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The_seguence analysis of the endothelium nitric oxide synthase gene in a high
altitude pulmonary edema in Japanese population.
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In this study, we performed genetic analysis of endothelial nitric oxide
synthase (eNOS) gene (NOS3) to reveal mechanism of development of high altitude pulmonary edema
(HAPE). We carried out whole exon analysis in NOS3 gene of four HAPE susceptible subjects (HAPE-s)
and four HAPE resistant subjects (HAPE-r).

There were 3 single nucleotide polymorphism (SNPs) (rs143324164 rs1799983 rs79467411) which cause
missense mutation. In four HAPE-s subjects, two subjects of had heterozygous in each two SNPs,
rs179998 and rs79467411, neither in HARE-r subjects. This result suggests that polymorphism of
rs179998 and rs79467411 might correlate with development of HAPE.
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.. missen ratio of
SNPs  Chr Gene  position SS€nse 1/2* aloo
mutation ancestral

1s143324164 7 NOS3 150693603 Arg-Trp  C/T  1.000
151799983 7 NOS3 150696111 Asp-Glu G/T  0.870
1579467411 7 NOS3 150700291 Cys-Tyr G/A  0.908

*1: ancestral allele, 2: derived allele

3 missense mutation SNPs
Missense mutation
ancestral allele

derived allele

Ancestral allele ratio
2)




14~ | find: v Qo q @ me=
LA ONE] fs143324160 st99es § MO isross7ans § LS ommk
————

1piens Arno

11033/ 0 ic oxide “'ﬁ:s_:‘ﬂi_o\fi\ soforn N OBIEBNLI/NG_BRLIEISE3L ratric oxide sunthase, epdotheial iz
mc sapiens Annotetion Relzese 103) ell feta

chSNE Build 150 (Home sapiens Annotatign Release 108)

rs79088665 | A6

S3NP Build 151 [Homo sepiens Annotation Belease 106)

1207458799 I rs26TE041E 1 R/

DaTasea 1020 ES=h

rs143324164 rs1799983 rs79467411
NOS3
o 3 SNPs
HAPE-s 4 HAPE-r 4
rs143324164 1
ancestral

rs1799983 rs79467411
ancestral allele

2
rs1799983 rs79467411

3,4

Subjects
SNPs HAPE-r HAPE-s
1 2 3 4 1 2 3 4

rs143324164] CIC CIC CT CIC|cClC Cic cic CIC

2

1799983 | GG GG GIG GG | GT GG GT GIG
7067411 | 66 GIG GIG GG [ GA GA GG GG
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