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Supplement Table 1: Germline VHL mutations

Exon Nucleotide change  Protein Mutation type No. of patients  No. of
new nomenclature  change w/ HB? operations®
1 93 G>A Glu31Asp Missense 0/2
1 194 C>A Ser65stop Nonsense 2/2 1/2
1 208 G>T Glu70stop Nonsense 1/1 1/1
1 221 T>G Val74Gly Missense 1/1 1/1
1 224 226 del TCT 0. 76delF In frame deletion 1/1 1/1
227_230 del TCT
1 235 C>G Arg79Gly Missense 11 0/1
1 236_241 del R79S 80 del In frame deletion 171 0/1
1 239 G>T Ser80lle Missense 1/2 0/2
1 239_240insC Pro81Ser*fs51  Frameshift 11 1/1
1 240 T>G Ser80Arg Missense 1/1 1/1
1 241 C>T Pro81Ser Missense 0/1
1 266 T>C Leu89Pro Missense 0/3
1 289 ins 17 bp Frameshift 0/1
1 292 T>C Tyr98His Missense 4/35 1/35
1 319 C>G Arg107Gly Missense 1/1 1/1
1 320 G>A Argl07His Missense 0/1
2 397 A>C Thr133Pro Missense 11 0/1
2 445 458 del N150S Frameshift 0/1
2 461 C>T Prol54Leu Missense 11 0/1
3 464-2 A>G Splice 1/1 1/1
3 467 A>G Tyrl56Cys Missense 0/1
3 472 C>G Leul58Vval Missense 1/1 0/1
3 481 C>T Argl61stop Nonsense 1/4 1/4
3 482 G>A Argl61Gin Missense 0/1
3 486 C>G Cys162Trp Missense 1/1 1/1
3 490 C>T GInl164stop Nonsense 1/2 0/2
3 500 G>A Arg 167GIn Missense 1/1 0/1
3 533 T>A Leul78GIn Missense 11 0/1
3 548 C>A Serl83stop Nonsense 1/1 1/1
3 593 T>A Leul98GIn Missense 0/2
Deletion Exon 1 Deletion 0/1
Deletion Exon 2 Deletion 2/2 0/2
Deletion Exon 3 Deletion 4/4 3/4
Deletion Exon 1,2 Deletion 11 0/1
Deletion Exon 1-3 Deletion 9/14 2/14
unknown 1/3 1/3




Overview of the VHL disease germline mutations found in our patient population. @Number of patients
with CNS hemangioblastomas/all patients with this specific nucleotide change of VHL germline
mutation and "number of operated patients for CNS hemangioblastoma/all patients with this specific
nucleotide change of VHL germline mutation.



