
Variants reported in the literature

Variants reported in the literature and highlighted by Alzforum

Variants that, in homozygous form, eliminate or nearly 
eliminate ApoE
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Schematic of APOE Protein
Variants are named according to amino acid positions in isoform 
1 (Uniprot: P02649) which has 317 amino acids. Positions in the 
mature protein (299 amino acids long) appear in parentheses. 
See methods for selection of region and domain boundaries.
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a.a. 130 (112) a.a. 176 (158)

APOE2
(R176C)

APOE4
(C130R)

Cys (TGC)

Cys (TGC)

Arg (CGC) Arg (CGC)

Arg (CGC)APOE3

Cys (TGC)

c.-380A>G promoter

c.-233G>C 5' UTR
c.-105A>G 5' UTR

c.-279G>A 5' UTR
c.-286T>G promoter

c.-494T>C promoter
c.-558A>T promoter

APOE Region

c.43+520G>A Intron 2

c.44-469A>G Intron 2
c.44-1G>C Intron 2
c.236+50T>C Intron 3

c.237-1A>G Intron 3
c.*25C > T 3' UTR
c.*36C > G 3' UTR

c.-78C>G 5' UTR
c.-81G>A 5' UTR

c.43+349G>A Intron 2

c.-24+288G>A Intron 1

c.43+11G>A Intron 2
c.-23-280C>T Intron 1

c.43+78G>A Intron 2

multi-gene
Variants not shown

c.-647A>G promoter

c.-488C>A promoter

c.-1334G>A promoter
c.-779_-776del promoter

c.-24+38G>A Intron 1
c.-24+69C>G Intron 1

c.-23-377A>G Intron 1

c.44-523G>C Intron 2

c.237-28C>T Intron 3

c.*92C>T 3' UTR

c.43+219_43+221dupGTT Intron 2


