O[]0

T

S=<=35 10-2565803 ‘lusﬂ;

(19) HaI=ZE3F A (KR) (45) F2dA 2023308410
(11) 55 10-2565803

(12) 53 FE(B]) (24) EEAA 2023082072
(51) A58 &/ (Int. Cl.) (73) &34
C12Q 1/6883 (2018.01) FA 34} HEgA DA
(52) CPCEFEFH A7 %= AEA BET- BFud R 240, olol% 10
C12qQ 1/6883 (2022.01) S(E 5, 4tskstol g ~)
C12Q 2600/112 (2013.01) dMdsta AsEEG
2 Fdve 10-2020-0103338 MEEHAl MUYET AAR 50 (AEF, dAY
(22) 294 20201308€18¢ 8hal)
AP TLE 2020308918 (72) &gzt
(65) FZNHE 10-2022-0022313 s
(43) FMLA 2022'302925¢ A7) Al £ YRR 700, AE 4%
(56) 2187 %2A 58 (2H3%, meolntole 33) () Eebalutol o
ATO, NORIHIRO 5, nature genetics, T84
doi:10.1038/ng.834, #H o] 1-10 (2011) A7E AFA 2T dSHuE 700, A 43
KR1020190008843 A (M35, Zoulel e 9k4) (—?)Eﬂi‘r;‘* Hlo] 2.
CN109750101 A (R A=)
(74) gl
EFyAdl g
AA A 0 F 8 g A ey
(54) o] WA aEYed dd AR AF PH L o]E o] &F JE
(57) 8 ¢F

B gAMol e AAzRE By AEshy A EZ5E ML, FGF5, NT5C2, ATP2B1 2 LINC00936 Ale], PRDMS
2 FGF5 Ale], C6orfl0 2 HLA- DQBl Alo], RNF213, GML % CYP11B1 A}e], CNNM2 % NT5C2 *}0], MYL2 2 CUX2
Abe]l & JAGL = FHolx &hvbe]l FHA ddo] thdk SNP(single nucleotide polymorphism) FAAEES AZEss=
A, 2 AEE FAAEE V1R A g iy H 93 S AAste dAE 2dete, 18l g
AR A HHS A3},

o ¥

Frt

- =
a

e

HHZRH ZeleE M2sE ASZZ2EH EMLG, FGF5,
NT5C2, ATP2B1-LINC00936, PRDM8-FGF5,
C6orf10-HLA-DQB1, RNF213, GML-CYP118BT1,
CNNM2-NT5C2, MYL2-CUX2 & JAGT & B < oLt
o A0 CHet SNP(single nucleotide
polymorphism) REIEE A&

~~8110

24 &y ~~8120
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(52) CPCESEHF BHA
C12Q 2600/156 (2013.01) MSEWA HET A =31 22 AL S o}
C12Q 2600/158 (2013.01) 3E 5% 1003%
(72) &=t
A2
A7)% g B diEaE 700, A% 45 (
A E, Fgletutol wta) (55)H EhAlnle] &
o]x] 4
MEEEA 2T ANEER157 19, olA =g H v}
3 105% 703%
o] S AYg F/AFINEAN
A ZFHE 1415169358
HAHE 20002781
29 AT A F-
HA DL (HE) 7188 S ried e
ATFAG vlo] @Ak Al 7] <7 (R&D)
A A 7 AREAE el delE i A7 PR oS 2 e Aus
71 o & 1/1
A2 7] ey F2 3|2} dlehAlnto] &
AF713E 2020.04.01 ~ 2021.01.31
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5 A 4
F7H9)
ATE1
Al HEE A 58 @A,

MAZRE Zod B=s4 AR
6§ =]

polymorphism) % 2}3 a A, 2
HER 7] 448 94 7] YEF AFAFS 7122 A7) A dist 8t e A9e d4sts dAE
x3sal,

of e Ax AT W,
ATE 2

AHA

273 3

AHA

AT 4

AHA

A3 5

2371 rs11105378¢l gk 1717k TolH
A7 MAe] HEF AFFel 2g/day PIvl B,
ke

A7 MAE 8 2 AP eR AAste WAE sk, L8kl o JE A

ol

P
2TE 6

AHA

ATE 7

AHA

T8

A4

A7% 9

A4

A7 10

Al 13l SlojA,



[0001]

S=50ol 10-2565803

47 RS AEse HAE,

o

X< (sequencing) A1, mlo]aZoj#old] o3k X3}, Y A Eo]A<el PCR(allele specific PCR), T
olvty] oy HHAx =A3} 7] (dynamic allele-specific hybridization, DASH), PCR A% &4, PCR-
SSCP(PCR-single strand conformation polymorphism), PCR-RFLP(PCR-resctriction fragment length
stibe] Wl ojal] e, gl tig AR AlE Uy,

==

polymorphism) 2 TagMan 7|¥ & Fo=

A3 11

UES HHgo] 859 MAZEE Bad AESH A2 5E ATP2B1 2 LINC00936 Alo] S} o st
SNP(single nucleotide polymorphism) H9& X3t ZFFULHES 2 £ AS3EE 49 T2
B (probe) =¥ Zgto|H (primer) AAS F&slaL,

A7) ZRH EE o)

A7) ATP2B1 2 LINC00936 Alole] f-AaF ed oA rs11105378¢] tidt ¢17]21 C & T8 £F ke ASsEE

TE, el W AE ATE 2=

3TE 12

AHA

7% 13

A 1ge] 24ES Edshs, ndgdl hF An ATE JIE.
3T 14

Al 133l 9lelA,

37 NEE,

RT-PCR, ddPCR, wholzizefdle] F 2 DNA 3 71E & AHox® shiel, ndste] g AR AF8 7|E.

A3 15

47 WEF AAFol 2g/day o4 Aol ndstel U@ Wy 454 F AolE suE HASH:, wEgt
ge 4w ATE e

ol Hy

7l € & oF

B owge AR Yoy ATed ARZRY UEF 4FHd ne ndg w994 a5 2 dug
G g wel e WA B Aol
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[0014]

[0015]

[0016]

[0017]

[0018]

[0019]

[0020]

[0021]

[0022]

[0023]

[0024]

[0025]

[0026]

A, B owgel wAEel sasus s B, FRANA §
A4 WMol Folol, EFH A hE wAY WY AYEE S

2ore) RS ool AFY HAEE AVHA gov], AFHA B E e HA5S okde] /A
238 G BFSA ol F UL Aol

A2 7 5
Aest npel e FHAE dAdshy] fd, 2 L, JAEZRE e A=y AJSZKE EML6, FGF5,
NT5C2, ATP2B1 %! LINC0O0936 AFo], PRDM8 2 FGF5 Alo], C6orfl0 = HLA-DQB1 AFo], RNF213, GML % CYP11B1
Atol, CNNM2 2 NT5CZ2 Alo]l, MYL2 9 CUX2 Ale] 2 JAGL & Holk shuel 22k gHo] 3k SNP(single
nucleotide polymorphism) F4x8E AZEstE dA 2 AEE F4AEE 7122 A gt ndg a4y 9
ds AAste dAlE EFete, el tiF AR AT WS ATt

2 dyel B4 1 maw, FA238S AEsteE dAE, EML6 FdAbl Al rs67617923¢] ek 9r7|E AZsE
A, L FGF5 -7 &Foll A rs1699807390 thet A7|1E HEste dAE 238 5 3

-

2 o] g2 B 2w, 18t W 98-S AAske @A, rs676179239] et @77k ASl A, &
rs169980739] ™3+ 717} TOL AS-, NAE 18 ¥ 29T o R AAsE dHAE

Boulgol g2 EAo wad, fAAES HEsE 9AlE, NISC2 FAAIA rs111915829] o
AZsE whAl, 2@ ATP2B1 2 LINC00936 Ale]l 32k Aol A] rs11105378¢] gt A7 AxsE
5’:

W, n¥Y 9 A¥EES AAs= AT, rsl11915820] wigk Ar17F A H
(s} S [ai3
T =

F o
2 owge] ® ot B4 w2d, fAA8E AEshe @As, PRNS R FGE5 Abo] A FoelA
7]

rs125095950] ak A71E H=shHs 9, Corfl0 % HLA-DQB1 Ate] =} dollA rs6913309¢] whgh <
frA el A rs1127354310) td 718 HEse dAE Mﬂ%‘ T A B

T uE 5%l wPEﬂd, 1Y t‘é‘%‘ AP AAshE @AE, rs1250959590 g 2717k €, rs6913309¢l]
17178 ARl %, HAE HER A 2g/day o3 A, nEt 2

ok & of

oK lo
o2
~
N
o -

wdo] T ot 5o wEW, §HAxES HESe @AE, ML % CYPLIB1 Ale] RfAAl A
rs3819496° digt A71E HEske= ©A, CNNM2 ‘;‘ NT5C2 Alo] fdaF el rs1404733969] that A7 7
=3 A, MYL2 2 CUX2 Abo]l f-3AF ool A rs122296540] ek 9715 d7]|2 A=ste @A, 2 JAGL &
Azl A rs188732000 thgk V& AF3dh= WAE 2FE 5 At

e ogE SAC wEd, udg Wy A¥s AAske @AlE, rs3819496° tiE 4717t G,
rs140473396¢ ™dt 4717F AC, rs12229654¢] thdk G717t G, 2 rsl1887320¢] wiEk 9717F G AS-, MAS
UEFAHAH 2g/day ©17d 49, 1L Iy A9 o2 AAsE HAE 23T 5 .

2 oage] ¥ g2 B mEw, F3AES AEske 9AE, A9 (sequencing) 4, mlo]FRo ol ¢
g ZA3, Y AR Eo]#<l PCR(allele specific PCR), Tholub] e #2112 &A43t 71¥ (dynamic
allele-specific hybridization, DASH), PCR % ¥4,  PCR-SSCP(PCR-single strand conformation
polymorphism), PCR-RFLP(PCR-resctriction fragment length polymorphism) % TagMan 71¥ % A= 3yo
W) os) e = Q).

shE, A&k vkl 22 HAE SEsty] Y8, B dye B i) o AAde)] w2 mEete] ik Jr A
& Wl A 9] EML6, FGF5, NT5C2, ATP2B1 2 LINC00936 Ale], PRDM8 % FGF5 Ale], C6orfl0 2 HLA-DQB1
Alol, RNF213, GML 2 CYP11B1 A}o], CNNM2 ® NT5C2 Abo], MYL2 ® CUX2 Ale]l 2 JAGL & A% st 4

2} 9§ o g SNP(single nucleotide polymorphism) 592 ﬁ?}z‘s}lﬁ ZHFZYQEEE 2Z w 7E3.
3]

ut

it :10

[e5

U_u'

2 FA8E ZZH(probe) = ZEto]H (primer) AAE Xest=, @St dish AR AFE 2AHES AT
T St
ool E4o] way, ¥aH e Zto]wiE, EML6S fFxIAbelA rs67617923¢] digk 719l ¢ Ex
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[0027]

[0028]

[0029]

[0030]

[0031]

[0032]

[0033]

[0034]

[0035]

[0036]

[0037]

SS90l 10-2565803

FGF5¢] A xFoll A rs169980730] et 7191 A B T, NT5C29] FraAbell A rs111915820 w3k €7]¢) G &
A, ATP2B1 92 LINC00936 Alolo] & =bell Al rs11105378¢] thak 37]¢1 C ®& T, PRDM8 2 FGF5 Alole] &4
dFo A rs125095959] ek 27161 T %+ C, C6orfl0 2 HLA-DQB1 Ateld] HAA A HeA rs69133090] o &
9719l T W= A, RNF2139] Aol A rs112735431¢] thgk 37191 G &= A, GML 2 CYP11B1 Alole] fAx}
J ol A rs38194960] ek 7191 A W= G, CNNM2 2 NI5C2 Atele] A=t oA rs140473396¢] that o
7191 ACACACAC = AC, MYL2 2 CUX2 Alele] G2z} dAdA rs122296540 tish AA7]Ql T & G, 2 JAGLY]
FrAbell A rs1887320¢] Wk 7|9 A = GE FF HEL & U,

U, Qe vk ge AAT AL e, Bowge B ow
Eha &

=, kel v g A

0O

ol
H
fr 4

9] A AA oo wE mdEetd W AR A

UC:} = =
@ % 9k,

W oge] o] upEw, 7]E, RI-PR, ddPCR, vhelZzejdle] 2 2 DNA A 71 3 Holx shtal & 9
o}

Wyl te 54 hew, JEE, S48 f44 90l Ug Pl f04Fel) wheh, BEFHA e
Aol mAskel g wy A4S YEIES P48 B4 9 6 238 5 otk ou, %A Fue,
HEF MH7E 2g/day VT Aol nES] @ Wy 48, % GEF AA7 2/day o1 Ao s
el o Wy ged F Aol e BAT 5 o

olet, ANelE Baho] B WS wrh s AWAT. T, o]F AAdE B BEe oAgon AW
A% Aol Batstmz ¥ wwe] Welvt o5 Aol ola] @guE Aow dMHNE o,

ugo] g7

Eodmge A ERE EoE ABESHE Alm245E EML6, FGF5, NT5C2, ATP2B1 2 LINC00936 Alo], PRDMS =
FGF5 AFo], C6orfl0 % HLA-DQB1 A}e], RNF213, GML 2 CYP11B1 A}o], CNNM2 2 NT5C2 Ale], MYL2 2 CUX2 A}
o] H JAGL & Holx 3l}el fxAF dde] thd SNP(single nucleotide polymorphism) FAAE #HEs)ar,
ole what A g nE S AW P uig ARE AFTE 5 AUt

tholzh, g whes] JRAll tiE g e oS 5l AeEd obye}, YEF AF O wE 2Pl
ek 2w ool g ARE AeFoEA, JhAl 2xrl Y des mRste] ndgtel tid o B A

g e, #oume Sdel AF N4 2 nde sASRE 9, ngRe] Soldel Afwe b
Aueld o Awge 2e ASS AFgond, Fde vASNY Fu duel BE o5 @ Auol
¥e 5 Ak,
g e, &

T 32 ¥ de] o AAee] mE u¥te] gk AR AlF WA A Fukel oidk AdwrA 54 A

da Bl 4b= 2 2ol o AAfelol mE adstel] tid AR AlE el e] d=le] whE udet A

&= b5 2Hel o AAfdel wE gl Wi Ar Ale WyelMe YEF AFFe] e ud

2

PN
e

o,
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[0038]

[0039]

[0040]

[0041]

[0042]

[0043]

[0044]

[0045]

S550ol 10-2565803

% 6a % 6bi ¥ wHel o Axdlo] wE el ta 4w A Yol xe] s\pol st Aot
78 B ouge o Axde] nhe @] dg 4 Al Pl S\eE mdshs FAK Fel oje
wlolofu] ZF Alolth

wgg YAl Aok FAF g

woagel oy W 54, 93 IRES e4sE WS AREs w9 @ A FEEe e A
5 Fxekw Yeeld Zolth, e, ® e olslelA ANHE ArdSe] #AHE ol ohet A
2 U8 O9E gUs a9 doln, ux X ANdEe B Uyel Az SsES s, X udgo] L3
© o1l A B A4 7hd Aols) we] WEE fstA delF] S8 AFHEE Aolw, B uy
o B7ge] WFel oJs) gela woju,

B ogAA deld AAgEE ol "dF EE dwre A9 wae 4%, 29 24 SUE(rish 2 Al o
Wy 44 (susceptibility) AASAL EEA7E AHE BE 539 242 mFs, g5
A DPAAA e peksle] AW AV WY WL ASTE AL LHY F gdou, ool A
A€ o,

2 gAA el AEEE o "ER AR allele) s FEANA] FAF FAR o] EAE B A
A9l ole B wakn, dd, S\PE F 7 ggddbialleleo)d 2Eth gPFAL NEE 54 9
FAG U F44 DEAe ey AeE o

2 PAA oA A8EE 8o "rs_id"E 1998K-E SNP HRE FAH3L7] AZHgE NCBIZE 2714 5HHE B
E el didfel eld S LA AT £ A & BAN DA rs(maber)s) 2 Bl 10
stglom, ol ¥ w@el o AAdo] we wALel e Au AT PHelAe @Y v SPE e
- Som, AR rs-ids o18ee] SPSl FIA % AAE SolsA NBLE Beel AE 4 Ak vl

7}, NCBI9] dbSNP(The Single Nucleotide Polymorphism Database) W&l rs_iddl al@stes FA2¢ g 2
olo] tjgt HBE= Alzko] Ao uwle}(Genome Reference Consortium human genome build ¥ & whe}) ZFA
WMAE ¢ qloy, B dgo] Wyt MAE Ado® nXE H2 FHAA AEE Aot

WA Wl M AREEE o] "EEE U =(polynucleotide) i A" @A = o]F Thete] FE
o] DNA T+ RNAE 9uj&d 4= 9it}. DNAE ofldd(adenine, A), o} (guanine, G), A]EAl(cytosine, C),
E]9l (thymine, T) Y] 7}4 7|2 FA4Ho] dow, RNAE B9 Al kA (Uracil, U)S 7FA 2 k. #At
1% 7ldolA A= T = U, C= G 9719 42488 olF=d), olgs d7|9 #AZ A1 A (complementar
olglal gl Yoz, E WAA oA ALEEE 8o "§-A DNA(genomic DNA)"& 3 JHAlQ] Aol F
ANMEZA, A &S FHARE L3I ' DNAE 9ud F= vk, o dolrt, £ HAA oA A
|5+ 8o "Il (protein) " obH A 7 FEFAE oulst, EEHWEre|E E= HWEFO] = (peptide) S}
334 A AHEE 5 .
=

WAA ol A ALEEE "olueite] AFAGHEAD " AEE ok ®FE ofo] A uhel thee
ofu:=2bS oumje 4= 9ltl. A(Ala): ¥ERd, C(Cys): Al=HIQl, D(Asp): oFamZEAL, E(Glu): FFEAE,
F(Phe): sl d&ebd, G(Gly): =etolAl, H(His): 3|=EH, I(Ile): ]&%@,mww glolal, L(Leuw): ¥
M(Met): ®EIQ W, N(Asn): okx3tebd, 0(Ply): s Zglo]Al, P(Pro): =&, Q(Gln): E—rE‘r‘?_, R(Arg): 0]—
22, S(Ser): A, T(Thr): 2#ed, U(Sec): Adw=Al2HS, V(Val)- o W(Trp): EHET
Y(Tyr): BFo]=A1.

= OWAIA WelA ARE = "

S A3 EX(genome wide association study, GWAS)"& EA
FA (A #Ho] A& FA7 WHolE &

) =
[0
—_
N
Ho
ﬂ&

BAYoR, A4 fAA w54 494 99 o
W NP EE f WelE YED 4 Ut rAE o) gdlel 54 FAAW)I Any ATE FYsh, A
B AT AWk 54 GRAT(RID)N AYE F 54 FATEAYD)NA 54 FAMelst vwaA vehd
A% Avdgel kn @Y F Atk
A QelA AHEEE gof AA'E 54 94 Z, AF U EE nd¢ 29 B o3 EE A
2 o7 AR NFAS AT 5 Ak, old, AAZRE Y YESH ARZLE DAE FE3H], A
of o AEd 54 G etel oF wE A9 + Ao oW, YBSH ARE e, x, W



[0046]

[0047]

[0048]

[0049]

[0050]

[0051]

[0052]

[0053]

[0054]

[0055]

[0056]

oin
1]

=61 10-2565803

4, B8 A 9 el TIW 5 Yok, ol ARTE AL oy, W FES
PN
T

of e et hdt AR AlE ¥y R ool wE 7]Ed

T 15 Fxsid, 2 o] o AAde] wE adstel tidk AR AT WRel o S5 =AEY. 2
ol o AAlde] wE ndste] gk AE AT WHS ANAERE FeE AETH ARE5H EML6, FGF5,
NT5C2, ATP2B1 2 LINC00936 Ale], PRDM8 = FGF5 Ate], C6orfl0 = HLA-DQB1 Ale], RNF213, GML 2 CYP11B1
AFo], CNNM2 2 NT5C2 Ale], MYL2 2 CUX2 Alel B JAGL 5 ZHolm 3sluel - ool digh SNP(single
nucleotide polymorphism) FA2AES AEstE @A (S110) 2 AE=E 424 E 7122 AA sk a2yt
1 AEE AAsE 9A(S12008 29 & .

olu], SNP(single nucleotide polymorphism) &, ©dF7Ichg AL shte] §21AF 9 (locus)ol F 7HA] o]
°f oy fFHdAH(allele)7t EAste= v A —rH(polymorphlc site) FolA, ©d A7l & AL
onjsttt, SNP+= Hlw A 71 WIE7} =31 ¢rAsie, §AA AA|o EEE o] ¢lo] 7Hi4]94 S AR RS A
Al ¢ k. B3, NP dibF o g W 947] tE Al itEo] xdAF e WetE 23 F£x Jed, 2
o] SNPE A AT R ol wE S o AolE yEkE & drk. yoprl, 2 wAlA el "SNP
= "Wol" B "SNP m}A "¢} £8Eo] AREE 4 QT

WA AR Fulg AEEA A2 DNAZY-E EML6, FGF5, NT5C2, ATP2B1 % LINC00936 Ale], PRDMS %
FGF5 Ale], C6orfl10 ¥ HLA-DQB1 Ale], RNF213, GML = CYP11B1 Alo], CNNM2 2 NT5C2 Ale], MYL2 2 CUX2 A}
o] & JAGL F Ao sl AR e o3k SNP(single nucleotide polymorphism) FHAAEE AEd=
S (S110) Al A= rs67617923, rsl16998073, rs11191582, rs11105378, rsl12509595, rs6913309, rs112735431,
rs3819496, rsl40473396, rsl2229654 2 rs1887320 = #Hol% slte] SNPE HEE 4 ).

Hop FAA R, WA, rs67617923%1 SNP2 EMLE Azt el et AW 19 LI dH =04 101
HA Fdels Q718 Edehe AA B A5 ZYFEUEHEA & vk, doprh, AEWE 19 EE5
ZYSE=A 1014 FstE IV ¢ B E o]t%, rs67617923& o2 F3sl= 5 A 300709 dAE# <)
7= Y EFearEdleHE e ol FRAQ EesrEdleH=d & oy, ol AgEe= A of
Yrtt.

2 b, rsl16998073%0 SNP2 FGF5 -7zt oo the Mdws 29 ZelwFel Q= 10194 st
@715 Fdshe AA e A5 I EdedH=Ed o Adn. delrh, AEWE 29 Eela S QB =l A
10194 slFsls A7 A T TolH, rsl169980732 ol& X &3l 5 WA 300712 A543 A7z FAHE
ZYFEULEE B olo ARAQ ZYwIEUE = & o, old AFE= AL oty

NE 39 ZolFZYE=oAd 101HA] dgs=

1 oS, rsl1119158221 SNP-2 NT5C2 A= dde] that <
QA71E EFeE WA e 459 FIwEdEHEY & k. Yoy, AEHE 39 EHwEYUE oA
101H7 afdsls 971 G = Aojw] | rs11191582& ol & Fdal= 5 X 300709 &3 7|2 FAHE

FenIYers B Oloﬂ HRAQ FelrFUer=d + gout, ol ARHE AL ohrh,

T oh, rsll105378%1 SNP ATP2B1 ¥ LINC00936 Ate] %} e tjgh AEHE 49 ZwE LE =
A 1018A dlgete 9718 Xdete AA Ee dF9 ZYFEYEHEY £tk yolrh, AEHE 49

ZFEHE=oA 1014 sidste 7= C & TolW, rsl11105378-2 o5 X &3k 5 WA 300719
£A9 Qrle PAHE FeRFUoES EE oo FuAd TeRIUEEd F glont, oo Aldu:
Ae oht,

1 Uh, rsl2509595%1 SNP PRDM8 2 FGF5 Abo] f-7dzk ool tist A ERs 59 EFelwIFalEl=dA 101
WA Fets G71E ZdslE AA| B g Zg) ] ATk, yolrt, YIS 59 5
ZgoE=oA 10104 dFels A7)= T L Coln, r312509595° o2 X3t 5 A 30079 d&H
A712 FAEE ZEFEUdHE EE old FRAQ Z T o, ofd AdEE R o}
Y},

71 Y, rs6913309%1 SNP2 C6orfl0 2 HLA-DQB1 Ale] 42} e gk NS 69 ZHwEaLE=00A

¢
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[0057]

[0058]

[0059]

[0060]

[0061]

[0062]

[0063]

[0064]

S5S0ol 10-2565803

1A sdslE A7lE Edhe HAA T dFo ZYwIFdE=d F k. deolrl, AdWE 69 &
ZYLE = A SIHA sdels PV T wE Ao]H, rs69133098 o]E X8l 5 WA 300718 &4l
A71Z FAEE FEwEULEHE EE ol ArAQ ZEwIYE=d 4 o, ol AgE= A of

g,

7Tk, rsl12735431) SPE RNF2I3 f4 Gel tie MAWE 7o FelnEel sl 1008 )
QB TP A B dve] BARZALESY £ g dobt, 4GNS 79 FelirFe Qs
A 10094 SlEshes 715 G e AolW, rs1127354312 o|& X Fsh 5 WA 300719 A&5HQ0 |2 T4

1 & glon}, ofd ARsE A

Hie FYwEALEE Ev oo ARAQ ZYwEUEHEY T U ofyt},

1 UhS, rs3819496%1 SNP-2- GML % CYP11B1 Ale] f-#AAF Fo st EHE 89 FolfwE Qe =04 919
A SFse G718 2 AA B IR FwEHELHEY § Y. Yoy, AdWlE 89 EFEwE
AL E=oA 91HA sdal= 7] A BE oW, rs38194968 o2 EFal= 5 WA 300709 AL 937
2 FAHE EYFEUEE v oo ARAQ ZYFEHLEHEY F Ao, o]d AgtE= AL oYt

I Y2, rs140473396%1 SNP CNNM2 2 NT5C2 Alo] f-4AF dof tigh JEHE 92] Z 7| LE|=ofA 51
WA Age 4718 E@et AA mt dve] EFehIdecsd & Ak debh, AGus 99 Feli
S LEEAA 51A dlFshs 97]= ACACACAC HE+= AColW, rsl40473396 ol& i%é = 5 WA 30070¢]

AEHAQ VR FAYE EYFEIALEE B oo AHAQ ZwEHHEY & Jou, od AgE=
AL oYtk BT FAFORZ| rs140473396%1 SNPL o2 FHEfe] SNPUF MO](Insertlon) 2 /= AL
(Deletion)o] ®¥HEmE= Fzkold] o), IWHs 99 ZglFIFH Qg =oA 514 s]dsts= 7] ACACACAC

L= AC Bk o), o kst g9 widoe] xdE 4 g},

I o, rsl2229654%1 SNP2 MYLZ 2 CUX2 Ato] fxzk e djst

AEd¥s 109 ZYrEElE =4 101
A gl A7)2 Eikel= AA = 01‘:'.4 ZEwEULHEY F

9@ volzk, Adis 109 85
A2 0104 ST 9715 TS olsl, rsUOTI0E ol & XTAE 5 I 3007k A5
F7I= FAEE EewEEUEE e Oloﬂ FRAR YL Ed & glov, ol AlE= AL of
Ut

mpx]Elo 2 5188732091 SNP2 JAGL 42 Ao W3t MIAWHS 119 ZowFULE=olA 101HA a3}
= Y9UE E¥eE AA e dF ZYFEFULE=Y § k. yolrl, AEHE 119 ZwEEllE=
oA 101 A FFsle G7)= A BE GolH, rsl8e73202 ol X3bslE= 5 UlX 300719 &4 drz A4

He EYwEAEE Ex ol ARAQ] ZYFEHLHEY & oy, oo AgE = AL ofyr).

ek, B o] A AAlde mE n o] gk HE AlF WHoA o] &EE= NP F, AERE 1 WA 119
gk AVIMES, AETH 5 LS e dHolE nEIgH, AEESdd 7AE AEH dAFHA FIA
(substantial identity)S YERE AEx 233 4 o). oldf, HAAQl U (substantial identity)-
2 oago] A Ao wE mdgtd uigk AE AlF A AEi) oo oE AEs Hulg dSy=
5 dyd(align)star, & GAlA TAHLRE o]&H = dauFS o835l dedd ALEs BAg Hgel,
A 60 %, WSS 70 %, WS wFESHAIE 80 %, WS wEASHAE 90 %9 AsAS UEhllE AE
S 9guE = Q. wEka, 2 Ao o AAdel mE ndete Ui AR AT WA o] &3 = SNPE
Aedt NPE X35l AddE 1 WA 112 ZA Y s G749 =2 Asds 2te d7INE, d8 &9,
I s Ae] 70 % o, vkEASHAIE 80 % o, 7HE viEASHAIE 90 % o] w2 AEAHS e EUVIME
nF xgel 4= 9l

o7, MAIREH EIld AESHH A5 DNAZF-E EML6, FGF5, NT5C2, ATP2B1 2 LINC00936 Alo], PRDMS
2 FGF5 Alo], C6orfl0 % HLA—DQBI Aol | RNF213, GML 2 CYP11B1 A}o], CNNM2 2 NT5C2 Alel, MYL2 2 CUX2
/\}O] 2 JAGL F Holx 3] f-Axt o@,oﬂ gk SNP(single nucleotide polymorphism) FHA8E& H&E3sH

= SAI(S110)ol A= A (sequencing) 4], mfolaZolgo]o] oJ&k =43}, thH FAxF 5o]%<Ql P(R(allele
specific PCR), Tholuvbel g 2t E/‘éiﬂr 7] (dynamic allele-specific hybridization, DASH), PCR 1%
F21 PCR-SSCP(PCR-single strand conformation polymorphism), PCR-RFLP(PCR-resctriction fragment length
polymorphism) 3 TaqMan 7|®¥ & #oj&= shupe] WRjo] e ad 4 o, oo AFH= AL ofym,
2 @ro] &ty vleword] FPATE MG gl o] & F v opdE EES EE 23T

o =2

2L

4>
)
Ch

Hop FAA o R, SNP FHAE Y] HES NP7 9Xske 9718 30 W ® sho] 31hgk Eetolw

et
5!
o
o
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[0065]

[0066]

[0067]

[0068]

[0069]

[0070]

[0071]

[0072]

[0073]

[0074]

[0075]

E=2EF
S/

10-2565803

% 5o, 54 @717 AdlA G2 AE A9e] AFS AT 3 BUUR maeh xejolm o APe 2]

o DNA WS FEY 5 Qi uhd) U ZeomE woksle] PR WS FAY 4 Atk olol, HET WP

A9 G717} A%l A9t FEWgo] FFHor £qslo] Aste 9Xe] Weok wAH M, AL G717} G

2 ABE Aol Zebolrt 7Y DN JRAFT £ goit, 31 WA Ho] JuAFL A Fao]

wrge] AR FAHA ol WeEs WAHA 4e 5 vk

Hobh, PR 4% #4e WA 9997 d¥gel AXsE 918 E£FHE DA BBL Tefol o FE
wkgol % Zelortol=E golatsA P oy BRI, of 7)ol S\ Eol4] o

=
oo
o
4
)
it
o
fru
EJ
o
Bt
2
i)
X
30
i)

=) R
7} ddATPE H7)std Zgloln:= DNA =
x|l A ddATPel| ©]ate] Ziho]w] <1zl

LERE & 9] A gke] dojupA] 2%k
i, T A AFukge]l AR Ady =Zelolne] Ao|E wuwgt

22 SNPE YERl= 971 S5

v
9,
NS
o
i
ok
e

lo
re
o
[d
e
o
)
t
s
ui

= ol ZAFEHLEO|EE FF FAT A
AR AFEH = F3AF 24719 FFS HEE NPE HET 4 o, F-uXd A% Zgold ¢ tho|y
== ALg3E o= MALDITOF(matrix assisted laser desorption ioniza
KeN O
=

SATeRM NPE AHEE 5 v, Y, %
[e)

I ug, HAEE FAAEE 7122 A g n8d By HdS AAseE SA(S120)01 - AEd B

H SNPel 54 A71E Edte] JHAY AE Il wE ndsh 2o AFEE A48T ¢ v, B
ot FAF o=, EML6, FGF5, NT5C2, ATP2B1 % LINC00936 Ake], PRDMS 2 FGF5 Ate], Céorfl0 2
o], RNF213, GML 2 CYP11B1 A}o], CNNM2 2 NT5C2 Abe], MYL2 & CUX2 Ato] & JAGL &=+ <o sk
o MEWeE 1 WA 119 ZE7EdH=olA 51 WA 101HA4 sidste 971 5 stvkel ok, wve
Fro HEF AT 2 18 Uy 19387 9 AAPToR 44 5 .

ElEold 101 AYehe 91 G

o
b
ja}
—
T
)
=)
o~}
N
>
-

A

P )

to

AF Fol, WA, BL6 FA4 Aol HE AduE 19 Felirda
i | 4%, nEY Wy AY

h=4

e rr
=
il
I_,
e

ol IUQL'
-
%0,
o
)
o
E=)
o B
N
N
)
=
rO
e
K
o

TEUQE =AM 10134 sFsts A= A B T
B Es 24ste dA(S120)d M= AAE 2y H

o] Tl QE =AM 1014 siFet=s A7]= G
by 2Ask=s GA(S120)0 M= AE st 2

ZoE 5 glew, o, 977}

2 244 5 3.

2
o
@

M

o

.
i)
dlo
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e
D
los}
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SE,
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S
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Ho
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ZollAd 101 A o Fat=
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N i
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n

10194 g8t 97+
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N2

N
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e
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e
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e
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2
By
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7 2g/day oldQl A5, nEK
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M
o
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[0076]

[0077]

[0078]

[0079]

[0080]

[0081]

[0082]

[0083]

[0084]

[0085]

[0086]

S5S0ol 10-2565803

71 U5, RNF213 302k 994 gk AEHs 79 ZEwEdE A 1004 e 971 ¢ B AR
2 4 glow, oluf, A7k Al A, ¥t w f¥S AAste dA(S120)040= AMAE e AF
2g/day ©1’3Ql A, ¥t ¥ nfFveR AT 5 Q.

71 th, GML % CYP11B1 Abe] 3z d9fel digh MEdris 89 ZewaalQEl=olA 91HA sdete d71e
A EEGE X & Jdon, ou, 77 Gl Ag, ¥ Y HFS AAsE SA(S120)94 = MAE
2w AT 2g/day o] A, Y I AT ow ART & vk

1 o, CNNM2 9 NTSC2 Abe] 3z g 9ol digh Mdris 99 ZewaalQEl=eA 51HA sdetes d71e
ACACACAC = ACE ¥ & 9low, oju), d7|7F ACY A5, gy ¥ A4S AAsE 9A(S120) A
= MAE &w AF 2g/day o] A5, nEY W Ao AT 4 qlvk. oW, (NNM2 B NT5C2
Alo]l fAA o] ek AdHE 99 eI Ly =  51MA EEtE 712 rs140473396% o
o] SNP7} A (Insertion) H/HE+= 21Al(Deletion)o] WHRE= F3rdel we), AEWE 99 ZwEHLE=
oA 51HA Fe= @71 ACACACAC Hi= AC 5k ofue}, o sk d7]9 wide] x589 4= 9l

_

I ThE, MYL2 2 CUX2 Ate] A dde et AdiE 109 ZYFEPQE =04 10194 sfdats dr7=
T EE (& 283 4 9oy, oy, A77} 6o A%, Py 98-S AAsE @A (S120) e AAE

TEULEHEAA 10114 et 7= A B
Y dE AAshe dAIS120)d4= AAE e
_/’:

E?Lm

AT PHEe A& Pl QJstel, £F A ©e A
dobh, B ow@e A&t nESH] B AR AT Wl /2E 24E D o Tyt /ER ATT S

WA, 2 odge] o AAde wE gt digk FE AFTE ZAAES NAZHEH ¥ AT AR
DNAZRE EML6, FGF5, NT5C2, ATP2B1 % LINCO0936 Alo], PRDM8 2 FGF5 A}e], C6orfl10 % HLA-DQB1 A}el,
RNF213, GML 2 CYP11B1 A}o], CNNM2 % NT5C2 AFo], MYL2 % CUX2 Alo] 2 JAGL & o= 3t 4 o
o] th3F SNP(single nucleotide polymorphism) F9& sl ZYFFULEHES $F £+ AESIESE

AEl Z2H (probe) X ZZo]W (primer) AAES X3 4= ).

ol , T2H = EA {122 mRNAY cDNA(complementary DNA), DNA 5o Eo]jH o=z Astsl 4 9= 47 U
A S e 947](base pair) ZelE 7HAE RNA Ei= DNA 59 ZFE|w2@E= d@g oud 5 glon,
Ferow Q1Y Jhgsties xwmHe] 5 HE 30 wuke] FF wE AR T EA(labeling) IAF F7FE
Fatelo] olgol whet, Adshs el mRNAU cDNAS] EA fF, Y T AT £ k. dE =

=1
S EFYE S Atk voprh, ZRHE gHa FEHEel= (oligonucleotide) ZREH, © A&
DNA(single stranded DNA) X 2H  o]%F A< DNA(double stranded DNA) X RNA ZT2H Fo Fed &

AL

of
N

=
i)
_Bi
i)
[0
ol
x
2
)

el 9 S48 (hybridization) 27L& @A
BE digydd(®Es d 27244, allele) &
_1

SN
o
i
ofrt
-3
>
oo
ila}
oy n

Zolm = DNA &9 /WA (starting point) &8 ZHgetE e wdriet &4

w& 4 giry. ZglolwE A e S (buffer) @ &% ZANA F3 (template)Q = 31
ol o2 Agsla, DNA T &4 (DNA polymerase)”} Ezlolmo] 53 DNAo| AB ol A7Z 2t FE
3 F7vete] AAgto =AM DNAZE FAE T, Zetoln e dukA o= 15 WA 3070 ¢
A o, A7) FA47 Hold w} 73 sdel| AjstE 2% (melting temperature, Tm)7F
9 A7l ML A FRAQ M 7 dae glon,
7MW FEEit. &

N N fo
(Loog 3 > i Lo

\=}
B
I EAstE O] Zetoln afo] #AgS & e WS WelA e FET FrA

tlo
ol
e
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[0087]

[0088]

[0089]

[0090]

[0091]

[0092]

[0093]

< (polymerase chain reaction, PCR)& ¢3¢t ZEtolM = T3t st ZEwE dE =9 54 FH9 &
% FEEGEY e 39 o] FH(EE A&, sense)d WO (FH A T

Agsle 3 H(AE)E FAE & gk, Yoyl Ztoln=

1ol gk cDNA B+ 4 DNAS 71X EE xste], xato|mds o)A tiAdE = Qltt.

oft
e,
R
AL
5°)
2 f:
iy
o
R
12
=
}O{l
—_
=
R
—_
—
o,
[92)
=
] [O
o i

ZgH = Zgo|rE BML6Y FHA 99
Aol tigt AEHT 204 101HA 7)<l

= T, NT5C29] F2zF d ol g AEdis 7191 G H= A, ATP2B1 2 LINC00936 Alo]e]
2 Aol e LI 404 101HA F7]¢1 C = T, PRDME 2 FGF5 Atole] f-dat o] gk Ao
50014 1014 97191 T & C, C6orfl0 2 HLA-DQBI Alele] HAAF Aol thah HIHF 604 STHA
1T E5 A, RNF2139] A el tid A E 7914 10014 947191 G T A, GML 2 CYP1IB1 Ale]
| el sk MEHT 8ol 91HA G719 A =& G, ONWM2 2 NT5C2 Atole] 42 Qoo tigh A
9ol 4 51¥ 4 37]1Ql ACACACAC HEE AC, MYL2 2 CUX2 Ateld] F4A g9 sk 9w 10914 101
71T B ¢ B JAGLY] A Foel gk Ad™s 11914 10194 47191 A
o

o w
2
R
—
(e}
—
I
=,

° e L Jo * 2
}o{trN

N
o
N

e = = T
e 68 2 4

e o
1o X g

B9 ¥3¥3= 7|EE RT-PCR, ddPCR, wlel=
M3 1 WA 119 S\PY FZ& =3 7

o, B R gl
1.1
Ao e ARE 24T + vt

2olgo] H % DNA H 7E A °
Z3Au, SWPY B RS AEFoM, AA 2z AHd w

ebk, & wel o AAldel we sdetel] g AR Ale el 72d 2AHEE e T
S FR] AT VIED F 9dvk. DNA Fe dwrHow \ge Al

(gridded array)® F-2¢t 21om, 3 mwlel diqte] s wjd=lef, DNA & 4]
& ol E3he Fr AL Sk 2kl J
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[0094]

[0095]

[0096]

[0097]

[0098]

[0099]

[0100]

[0101]

[0102]

[0103]

[0104]

[0105]

[0106]

=50l 10-2565803

oin

= AN
olgel g Fahol, B Wl @ AAde] mE nAL] et An AF Y, ol /EF 2YE 2 o
& ¥gehs R fA4 g3 9SS Fael, A W@ 23 5, ndte 4% 9 aud &
gov, weh, ndAgel T8 A9Y S i AF A BE nuge W FFHS 45 2 A9, o
P B B AN nFY WHEL B2AD 5 U
dBAAE, ¥ 2 WA = 7¢ BEst], 2 WRe & A9 e YR A AR AB PHe) S

ook, AddE Jd T 571 Y 140 mmHg ©]/F(SBP=140mmHg), ©]¢7] Et 90 mmHg 173 (DBP > 90mmHg)
2 A7 28 o] s FAY A= Y FAE FYsigion, YEF HFZF gt JEE R
o B FAA R, 2 O] dHAES dedt A9 7lFe] AEE Ads 1¥EY 2 AEH Ado] gle
& (control group) E S % Ad@ Hsho] & A =, Al (case group) 22 UE th, TRA
zhzboll gk gk el A, YEF AdFHATFo] 2¢/d o]l 1F 1(group 1) R HEF HAHZo| 2g/¢ W™ 1
& 2(group 2)2 Wrol A7t aAFES Wit

olwj, Zt IFES Huls EDTAS X233 < FE 5, ¢ =g vlole WA array
(KoreanChip)& ©]-&3&to] 74 155<] SNP FE3AT. dobrh, SNP B &g AdFHol whE nd gk
AWdE Rl sk, 2A28 37 #4ES o835t 2k Hl&(0dds Ratio, OR) ® 95 % Al¥ -3¢
(confidence intervals, CI)E 4F&E38le] YelWT.

o ﬂr
[
_>‘~l_‘
ot

o me, AF £EE A ARE 94 AFE AL JFol HEHORA AF HF L ol WE 1YL
WM F UdE FAAE 47 FAT  ovl, U vebl FFA) AMtE FAAE AV £ Y &
17} get.

dobh, & 3% FESHA, A% el

&
=
=
o
w
—t
(@]
-
o
o
=]
2
D
-
0]
=
o
D
wm
N—
s
9
e &

tolzl, mdgto] glom, YEF AF7) 2¢/9 o)A aEL F &7 =@ (Waist circumferences), 7]
HeM(SBP) % o]¢kr] HoMDBP)o] UEF AFH7F 2¢/Y wiwkel aFHu oA 2 Aoz yephdoh(P-
value <0.0001).

o Yo7, ndEes 7HHal oew, YEF AF7F 2g/¢ o3 w2 A= A5BMD) 2 F8] =d (Waist
circunferences)”7} UEF AHA7} 2g/¢ vkl IFHY FoHA & Zo= UERGTH(P-value <0.0001) .
AnA oz VJEF AF o wal, A@F AF5BM), 38 =@ (Waist circumferences), F%7] A (SBP) ¥
ol¢t7] dH(DBP)o] EEkd 4= UTt.

5 4a ¥ 4bE B Iyl d A w2 mEet Uik AR AT WA dagle] wE ndEQ A
A2} A3oltt,

WA & 42 Fxsd, S99 A 414 A3 A (genome-wide association study, GWAS)olA ¥z 1
ot Agdel digk 12 FI(loci) =, SNP7F Z=AjETE, FEel] W n¥ HaeAdel did SNPeE
rs12037987, rs13394970, rs72806698, rs73029563, rs388224, rs16998073, rs6590816, rsl11105365

rsl67479S %3ts 4= glom  o]59] 9 =n](0dds Ratio, OR)> 0.899 WA 1.240¢1 Aow yeidrl, =,
A7 ZA9]  rs12037987, rs13394970, rs72806698, rs73029563, rs388224, rsl16998073, rs6590816,
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[0107]

[0108]

[0109]

[0110]

[0111]

[0112]

[0113]

[0114]

[0115]

[0116]

[0117]

S5S0ol 10-2565803

rs11105365 2 rs167479
adsgtel Wit g =

© A9 o2 ¥ahslx ke AR 0.899 U1H] 1.2408) A%
Ao vepdd mel, 18 dAEo] Fobd ¢ STt

O oe, & 4bE Az, AEd = 29 A" A Al st el digt FAx FH
(loci) &, SNP7} =A] . SRS o Hdeel 38t gdel digh SNeeE &
1,27870019, o] & ¥t Teste] Aol =2 SNPE rs3821843, rs6831174, rsl12590692, rs2472928,
rs3819305, rs7812039, rs4527847, rsd948645, rsl40473396, rs7938342, rs7485618, rs112735431 2 rs913220

ol Aoz LEH (P<IX10 ), oS¢ 9=H:= 0.848 WA 1.6519 Hoz vEhdTh. =, /A7l re3821843,
rs6831174, rs112590692, rs2472928, rs3819305, rs7812039, rs4b27847, rs4948645, rs140473396, rs7938342,
rs7485618, rs112735431 % rs913220 5 ZHojx stUES ¥ 33 A, o] EIEHA] Z& A KT 0.848 WA
1.6518) A= el digh el =2 R ey, ol HeEd T SNPeF fAe EQ Ae=m
(SRR g=

Yol7t, &= 4bell Z=A
We S\l U@ Avks duel w5
guE 5 ik,

weje] o Aaldo] W ndgel Wi Ax AT Wl GEF WAl me ndY P5A

o ofy

A, YEF 37 2g/9 vnkel A9, n¥dy SAKoR FodA d#A JdE SNPE rs67617923,
rs16998073, rs11191582 2 rs11105378¢1 A o2 LERITH(P=5X10 W] P=5X10 ).
o] %, rs67617923 ¥ rs16998073= ZF7} o =u|7b 1.294 2 1.24524. A7} rs67617923 2 rs16998073
st AL, olF xgelA] &S ARG 4z 1.294 2 1.245M) A% J—QOL W o] =2 Fo=w
Uepdeh, ool 2 el o AAld

Joo] whe adEstel e JE AT wPelA= NAZE rs67617923 2
rs16998073 % Hol% s X3 A5, MAE ndet 9 uPTLoR xg sk = k. =, rs67617923
2 rs16998073 F Aok FUE EsstE AT, olE XA Ee AR YEF U geAdo] o
w ool wE ¥ UHET =& F ).

oluf | rs67617923+= EML6 & Aloll E3FE SNPolw | 2WH A 2] 54968517 bp X2 A FAAH(F7)Y &
= &, rsl6998073%= FGF5  Fabe]l  E3E  SNPolw, 4 dAAe] 81184341 bp XY T
FAAE (A7) 4 Q).

Toohe, rs11191582 H rs11105378+= Z47F @ =H]7F 0.849 % 0.874%4], ZWA7F rs67617923 2 rs169980735
I A5, o' A ege ARG 2bz 0.849 2 0.874v) HE w Wy Fo] e Rom
btk ofell, 2 e ol AAelel] wmE wdstel tid A AlE @elA= A7 rsll191582 B
rs11105378 & #efi= shhE E?ﬁf 25, MAE wdsh B AgT o AAT o gl

oluf, rs11191582% NI5C2 SAxzfe] X am SNPol™, 10 A9 104913653 bp X2 A 4428 (A7)HY
4 9. w3k, r511105378% ATP2B1 2 LINC00936 Abo] A=A Ao E3d SNPolw, 12 Az
90090741 bp Y2 T F-AAH(A7NY 4 Urt.

otz YEH A7 2¢/9 oA AS, nddy EAAS FodA A JdE SNPE rsl12509595,
rs6913309, rs112735431, rs3819496, rs140473396, rsl2229654, rs112735431 2 rs188732091 Aoz vlebdth

(P=5X10" ul#] P=5X10").

o] ., rsl2509595, rs6913309 2 rs112735431% Zbzh o =H|7F 1.228, 1.145 @ 1.7060.=A, JWA7}
rs12509595, rs6913309 E rs1127354318 ¥ 33 A$-, o2 ¥ghelA && MARY 2z 1,228, 1.145 2
1.706W) 4% n¥Y o] 2 FoZ yEhdr, oo, & el o AAde] mE Eete] digh R
AF WA= A7 rs12509595, rs6913309 2 rsl112735431 £ Ho & e xEs AL, NAE JYEF
AF 2g/day o]l AL, mEY W Yo r AAYT £ Yk, =, rsl2509595, rs6913309 2
rsll2735431 5 Aol& 3tugE x3t= MA=, olF 2T &= MART YEFR tig 3hede] Fom,

o me mPY WHEE & & 9

oluf | rsl12509595% PRDM8 X FGF5 Ate] HHaF o] E3w SNPolw, 41 A< 81182554 bp X4 C
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[0119]

[0120]

[0121]

[0122]

[0123]

[0124]

[0125]

[0126]

[0127]

[0128]

[0129]

[0130]

[0131]
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AR (A7)Y 4 Yok, m=3H rs6913309% C6orf10 2 HLA-DQBL Ake] -2} d o x3b=l SNPolw | 6%
QAlA 9] 32339840 bp HA9] A FAAF(A7)HY 4 Ak, EZF, rsl112735431= RNF213 f-7#fol] E3hE SNP
ol , 1790 A=A 78358945 bp Y1X1e] A FAAE (A7) 4 St

71 ThE, rs3819496, rs140473396, rs12229654 X rs18873202 Zk7F . =M|7E 0.892, 0.836, 0.834 B 0.892%
A, MAI7E rs3819496, rs140473396, rs12229654 % rsl18873205 X ¥ A5, ol A Fe AR
Zb7F 0.892, 0.836, 0.834 2 0.892w] A= &g o] v Zloz yehdth, ofd, ¥ wHe] I A
offell whe arEctel ek AR AT WA= NATE rs3819496, rs140473396, rs12229654 R rs1887320 F
Aol stuts 23 A, MAE UEF AF 2g/day o) A5, nd wW AT es 24T F 9l
<, rs3819496, rs140473396, rs12229654 2 rs1887320 F A% S T AlAE, ol S
= ARG YEF et o] won, o wE udeh wHEE W

%

R

o233
=

ojml, rs3819496% GML % CYP11B1 Ale] fAzt Adolo] x3+gl SNPolw, 8 ¢ A1xo] 143923891 bp $121¢] G
FHAAF(E7DHY F Uk, g, rs14o473396_ CNNMZ . NT5C2 Ale] 7z} gofof x3hE SNPolm, 10%
A A 2] 104795885 bp X2 AC FAAF(F7)Y & AUt H’:?,f}, rs12229654= MYL2 2 CUX2 Ale] fH=}
godoll E3tEl SNPol™, 129 AN 111414461 bp X2 G §AAF (27 Y 4 Ak, T3k, rs1887320%
JAGL F-A=boll E3¥ SNPol™, 200 A A2 10965998 bp AX19] G FAAH(F71)D & U},

olo, E o] o AAdo] wE udstd tid AH Ay WHES rs67617923, rsl6998073, rsl11191582,
rs11105378, rs12509595, rs6913309, rs112735431, rs3819496, rs140473396, rs12229654 2 rs1887320 = %
o% s Eate], Al 3 UEF HFH o e udte] digh iy AdS o= 2 ddsk 5= Qo).

wol7h, = 6a ¥ 6bE FEohH, Axst B wno] o AAdo] mE mdte] st AR AlF WH A 2] SNP
of tist A7t Z=AJE T,

WA, X 625 FTxsHH, YEF A3V 2¢/¢ 7R BS, @l digk @
SNP7} A €},

UES AFA7F 2¢/d vl A, 8kl oist
X&ste o2 yEhd,

=1]
=

ok

A9 o

%

2

@ = 3l

rir

i)
filo

HES 74 4 9dE SNPE rs67617923 2 rs16998073

o

oluf, rs67617923% EML6 A} o] thak MEHI 104 101HA I7])7} Aol o]
5 YEF didt 5ol 5o wEh, 2% JEF dFd= %0“31 ahgk 4= 9)
woB AAE 4 k. yolrt, EML6 §7AF g el digt AEHE 1o 101:A f717F GA
5 4d e 18 ¥ AYdETez AT Q).

&, rs16998073% FGF5 47 3 ch& ALz 2014 10184 9717} TolH, o] & REFoEM, A
Qi et g 199

= )
S UEF o Aol maol wek, A% “EF AFcdxE adste] wwWd -
wor AAY 4 vk, dobr}, FGRS W} Gl gk AEvs 2004 101HA 4
S AN B uds ¥ AfdTer 2AE v

hi

YEEF AFH7F 2¢/¢ mwkdl A9, mdEde] ot @SS AaAA 4 e SNPE rsll191582 EE
rs11105378% ¥38tal= Aoz vlebdt},

(]

19, rs11191582% NT5C2 &2 o i3k ALdHE 3004 101BMH A717F Ao, ol& AETo=H, A
g 18y Iy AYPEToR A4 4 dok. yolrf, NIBC2 FAX Yol tigk AEHE 304 10194 4
717F G1 AS-ell=, 7AE Aoz 24T + dr).

TSk, rsl11105378% ATP2B1 @ LINC00936 Abe]l 22k <o digt MEHE 404 101HA G717F TolH, o]
S Aoz, MAE 1t U8 Aoz AAT 4 vt polrk, ATP2B1 2 LINC00936 Ale] 34
b gl ek IAHT 404 101HA |717F €A Ao, MAE Goz 44 4 9.

I o, = 6bE xRS, UYEF AFIF 2¢/Y o]l A, gl tie Iy AEs o5 2 Agdd ¢
= SNP7} =A] Tk

YEEF AFH7F 2g/9 o]l A, mgete tisk wHES SUAZE 4 5 SNPE rs12509595, rs6913309 2
rs112735431S ¥3F3l= Ao 7 Jehdu}

oluf | rs12509595% PRDMS % FGF5 Ato] -4z} g th3k A 5014 1014 |717F ColH, ol A=



[0132]

[0133]

[0134]

[0135]

[0136]

[0137]

[0138]

[0139]

[0140]

[0141]

[0142]

ek, rs6913309% C6orfl0 2 HLA-DQB1 Ale] Faxl o] thah MAMZE 6014 1A 47|17} AolH, o=
SgoeEA, JHAE HEF W Aol ool wel, UEFE A7 2¢/9 o3l A9, ™l
= adst ¥ uddwer A4S 4 vk, dobrk, Céorf10 2 HLA-DABL Ako] F4
3 6ollA 81 A A7I7F 1] Afol=, MAE A e 189 2 AL er 24
Ta, rs112735431% RNF213 4% 94 9e] t)dt I3 7014 1009 ) 03717} AolH | o2 A
AE HEF Wt geidol oo wel, HEF A3 2¢/ o<l , aLgste] e = gle st
al

ez AHs = Qi %0}7} RNF213 32} 49 o *LEL 7oA 1009 2717F G
Z T

S ohl

UEE AF7F 2g/4 o] A, ndol vk THES S7HAIZ 5 e SNPE rs3819496, rs140473396,
rs12229654 2 rs1887320& Z sl Ao E LiEhdh,

olm], rs3819496+= GML % CYP1IB1 Afo] 3t el thdh MAME 8ol 1A 64717} GolH, o8 HAEF
oux, /WS ndst 2 Ao 24T vk, dobrh, GML B CYPLIBL Afo] 4k dHol thek

AEAZ 8ol 91HA A7|7F A Ao, MAZ Aoz AAS 4= Q).

P, rs140473396+= CNNM2 2 NT5C2 Alo] Az} ddof that EHI 904 51HA A7]7F AColH, o]|&
o=2ZM, MAE g ¥y AYgarez A4 4 k. uolrk, CNNM2 2 NT5C2 Abe] -3} g <9
AEHT 9ol A 51A G7]7F ACQl ABS-ollv=, MAE Yoz ZAAS 5 Q).

= e i
ro(l Uo{« ro(l

Fo, rsl2229654 MYL2 2 CUX2 Abo]l f-3zk ool
o mH, MAS e vy A9FFow AR 4

=

3 A9 E 100]4 10114 A7)7) GolH, o2 A&
ATk, Yolrt, MYL2 @ CUK2 Alo]l FxaF o) st

N
AEHT 10914 1014 F717F T Af-ele, /MAE Adez A4 4 .
w3k, rsl887320% JAGL A A tidt AEWE 114 1014 0ﬂ71 7} GolH, 12 AETdoazn, A
S 18y Iy AYET o A4 4 Aduk. oyl JAGL FAA G4 g AdHs 1144 1019 4
717F Al A e, MAE Zdes A4 & .
Az o], & 75 FxehH, B e A HAAld wE ndge] gk AE AlF He A SNPE E e
A2 g gk mfolen] FXF ATt ZAIET. o, whojofju] EF (Miami plot) 7+ SNPAA ] &A%k
=, pvalueZ SNPO FAA W] 9o wa} AbH S (scatter plot)Z FAIste] AlZHEsE = olH, o= F3}9]
288 AAGE Holv A5, T FAf(locus)dlAl FA| o] e I T {o)Ad& Hole NP7+
21X o] YEhd 4 Q.
UEFS 2/9 ol do® HAT BS, p value 5x10° o3 BANOE F9 42 NPE TAFE FAAE
FGF5, HLA-DQ5, CYP17A1, CNNM2, NT5C2, ATP2B1, MYL2, RNF213 2 JAGLS %3sle o= urE}bLh:} =, A
<3k FGF5, HLA-DQ5, CYP17A1, CNNM2, NT5C2, ATP2B1, MYL2, RNF213 @ JAGL A=+ <o) g SNP7F o=

NPT HEF 20/9 % AR F5e] nAY FOHOR ARYS AHE Ao g 5 sm.

ofell, & el o AAdel whE udgtel Wi Au Ale WM HEF AH 2g/d ol A, nEA
APE 2= NP F#AHE PRDM8 - FGF5, C6orfl0 - HLA-DQB1, RNF213, GML - CYP11B1, CNNM2 - NT5C2,

MYLZ - CUX2 2 JAGL & Hol% sh}e ®3he 4 9lom, GML - CYPIIBIE A28 SNPEE H%8 wholoju]
N FE fFodS Beel wet, By o= g Jd=o] 2 vpAd 5 vk odl, HigrsAlE, &
of o Aol whE amdgtel] gk AR Al WReA UEFE AF 2g/d ol g, ndh dudS
SNPe] §-#1A}= PRDM8 - FGF5, C60rfl0 - HLA-DQB1, RNF213, CNNM2 - NT5C2, MYLZ - CUX2 2 JAG1 % #

O %
o
st % 9.

_4 rlo

2N
Horle of M

Uobrh, UEFS 2/9 mwen AHF A% p value 5x10° olate] foldel S\PE el HAAE
SPTBN1, FGF5, CYP17A1, CNNM2, NT5C2 9 ATP2Bl1E :Fele Aoz yehdrtt. =, w3 SPIBN1, FGF5,
CYP17A1, CNNM2, NT5C2 2 ATP2B1 A=} d<lo] thg SNP7} th& SNPEU UYEF 2g/9 uluk A3 7599
IS oA o R ARG E VA= AeRE onE F .
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k1

&)
N

cohort
- Rcmoved missing value
- covariants missing (Smoke, Drink,
——————— - Exercise)
- test missing (WC, HR, BP)
- status missing (BMI)
cohort
- Diagonosis criteria
- Case : SBP=140 or DBP=90 or
_______ > HTN history
- Control : no cardiovascular
discascs history
no hypertcnsion history
Control group ———— Analysis ————- » case group
Group 1 Group 2 Group 1 Group 2
* * * i
| | | |
| | | ) |
: b —:——— Analysis ———————— -
I |
| |
b — - Analysis —————————————— -
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B
H

Sodium intake Sodiut So take >2000 mg/day
Characteri <2g/day >2g/day P-value'' | P-value?’ | P-value'[ Without HTN With HTN p-valuet Without HTN With HTN P-valuet
(n=24,415) (n=32944) (n=17,869) (n=6,546) (n=24,245) (n=8699)

BMI (kg/m?, mean+SD) 24.0+46.6 242347 0.606 0.743 | <0.0001 23327 2491£2.92 <0.0001 236227 252130 <0.0001
Waist circumferences (cm, mean+SD 80.1£8.5 81387 <0.0001 | <0.0001 | <0.0001 78782 83.78+8.29 <0.0001 79984 85.0£84 <0.0001
SBP (mmHg, mean+SD) 122.1+14.8 1226147 0.001 <0.0001 | 0.042 1176117 134.62+15.12 <0.0001 11814117 1351+15.1 <0.0001
DBP (mmHg, mean+SD) 754£9.7 75.929.7 <0.0001 | <0.0001 | 0.001 72982 8243+10.11 <0.0001 734x82 83.0£10.2 <0.0001
Intake Na (mg/day, mean+SD) 1323444360 | 3254.9+1251.2 | <0.0001 | <0.0001 | <0.0001 | 1328.3+433.1 [ 1310.05+443.58 0.0038 32581412589 | 32459412293 04329
Intake K (mg/day, mean+SD) 1591.84+561.4 | 2694.0+1046.9 | <0.0001 | <0.0001 | <0.0001 | 1607.8+564.8 | 1548.20+549.57 <0.0001 2719.8+1069.8 2621.8+976.4 <0.0001
Intake Na/K ratio (mean+SD) 0.86+0.28 0.88+0.29 <0.0001 | <0.0001 | <0.0001 0.86+0.28 0.88+0.29 <0.0001 1.25+034 129035 <0.0001

t Calculated by two-tail Student's T-test.
# Calculated by Chi-squared test.

1 The P-value comparing the baseline characteristics difference between the 'sodium intake < 2g/day' group and 'sodium intake >2g/day' group in the total participants.
2 The P-value comparing the baseline characteristics difference between the 'sodium intake < 2g/day' group and 'sodium intake >2g/day' group in without HTN samples.
3 The P-value comparing the baseline characteristics i

ifference between the 'so

m intake < 2g/day' group and 'sodium intake >2g/day' group in with HTN samples.
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043

H

| MAF
d * o t
SNP Chr.BP Al _vammm_‘: Study EAS TUR AMR Gene Feature cluster SNP’ OR (95% CI) P
Known variants
) ) ) 1s10776752; 1,091 (L057- ’
1512037987 1:113042822 C 0298 0277 0076 0.167 WNT28 intron variant |[%15 020110 153790604 |1125) 3.40x10-08
151275023 1s25B6886; | ooc 0 o
rs13394970 2:26929282 G 0.223 0.237 0.592 0.749 KCNK3 intron variant |rs1731243; rs1275979; g : 3.22x10-10
! 0.927)
1$12476527;
1567246257;
; ’ 1.240 (1172
1572806698 2:54969379 T 0062 0075 0162 0091 EML6 intron variant e 8.48x10-14
. . ) o {1s1470492; rs10194493; |0.912 (0.886- ;
1573029563 2:165008166 C 0455 0572 0514 0336 FIGN - GRB14 | intergenic region (27500 ol ) lasze |0938) 1.84x10-10
152029827, 15601328 |1 10> 1 60
15388224 3:27545356 A 0342 0684 0391 0376 SLCAAT - EOMES | intergenic region [rs664223; rs820429; . . 6.28x10-09
d 0.121)
rs820430;
1516998073 481184341 T 0347 0.360 0.268 0.267 FGF5 upstream gene | 15509595, rs10857147 | -230 1199 |103x10-44
variant 1.272)
. . 1s11224435; 1,088 (1058- ’
156590816 11:100601633 A 0429 0493 0319 0277 ARHGAP42 intron variant |[%) o gt 156590820 |1120) 5.51x10-09
152681485; rs7136259;
1511105365 12:90070823 6 0397 0639 0620 0683 ATP2BL - | tergenic region |rs11105377; rs1401982; | 292 0867~ 13 13,10.14
LINC00936 ’ 0.918)
1s1689040;
Rs167479 1911526765 T 049 0478 0460 0.548 RGL3 missense variant |N/A N,wwwa.mﬁ‘ 1.37x10-13

SNP, single-nucleotide polymorphism; Chr, chromosome; BP, base pair; A1, minor allele; OR, odds ratio95% CI, 95% confidence interval.

*The cluster SNP is the top 5 SNPs with an R? value of 0.8 or higher in the +200kb range.
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H4b

T MAF g = +
SNP Chr.BP Al [Present study EAS TUR T AMR Gene Feature cluster SNP OR (95% CI) P
Novel variants
- - - T.090 (1.060-
153821843 3:53558012 A 0490 0456 0.690 0555 CACNALD intron variant  [N/A i121) 1.94x10-09
rs6831174 4111387859 A 0453 0552 0787 0735 ELOVL6 - ENPEP | intergenic region |N/A M.mmwvﬁcmm‘ 3.77x10-09
rs2121188; rs183874
15112590692 | 5114402604 | TAC 0431 0615 0469 0628 roﬂwwwmoqm ~ |intergenic region [rs61501761; mwm (1053 |3 87410-08
1559394765; rs62380015 |- 114
- INFP322 - — 7093 (L.060- iy
rs2472928 6:26705549 C 0.308 0.000 0.000 0.000 GUSBP2 intergenic region [N/A 1127) 9.93x10-09
153819305 6:31322144 G 0.381 0421 0.255 0388 HLA-B downstream |y, 0911 (0885~ 5 03410-10
gene variant 0.938)
7510228276,
. downstream  |rs13243033; 0.907 (0.882- i
157812039 7:27248891 & 0434 0.584 0825 0710 HOTTIP gone varant|rs72125650, 0934) 275x10-11
1s60772526; rs61056117
1143247792,
154527847 8:143929591 G 0314 0319 0453 0450 GML - CYP11B1 amﬁ:wﬂmw_ﬂ 154527848; rs4606038; mwwwa 866~ |5.58410-13
9 1s28524031; 528551743 |-
157099692, 152281840, | 7o (oo
154948645 10:45391481 G 0433 0464 0582 0621 TMEM72 - ASL | intron variant  |rs7894608; rs2183994; | : 4.82x10-09
0.945)
rs7903412
1s11191479;
rs11191484; 0.848 (0.820-
15140473396 | 10104795885 | GAC 0247 0.285 0097 0197 CNNM2 - NT5C2 | intron variant  |rs72050190; y : 2.20x10-22
! 0876)
r$145010450;
1510883815
rs612652; rs592373;
) - |rsa980387; 0.906 (0.875- ’
rs7938342 11:1887806 T 0216 0769 0632 0762 LsP1 missense variant ({5 ioct . 0938) 242x10-08
1512418543
; ) i i i - 511067413, 0917 (0891 iy
rs7485618 12:115543322 G 0.456 intergenic region 1510667569; rs759762 0.943) 1.99x10-09
rs112735431 1778358945 A 0011 0002 0.000 0000 RNF213 missense variant [rs138309870 wmwwﬁ.ﬁw 9.25x10-15
156077996, 157267407, |1 106 (1 078
15913220 2010966476 G 0462 0469 0376 0203 - intergenic region |rs72525425; rs6077992; |1 . 8.53x10-13
1201223838 1140)

SNP, single-nucleotide polymorphism; Chr, chromosome; BP, base pair; A1, minor allele;

OR, odds rati095% CI, 95% confidence interval.

*The cluster SNP is the top 5 SNPs with an R2 value of 0.8 or higher in the £200kb range.
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B
H

MAF
SNP Chr:Bp N [RR— R AVR Gene Feature cluster SNP* OR (95% CI) Pt

Participants with sodium intake <2g
1567617923 2554968517 A 0063|0074 0160 0,098 EMLG intron variant 1572806698; rs67246257; 1567514855 1294 (1.187-1410) 429610
1516998073 4:81184341 T 0347 [0360 0268 0267 FGFS upstream gene variant | s12509595; rs10857147 1245 (1.190-1.302) 114x102
rs11191582 10:104913653 A 0227 0265 0.089 0193 NTSC2 intron variant MMWMWMW ISIH191484; 72050190 rs145010450; 0.849 (0.806-0.895) 108x109
1511105378 12:90090741 T 0372|0310 0141 0112 ATP2B1 - LINC00936 intergenic region MMWWNWW 157136258 1105371401982 0874 (0836-0915) 267x10

Participants with sodium intake >2g
1512509595 481182554 < 0347 o361 0267 0267 PROMS - FGFS intergenic region 1516998073; 1510857147 1228 (1181-1.277) 7.46x10%
156913309 632339840 A 0212 [oa39 0310 0244 C6orf10 - HLA-DQBL upstream gene variant | N/A 1145 (1.094-1.197) 42310
rs112735431 | 1778358945 A o011 [o002 0000 0,000 RNF213 missense variant 15138309870 1706 (1446-2.012) 238x107
153819496 8143923891 G 0312 o321 0421 0442 GML - CYP11B1 intron variant MWMWMMH ARSI IR 0.892 (0.857.0.929) 373x109
15140473396 | 10:104795885 | AC 0247 o285 0097 0197 CNNM2 - NTSC2 intron variant Mwwwwmm e 0836 (0.800-0.873) 111015
1512220654 | 12111414461 | G 0141 [oas9 0,000 0,000 MYL2 - CUX2 intergenic region 15149607519; s148177611; rs2188380; 1512227162 0834 (0.787-0.883) 525x107
151887320 20:10965998 G 0478|0540 0461 0264 JAGL intergenic region 156108787 rs1327235; rs6108789; rs913220 0892 (0.859-0.925) 145x109

SNP, single-nucleotide polymorphism; Chr, chromosome; BP, base pair; A1, minor allele; OR, odds ratio95% CI, 95% confidence interval.
*The cluster SNP is the top 5 SNPs with an R? value of 0.8 or higher in the +200kb range.
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EH6a

type

SNP

Gene

minor allele

Sequence

<2g/day

Increased
Hypertension risk

rs67617923

EML6

CCCCTAGCCCATCCTCTGCTCAAGAACCTGGTGAACTTAAACAAAAAAAT
TCAGATTTAATGAGCCCACTCCTAAGGATTCTGATTCAGTAGGTATAGGT
[G>A]
TGAGGCCCCAAAATCTGCATTTAAAAAGTTGCCATAGAAATATATATATA
GGTGTATATAAATAAGTACACATGCACACACACACACACTTCCTTGCTCT
TTCTGTTAAG
(M= 1)

rs16998073

FGF5

TGTCCGTCCTTCCAACCCAGCATGAGACATTGTAGGATGAACAGTCTTGC
CTTCAGGACCCTTGCCTCAGTGAGGCCTGGCCTCAGTTTAAACCCAGGGG
A>T}
ATGTTGTAAATATTGAGACGGTCTCTAGAGTGAAGGAAATATTGGGCTCT
GACTTGACTTATACACCCTGACTTCTCTTTTCTTAGGCTTCTGGGTTCCA
(M= 2)

Decreased
Hypertension risk

rs11191582

NT5C2

TGTAGTTATTTCCTCCCTCAGAAAATAAACAATGTGAATTACAAGAGAAG
GAAGTATGTGCAGATCATATTACAGGAGGAACCTAAAGTATTTCCACAGC
[G>A]
AGGTATTTTTTTTTCTGACTTCATTAACTGCTTTTAAACAAAACATCTGC
GTTCACAAATATTTCACTTAATCGCCTGAAAATTTCAGCTCATGTGAAAA
(MEHs 3)

rs11105378

ATP2B1 - LINC00936

GGTAGAAGGCAGCTACACAGGTGTTCATTTTATTCAATAATCATACATTC
CCTTTAGTCAAAGTAACTAGTGTGTTTTGGAGCTAGTCTGTTTTTCATGG
[C>T]
ATGTTAACAAAAGAACATTAGTTTTGTTTTTTTTTITCACCCTCTAAATTC
TAACATCTCTTAAGAAATGACTGCTGTTTTCCCGAGATTCTACTTCCTTC
(MEH= 4)
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EH6h

type

SNP

Gene

minor allele

Sequence

22g/day

Increased
Hypertension risk

rs12509595

PRDMS8 - FGF5

AGCCAGGTGTGGTGGTGCGTGCCTGTAGTTACAGCTACTCAGCAGGCTAA
AGTGCGAAGATCACTTGAGCATAGGAGATGGAAGCTGCAGTGAACCCTGA
[T>Cl
TGTGCCACTGCACTCTAGCCTGGGAGACAGAATTAGACCCTGTTTCATAA
AAAAAAAAAAAAAAAAAAAAAAGACTGGAAGTACTGCACCCCTCCACATA
(MBS 5)

rs6913309

C6orf10 - HLA-DQB1

AGGATCAAAA GGCTAGGAAG ATTTAATAAT GCTTTGGAGG ACCTTGAACT
TGTATAGGAT ACTGGAAGGG AACTCACTCT
[T>A]
TCTGGGCTTTAGAATTATTTCTAGTTTTTCAGAGATTTTTAAGGCCAGAGATTGTATAT
CATTAATCTTTGTAACTCTTT
MBS 6)

rs112735431

RNF213

AGCTGAGGCT GGTAAAGTTC CTGCCTGAGA TTTTGGCCTT GCAAAGGGAT
CTAGTGAAGC AGTTCCAGAA CGTCCAGCAA GTTGAATACA GCTCCATCA
[G>A]
AGGCTTCCTCAGCAAGCACAGCTCAGGTGTGGCTCTGCTCTGACAGGACCAGGACT
GTCCCGCATTTGGCGGTTCGAAAGGATCACTGCATAGGGGAACA
(B 7)

Decreased
hypertension risk

rs3819496

GML - CYP11B1

GAGGCTGAGA ATCTGGGCTT TGTCTCCACA GTGGCCACTG CTGGGGACCT
TGATGGCATG GTTTTGTCAT GTTGGGATTA CTGCCTCTAA
[A>G]
TGAGGCTGAGAACTATCTTTCCCATAACTCCCTCGTGGGGTAATAGTTGGCAAAAAG
AGGAACTTGAGTGAGATTCGCAAGGTATGGGTG
MEHD 8)

15140473396

CNNM2 - NT5C2

AC

GATCCTGAGT CTATCAGTCA GGATCCAACC AGAGAAACAA AACCAATAGG
[-/AC]
ACACACACACACACACACACTCTTTCATCAAGGGATTTATTATAAGACTC
MBS 9)

rs12229654

MYL2 - CUX2

ACCCATGTTTGAACAGTCAACTGTACAAGGAAACTTTAAAACATGTTGTG
ATGTCCCCCACATCCCAATACTGTTTTGGAGAAAGGTACTTGCATTTGCA
[T>G]
TATGGAAATTATTTGTATTATTTCAAACATTTGGAGCATCTGCTTGCCTGGTACCCTAT
GCATAATTGAATATTTTCTCAATGGTTGGAAGAGTGTTCTG
(MBS 10)

rs1887320

JAGL

TTTACAGCTAATTTCTTTCTTACAGCAGGTTCCCAGACACATCAAATGCC
TTGCATTTGAGGCTAAAGTCAAGATTTATAGTCCAGGCCCATGTAATTCA
[A>G]
CGTCAAACAATTCTGATAACATAAGGGCTGGAAGTCAACCATTTTCTCAT
GAGTTCTTATTAAAAAAAGTCATTTTAGCCAAATTGAGTTTGAAGGGTGG
NI 11)
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<213> Homo sapiens

<220><221> variation

<222>  (101)

<223> n=Gor A

<400> 1

cccctagecce atcctetget caagaacctg gtgaacttaa acaaaaaaat tcagatttaa

tgagcccact cctaaggatt ctgattcagt aggtataggt ntgaggcccc aaaatctgca

tttaaaaagt tgccatagaa atatatatat aggtgtatat aaataagtac acatgcacac

acacacacac ttccttgetce tttctgttaa g

<210> 2
<211> 201
<212> DNA

<213> Homo sapiens

<220><221> variation

<222>  (101)

<223> n=Aor T

<400> 2

tgtccegtect tccaacccag catgagacat tgtaggatga acagtcttge cttcaggacc
cttgcctcag tgaggectgg cctcagttta aacccagggg natgttgtaa atattgagac

ggtctctaga gtgaaggaaa tattgggctc tgacttgact tatacaccct gacttctctt

ttcttagget tctgggttce a

<210> 3
<211> 201
<212> DNA

<213> Homo sapiens

<220><221> variation

<222> (101)

<223> n==Gor A

<400> 3

tgtagttatt tcctccctca gaaaataaac aatgtgaatt acaagagaag gaagtatgtg
cagatcatat tacaggagga acctaaagta tttccacagc naggtatttt tttttctgac

ttcattaact gcttttaaac aaaacatctg cgttcacaaa tatttcactt aatcgcctga
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aaatttcagc tcatgtgaaa a 201
<210> 4

<211> 201

<212> DNA

<213> Homo sapiens
<220><221> variation
<222> (101)

<223> n=Cor T

<400> 4

ggtagaaggc agctacacag gtgttcattt tattcaataa tcatacattc cctttagtca 60
aagtaactag tgtgttttgg agctagtctg tttttcatgg natgttaaca aaagaacatt 120
agttttgttt tttttttcac cctctaaatt ctaacatctc ttaagaaatg actgctgttt 180
tcccgagatt ctacttcctt ¢ 201
<210> 5

<211> 201

<212> DNA

<213> Homo sapiens

<220><221> variation
<222> (101)

<223> n=Tor C

<400> 5

agccaggtgt ggtggtgegt gectgtagtt acagctactc agcaggctaa agtgcgaaga 60
tcacttgagc ataggagatg gaagctgcag tgaaccctga ntgtgceccact gcactctagce 120
ctgggagaca gaattagacc ctgtttcata aaaaaaaaaa aaaaaaaaaa aaagactgga 180
agtactgcac ccctccacat a 201
<210> 6

<211> 161

<212> DNA

<213> Homo sapiens
<220><221> variation
<222> (81)

<223> n=Tor A
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<400> 6
aggatcaaaa ggctaggaag atttaataat gectttggagg accttgaact tgtataggat
actggaaggg aactcactct ntctgggett tagaattatt tctagttttt cagagatttt

taaggccaga gattgtatat cattaatctt tgtaactctt t

<210> 7
<211> 200
<212> DNA

<213> Homo sapiens

<220><221> variation

<222>  (100)

<223> n=Gor A

<400> 7

agctgaggcet ggtaaagttc ctgcctgaga ttttggectt gcaaagggat ctagtgaagce

agttccagaa cgtccagcaa gttgaataca gctccatcan aggcttcctc agcaagcaca

gctcaggtgt ggectctgetce tgacaggacc aggactgtcc cgcatttgge ggttcgaaag

gatcactgca taggggaaca

<210> 8
<211> 181
<212> DNA

<213> Homo sapiens

<220><221> variation

<222> (9D

<223> n=AorG

<400> 8

gaggctgaga atctgggett tgtctccaca gtggceccactg ctggggacct tgatggceatg
gttttgtcat gttgggatta ctgectctaa ntgaggctga gaactatctt tcccataact

ccctegtggg gtaatagttg gcaaaaagag gaacttgagt gagattcgca aggtatgggt

g

<210> 9
<211> 101
<212> DNA

<213> Homo sapiens

<220><221> variation
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<222> (51)
<223> n =-or AC

<400> 9

gatcctgagt ctatcagtca ggatccaacc agagaaacaa aaccaatagg nacacacaca

cacacacaca ctctttcatc aagggattta ttataagact ¢

<210> 10
<211> 201
<212> DNA

<213> Homo sapiens
<220><221> variation
<222> (101)

<223> n=Tor G

<400> 10

acccatgttt gaacagtcaa ctgtacaagg aaactttaaa acatgttgtg atgtccccca
catcccaata ctgttttgga gaaaggtact tgcatttgca ntatggaaat tatttgtatt

atttcaaaca tttggagcat ctgcttgect ggtaccctat gcataattga atattttctc

aatggttgga agagtgttct g

<210> 11
<211> 201
<212> DNA

<213> Homo sapiens
<220><221> variation
<222> (101

<223> n=AorG

<400> 11

acccatgttt gaacagtcaa ctgtacaagg aaactttaaa acatgttgtg atgtccccca

catcccaata ctgttttgga gaaaggtact tgcatttgca ntatggaaat tatttgtatt

atttcaaaca tttggagcat ctgcttgect ggtaccctat gcataattga atattttctc

aatggttgga agagtgttct g
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