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DISEASE:
Isolated follicle stimulating hormone deficiency

NAME: Isolated follicle stimulating hormone deficiency

DESCRIPTION:

A rare congenital hypogonadotropic hypogonadism characterized by hypogonadism due to selective 
deficiency of follicle stimulating hormone (FSH). Clinical manifestations are primary amenorrhea, absent or 
incomplete breast development, and infertility in women, and small testes, azoospermia, and infertility in 
men. Luteinizing hormone is elevated in the gonadotropin-releasing hormone stimulation test, while the FSH 
response is impaired.

ORPHACODE: 52901

SYNONYMS: Isolated FSH deficiency

XREF(S):

Orphanet
MeSH
ICD-10
OMIM

ANALYTE(S): FSHB

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/2995

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=52901
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=52901
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=52901
https://www.ncbi.nlm.nih.gov/mesh/?term=C537070
https://www.ncbi.nlm.nih.gov/mesh/?term=C537070
https://www.ncbi.nlm.nih.gov/mesh/?term=C537070
https://icd.who.int/browse10/2016/en#/E23.6
https://icd.who.int/browse10/2016/en#/E23.6
https://icd.who.int/browse10/2016/en#/E23.6
https://www.omim.org/entry/229070
https://www.omim.org/entry/229070
https://www.omim.org/entry/229070
file:///var/www/gentest.healthdata.be/docroot//analyte/3528
file:///var/www/gentest.healthdata.be/docroot//analyte/3528
file:///var/www/gentest.healthdata.be/docroot//analyte/3528
http://gentest.healthdata.be/disease/2995
http://gentest.healthdata.be/disease/2995
http://gentest.healthdata.be/disease/2995


RELATED CONTENT

Related Genetic Tests 

Hypogonadotropic hypogonadism (33 genes)

Related Laboratories 

Centrum Medische Genetica - UZ Brussel VUB

Related Analytes 

follicle stimulating hormone subunit beta

Related Gene Panels 

Hypogonadotropic Hypogonadism/Kallmann (61 genes) - ULG
Hypogonadotropic hypogonadism (33 genes) - VUB
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