E. s

KiEE OERAEBAZSE LT — 7
I3~ 1THEELES DT — 7 N— R ZHW
TRBEEEEZ DO FHROWE D AREN L D W
RIT L7, HI1b, I6EFEEBBRIFICATIZN
TWAEERELNE TED 21THOF— 41
SW\WT 1 O EREEOE LIz 2 W\ TR
L7zo HIMEEDEERE QS IIERIE 164
7 (75.6%) HEEE38H (17.5%). EIE
5% (6.9%) TH - 7tco 1R TEIE -
hEE ) S B icin 9 2 E]&131.8% 5.3
% & fEpr T, PEE  BEE, OBRPRICERT
% E|E1347.4% T3.3% & - oo FEMK
R ISR K< 7.9%., BIEE & EIE
ETH LB EE, -1, RIEBEDFHRER
S B wIic 3Bk L BB OE L
’A BTl EREOER Bk,
W) 2RI BEENEETH D, 5
%t 2 ~ 3EMDOFH. T IIERPIREE
X > TPBBELZNE D PBTT 2T
ETH D,

SCHR

1) BEHEH S  ER&GLEC®RH. &
A DiEE,. 2003;50(9):148.

2) B e  ERELEOCEF. B
HOFEIE, 2004;51(9):153.

3) EAgES ERBEOHH. E
HoiE, 2005;52(9):150.

1) BEEFKH S EREEOHM. E
HE e, 2006;53(9):149.

5) http://wwwdbtk.mhlw.go.jp/touke1/
cgi/sse_kensaku

F. BEEREIER
BTtz Lo

G. WFEFER CPRITHEE)
1. BRCFEE

ST o A
Rl

el
S
L

2. FEFEEK

HRIREF T, WES. KRR KEE
(e LEsERERE) OBRKRAEEAR
BT — 7 o5, BITEHARFERR
&, 20078 1AL KB,

H. WFRAHED B - B8RIL (PEZ
&)
2THL




X1 KEBOHIB-1THEEAENHEKFABRMBMAZANR LZEOZRER
FE BT 43 (A1) ZAaE
H17T FEANF 5 H18 E AF5y
H13 123( 3.6 %) 123( 3.6 %) 3,388 U
H14 551(15.8 %) 551 (15.8 %) 3,481 ?
H15 1,899(55.9 %) 2,165(63.7 %) 3,399 ¥
(15X 20) (IB=X 20)
H16  1,907(55.4 %) 2, 254 (64.3 %) 3,504 ¥
H17 — 1,670(45.2 %) 3, 695
#2 HIFEEOBEEENCAZHICEED %
H16 FpE
. BIEE A R 2 X (NP AL EA FERT
15 | BE 164 - 125(76.2%) | 3(1.8%) | 5(3.0%) | 31(18.9%)
g | FHEE 38 18(47.4%) | 15(39.5%) | 2(5.3%) | 0 3( 7.9%)
g | BE 15 11(73. 3%) 106.7% | — 0 3(20. 0%)
g 217 | 29(13.4%) |141(65.0%) | 5(2.3%) | 5(2.3% | 37(17.1%)




JELHE S5 R R B 4 (IR MR B LIRT J235%)
AT EERG &

SEMFIERE REZ T BT 5CD4T CD25" il M THI A O f#Hr

SHTEE K4 BHEERK WRRPFERFR REF #R

MEES FECDA Ty 72y PicELIL2 L7y —aE LTHIS
h 2 CD25 2 IEE I mHIAT 32, CD4™ CD25 Hf i THMfas B D hzEx 2
vro—d b FTORNELRTH L EELLNTVS, BE, Alilgo ey
maasfEL DL P EDABHEECBVTRESNTEBD, INETKEES D
H OB R T & 2 S R R O RASI S & CICRIERAT TS 5 Hil
M THIE OREEREE # Rl L. 2 BOREBEREICBL 5 T & 2T L1,
— . REMEREE S FERERICE T A RENT B OREEKERERETD 5
. KRR D 2 HOPUADEEET | S I TR A A = X A3 AHOE X
TH D, F I TOEIA T FIEE T I KIEE ORI RIS 4 5 Rt
o XREAIZ BN KEBERZEORMM - KBEHICELT 2 Rl

1T

&
LR ERFE

T JF
E ol

o

Lo
75

K ERBY T

A. FEHEIN

s REE (PV) ORKICBEDb 2 H
O D EEAE K I 1 B CRIGHEE D ~
o —T (Th) HIESNETH S EEZLD
hTwan, £ERNICB T 5 ORE] Th
MRADTEMALHEFE IR AHO X £ TH 5,
FAE. CDAT CD25™ e &y T (Tr) fHA
T S ORI THIEOEEALZIIH 4 %
D&KL 5T, FURELICH T 5 B
AL SEE LE S EBEI N, &
HETid, PV BZEDOKRMIMIc BT 22/ -
BRI Tr 0@ £2iTv. Aflilgo £
RN B 2 B0 ORET 21778 - 720

B. W%

PVEZ AWM IcEET 5 Tr il
CD4* THufaiC 5 2 E|&%E2 7 a—% 1 b
AN —EAOVTTEEMICHEN L, BFE
DD IKERE S UTEA O ERBEER
D&~ EHEET 5,

C. IR

et (n=15) @ Tr »CD4" T Mg D
5 53.0+0.3% OHE TED 5N DT
LT, BEE (n=11) TiR0.3E01%EHE
B RSEE Th » 72 (P<0.00D), %HIE
RREREEE (h=4) 2ELHLETEH
FEEEEE (SLE (n=5). 7 b E—#XK
B (n=T). ¥ (n=4)) O Tr i3
WELESOHEE TRD oM,

D. B%&

INF TOWEITHER. PV RUEE
IRKIEE BB A & B0 L Tlgth %=
1T - 12 h5, FilElE TOHME EFEEIC PV A
ZRMIMICHELET S Tr D& BEFED
FRNEHELT, M/ EEHEETH -
tzo T OHRFMBOFEBEGEEICB VTR
@D LNT. REBEABEHZRTH S (K
1 ~ 2 )O

¥ AEE FE IS, Tr ICEFEIICSR
I3 2 FOXP3 S FicBid 22T 1C
P, EBEEICB T ACD4T CD25" T ffasy
Eho FOXP3 (Mg o & & 3 EE D




&L TEAMICELS (3). T
NETORBEEL2ENIT L ENTE I,

E. Hi#

SEHEREE BT 3 HORIGHED ~ v
N —THIROERL E T hick B EHE
EEOHFEIRIEAHOT ETH 3, 4
FarBnBEWELLEEREMb BT 2
CD4" CD25™" Gl T g o By 7 T
DIREI~ VN — THIfERAL D5 24T
BEBEHEDN D D, GBS 518 ZHFEHNK
HOHNB,

F. @EGRIER
Bt NEx T &7 L,

G. MPERE CERISEE)

1. EmXF*R

B

1. Sugiyama H, Matsue H, Nagasaka
A et al. CD4" CD25"¢" yegulatory T
cells are markedly decreased in
blood of patients with pemphigus

vulgaris. Dermatology: in press

2. FEHER

L. SEERBEEERE BT 2RHEM
CD4" CD25"* il THEAE o gt (18
IIFEE MR7I5AZ . BRR&EF diRti&
k. BATE, EEEZE, JIRES,
AERER T, KRR, BHER) 554
[l B AR ERFE2 LS 2. 20064
4H8H

2. MU REEICEBIT S CD4TCD

25" FURHYE T MO (FBILFI.,
W5 . SREEZE, JIINEES, BHE
B 5560 B AR ER 2 LEHS
2. 20065117 18H

H. MFHBEHEO N - B8R (PE%
&)
10. HFEFEUE
L
11, ERHFIEEE
L
12. Zofh
L



B & Z Dl

Control PV PF
F Y .E- -E—g —‘E- i
E . |COrShion E . icreston x| Crpsnien
e ] SRS
"Og L4 v‘ E-: ”?- n
Co2st
T o] o]
ﬁ 3 3
= | CIes
L i
w 1 i o
Ch4

X1 f%#E (Control). |EMHKMEERE PV), BERXEERE PF) £20K
MEIIZ B 5 CD4*CD25" ik TR, 7o —4A b4 b Y —ZHW/c2 CD4'T

ffath o CD25Y", CD25"" and CD25~ MHMEDRRT 2R T o & ¥ 2 VI RREE, S5
BEICB T 5,




2 J|EMUERBEE &GRS & OCEERBEIZ B 2 KM CD4" T Mldd o CD4*
CD25"= Hlfd: THIE OB GO, 7o—4 A b4 Y —ic Xk 2EE (Control ;
n=15), FFEEREE PV ,;n=1D. BERKXAEE PF;n=4). 7 M E—HKE
% (AD;n=17), 8FHTZE (PS;n=4). SLE (0n=5) &EHIcBII 3 CD4*
CD25""/CD4* thA7/Rd (*P<0.05),



CD4+*CD25high CD4*CD25*

( 161

A

Norm 2 [-

® now

LIV

RO A0 005 P A

10 0 o 0 10
EouaReE LIl EaxpaElTC

. *P<0.91
Foxp3 expression

3 SEMEAEE & WNBRIC BT 5 RKMIM CD4*CD25"* 3 & U CD4*CD25* T #ifarp
12 5% 5 FOXPS BMMIMOE & DOIE, 70— %4 b4 b ) —Ick 2REHLEE
BN D5, CD4*CD25" HIfIkE T 5 Eth o FOXP3 0B iifa o 24
GrEt MR 3E b L WAL, CDA'CD25™ T MRS Eith T G B AR SNk
(P<0.0D)s &% VABIC FOXPS MM R AEIC 5% 5E&%5R7T (mean
HSD BB, BB b n=3), RIEME Norm2), FEE (PV6) OfLEH,




JRA I B A R B M Bl a  Cba TEIR B S IRDT JE R 2E)

st e

RAEAEBREFEOBERNER F4
FENREBBCBIBFRAET VAL v 3EBIEFEE

MmN HBEIEME  RREIESIERRS: BE R A

MEEEg SFEHRAEREETRAES LA Y (DSG) 3BEFLRHE O ES
T A EAEHNE L, MEET-ex 7y v OIEERHIRET — 5 251z,
HAANEBEEZEBX Y bo— VBB T 3 H—ERZA (SNP) 2fT\. case-
control study i< & 2 HBABNTIC X 0 EREREEE LA 7o, BHEEREEEE
100 BB X OEE AT » ko —Jv 100 Flic>W\WT DSGS B=FEH 6 SEFicD W
T 1 9y FHEGHIERE %2 AW T SNP typing 21T L 7o, BEEE 100 #)1ZEN 8
Mgk L s N,

&PIC2 SNP (5"l & b SNP001-006) TE D7 VIVEEEABER, a2V o
—VETHRLILECA, DSG3ELETA v o v 1fHED 3>dD SNP itH »
TPED 5 LI (B4 ZFERE) %27 L7, RIC HaploView (v3.32) ZH W
T ay A7 FRIZ-EITLICE A, BIRD 3 oD SNP 08B AL 7 o v
7B LT Wi, SO 78y 71T250WT 55D haplotype P x N, K4 D
FEE 2 #5T L 72 & T A major haplotype O$EE A 2 v b o — VERICH~ED L
THBO, I 2HETREOHEZDH 3 haplotype # RH L7 D haploty
peld. TEEA. 1 ¥ FATPV EE & OBELERE X7z DSG3 &z haploty

pek[A]l—ThH B Eh o NBZEAEHEREZELON S,

HEEFEE B IR R AR B R

‘H FHR [EZ NS

KRBV ERRIRF R B FEEhHR ARBEKRRFEEFH R ERHR

=)l =T hHE &=

HREEVER RN ER AR NERE R FEFA B R

il #s =fE BA

Iz BRFRFEGRFI R R EEE BEERBREESRERN

B2 J o5 R 3 Bl Re T

R B EIERIBRFRF BB IR

I BRFRFREFERREREFEE 8 ERE

B SR RRE B BIERARFEEF IR EER A SR ED
bs R H5 #E

I BRRFERFREAF PR R ZEE BRARFRFIE AR

R TR R 0% N/

Vi N ERRF R E R ER FHIR

LB ERFERFEREEANAMEERZSE IhEEH

% [ IR R B R b AR S DT TR BB R IR
mk EHE i e B




=21 EK

Rl LR 2R R e R B R & T FER} B R
EEBES TR

e B

NI ERIRS K B R B

A B

JBSERR SR E R

HRAS SB—ER

18 BRI BRI R B

&T SH5

BEBEETERRFEHE

BH PRI

WAL A REBE R R R REF 8
JE B JE Rt B

Mg Hi

AL RFERERE AR NBHRREF
FERY e o0 By U

[ %

B RFEFEH S FHEMRIFERETF

iE

KRS FAEMMERDF

EF Rk

Wi REEFE S TGP FEREE

A. THEHW

BEEHKEBEETFTXES LA v (DSG)3
BFEilE oBEE R T4 2 &2 HW
E Lt FEFEEfT- ez v v OEER
FIREF — & 2FiIc, BHAABREBXL U
v ko= VBRI BT 2 E—IEELZAI(SNDP)
%7\, case-control studyic & % +HBEf#E
Mric & 0 R sRIEE E % 3l A 7o

B. W35k

1. BEB X OWEEGRAE

SER & L icBEHEREE RS 3. FE
FEEIEENSRE L 7 8§ ZIC928 ZIMA
100 % & Ui, HRRE. WER, BLUR
BB R A Z T L. KiEEashiatE
Al T BEERAREETH 5, RILE
HIERRETEM RS, JtmaRFE, IER
HRF., BEEIRFE, BERFE, HK

2. BERE, AEKRKRE (JBEARD @8
M DR EFHC TN I NI, BEDW
HER (BRI 3. 54.85%. Zett 26141
TH-7o BEAT Y o —iv 100 HIZE
mARSYTEGRE GEFRERRE) Lot
e, (BRI PHEERIX39.7T5 XK
M4BT H - T2,

2. DNA it L CEEFEE O

VEEE RIB S 220 fci@ i b, A=
4 52 b ExR&D (77 &% 4 v AWHEE
. BE) ZHWVWTH / 4 DNA %,
El L 72, B o DNA OWLE 2 HIE
L. 10-20ng/mlDEEICHHEE L /o,

DSGS Ez=F £ 3. Bannai 5 ic &
% 1 9 FHtairE (SSPEE) %2 —Eiti &
LTHW, 88— 5 v 7°& LT, 1st primer
2 R THRID SNP =& L #i % PCR (&
g L (754 <=1 2 b+ dEEEmRD
DIHER) B 257 v 7ELT, LT
#E L 72 PCR EEW) & 2 O EEYEM O
727 LIVERER] SSP primer @ A4 T PCR
%fT-725 1st step @ PCR EEXNIE 2nd step
D7 VIVERER] primer & @ & hybridize
LCEEMENTTbh A D (HL, €
D PCR & S icfs~ THIRBIEZ LAV,
1#IE L 72 PCR EWNICEES L 72 primer I
SWHHEYIE A RS . 2 O TR
FEolERELRAEST S itk hBigI N
EEHMAWMET A EITED T LIVD KR E,
~F o DHEEIT-> 10

| VEEEERE LB BEH, o v o
—VEEE d HLA-DRBl1 &zt 7 1 v
713 PCR-SSOP-Luminex # i & 17 -

- 2)
- o

3. HEETALIE

2 BRI OBEE O BT iE 2x2 B2 H W
7z Chi-square test ¥ 7z Fisher @ E#
BEAEHAOCTPEL WUTEEEEZHO EL
t2o N7 0% 4 7 FRNCIE Haploview® 8
& U fastPhase®” 2 AW /o, f1E PEIC I




Haploview (v3.32) d association test i
B 5 Permutation P value (10000 per-
mutation) ZHW7?,

C. MMEHR

SEIF A BREBRITIEALN 6 >D DSG3
SNP & 5 o T4, Caponb® Ic &k h=|H
HRERE & OBENRE SN TV S SNP
THH., TDO5HDITAEEFID T exon 11
D7 I/ BEBDH S SNP 2iNZ 1z, M
D H2IE9XT non-coding TH 5,

= 1 15l oRE 200 F% B 7 E e iE
WrDFEREZRT METED >0.9% R DI
SflE Y 35D SNP T& b Haploview!ic
L ESEANEE T oy 7 TH B EBTH
SNz, &4 D SNP IZDWT case-control
study Ik b QBB OB ZE A RD I & T
AL T D 3 >DSNP (rs8085532,rs3944655,
rs3848485) I B W T HEHEHO 7 L IVEEE
BEFLTW (R2), PEISROEL
SNP E B IR A EET 5 Z & AR
X iz,

wic, TD3HD>DSNP Lisnb 7o
4 A4 7% Haploview!Z FHlsHzE T A
FoDNTo s A4 TFRFRHEN, B4 D
WEZ 2#ETHELZE T A, major
haplotype T&% 5 CTT DIFENEEHT
BAOLTBD, TCC 0HEENSEFLTW
foo VI EX D{E %A D SNP S6E O g & [F]
o, 5o 3 oD SNP i 5 74 5 R I
VRIS TERE T 5 C EWSRIB S 72,

REICERICHREY O pHEA, 1V F
N8BT3 5 >0 DSG3 EizTFEEHRN D
SNP 5 EA7Tas 4 7HELXHARA
D7 —45 EHE LI, BAAT -5 %2EIC
Phase program ic &k W ~7" o % A 7*FH|
HiT-1cE T AI0ED T a ¥ 4 FHFHl
SN, FOHLED 1 DD T Oy A7
TCCTTICBWTHEE, a v bo— L2 #H
RITHEEZEI, Z4ITFEEA, 4V F
Ay BERAT 2 BHEICENED SlenT
0y A4 7L, =EATIE TCCTC,

4 v FATIE TCCCC.HAATIZ TCCTT
KBWTEE, avho—1o QBT
EENHDEERT, 3 DOAERTHE
BEOHLLBEBO N7 s 4 X IZRHEEE
Mmotehn, 3FEoONT oy FFEEBLT
D3 H>DSNP B TCC Thbh, BHE
AZBWTIE TCC T a v FHEEIC?2
B THEE LI Lo, ANEE#BA
T Z OFEBICIR BRI N EET 5 C
EDTREE NI,

D. %

AEER L7726 oD SNP &, DSG3 &
EFaeEicEznsEidvi, BFIO 3
Bz ry1kb4vyboryliiihidTo
DSG3 Sy Foimilisarch b, B D 3 ok
TV VIIEDHEAR AL Yithicbh T
7 16 WA KRBOE S TH D, BETF
FEEICHESRICEBE LS 3V Vs, &
E£2DF -4 EE—DSNP WL &I
L0 N OB AT 5 2 EBTH[RETH -
tzo AFEEcHED SNP 3B L BAE L
TWABIEMWREBES NI ELD, TDFE
BT BRSNS b 2 AJREENFH W EFE 2
55, COfEBIIz IV 1LDA vk
oYy 1IWCERLBE8FoN—-2DEET
b BB, 5B IDEHND tag SNP 2 H
WTEENCHBEf T 2175 T itk b, &
fEEZ S S METE 3 EEZ 5N 5,
Z ORI FIEICEED 2 ERIERIC O L
TIRGERDIE A TR WH, 2 D DEFEMEDS
EZZiohb, 1) A virovifhEozy
vy (BELLZ Y V) IKKRHDT
J BRE AL S SNPASTEFE L. SNP o4
U273/ BEF =S 7T F N 036
EO HLA a4 2 Lickh BERIG
HWTHaE2EE kT 2 & 2N L CHDH
REAZRET S, 2) 1 v bo v 1
WCERBFHEI RN EAE L. B SNP I
£ DSG3 BIzF O EEICEE L NIT
T, RFEOME. MilEcor+nkEEH
[EFEED clonal deletion 2L HCD




RIGHET. BY v BROBREICEEZRIE
L. BOHENGES o — v BERET 5,
B 5\ IFFEETHEO R EHK 77,
9 1) 12T preliminary data
TH LD, BIED 3OO SNPIc>W\W TR
Z DR AEBEAMNT 5 HLA-DRB1 7 Vv
GAHELRE» -1, & T ADEFE 3 5D SNP
DIFFE EHEBE % /R 3 HLA-DRB1 7 L a3
FAEST B EMIAS T - 72, FEFIEDS
A5tz FEHESEVWA, 4FBD
SNP 7 3/ BBBEHEZMES 72D, FEER
BRIV THEZ SN DEFERHEHTH 5,
BRI 2) OREGENC 1 BEERBICE
WTHL2EEHNPAINTORIRGETDH
noO SRBEMEEEEMETE &I
X0, EEFAESSAELSEINETT 2L
I AEBIFEETH B, 10+ o N— FEE
OHEHFETHZDOT, 1FaX=RIT 1D
® SNP ##%Z L TH 100 »FEETH 5,
X 512 tag SNP % 9 L iEHTHIERNE
I mFTx s LRI, REEOHRE
& L7,

E. #im
SEMEREE RS B VT DSG3 Eix
TR AR L, RERZEEEE R L
co SR E ICfEEAR/IME L, BRNE
AL ICIE A EDHIFESN S,

<FIA>CHE. URL>

1) Bannai M, Higuchi K, Akesaka T,
Furukawa M, Yamaoka M, Sato
K, Tokunaga K : Single-nucleotide-

genotyping  for

samples

fluorescence
Anal

polymorphism
whole-genome-amplified
using automated
correlation spectroscopy.
Biochem 327:215-21, 2004
2) Ttoh Y, Mizuki N, Shimada T,
Azuma F, Itakura M, Kashiwase
K, Kikkawa E, Kulski JK, Satake

M, Inoko H: High-throughput

3)
4)

5)

6)

0

8)

F

DNA typing of HLA-A, -B, -C,
and -DRB1 loci by a PCR-SSOP-
Luminex method in the Japanese
population. Immunogenetics 57:717
-29, 2005
http://www.broad.mit.edu/mpg/
haploview/index.php
http://www.stat.washington.edu/
stephens/software.html

Capon F, Bharkhada J, Cochrane
NE, Mortimer NJ, Setterfield JF,
Reynaert S, Black MM, Vaughan
RW, Trembath RC, Harman KE:
Evidence of an association between
desmoglein 3 haplotypes
pemphigus vulgaris. Br J
Dermatol 154:67-71, 2006

Lucassen AM, Julier C, Beressi JP,
Boitard C, Froguel P, Lathrop M,
Bell JI: Susceptibility to insulin
dependent diabetes mellitus maps
to a 4.1 kb segment of DNA span-
ning the insulin gene and associ-
ated VNTR. Nat Genet 4:305-10,
1993

Vafiadis P, Bennett ST, Todd JA,
Nadeau J, Grabs R, Goodyer
CG, Wickramasinghe S, Colle E,
Polychronakos C: Insulin expres-
sion in human thymus 1s modu-
lated by INS VNTR alleles at the
IDDM2 locus. Nat Genet 15:289-92,
1997

Jaeckel E, Lipes MA, von Boehmer
H. Recessive tolerance to prepro-
insulin 2 reduces but does not
abolish type 1 diabetes. Nat
Immunol 5:1028-35, 2004

and

(E AU R

B Lo




G.
1.

2.

R CPARISLERE)
A FERR

Sawamura D, Niizeki H, Miyagawa
S, Shinkuma S, Shimizu H. A
novel 1indel COL7AI mutation
8068del17insGA causes dominant
dystrophic epidermolysis bullosa.
Br J Dermatol 154 (5):995-997,
2006

Akiyama M, Sakai K, Sugiyama-
Nakagiri Y, Yamanaka Y,
McMillan  JR, Sawamura D,
Nuzek: H, Miyagawa S, Shimizu
H. Compound heterozygous muta-
tions including a de novo missense
mutation in ABCA12 led to a case
of harlequin ichthyosis with mod-
erate clinical severity. J Invest
Dermatol 126 (7):1518-23, 2006

HA5E

FEAEME, BILER, BO—5. FER
fiE. RREEGE, Kk

ZZETOR

-7z

2006

2.
L.

H.

EnFEE. JOHNS 22 (12):1753-6,

FRE

hEFx bF. B BREE, IS,
RFRER, BEHF LR, EJIIEF. ©H
B, 5E=EE. LEER, BKE @
{LEmfR D 1 f). 2 105 B EAR
ERlESRa, BEM. 2006.05
HUE, BARRE, IMAEE. BT
BAE, BABK, BlET. AHAL
BA B AREEAZL HEEREEE
KREGE. F28EKEREIEE, Ak
. 2006.11

T AERED M - B8RRI (FE%

ad)

13

. FFEFEUS
5L

14, RHMEEHF

L

15. % Ofih

s L




g{tﬁl(l

X & % Db

151466379
1s37949256
1516961975
153848485
rs3911655
rs8085532

rs8085532 | rs3911655 | rs3848485 | rs16961
5, ‘

D* <0.5

0.5<D” <0.9

Bl 0.9

# 1 Desmoglein (DSG)3 SNP®Dpairwise linkage disequilibrium (LD) analysis
Ihﬂwmw(ﬁﬁméliéo%ﬁﬁﬂﬂio(M)%%bEVObWBI(%éLD)iT%
4, 18085532, rs3944655, rs3848485 1% LD block ZFERL L T 5,

DSG3 Minor allele frenquencies
SNP (rs No) Location PV Control

rs16961975 Exon 11 22 (0.110) 20 (0.100) ns¥*

rs3794925 Intron 11 27 (0.135) 24 (0.120) ns

151466379 Exon 16 40 (0.200) 41 (0.205) ns
Total 200 (1.00) 200 (1.00)

£9 SIEWREEREL PV). a2 Fe—iZBd 5 DSG3 SNPHE
FEAINICSERE £ d o gray box 1 2 B TPME 5 LI TD 3 5D SNP 2/Rd. I3
sprzsv 14 viray 1 icEELL LD block #FEkd %5, *Permutation p
value=0.0145, **not significant

- — 69 —




DSG3 SNP  Haplotype frequencies

. . ns
CCT 1 (0.005) 0 (0.000) ns
CCC 9 (0.045) 4 (0.020) ns

Total 200 (1.000) 200 (1.000)

3 ZEWRRKEEESE PV), avrue—icbl33DSGINT vy 4 FTHE
gray box ICPEM XL TDONT 0 s 4 FEIRT, ~NT o547 (rs8085532, rs3944655,
rs3848485) (4 Haploview IC TFHIL 720 FEIIAICHEE %R 9. *Permutation P value
=0.0145, **not significant

Haplotype frequecies

No. of the

observed TCCTC . TCCCGC
British controls 308 1 (0.003) 10 (0.03) 45(0.15)
British PV 124 6 (0.05)* 1(0.02) 26 (0.21)
Indian controls 196 ND%s* 12 (0.06) 50 (0.25)
Indian PV 56 ND 11 (0.20)%x* 10 (0.18)
BAA controls 200 0 10(0.05) 14 (0.07)
H&A APV 200 0 11 (0.055) 29 (0.145)#

#4 3AHE GEEA. 1 YFA. BHEAN) oZFFENMKBEERE PV)., avituo—i
B B5DDSNPIr LI AZNT 0y 4 THE

rs16961975 =R < 5 DD SNP 578570 & 4 FHEIC DWW THBE L, FEMAICHE

EZRT, REA. 1 Y FADF— %13 Capon 5 CCHAS5) 1ok 3, p=0.002 (Fisher),
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