakinen M, Cordisco M, Dompmartin A, Enjolras 
O, Holden S, Irvine AD,  Kangesu L, Léauté-Labrèze Ch, Lanoel A, Lokmic Z, Maas S, McAleer MA, Penington A, Rieu 
P, Syed S, van der Vleuten C, Watson R, Fishman SJ, Mulliken JB, Eklund L, Limaye N, Boon LM, Vikkula M. Blue 
Rubber Bleb Nevus (BRBN) Syndrome is Caused by Somatic TEK (TIE2) Mutations. J Invest Dermatol 2017, 
137(1) :207-16. 
Poirel HA and Vikkula M. Age-related heterogeneity of Burkitt lymphoma : response to Mbulaiteye and Anderson. Br 
J Haematol, 2016, Sep 9. doi: 10.1111/bjh.14309. 
Helaers R, Brouillard P, Soblet J, Amyere M, Limaye N, Vikkula M. Highlander: variant filtering made easy. Hum 
Mutat, resubmitted. 
Amyere M*, Revencu N*, Helaers R, Pairet E, Baselga E, Cordisco M, Chung W, Dubois J, Lacour J-Ph, Martorell L, 
Mazereeuw-Hautier J, Pyeritz RE, Amor DJ, Bisdorff A, Blei F, Bombei H, Dompmartin A, Brooks D, Dupont J, 
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Hemangiomas and vascular malformations, 2nd edition. Editors: R. Mattassi, DA Loose and M. Vaghi, Springer 
Verlag, Milano, Italia, 2015, Part I, chapter 2, pp 21-38. 
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Diagnosis and Treatment. A.K. Greene et al (eds), Springer International Publishing Switzerland 2015:19-31. 
Dompmartin A, Revencu N, Boon LM, Vikkula M. Disorders affecting cutaneous vasculature. In: Griffiths et al, Rook’s 
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Stanley G. Rockson, 2nd edition, Springer 2017. 
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Boon LM & Vikkula M. Vascular malformations. In: A. Irvine, & P. Hoeger, A. Yan, Harper’s Textbook of Pediatric 
Dermatology 4th edition. Wiley-Blackwell Publishing Ltd 2017. 
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2017:23-36. 
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Seront E., Van Damme A, Coulie J, Dekeuleneer V, Vikkula M, Boon LM. Vascular malformations in 2023: Sirolimus 
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Seront, E., Hermans, C., Boon, L. M., & Vikkula, M. (2024). Targeted treatments for vascular malformations: current 
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Coulie, J., Revencu, N., Boon, L.M., Vikkula, M. (2024). Capillary Malformation-Arteriovenous Malformation 
Syndrome. In: Rauen, K.A. (eds) The RASopathies. Springer, Cham. 
Coulie J, Seront E, Vikkula M, Boon LM. Extracranial arteriovenous malformations: towards etiology-based 
therapeutic management. J Clin Invest. 2025 Mar 17;135(6):e172837. 
Revencu N, Coulie J, Boon LM, Vikkula M. Genetic aspects of vascular malformations. Presse Med. 2025 
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Coulie J, Vikkula M, Boon LM. Peripheral arteriovenous malformations: Diagnosis and future prospects. Presse Med. 
2025 Sep;54(3):104296. 
Boutry S., Van Marcke C., Limaye N., Smits G., Brouillard P., De Bortoli M., Pairet E., Saadat Varnosfaderanii A., 
Helaers R., Fellay J., Lenaerts T., Vikkula M. DoAggregate: a pipeline for aggregation testing for rare-variants on a 
gene and pathway level. Abstracts from the 58th European Society of Human Genetics (ESHG) Conference: Hybrid 
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Projects
Professor Miikka Vikkula, MD, PhD, is an internationally recognized leader in human and medical genetics, with a 
career spanning more than three decades at the interface of molecular genetics, vascular biology, and rare disease 
research. He received his medical and doctoral training at the University of Helsinki, completing an MD–PhD program 
in molecular genetics (MD 1992, PhD 1993), followed by licensure as a medical doctor in 1993. His early scientific 
training included international post-doctoral research fellowship in the United States, notably at Harvard Medical 
School (1993-1997), where he made seminal contributions to the genetic understanding of vascular anomalies. He 
later obtained the Agrégé de l’Enseignement Supérieur at the Université catholique de Louvain (UCLouvain, 2000) 
and was recognized as a specialist in clinical genetics by the Belgian Ministry of Health (2019).

Prof. Vikkula established his independent research group at the de Duve Institute in Brussels in 1997, where he has 
been a Full Member of the institute since 2004 and part of its Directorate since the same year. Academically, Prof. 
Vikkula has held successive professorial appointments at UCLouvain and has served as Full Professor of Human 
Genetics since 2013. He has also played major leadership roles, including Coordinator of the Centre for Human 
Genetics at Cliniques universitaires Saint-Luc (2011-2013). In parallel, he has contributed extensively to the 
scientific community through leadership in national and international societies (BeSHG, ESHG, NAVBO), peer review, 
and conference organization (BESHG, ESHG, NAVBO, ISSSVA, VAC), and through training the next generation of 
basic scientists and clinician-scientists.

His career has been distinguished by numerous prestigious honours and awards, including the INBEV–Baillet Latour 
Clinical Research Prize (2013), the first Generet Prize (2018), the Earl P. Benditt Award (NAVBO 2023), the LE&RN 
Lifetime Achievement Award (2024), the Gagna & Van Heck Prize for Incurable Diseases (2024), and the Black Pearl 
Scientific Award from EURORDIS (2025). He appeared on  the Standford List of top 2% of scientists in 2021 and is 
ranked as a Highly Ranked Scholar among the top 0.05% of scholars worldwide in birth defects research by Scholar 
GPS. In recognition of his exceptional scientific and societal contributions, Prof. Vikkula was appointed Commander 
of the Order of Leopold by His Majesty King Philippe of Belgium in 2018.

ISSVA, Vice President (10/05/2024) 
LGDA (Lymphangiomatosis and Gorham’s Disease Alliance) Medical and Clinical Advisory Council (27/10/2021-
ongoing). 
Cure-HHT Genetics Workstream (September 2021- April 2022) 
PTEN foundation advisory board (2021 onwards) 
ISSVA, Board Member at large (15/05/2020 – 10/05/2024) 
NAVBO Meritorious Awards Committee (2015-2018)

Member of the Scientific Council of the International Society of Lymphology (ISL) (2023 - ). 
Member of the North American Vascular Biology Organisation (NAVBO) (2021-) 
Full Member of the Académie Royale de Médecine de Belgique (04/07/2016 - ). 
Associate Member of the Académie Royale de Médecine de Belgique (24/11/2012 - 03/07/2016) 
Member of the International Society for the Study of Vascular Anomalies (ISSVA) (1995 - ). 
Member of the American Society of Human Genetics (ASHG) (1997 - ). 
Member of the European Society of Human Genetics (ESHG) (1998 - ). 
Member of the Doctoral School of Biochemistry, Cellular Biology and Fundamental Microbiology, (BCM), Université 
catholique de Louvain, Brussels, Belgium (1999 - ). 
Member of the Doctoral School of Immunology and Genetics (GIM), Université catholique de Louvain, Brussels, 
Belgium (1999 - ). 
Member of the Belgian Society of Human Genetics (BeSHG) (2000 - ). 
Member of the American Heart Association Council on Basic Cardiovascular Research (2001 - ). 
Member of the Finnish Medical Association (Lääkäriliitto) (1987 - ). 
Member of the Finnish Medical Association Duodecim (Lääkäriseura Duodecim), Finlande (1987 - 2009). 
Member of the Association of Young Physicians of Finland (1987 - 1999). 
A PhD student member at “the Comity for Planning the M.D.-Ph.D. program”, University of Helsinki, School of 
Medicine, 1993.

 

4. Honors and Awards                                                                                                                   

2025              The Black Pearl Scientific Award to recognise the major achievements and outstanding commitment of 
scientists who strive to make a difference for the rare disease community, EURORDIS-Rare diseases Europe         
(award ceremony 24/2/2025)

2024              Highly Ranked Scholar – Lifetime in the speciality of Birth Defects in recognition of exceptional 
productivity, noteworthy impact and quality of scholarly work in the top 0.05% of scholars in the Speciality 
worldwide. Conferred by Scholar GPS.

 

2024              The Gustav R. Born Honorary Award for Research in Angiology/Vascular Medicine, European 
Independent Foundation in Angiology / Vascular Medicine (with Prof. L. Boon)

2024              The triennial international Gagna and Van Heck Prize for incurable diseases, for their contribution to a 
better understanding of orphan vascular diseases, and for the significant therapeutic advances they have made (with 
Prof. L.M. Boon)

2024              Lifetime Achievement Award 2024 by the Lymphatic Education & Research Network (LE&RN) at 
Gordon Research Conference on Lymphatics

Memberships

 
Page 12 of 14

www.ema.europa.eu
Classified as public by the European Medicines Agency

 
12/02/2026



2023 – 2024   University of Louvain was ranked #1 in the ScholarGPS Academic Institution Rankings for 'Vascular 
Malformations' in the 'Prior 5 Years’

2023              The Earl P. Benditt Award, recognizing an individual who has made an outstanding discovery or 
developed a concept that has been seminal to our understanding of vascular biology or pathology, North American 
Vascular Biology Organisation (NAVBO), USA

2022 – 2026   European Co-ordinator of the Leducq Network of Excellence Grant: Recalibrating Mechanotransduction 
in Vascular Malformations

2019-2024      EU MSCA-ITN-2018, Co-ordinator of the VACure project grant

2011-2026      WELBIO, Walloon Excellence in Lifesciences and Biotechnology, Belgium

2018-2022     The First Generet Prize for the study of Rare Diseases (Fonds Roi Baudouin,               Belgium)

2021              Appearance on the Standford List of top 2% of scientists by citation metrics

                     (doi: 10.17632/btchxktzyw.3)

2018              Awarded the rank of Commander of the Order of Leopold by His Majesty the King Philippe of Belgium.

2016              Prix du Concours ordinaire de la 1ère Section (Sciences Biomédicales), Académie Royale de Médecine, 
Belgium

2013              INBEV-BAILLET LATOUR Clinical Research Prize, Belgium (with Prof. L. Boon)

2010              The Lambertine-Lacroix Fundamental Sciences Prize in Cardiology for the characterization of the 
pathophysiological mechanisms underlying vascular anomalies, FNRS, Belgium

2006              Eugène de Sommer Scientific Award, University catholique de Louvain, Belgium

2006              Pfizer Scientific Award, Belgium

Nov 2004       11th Manchester Birth Defects Conference, Manchester, UK. Keynote lecture: “Genetic causes of 
vascular malformations »

Feb 2004        15th International Workshop on Vascular Anomalies, Wellington, New Zealand. Keynote Lecture: 
“Molecular Basis of Vascular Anomalies”.

June 2003       The Society for Pediatric Dermatology Annual Meeting, Seattle, USA. Sidney Hurwitz keynote lecture: 
“Molecular genetics of vascular anomalies”.

June 2002       14th International Workshop on Vascular Anomalies, Nijmegen, Holland. Keynote Lecture: “Towards 
understanding the ethiopathogenesis of vascular malformations”.

2002              Pharmacia Scientific Award, Belgium

1998-2000      Marie-Curie fellowship award of the European Union

1997              HFSPO Long-Term Fellowship Award (2-years)

1994-1996      Fogarty International Fellowship Award, NIH, USA

 

Invited congress presentations (total >300)

 

2025 Invited congress presentations:

7/3/2025, Filière Santé Maladies Rares TeteCou, Journée Recherche et Innovation, Paris, France, Invited 
presentation: Vascular malformations: from genetic causes, to preclinical models and clinical trials 
7-11/4/2025, 15th World Congress of Pediatric Dermatology (WCPD), Buenos Aeres, Argentina, Invited Presentation 
(with Prof. L. Boon): Genetic Basis and Therapies for Vascular Anomalies 
25/4/2025, European Lymphatic Symposium (ELS), Toulouse, France, Invited presentation: Novel insights into the 
pathophysiology of lymphedema 
26/4/2025, Wroclaw Polish Lymphatic meeting, Wroclaw, Poland, Invited presentation: Genetics aspects of primary 
lymphedema and lymphatic malformations 
9/6/2025, WRI symposium, Helsinki, Finland: Lymphatic anomalies: From genes and pathophysiology towards 
therapeutic trials.

 

12-14/6/2025, Lymphatic Forum 2025, Chicago, USA: Lymphatic anomalies: From genes and pathophysiology 
towards therapeutic trials 
10-12/09/2025, BeNeVBO meeting, Leuven, Belgium: Vascular malformations: from genetic causes, to preclinical 
models and clinical trials 
14-16/09/2025, DEF 2025, Paris, France: Genetics of polymalformative syndromes involving the orbit and nose 
19/09/2025, 4th Annual Lymphatic conference, Children’s Hospital of Philadelphia, USA: Beyond the Periphery: 
Searching for Clues for Central Conduction Defects in Lymphedema 
3/10/2025, Annual Czech-Slovak pediatric hematology oncology conference, Brno, Czech Republic: VASCERN, the 
European Reference Network (ERN) for Rare Multisystemic Vascular Diseases VASCA (Vascular Anomaly) Working 
Group 
15-19/10/2025, 30th ISL World Congress of Lymphology, Antalya, Türkiye: “Sex-specific penetrance of pathogenic 
variants in primary lymphedema” and “Novel genetic findings on heterogeneity of primary lymphedema” Best oral 
presentation award 
27-29/10/2025, World Orphan Drug Congress, Amsterdam, The Netherlands: From Malignancy to Malformation: 
Navigating the Hurdles of Cancer Drug Repositioning for Vascular Anomalies. 
02-03/11/2025, European Course in Neuroradiology, Valencia, Spain: Vessels, genes and pathways: are we 
targeting the correct physiopathology 
07-10/11/2025, AHA Scientific Sessions, New Orleans, United States: Human Lymphedema: Expanding Complex 
Genetics and Disrupting Pathophysiological Pathways 
30/11-03/12/2025, BRAIN conference, London, United Kingdom: Genetics of AVMs 
04-06/12/2025, Congrès de la société française de lymphologie, Toulouse, France: Lymphatic malformations 
03-04/02/2026, Académie Nationale de Médecine, Paris, France : Données récentes sur la pathophysiologie des 
malformations vasculaires périphériques

Prof. Vikkula is internationally recognized as a leading authority on the molecular basis of vascular anomalies and a 
pioneer in the development of targeted therapies. He has published more than 250 peer-reviewed original research 
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articles and over 80 reviews and book chapters in major medical textbooks. His work has been cited over 31,000 
times, resulting in an H-index of 89 (Google Scholar).

Prof. Vikkula’s research group has developed and applied state-of-the-art genomics and transcriptomics approaches, 
including high-throughput next-generation sequencing (NGS), in numerous national and international collaborative 
projects. The group has also established a major vascular anomalies tissue biobank, which has become a key 
resource for molecular and pathological characterization of these disorders. In parallel, extensive in vivo studies 
using genetically engineered mouse models have been conducted to investigate disease mechanisms and 
therapeutic strategies.

His work has led to the discovery of the genetic defects underlying multiple vascular anomalies and has substantially 
advanced the field, enabling revision of disease classification (Wassef et al., 2015) and the identification of novel 
clinical entities (Eerola et al., 2003; Amyere et al., 2017). Using high-throughput NGS, his team identified several 
novel genes implicated in vascular anomalies, including EPHB4 (Amyere et al., 2017) and PIK3CA (Limaye et al., 
2015). They also expanded the phenotypic spectrum associated with mutations in known genes, such as TIE2, which 
they demonstrated to be mutated in a large proportion of sporadic venous malformations, as well as in blue rubber 
bleb nevus syndrome and multifocal sporadic venous malformations (Soblet et al., 2017).

Notably, Prof. Vikkula’s group generated the first mouse model of venous malformation (Boscolo et al., 2015) and 
demonstrated therapeutic efficacy using the mTOR inhibitor rapamycin. These findings directly led to phase 2A 
(Boscolo et al., 2015) and phase 2B (Hammer et al., 2018) clinical trials. A phase 3 trial is currently ongoing, with 
approximately 100 patients enrolled to date (VASE, EudraCT 2015-001703-32).

Supported by highly competitive national and international funding, including FNRS, EU Marie Curie, Leducq Network 
of Excellence, MSCA-ITN, and WELBIO programs, Prof. Vikkula has built a world-leading research group that 
pioneered the discovery of germline and somatic mutations underlying vascular malformations and elucidated key 
pathophysiological mechanisms, including second-hit events and mechanotransduction. His work has had a 
transformative impact on the diagnosis and treatment of rare vascular diseases.
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