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Ipoparatiroidismo nel contesto delle 
malattie rare endocrinologiche













Ipoparatiroidismo: cause genetiche



(before the age of 10 years)
(before the age of 15 years)

(before the age of 5 years)

Also known as APECED (candidiasis and ectodermal dystrophy), is a juvenile monogenetic 
syndrome with an autosomal recessive transmission.
The highest prevalence has been found in populations with a high degree of kindred ship or 
descendants of small founder populations such as Iranian Jews (1:600 to 1:9000) and Finns 
(1:25,000).

APS tipo I



It is related to the autoimmune regulator 
(AIRE) gene, located on the long arm of 
chromosome 21, involving 14 exons. 
Autosomal recessive inheritance.
The AIRE gene codes for the AIRE protein, a 
transcription factor, which interferes with 
immune regulation, and contributes to the 
negative selection of autoreactive 
thymocytes. 
AIRE also regulates reactions against 
microbial agents, especially against mycosis. 
AIRE deficiency contributes to an alteration 
in the intracellular communication between 
monocytes and T helper (Th) cells.











Chronic hypocalcemia





PTH: effetti biologici






