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Cell Lines SCA28 Publication

F664S (p2)
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AFG3L2
p.F664S (p2)

Fibroblast

Female
Italian
30

65

IRCCS Ospedale San Raffaele

Pathogenic variants in the AFG3L2 proteolytic domain cause SCA28 through haploinsufficiency and
proteostatic stress-driven OMA1 activation - PubMed
https://pubmed.ncbi.nim.nih.gov/30910913/
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