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NF2 (n eurofibromatosis type 2) (updated: old version not available)

Other
names
Hugo
Location

Description

SCH

NF2
22012.1-12.2
22012.1-12.2 junction, incidentally not far from EWS

exons 17 exons (1-15, 17 constitutive, 16 alternatively spliced); spans
120 kb; open reading frame: 1.8 kb

Transcription alternate splicing, in particular after exon 15

Description

Expression
Localisation

Function

Homology

Germinal

Somatic

Entity
Disease

Prognosis

Entity

called merlin, schwannomin, or SCH; isoform 1 595 amino acids, isoform
2 590 amino acids (due to inclusion of exon 16 in transcript) ; 66 KDa;
NH2 -- FERM domain -- large a helix domain -- COOH

wide: in lung, kidney, ovary, breast, placenta, neuroblasts; high in fetal
brain

membrane associated interacts with integral membrane proteins and
actin-cytoskeleton

membrane-cytoskeleton anchor (as APC also appears to be); role in the
development of extraembryonic structures before gastrulation; has
characteristics of a tumour suppressor, as has been found in sporadic as
well as neurofibromatosis type 2 induced schwannomas and
meningiomas

ezrin, radixin, moesin, members of the erythrocytes band 4.1 family,
especially in the N-terminal FERM domain

inborn condition of neurofibromatosis type 2 patients: protein truncations
due to various frameshift deletions or insertions or nonsense mutations;
splice-site or missense mutations are also found; phenotype-genotype
correlations are observed (i.e. that severe phenotype are found in cases
with protein truncations rather than those with amino acid substitution)
mutation and allele loss events in tumours in neurofibromatosis type 2
and in sporadic schwannomas and meningiomas are in accordance with
the two-hit model for neoplasia, as is found in retinoblastoma

neurofibromatosis type 2

autosomal dominant tumor prone disease; neurofibromatosis type 2
(NF2: the same symbol is used for the disease neurofibromatosis type 2
and the gene) is an hamartoneoplastic syndrome

hamartomas have a potential towards neoplasia; those, in NF2, are The
tumors of NF2 are slow-growing benign schwannomas which do not
progress to malignancy and meningiomas

sporadic meningioma
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Entity sporadic schwannoma

Entity other tumours: ependymoma; mesothelioma

Hugo NF2

GDB F2

Entrez Gene NFE2 4771 neurofibromin 2 (bilateral acoustic neuroma) ‘

Atlas NF2117

GeneCards NF2

Ensembl NF2

CancerGene NF2

Genatlas NF2

GeneLynx NF2

eGenome NF2

euGene 4771 ‘
Genomic and cartography

GoldenPath NF2 - chr22:28324119-28419137 + 22912.2 (hgl7-May_2004)

Ensembl NF2 - 22912.2 [CytoView]

NCBI Genes Cyto Gene Seq [Map View - NCBI]

OMIM Disease map [OMIM]

HomoloGene NF2

Genbank AF165426srs] AF165426 [ENTREZ]
Genbank X72655(srs]  X72655 [ENTREZ]
Genbank X72670[srs] X72670 [ENTREZ]
Genbank AF113694(srs] AF113694 [ENTREZ]
Genbank AF122827 srs] AF122827 [ENTREZ]
RefSeq NM 000268(skrs] NM 000268 [ENTREZ]
RefSeq NM 016418 (srs; NM 016418 [EnTREZ]
RefSeq NM 181825 (srs] NM 181825 [eEnTREZ]
RefSeq NM 181826(srs; NM 181826 [ENTREZ]
RefSeq NM 181827 (srs] NM 181827 [ENTREZ]
RefSeq NM 181828 (srs; NM 181828 [EnTREZ]
RefSeq NM 181829 (srs] NM 181829 [eEnTREZ]
RefSeq NM 181830(srs; NM 181830 [ENnTREZ]
RefSeq NM 181831(srs;] NM 181831 [eENnTREZ]
RefSeq NM 181832(srs; NM 181832 [ENTREZ]
RefSeq NM 181833(srs] NM 181833 [ENTREZ]
RefSeq NM 181834 (srs; NM 181834 [EnTREZ]
RefSeq NM 181835 (srs] NM 181835 [ENnTREZ]
RefSeq NT 086921(srs] NT 086921 [enTREZ]
AceView NFE2 AceView - NCBI

TRASER NF2 Traser - Stanford

Unigene Hs.187898 [srs] Hs.187898 (ncei] HS187898 | spliceNest ]
SwissProt P35240(srs] P35240 (expasy] P35240 [INTERPRO]
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CluSTr P35240

Blocks P35240 |
Polymorphism : SNP, mutations, diseases |

OMIM 607379 [map]

GENECLINICS 607379

SNP NF2 [dbsnp-NCBI]

SNP NM 000268 [snp-nci

SNP NM 016418 snp-nci

SNP NM 181825 [snp-nci

SNP NM 181826 [sne-Nci

SNP NM 181827 [snp-ncij

SNP NM 181828 [sne-Nci

SNP NM 181829 [snp-nci

SNP NM 181830 [sne-Nci

SNP NM 181831 [sne-nei

SNP NM 181832 [snp-Nci

SNP NM 181833 [snp-Nci

SNP NM 181834 [sne-nciy

SNP NM 181835 [sne-Nei

SNP NF2 [Genesnps - utan] NF2 sNp - csHL] NF2] [HGBASE - SRs]

Familv Browser NF2 [ucsc Family Browser]

SOURCE NM 000268

SOURCE NM 016418

SOURCE NM 181825

SOURCE NM 181826

SOURCE NM 181827

SOURCE NM 181828

SOURCE NM 181829

SOURCE NM 181830

SOURCE NM 181831

SOURCE NM 181832

SOURCE NM 181833

SOURCE NM 181834

SOURCE NM 181835

SMD Hs.187898

SAGE Hs.187898

Amigo component|cytoplasm

Amigo function|cytoskeletal protein binding
Amigo component|cytoskeleton

Amigo component|cytoskeleton

Amigo process|negative requlation of cell cycle
Amigo process|negative requlation of cell proliferation
Amigo process|perception of sound

Amigo component|plasma membrane

Amigo function|structural molecule activity
PubGene NFE2
Probe NF2 Related clones (RZPD - Berlin)
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PubMed 34 Pubmed reference(s) in LocusLink

A novel moesin-, ezrin-, radixin-like gene is a candidate for the
neurofibromatosis 2 tumor suppressor.

Trofatter JA, MacCollin MM, Rutter JL, Murrell JR, Duyao MP, Parry DM, Eldridge R,
Kley N, Menon AG, Pulaski K, et al

Cell 1993 Mar 12;72(5):791-800

Medline 8453669

Alteration in a new gene encoding a putative membrane-organizing protein
causes neuro-fibromatosis type 2.

Rouleau GA, Merel P, Lutchman M, Sanson M, Zucman J, Marineau C, Hoang-Xuan
K, Demczuk S, Desmaze C, Plougastel B, et al

Nature 1993 Jun 10;363(6429):515-21

Medline 93281181

Neurofibromatosis 2 (NF2): clinical characteristics of 63 affected individuals
and clinical evidence for heterogeneity.

Parry DM, Eldridge R, Kaiser-Kupfer Ml, Bouzas EA, Pikus A, Patronas N

Am J Med Genet 1994 Oct 1;52(4):450-61

Medline 95266606

Germ-line mutations in the neurofibromatosis 2 gene: correlations with disease
severity and retinal abnormalities.

Parry DM, MacCollin MM, Kaiser-Kupfer Ml, Pulaski K, Nicholson HS, Bolesta M,
Eldridge R, Gusella JF

Am J Hum Genet 1996 Sep;59(3):529-39

Medline 96354546

Type of mutation in the neurofibromatosis type 2 gene (NF2) frequently
determines severity of disease.

Ruttledge MH, Andermann AA, Phelan CM, Claudio JO, Han FY, Chretien N,
Rangaratnam S, MacCollin M, Short P, Parry D, Michels V, Riccardi VM, Weksberg
R, Kitamura K, Bradburn JM, Hall BD, Propping P, Rouleau GA

Am J Hum Genet 1996 Aug;59(2):331-42

Medline 96335702

The Nf2 tumor suppressor gene product is essential for extraembryonic
development immediately prior to gastrulation.

McClatchey Al, Saotome I, Ramesh V, Gusella JF, Jacks T

Genes Dev 1997 May 15;11(10):1253-65

Medline 97315196

Impaired interaction of naturally occurring mutant NF2 protein with actin-based
cytoskeleton and membrane.

Deguen B, Merel P, Goutebroze L, Giovannini M, Reggio H, Arpin M, Thomas G
Hum Mol Genet 1998 Feb;7(2):217-26

Medline 98087573
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Merlin: the neurofibromatosis 2 tumor suppressor.(REVIEW)
Gusella JF, Ramesh V, MacCollin M, Jacoby LB

Biochim Biophys Acta 1999 Mar 25;1423(2):M29-36

Medline 10214350

Conditional biallelic Nf2 mutation in the mouse promotes manifestations of
human neurofibromatosis type 2.

Giovannini M, Robanus-Maandag E, van der Valk M, Niwa-Kawakita M, Abramowski
V, Goutebroze L, Woodruff JM, Berns A, Thomas G.

Genes Dev 2000 Jul 1;14(13):1617-30

Medline 10887156

The parental origin of new mutations in neurofibromatosis 2
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MacCollin M

Neurogenetics 2000 Sep;3(1):17-24

Medline 11085592

Advances in Neurofibromatosis 2 (NF2): A Workshop Report .(REVIEW)

Lim DJ, Rubenstein AE, Evans DG, Jacks T, Seizinger BG, Baser ME, Beebe D,
Brackmann DE, Chiocca EA, Fehon RG, Giovannini M, Glazer R, Gusella JF,
Gutmann DH, Korf B, Lieberman F, Martuza R, McClatchey Al, Parry DM, Pulst SM,
Ramesh V, Ramsey WJ, Ratner N, Rutkowski JL, Ruttledge M, Weinstein DE.

J Neurogenet. 2000 Jun;14(2):63-106.

Medline 10992163
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