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Primary Familial Brain Calcification

Pericytes are perivascular cells along capillaries that are critical for the development of a functional
vascular bed in the central nervous system and other organs. Pericyte functions in the adult brain are
less well understood. Pericytes have been suggested to mediate functional hyperemia at the capillary
level, regulate the blood-brain barrier and to give rise to scar tissue after spinal cord injury.
Furthermore, pericyte loss has been suggested to precede cognitive decline in mouse models of
Alzheimer's disease. Despite this observation, there is no convincing causality between pericyte loss
and the pathogenesis of Alzheimer's disease. However, recent loss-of-function mutations in PDGFB
and PDGFRB genes have implicated pericytes as the principle cell type affected in primary familiar
brain calcification (PFBC), a neuropsychiatric disorder with dominant inheritance.

Zarb et al., reviewed the role of the PDGFB/PDGFRB signaling pathway in pericyte development and
briefly discussed homeostatic functions of pericytes in the brain. They provided an overview of recent
studies with mouse models of PFBC and discuss suggested pathogenic mechanisms for PFBC with
special reference to pericytes *.

Unclassified

2: Kuroi Y, Akagawa H, Yoneyama T, Kikuchi A, Maegawa T, Onda H, Kasuya H. Novel SLC20A2
mutation in a Japanese pedigree with primary familial brain calcification. ] Neurol Sci. 2019 Apr
15;399:183-185. doi: 10.1016/j.jns.2019.02.033. Epub 2019 Feb 23. PubMed PMID: 30826713.

3: Zarb Y, Weber-Stadlbauer U, Kirschenbaum D, Kindler DR, Richetto J, Keller D, Rademakers R,
Dickson DW, Pasch A, Byzova T, Nahar K, Voigt FF, Helmchen F, Boss A, Aguzzi A, Klohs |, Keller A.
Ossified blood vessels in primary familial brain calcification elicit a neurotoxic astrocyte response.
Brain. 2019 Apr 1;142(4):885-902. doi: 10.1093/brain/awz032. PubMed PMID: 30805583; PubMed
Central PMCID: PMC6439320.

4: Jensen N, Schrgder HD, Hejbgl EK, Thomsen JS, Bruel A, Larsen FT, Vinding MC, Orlowski D,
Flchtbauer EM, Oliveira JRM, Pedersen L. Mice Knocked Out for the Primary Brain Calcification-
Associated Gene Slc20a2 Show Unimpaired Prenatal Survival but Retarded Growth and Nodules in the
Brain that Grow and Calcify Over Time. Am ] Pathol. 2018 Aug;188(8):1865-1881. doi:
10.1016/j.ajpath.2018.04.010. Epub 2018 May 25. PubMed PMID: 29803831.

5: Oliveira JR, Oliveira MF. Primary brain calcification in patients undergoing treatment with the
biphosphanate alendronate. Sci Rep. 2016 Mar 15;6:22961. doi: 10.1038/srep22961. PubMed PMID:
26976513; PubMed Central PMCID: PMC4792151.

6: Kimura T, Miura T, Aoki K, Saito S, Hondo H, Konno T, Uchiyama A, lkeuchi T, Takahashi H, Kakita A.
Familial idiopathic basal ganglia calcification: Histopathologic features of an autopsied patient with an
SLC20A2 mutation. Neuropathology. 2016 Aug;36(4):365-71. doi: 10.1111/neup.12280. Epub 2015
Dec 4. PubMed PMID: 26635128.

7: Vanlandewijck M, Lebouvier T, Andaloussi Mae M, Nahar K, Hornemann S, Kenkel D, Cunha SI,
Lennartsson J, Boss A, Heldin CH, Keller A, Betsholtz C. Functional Characterization of Germline
Mutations in PDGFB and PDGFRB in Primary Familial Brain Calcification. PLoS One. 2015 Nov
23;10(11):e0143407. doi: 10.1371/journal.pone.0143407. eCollection 2015. PubMed PMID: 26599395;

Neurosurgery Wiki - https://neurosurgerywiki.com/wiki/


https://neurosurgerywiki.com/wiki/doku.php?id=pericyte
https://neurosurgerywiki.com/wiki/doku.php?id=pericyte_functions
https://neurosurgerywiki.com/wiki/doku.php?id=pdgfb
https://neurosurgerywiki.com/wiki/doku.php?id=pdgfrb
https://neurosurgerywiki.com/wiki/doku.php?id=calcification

Iigsét47gg/%t7e:02.53 primary_familial_brain_calcification https://neurosurgerywiki.com/wiki/doku.php?id=primary_familial_brain_calcification

PubMed Central PMCID: PMC4658112.

1)
Zarb Y, Franzoso FD, Keller A. Pericytes in Primary Familial Brain Calcification. Adv Exp Med Biol.
2019;1147:247-264. doi: 10.1007/978-3-030-16908-4 11. PubMed PMID: 31147881.

From:
https://neurosurgerywiki.com/wiki/ - Neurosurgery Wiki

Permanent link:

Last update: 2024/06/07 02:53

https://neurosurgerywiki.com/wiki/ Printed on 2025/06/29 01:56


https://neurosurgerywiki.com/wiki/
https://neurosurgerywiki.com/wiki/doku.php?id=primary_familial_brain_calcification

	Primary Familial Brain Calcification
	Unclassified


