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DISEASE:
Multiple endocrine neoplasia type 2B

NAME: Multiple endocrine neoplasia type 2B

DESCRIPTION:

A rare form of multiple endocrine neoplasia type 2 (MEN2) syndrome characterized by aggressive medullary 
thyroid carcinoma in association with other endocrine tumors, notably pheochromocytoma (one or both 
adrenal glands can be affected). Onset is typically in infancy or childhood and patients often have a typical 
facies (mucosal neuromas of the lips and tongue, and bumpy lips), ophthalmologic abnormalities (alacrima 
in infancy, thickened and everted eyelids, mild ptosis, and prominent corneal nerves), skeletal anomalies 
(marfanoid body habitus, narrow long facies, pes cavus, pectus excavatum, high-arched palate, scoliosis, 
hyperextensible joints and slipped capital femoral epiphyses), and a generalized ganglioneuromatosis 
throughout the aerodigestive tract. Chronic constipation, abdominal distension, diarrhea, or megacolon at 
birth are often the initial manifestations.

ORPHACODE: 247709

SYNONYMS:
MEN2B
Multiple endocrine neoplasia type 3
Wagenmann-Froboese syndrome



XREF(S):

Orphanet
MeSH
MedDRA
ICD-10
OMIM

ANALYTE(S): RET

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/837

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=247709
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=247709
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=247709
https://www.ncbi.nlm.nih.gov/mesh/?term=D018814
https://www.ncbi.nlm.nih.gov/mesh/?term=D018814
https://www.ncbi.nlm.nih.gov/mesh/?term=D018814
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10056420
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10056420
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10056420
https://icd.who.int/browse10/2016/en#/D44.8
https://icd.who.int/browse10/2016/en#/D44.8
https://icd.who.int/browse10/2016/en#/D44.8
https://www.omim.org/entry/162300
https://www.omim.org/entry/162300
https://www.omim.org/entry/162300
file:///var/www/gentest.healthdata.be/docroot//analyte/937
file:///var/www/gentest.healthdata.be/docroot//analyte/937
file:///var/www/gentest.healthdata.be/docroot//analyte/937
http://gentest.healthdata.be/disease/837
http://gentest.healthdata.be/disease/837
http://gentest.healthdata.be/disease/837


RELATED CONTENT

Related Genetic Tests 

Genetic disorders of Calcium and Phosphate metabolism (gene panel)
Multiple Endocrine Neoplasia type 2A and 2B / Familial medullary thyroid carcinoma
Multiple Endocrine Neoplasia type 2A and 2B / Familial medullary thyroid carcinoma 
Multiple endocrine neoplasia (3 genes)
Multiple endocrine neoplasia type 2A and 2B / Familial medullary thyroid carcinoma
Neuroendocrine tumor (NET) (gene panel)
Onco-endocrine pathologies (gene panel)
Paraganglioma-pheochromocytoma (6 genes) - ULG
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Centre de Génétique Humaine - CHU Sart-Tilman 
Centre de Génétique Humaine - Erasme ULB 
Centre de Génétique Médicale UCL 
Centrum Medische Genetica - UZ Gent
Centrum Menselijke Erfelijkheid - KUL
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Genetic disorders of Calcium and Phosphate metabolism (31 genes) - KUL
Multiple endocrine neoplasia (3 genes) - UCL
Neuroendocrine tumor (NET) (9 genes) - KUL
Onco-endocine pathologies (50 genes) - UCL
Paraganglioma-pheochromocytoma (6 genes) - ULG
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