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Table 2| Genetic loci reported with a P value of <10° by
GWAS or WGS studies in East Asian populations

SNP Position Closest gene Minor MAF Ref.
(hg38) allele
Japan
rs4598682 1:121505242 SORLT G 0192 207
rs1992269 18:1872316 ENSG00000266602 T 0.018 16
rs802571 7:146265094  CNTNAP2*® G 0.029
rs11613092 12118455443  SUDS3 T 01367
rs920608 476217307 FAMA7E/SCARB2 C 0044 120
China
rs72713460  14:54830325 GCH1 T 0134 12
rs2591054 15:57320212 LINCO1413 T 0.246
rs73052335 19:44916825 APOCI/APOE C 0.092
rs92871 21:38291838 KCNI5 G 0154 n7
rs3777215 5:95786296 RHOBTB3/GLRX A 0168
rs6859823 5:106218683 ENSGO0000252337 T 0.369
rs234434 14:97354683 LINCO2325 G 0.237
rs2255835 21:18119346 CHODL C 0.3
South Korea
rs1890078 10:107218478 SORCS1 C 0.064 N5
rs12594991 15:92973197 CHD2 A [oRP ]
rs189753894 19:13513675 CACNA1A A 0.359
rs2280575 3:66492439 LRIG1 G 0.059

A Pvalue cut-off of 5107 indicates loci suggestive c\I genome-wide significance, GWAS,
genome-wide ion study; hg38, Ri C Human R s
MAF, minor allele frequency; SNP, single nuclectide polymorphism; WGS, whole-genome
sequencing. “Locus is also observed in non-Hispanic white individuals. *Variants in CNTNAP2
have also been reported to be associated with vascular dementia in individuals from Spain'™.
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MassARRAY® System
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Alzheimer’s Disease Risk Detection
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Methylation)
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Panel for Risk Assessment)
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SNP Selection: Core Panel for Risk Assessment

Gene rsiD Role

APOE rs429358 Defines €4 allele, significantly increases AD risk.

APOE rs7412

Defines €2 allele, associated with protective effects against AD.

Associated with reduced MTHFR enzyme activity, which plays a role in

MTHFR rs1801133 folate metabolism, potentially elevated homocysteine levels which

increases risk of late-onset Alzheimer's disease (LOAD)
MTHFR

rs1801131 Additive effects on MTHFR function.

This core panel forms the foundation for targeted Alzheimer’s disease risk detection.
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Genetic Testing-What SNPs?

How are three ApoE variants determined by the two SNPs?

Reference Alternative
RS. number Allele Alleles

15429358 157412 Prognosis rs1801133
T T 'uncommon;
ApoE £2 possible
protection
rs1801133 G ©
T c most common;
ApOE 13 neutral role
e < 20% in rs1801133 G T
ApOE ¢4 population; risk
Reference Alternative
ot K ' \7\
(1) What is the variant combination of people with
the CT genotype at both SNPs? rs1801131 T A
rs1801131 T ©
=
— £2/t4
£s1801131 T G

A1ag19n1suUanatiu APOE (The APOE Haplo-
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Executive Summary
MassARRAY Panel Design for Alzheimer’s Dis-

ease Risk Detection
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