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F7] (a) DANA 53 DNARFE 7] dddrgdAd mtAe g3y & SE3AY 2289t £33}
E Al @A A 4R ofugk ol AR Jheeith. olE W, %4 IS PRE F3te] TESta
olg AA llace, Genomics 4, 560(1989),

(¢}
13t €& 4 Ak, 2 9 grtolAl A wkg (LCR) (Wu Z Wa
Landegren &, Science 241, 1077(1988)), ZAFE3% (transcription amplification)(Kwoh &, Proc.
Natl.Acad. Sci. USA 86, 1173(1989)), A7FrAl M Al (Guatelli &, Proc. Natl. Acad. Sci. USA 87,
1874(1990)) = kel A% A A F3% (NASBA)o| A& = <lrt.

271 R T (b)) GAS A T fUE Afske A AR A, mlelaEoldo] (microarray)el o
3 EA3, AR Eolxel PCR (allele specific PCR), tholub® didH#-Ax EA43 7] (dynamic
allele-specifichybridization, DASH), PCR 17 4], SSCP, PCR-RFLP &4] H+= TagMan 7], SNPlex ZHF
(Applied Biosystems), A& ¥4¥ (& EW, Sequenom® MassARRAY Al=®l), wU-Al&E  (mini-
sequencing) W, Bio—Plex A]2=%] (BioRad), CEQ and SNPstream A]2=%} (Beckman), Molecular Inversion
Probe oldlo] 7]& (dE E9, Affymetrix GeneChip), % BeadArray Technologies (|2 E%, Illumina
GoldenGate % Infinium FAH)E T 5 dor}, ol A=A Fe=vt. 7] W 2 o] &3t
H =

= A1Roke] Gl o §7bs @ ThE whel o8, nholamAlBebel =, S\P

o @A w

= -
=2 -
o= 2=
R o
o

=
AA7E B8 S oalnh olsh e t@y elol 9r1% 24

A% T, B3 v 1 ol AR

S AL MEASAE P P Bal FAE 5 A

B ool o], "S\P A"e FAMAG S\Pe] 7 /1S Aol FAT 5 gl DNA vholAzof el st
2 o3,

2 FA (Applied Biosystems)dlhi= ©Al; (3) 7]
S o] PCRS 3steE ©Al; (4) A7]2 PR Wh&o] <kA
T4 2 gt @A, 2 (5) AV 2AZEREEE A (D)9

5 zetoln B TagMan B35 27 2 AlZeh= @A
ol
=

DNAS F3 o= i, A7
q

A7l A, Al B VI E AAS Fd BAA wE AEE o den, AEstE fAAEATE
ol g3le] F3E F duk, EI, HHFAA EolF P(RS NP7} HAsteE 97|15 3 ddkog dho] merdh =
golmE xotel Zgholw HER A7) SNP7F X5 DNA @S SE3h= PR WS onjath, A7) Wi
A=, dE B9, 53 @717 AdA GE XgE A, 7] AR 3 BHVIE Eddele EZefolw E Auet
371e] DNA ©HE TZ2F 5 Qe v W ZelelmE 39kete] PR WHES AT A9, 7] SN X9
A717F ARl Bolle TEFuEo] FAHeR FaEe] Ashe YX9 MEry #EEI, Y] A7 GR X g
ZAg-ole Zotolws F3 DNAC] ARAZTESE oy, 30 du Zo] AR ATS A FgFoer FEukgol
AZ P4 = JS o]&3 Aolth. DASHE B4 WHoR s34 4 dx, uEddsiAs Zdx 5
of ogk Wl oJste] FalE 4tk

g, PR 1 42 WA @ddr] thgge] fAskE d71E EFEHE DNA ©S ol gow FE S
g U, Whgdd HUtE BRE REEQEEE E@MsiAo2A B85t 7]aL, of7]e] SNP Beold % =
ghol™, dNIP €&, UUSAIFIULE =, vg 45d 9D DNA FHEALE HUlste] Zeloln] AZPNSS &
gozH o]Fojxitt. oluf, I Etolm= SNP7} X5 7|9l 5 Wk niE Q1S |rE 3 wu
o= Atom, INIP EFEA T UUSAFIISE =S U 75 Zhe dito] AQjH i, 7] UuySAly
FEQLEI=E SNPE YERE 97 TR/ F shuelA AEEn. oE 5o, AdA GE o] dE S,
dGTP, dCTP ¥ dTTP &} ddATPE WHSoll H7te A9, 7] XFho] dojd A7jo)A Zetolw= DNA 5§
ol oste] AR, @ AV Ad T A G717 HEE el A A] ddATPO 9kl Zefolw A%
g0l TAET WA 7] o] dojubA] ekgktid, 1 YA oA kgl A ERE, Y] ddH
ojlme] ZAolZ nmFo N SNPE UEHE 97 7S B34

°] ot 9 Lepoln] wi UNSARIULHCE 3Y BAW A9t QA 47149 2
Aol AFERE FAR B47) (1 Sol, ABIALS Nodel 3700 5)E AL8ste] Pue AFFoRA A7) NPE
A2 & Qov, F-EAE 49 TeholW ¥ OUSAFIZULEEE e A9l MALDI-IOF (natrix
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FUE =] SlolA, 26 WA d7I7F T} A5 AEHE 302 7| EEdE =l oA, 26 WA
[e)

A717F TQ1 A9 AEWs 42 7AlE EYwEd e = Aol 26 MA 9717 G A AEHE 52 7]
Ad ZYFEULE = oA, 26 HA A7I7F T AS AEHE 602 7iAE ZEwEULE =
AojA, 26 WA 4717 Gl A MEE 72 VA" EearEEl LBl =] lolA, 26 WA A717F G A9
AN s 82 7| AE ZFEULE T UdojA, 26 WAl AV7F 6 A AEWE 92 VA" TaHEEL
El=d glojA], 26 WA 47171 AQl A AdWE 1002 VA" TR E = glojA], 26 WA AV}
CQl A9 Advis 112 74" ZelwIdl v = ojA, 26 HA 4717t 61 495 AEws 128 7A€
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FEY LB =0l oM, 26 HAA A7])7F A F

HA G717 G A9 MEME Uz 7IAE EYaE G IS
152 714 EewE B2 glojM, 26 WAl A4717F € A5 MEWE 1622 7AE EewEdE s
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HLO H oo * + +
;;;HA B (L) 64.59%2.55 61.90%2.53 0.012
-4 « + + ~
2o HT (2) 8.024+1.92 9.19+1.52 0.169

* + +
w3 AE (b) 18.25%1.15 16.62+1.98 0.017
ITA ° 38.4144.90 35.30%4.78 0.115

O Holo * + +
;1::; 919 W] (L) 59.82£2.35 56.86+3.03 0.010

T . + +
2o HT (2) 10.47£1.76 11.88+1.64 0.045

* + +
w3 AR (b) 18.95+1.57 17.44+42.45 0.077
ITA ° 27.37+46.64 20.92+8.49 0.041

pvalue : 788 t-"Hl2Ed 93 F9A (p<0.05), ~ : Mann-Whitney HIAE

AR FE Aev sPFE H7PH (KFDA 719)9] &<t 7 71 (visual assessment)ol]l A3k,
#9 (facial stage DM3, Minolt ,me)?l AEIb] 9)a Sk WAL Eslol, Syl FE S
(7)) HAG 2F)E VTR o] BRI, FEol B HFe FFo] AL I T3
sto SHAsta 1 Hagks Atskict.

A4
#e An
o A

L,

ITA e wvel A % t oo, WY WAE ousks L gt dad 4EE dels b g
of ARYE 4 ATk 1T C 3 ARAE a1 7

7+
=3
= 9)5e Aol uhe Zo|th( ITA ° = [Arc tan(L - 50)/b] x 180/m), L' : M=k @], b : A

[o%
M
tlo

[

o

o

(melanization parameter

olzb; wEb-weh) . A7) IBA (L, a, b)<S Minolta B33%7 (CM2600d, Minolta, Japan)E Apgate] =
4 Sk, e wele Muel o) Fe Fele] MRE AuEsle] Z4sn 1 FFe ANSAL. I 5
HolHe 59 t-H2E (p < 0.05)¢F SPSS 22X ESJo] (Ver 22.0)5 ©]&% Mann-Whitney HIZER FAAE
a4,

oxl

AAe] 2. BB o = FE[S DNA AH

A7) AAlel 18 S8l BR7F ¢5H 26 B9 EHAS xH%éPﬂﬂr Bl F = F Hol 2R o]Fojxoen, 1
2h B2 dAEAR sty w AMFH 1 Az Aol aA8tESs g & AFsa, 2 A EPQH—S— bzl 71 A5 F
A A7 AH T EaS F5sIT.

Oragene® saliva 7]E& o]&3lo] IA|EAte] g o2 R A eo] As DNA (gDNV)E FE33ih. 2 o+,
1 x TAE 1 % o}7F=2 AolA 0D 260/280 > 1.7, 10 ng/ul o142l &% (intact) gDNA WI=Z &Helgl &
AR 24 AEds Dgsilt.

AN 3. AA Ax AEA (whole genome sequencing)

7] AN 204 28k 50 nge] gDNAZS lon AmpliSeq Exome 71E (LifeTechnologies)e] wlirlol ule} €A
%% (target amplification)ol] AF&3}Sit).

1 o}, Ion AmpliSeq™ Library 7]E 2.0 (Life Technologies) EZEZ (Part #4475345 Rev. B)oll we} Ion
Torrent adapter-ligated libraryE AF3stct. Z+H2te] FEE  (amplicons)< partially digest primer
sequences® YHEIL DNA @]7FolA] (ligase)E ©]83}9] Ion Torrent adapters P13} Ao AZAS}T).

1 Y, AMPure Y= (Beckman Coulter)E o]&3}o] glolH#g]E ®E|3} . Library Quantification 7]1E
(LifeTechnologies) 9} Agilent High Sensitivity DNA 7]E (Agilent Technologies)E o]&3le] Ea&d lo]H
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22 zzte] g AL s

7Fsonh.

o
o

Ion PI Template OT2 200 7]E v2 @ OneTouch 2 instrument (Life Technologies)Z ©]&3d}o] odAd PCR
(Emulsion PCR)E A3} t}t. Ion OneTouch ES enrichment system (Life Technologies)& ©]-8&3}%], Ion PI
ol el F8-4A ISP (template-positive Ion Sphere Particles)®] % (enrichment)S AAattt. wiir
Ao wel Ion PI chipS F#H|3}aL 293}, Ion Torrent platform-specific pipeline AXE o] (Torrent
Suite v4.0)5 AF&3le] hgl9 A7+ Alw @HAZL (reference)9Fe] M ES HH3AL target-region coverage
48 AANBY oW | poor signal reads® ZE S A AT

AXd 4. AEARS A (Bioinformatics analysis) ¥ =4 A4

TMAP (Torrent Suite version:4.0.2)< ©]83}o] QIZF Als #AlFH T2 (hgl9) <ol AE AHE AAS AT

GATK (Genome Analysis Toolkit, version:2.3.9)& ©]&3}%], Base quality recalibration, indel
realignment ¥ variant callingS A8, WHolEL2 SnpEff X213 (http://snpeff.sourceforge.net/)
(ref. snpeff)3} 1000 Genomes Project and NCBI dbSNP2] dlo]Ejm]o]~E Al&3lo] F4] (annotation)S &Sk
o}, FESH, dbNSFP dlolEf#o] 2 (https://sites.google.com/site/ jpopgen/dbNSFP) (ref. dbNSFP)E ©]-&3}o]

whole—exome 9]¢ EE 7}53F nsSNVs (non-synonymous single-nucleotide variants)Z #2135l t}.

Short readZ® TEsl7] Y8l A 7] 3094 H £ 4 (quality scorer)”} 9 u]g+el %%~ short read
Aqde] deke]l 1 Ve AASET. SN F¥ (calling) ¥, Zeol (depth) < 10& 7KA& oF
(heterozygous) SNPs¢} Zlo] < 55 7}A &= 538 (homozygous) SNPs& ZES}SI .

W3k MAF (minor allele frequency) < 5 % <1 SNPs¢} & #|o|E (call rate) < 95 % €1 SNPs= SNP +2 x4
(quality control)<= $¢J8l PLINK X =713 (http://pngu.mgh.harvard.edu/~purcell/plink) (Ver 1.07) (ref.

plink) & o] &3} T¥ &), SNP TEH &, A28 39 (logistic regression)? A7} Ed(additive
model, one degree of freedom)& ©]-&3le] THYES F3s NP} I Mzje] #AE 431500,

O A, E 387719 SNPs7t =& f-oAS Bglow, 1 Fo|A]l ZNF100, OR10K2, TMEM235, PRCP, TIPIN, CFH,
PIDD, CFH, AMER3, NAALADL2, EXOC2, KHDC1, LMBR1, TELO2, RAB31 @ SNRPA A =to] &AletE G4 A9 20
o] SNPS FEAISHATE (F 3). A7) AY 20 Mo Faxe] Z37] A2~ (flanking sequence)E 3 40 e}
BIFsa=

X3

A9 20 %] SNP

Ch |[Position |Func. Gene rs Number Alleles(A |RA |RAF OR P
r. /B) Case |[Control
chr | 21950337 5'UTR | ZNF100 rs10412066 C/G C 0.46 0.12 40 0.002741
19
chr | 158389659 down | ORIOK2 rsb8605957 C/T C 0.38 0.08 18.33 0.004052
1
chr | 158390252 syn OR10K2 rsl12239443 G/T G 0.38 0.08 18.33 0.004052
1
chr | 158390501 syn OR10K2 rs34616883 A/G A 0.38 0.08 18.33 0.004052
1
chr | 76230729 syn TMEME35 rs11077350 C/T C 0.46 0.12 17.09 0.004652
17
chr| 82560312 intron |PRCP rs10792653 G/T T 0.88 0.5 0.06282 [0.005198
11
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[0113]
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C1115r 66644563 | intron | TIPIN rs9806130 A/G 0.46 0.15 27 .006101
clllr 196682947 syn | CFH rs2274700 A/G 0.58 0.15 22.48 .007674
Clhlr 804212 syn | PIDD rs7104785 A/C 0.88 0.62 0.09 .009694
clllr 196642072 | intron |CFH rsb551397 T/C 0.54 0.15 10.67 009368
Clllr 196642233 |missense| CFH rs800292 A/G 0.54 0.15 10.67 .009868
clzlr 131520178 |missense| AMERS rs77687733 G/C 0.35 0.08 12.38 .009929
Cgr 175164937 | intron | NAALADLZ rs79180420 G/A H 0.65 0.08081 .009929
clér 619600 intron |EX0C2 rs1150856 C/A 0.35 0.08 12.38 .009929
Cl61r 73952103 | intron |KHDCI rs6453660 C/A 0.92 0.65 0.08081 .009929
clér 73952118 | intron |KHDCI rs6453661 G/A 0.92 0.65 0.08081 .009929
Cl71r 156480633 | intron |[LMBRI rs3757433 A/G 0.92 0.65 0.08081 .009929
61}16r 1552570 intron | TELO2 rs58893598 A/G 0.92 0.65 0.08081 .009929
C1118r 9775372 intron |RAB31 rs6506697 A/G A 0.42 0.15 12.38 |0.009929
Clhgr 41263403 syn | SNRPA 1rs2230694 G/A A 0.92 0.65 0.08081 |0.009929

foFeko] o Chr.,
%

A2 A (chromosome); Func, SNP 7] (fuction); Frq,

A=} (risk allele); OR, 22} H]& (odds ratio).

Aw $1X= NCBI build 37 L.

A -t Zt B A p-value: A AE 3 AESE o] &3te] ALt

Alleles(A/B)oll Al AX minor alleleS, BX major alleleg YERY.
RAE Mol e wRolA F2 vehbs 9719,
F 4
Gene rs Number |Alleles Flanking sequence
(A/B)

ZNF100 rs1041206 C/G |forward |CCCTAGGAGCAGAAGACACAGAGAA[C/G]TGAGAGCAAACCTGGAGCTCCGGCT
6 (MEHZ 1)

OR10K2 rs5860595 C/T |forward |TCAGGTGATCCACCTGTCTCAGCCT[C/T]CCAAAATGCTGGGATTACAGTCGTG
7 (MEHZ 2)

OR10K2 rs1223944 G/T |forward |GTCCCATACACACCCCATGTCCCATI[G/T]AGCACTGAGTAGCGCAGTGGGTTAC
3 (HEd s 3)

OR10K2 rs3461688 A/G | forward |AGTACATGGGGATATGAAGGGCCCT[A/G]TCCAGGACAATGGTGGAAATGATGA
3 (MEAHZ 4)

TMEM235 | rs1107735 C/T |forward |CCCTGAGCCTGGTCCTTCTCGTGTG[C/T]GGCTGGATCTGCGGCCTGCTCAGCT
0 (MEH s 5)

PRCP rs1079265 G/T |forward |TCTAAAAAGTACTGGTCAACAGATG[G/TICTTTACAGATCATTTATTCTTCACA
3 (MEHZ 6)

TIPIN rs9806130 A/T |forward |TCCTGACTCTGGTGAAACAAACCAC[A/G]ATTCAGTATTACTGTACTTAAATGA
(MEHZ 7)

CFH rs2274700 A/T |forward |CATATCCTAGTTTGCATTGATATTT[A/G]GCTTTTTCTTTTAAGGCATATGTAT
(MEHZ 8)

_15_
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PIDD rs7104785 A/C reverse |TGCACCTGTGTGTCCAGCAGCCTCT[G/T]CAGCTGCTGCAGGTGGAATTCTTGC
(g5 9)
CFH rsb51397 T/C reverse |TAAAAACAAAATAAGTGCATAAAGT[A/GITCTATTTAAATGTACAGTATATTTA
(MEHs 10)
CFH rs800292 A/G reverse |TCTCCCTTCCTGCATACCATTATTA[C/T]ATTTCCAAGAGATCTATATCCAGGG
(HEws 1)
AMER3 rs7768773 G/C forward | AAGACTGAGGACTTGGCCTCGCTGG[C/G]GGCCGAGGGGAAAAGCCTGCCCTCC
3 (MEd s 12)
NAALADLZ | rs7918042 G/A forward |TAAACTTACCAGTCATAATTTAAAT[A/G]CTTATTACAGATAACTTTTCCTTAA
0 (Mg 13)
EXOC2 rs1150856 C/A reverse |TTATACTGGATACTTAGTGATACCT[G/TITTCCATTTTTGTCATAATAACCATT
(MEWs 14)
KHDC1 rs6453660 C/A forward | AAAACTGAGAAGACAAGGATGAAGA[A/CIGGGGACGTGGGCAAAGGCCACTCAC
(Mg 15)
KHDC1 rs6453661 G/A forward | AGGATGAAGAAGGGGACGTGGGCAA[A/G]GGCCACTCACCGAAGATGAGCTCCT
(MEH3 16)
LMBR1 rs3757433 A/G reverse |ATTACATCTTCAGCTATTTAGTITTC[C/T]CAAATTTGTAAAACCTTAGAGGTCA
MEWs 17)
TELO2 rs5889359 A/G forward |GGCCTCTGCTGGGGTGGGTGGCTCCIA/G]GCCCTGTGAGCCTCGGTGAGGCCTC
8 (MEds 18)
KAB31 rs6506697 A/G forward |ACTATTGGGTAAGTTCCTGTATGIC[A/G]TTCTCCTTCGCGTTGCTTCCTTTCA
(HEws 19)
SNRPA rs2230694 G/A forward | TGCAGGGTTTCCCTTTCTATGACAA[A/G]CCTATGGTGAGCATTGCGGGTACGG
(HAE¥s 20)
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<110> LG HOUSEHOLD & HEALTH CARE LTD.
<120> Single nucleotide polymorphism markers for determining of
probability of skin hydration and use thereof
<130> KPA151120-KR
<160> 20
<170> KopatentIn 2.0
<210> 1
<211> 51
<212> DNA
<213> Artificial Sequence
<220><223> rs10412066
<400> 1
ccctaggage agaagacaca gagaastgag agcaaacctg gagctccggct 51
<210> 2
<211> 51

_16_



<212> DNA
<213> Artificial Sequence

<220><223> rs58605957

<400> 2

tcaggtgatc cacctgtctc agcctyccaa aatgctggga ttacagtcgt g

<210> 3
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs12239443
<400> 3

gtcccataca caccccatgt cccatkageca ctgagtageg cagtgggtta ¢

<210> 4
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs34616883
<400> 4

agtacatggg gatatgaagg gccctrtcca ggacaatggt ggaaatgatg a

<210> 5
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs11077350
<400> 5

ccctgagect ggtcecttete gtgtgygget ggatctgegg cctgetcage t

<210> 6
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs10792653
<400> 6

tctaaaaagt actggtcaac agatgkcttt acagatcatt tattcttcac a

_17_
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<210> 7
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs9806130

<400> 7

tcctgactct ggtgaaacaa accacrattc agtattactg tacttaaatg a

<210> 8
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs2274700

<400> 8

catatcctag tttgcattga tatttrgett tttcttttaa ggcatatgta t

<210> 9
211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs7104785

<400> 9

tgcacctgtg tgtccagecag cctctkcage tgectgcaggt ggaattcttg ¢

<210> 10
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rsb51397

<400> 10

taaaaacaaa ataagtgcat aaagtrtcta tttaaatgta cagtatattt a

<210> 11
<211> 51
<212> DNA

<213> Artificial Sequence

<220><223> rs800292
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<400> 11

tctcecttece tgcataccat tattayattt ccaagagatc tatatccagg g

<210> 12
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs77687733
<400> 12

aagactgagg acttggcectc getggsggece gaggggaaaa gectgececte ¢

<210> 13
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs79180420
<400> 13

taaacttacc agtcataatt taaatrctta ttacagataa cttttcctta a

<210> 14
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs1150856
<400> 14

ttatactgga tacttagtga tacctkttcc atttttgtca taataaccat t

<210> 15
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs6453660
<400> 15

aaaactgaga agacaaggat gaagamgggg acgtgggcaa aggccactca ¢

<210> 16
<211> 51
<212> DNA

<213> Artificial Sequence
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<220><223> rs6453661
<400> 16

aggatgaaga aggggacgtg ggcaarggcec actcaccgaa gatgagcetcee t

<210> 17
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs3757433
<400> 17

attacatctt cagctattta gtttcycaaa tttgtaaaac cttagaggtc a

<210> 18
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rsb8893598
<400> 18

ggcctetget ggggtgggtg getecrgece tgtgagectce ggtgaggect ¢

<210> 19
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs6506697
<400> 19

actattgggt aagttcctgt atgtcrttct ccttcgegtt gettecttte a

<210> 20
<211> 51
<212> DNA

<213> Artificial Sequence
<220><223> rs2230694
<400> 20

tgcagggttt ccctttctat gacaarccta tggtgagcat tgcgggtacg g

_20_
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