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SNP2
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SNP15
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0.0-0.1
0.1-0.2
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0.3-0.4
0.4-0.5
0.5-0.6
0.6-0.7
0.7-0.8
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0.9-1.0

wn
F'rmeinl A8 1c1D] = IF] (595 arnino acids) 5
HE/NTORAT GAGCC AGATA GGGTA AGGTA
NTORATHEE (B E X EE)
ERBRE P-value 0.044 0.034 0.55 1.00
OR (95% CI) 0.61 1.78 (1.02-3.09) 1.34 1.06
JRIETH P-value 0.23 0.0024 1.00 0.084
OR (95% CI) 0.7 2.46 (1.35-4.51) 0.95 0.34
RERESEHEE (BEXER)
(=3 ] P-value 0.10 0.0040 0.10 0.25
OR (95% CI) 0.51  7.55(1.59-35.82)  N.D. N.D.
FR1ETH P-value 0.66 0.000057 N.D. N.D.
OR (95% CI) 0.83  13.75(2.89-65.53)  N.D. N.D.
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- EEFRgEONE
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e OAC140-143 094323
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vs. 7" E R4 Odds ratio 0.28 220
95% C.I. 0.011-6.98 1.22-3.99
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J Hum Genet, in press
ESR2EBEFIIATEMBTRIE

SNP2 SNP4 SNPG6 SNP8
(rs11625778) (rs1256030) (rs12560409) (rs1256062)
SNP1 SNP3 SNP5  synonymous SNP7 SNP9
(rs3020444) (rs17179740) | (rs10148269) (rs1256055) (rs1152579)
——> ¢ —P ——>
5 | 17.7 kb 16.6 kli 9 6 I|<_l|3 | 10.2 kb | 1© | 10.9 kb EIB %_'kb 3
v v v v v 4 v
| | a1 I I 1 I L (120 kb)
oK ON exonl 2 3 4 5 6 7 8
OK, ON; Untranslated first
exons
D ESR2HBE/NTALZA T LFEF T B IEE FAE ) BE
EBEBLUR o1 TGTAGA TACGGA CGCGAG TGCGGA
g 0.1-0.2 <BHHERX> P& 0.0063 0.078 0.92 0.031
4 8-%:8-3 Fy XL 2.08 0.63 0.98 0.46
5 0405 M . 95%fSMAMXM  1.23-354 0.38-1.05 059-162 0.22-0.93
6 0.5-0.6 <&HEHRA> P {i& 0.026 0.34 0.55 0.97
7 8:?:8:; ARt 2.16 0.58 0.75 0.95
8 0.8-09 o . 9_ _5?/_0_1_5_%5_ I_;—fFEﬁ_ o _1_'9_9:_4 '_AI(_S_ _ _9_' :1'_7 ___]_' '_7_9_ _ 9_' ?_8:5"_' _9_6_ __ _O_ _Q§_7 ___2_‘_1’;.2
9 -~~nm<won~cwo 0910 <BEFEHEX> PIE 0.0098 0.19 0.83 0.089
#9360 kb /\TORA4TT7AYY <Trend test> P & 0.0029 0.071 0.75 0.056
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J Hum Genet, in press

BARANEAZITADBERNEHEEERELHBEICEVT. 7orA7 U RBEEER
F(CYPL7TALB LUV T (AT UM REEELRFH# (AHR, AHRR, ARNT, CYP1AL,
CYP1A2, CYP1B1, CYP17A1, CYP19A1, CYP2B6, CYP3A4, NR1I2%E) &L 96E D
SNP#E#TZ1To71=,

MmAREICH BT HRZHESNPOAT A AT T F IV EREELE FOAHRT2{ELE
ARNT2T2{@. bisphenolAZ B ELEFESNAHANRIZTAHEZ ST,
BARANFHEORZMESNPRBERILELEEBRTHAHCYPIA2TEELCYPL7TALTIME

BREht=,

EinF P < 0.001 P<0.05 WmMAETEE HEAADH
(s3757824,
AHR rs3757824 rs2158041 oregoa1 rs7811989
rs1374213,
ARNT2 rs8024819, (s2278705, rs1020397 rrssfgggfggé r31043r188113‘°; Eigoowo,
rs10851935
(2461823,
rs2461823, rs13059232, rs2472682, rs13059232.
NR1I2 (PXR) rs2472680 rs6784598 (2472682, (52472680
rs6784598
rs2069521, rs2069526. rs2069522, rs2069521,
CYP1A2 rs2069522 (s762551, 1s4646425, rs2069526, rs762551,
(4646427 rS4646425, rs4646427
rs6163, rs3740397,
CYP17A1 rs6163 rs3740397, rs4919686 (4919686
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JRETH: Total 33 cases
JERBETHREERIZEE) : Total 13 cases
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o SRDSA2MBE|IAFJLIEDNVDEDEFIZRHLNT=,
RIBIELEMEITIEDSIRTAIEILLENLTRETREZLELSS

XRE

SRD5A2 mRNAFIRL N )L

.

x oo . < .

o 00 seeee o . e 90 00000 2000 0 0 o
o oo

83 3003% 33023 guy Sus 3% | 30 380 0 0003
e e e :

||”I|||l||||
2 ERARRCSRERER

50.00 copy/ngRNA

100.00 copy/ngRNA

50.00 copy/ng RNA | ‘ | | I | | | | | | ‘ ’

0.00 copy/ngRNA I| II| I I | | Illll
BCINRRRRIIRScBERIGRSEYS SR 338G
RRERrocoBdBReS8s8635 BHBH28

[ Hypospadias

[l Concea led penis

FRBLAILEREEIX/ Y54
(REFETHENP)




RETRBEDONSHEBRFICETOIREFRREIL
RETRBRLEZEZONEBERRGCREFRARELR

PRIEETHRETIE, EEREZFHICLERT, 370 EGTFORBEAFE L. 696
Bz FOHEMN LFLI-( Fold Change 2.0LL L)

Gene Fold R &K
Symbol | Change | ZH) B FOFH &%ﬁ
FLG | 897 | | | g oo mibip®. SereREr—aRAOEEES
MSMB | 809 | | | hh e e = R TS ) O
ACTG2 | 473 ! ?Fcltér%ﬁ%z;n;nla 2, smooth muscle, enteric
SPRR3 | 23.87 1 small proline-rich protein 3 O

REN)T—DORRIZES

SRY (sex determining region Y)-box 2
SOX2 | 14.48 T | BAEFEREERRKELEITFRrOE IR EEE FAE(CBE 5, O
iPSHIRE/E I ELZRFD—D. in vitrolZ Tilaggrin® FE 17 Z |

keratin 4

KRT4 1 971 1 T | o s, SET72REEEEMREN (08 OREES




RIETREEDIHSHR R ERESF ez AL -RERER

E2 BPA
Gene Fold Gene Fold change Gene Fold change Gene Fold change
change SPIN4 1.65931 MMP11 -2.43083
SLC38A11 7.104141 CSF3 -9.93197 POMZP3 1.455982 NEK 10 -2.26265
MAP3K8 6.803548 CXCL3 -7.31956 WDR3 1.453648  TNFRSF10C -1.92235
OLR1 6.629856 MTSS1 -6.17392 NHLRC2 1.411471 EPB41L4A -1.91928
LOC100132319 6.268278 PTPN22 -6.16211 CCDC41 1.364746 LDLRAD3 -1.91265
LMOD1 5.190962 NKX6-2 -5.76049 MPP1 1.356291 FBXW12 -1.79411
TAGAP 5.011251 MICAL3 -5.37948 FKBP4 1.340357 FSIP1 -1.78795
MRVI1 4.753503 IL8 -4.3701 LRCH1 1.332147 TMEM190 -1.66348
SPRY1 4.213157 ESYT3 -3.95613 ZNF850P 1.307375 ZNF546 -1.58212
ASB2 3.857113 TFPI2 -3.72549 ZBTB25 1.291857 LOC645967 -1.47452
FRY 3.795805 COL17A1 -3.51532
TCDD
Gene Fold Gene Fold change BE}EG)@@L#;EL"Cup-/down-regulatlon
change R LT:]!JK;&
TAGAP 6.186387 FTCD -3.24874 _
LOC100132319  5.957921 MICAL3 -2.58961 Chemicals Up-regulated Down-regulated
C60rf103 5.948178 INMT -2.4473
FABP4 3.643628 SCAND3 -2.31426 E2 432 528
LDLRAD3 3.117963 SLC40A1 -2.26487
LOC100133554  2.733596 FER1L4 -2.24806 BPA 34 75
FAM160A1  2.679635 MBL1P -2.23678
C170rf76 2.66936 CPAMDS -2.18167 TCDD 417 308
LOC440900  2.624016 ZNF846 -2.17684

LAMC2 2.56916 CESS8 -2.13456
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/GAPDH P < 0.0001
0.014 1 |
0.012 1 N=21
0.01 1
0.008 * N=4
0.006 1 [
0.004 1
0.002 1
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