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2B LORMfIZRHEORNSR & L7z, 1KH
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2,028 5 OREBEENRED LN, T—XD
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HE SN BERREEORZENL, H2H
1,600 A (81.9%), #EmERHFI128A(6.6%), F
it 6 A(0.3%), BHEEW2 A0.1%), ERIK
BE2HI107 A (5.5%), BH110A (5.6%) CTH -
7. TERZOI - ¥RERG - BEIGIA SR EBE
1,734 N3 B ¢E1,385 A, 302 A, BTN
47N, BHi34.6 1, FHOFHR{HEIT63
. BEOFEOPIRMEITO3EK, Lotk DERH
ORGSR TH - 7-. BHIBMEREL 6 A
DBEHT2 1, FhOFRIEIL56.55 TH
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2Bl - ¥R - BTN B 5 EHREN
HeE L 7B R OB R L. &4 Tl
AL VWERIE T IV —I)UETHD67.5% % 5
DIz D TERME20.0%, EMFER2.19%,
PRFHEL1.3% &7m o7z, BHETIERL LS VWEREA
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%, AMMER1.9%, BEAM0.9%, HIOmREME
JEXRO09R TH -7z, WHETEHERD LS VEER
BESEMET51.0%, Hi\WC 7L a— U#29.5%,
LVEER3.3%, AEME3.0%, BIEMAELTY

x 1 BUERATEDS - MR - FHIFILTSMECIOREA
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JIR i 22( 1.3) 12( 0.9) 9( 3.0)
LR 37( 2.1) 27( 1.9) | 10( 3.3)
[=gii=Riiiknd 15¢ 0.9) 10( 0.7) 5(1.7)
B TR 12( 0.7) 12( 0.9) 0( 0)
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BB 6( 0.3) 5( 0.4) 1( 0.3)
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Eil) 1€ 0.1) 1( 0.1) 0(0)

Z DA 66( 3.8) 39( 2.8) | 24( 7.9
N 46( 2.7) 36( 2.6) 9( 3.0)
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18 MR & (R Tl R FE S D B 1T 5375
BMII535%, TMIES6.5TH -7z, TIa—
IV SRS TRk, kS, RIESR
BHE L. TIa—vETiE, Bkt
11.8 : 1, FEoOhRET61 (BH625%, &
MESIEE) . 7 IV a— VB MEIER B O RIEF
W ORI 51 (B M52k, ZetE43i%) TH
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Wy DR DAL 695 (B PE68RR, L7l . 4
FEVES PEIE S8 B3R OO FEIE -1 O B 13 61 %
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WK, SRR A TIIBRAEREL Ty
LB DL26%, BHTII47.0%, TR
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B OFE 2 D EICHINMERICH 55, SEIE
20114 1 FEH OHERE ZHE B E$11366,980 A (95
9% [EEIX E159,743~74,222 \) TH VD, HiE &
N42% L7 D K& SHEIML7. BFEXRITA
105 AT DOWTI4.0 A & EWKEETEH » 7o ip
FIEEETCTHELE(ED. LieBn-T, InE
TIBMERELR B ITREL D ICHEINER TH - 720
75, Bt 5 CARICHEIMIER L TETH
HEWD T EPBELP IS/, T D5 EH
IZ 20094 1 18 M R R ER IR 2 W ZL HE 1 X R 1 04
EROLWFEEDS I 70 & KBET I N/z. L
Top o T B OBEICHE - TERER L2
Wran 5 BERSEEINL - RER 2 EE T 50
EREL. UL, COEEOHRIC LD H:
[IBHERER & WS NRE BB EBRIC 1T D
TAZW. Filr s n/ - RIE R BE
FEEObT20.3% % 5D 57210 TH - 7z
ZDMOEREIREEZ » L, EHEZICZHIE
LU 7ERNE, EERT RE D OB L 20K
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BECHEMBRBEDGRAINST Y, XD
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B> 7=DICHR L, BIEOEMREER BE 2R OF
¥ DR ILE L 607 (BB 608k, iE63mk) TH
D, BiEEHE L TELEbEREL. K
2A WA EOFEIC & S BHEFER BE OFEMD
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BN, FRICHEILT0A D B8R DEE D
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2. T, EEEA, ER OE BH %, K
Rz, eRERE, KNEE, & —88, ZEl
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~ER22FE REsikEE. 2011; 185-
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MER, & B - BEEROSERE
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H3E i (KEAFHREERE PR - BEZ2HEM)
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BINZEZ LR R £ Be 55 2 16 1L & Bb)

DAL T ERFRETH - 72.

(AREE]
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DICTHTEDBENTHS. BITREEET LT BMOEELERBEIELRT 7EHICML, £
I Y —LBNTIC LD R B EER RS T S, MOREER2ECHEMEELLUE, Zofl
OFEFWIE L L. KRy — 7 2 I —% T, B2FIOFER B & RSB 21T\,
B OERBIEEETIC OWTCEHII§ 5 &N TE. T RMOBEREIEEEGET & L COEM L&

A. BIgEERY

BERCBEETHEEFEREL T, InE
THrY Sy Ve ZDREERICESARYTH
N, WL OhOBERRFAHREINTVS.
19964F I B IEMBER DEBRBLET &L THF
=y 7 r VTSV =4 (PRSS1) B#IDT
WEI N, BHrwENY Sy vAvelE
& —(SPINKI)i%, BiEFEMiaTERSINAA
AED F) T /A Ve ER—THD, TDE
BFEREZHESEFRERIFEIN T
52, F-BEBRICRENCE T 42y
7 +Y Sy ) —4 (PRSS2) D p.G191R %%
DG XN, FiooBRBEEEET L TF
T+ TV C(CTRC) DEGTFEE LFRE S
T\ 54,

N FETARPFEIETL, BEEERROEEE
¥ TH 5 PRSSI BIZTERES, BRITHL
{REERY (Z 18 < PRSS2 BEF LM AHEL T
%5, ZF 7= SPINKI O 2B O X E & ETF
B, $bbpN3MSER L IVS3+2T>C
BERPFIREBER R RMERR LR S BHET 5
&R, il CTRC DBEEBETFEBILOWVWTY

WELTWBEY., LarL, BRAMOBLGTERE®
RO NMEHRERIEG S 2 <, BERBEEEET
DERBIIRIZEH I N TR\,

—75, DNA BLFIREFM OMESHILIZE L.
20054F L O IR AHB I N, Wb A K
Ry =y =" 1, T/ UV TOBERIE
LIz LD, #ROF xS —r TV
Y—HEEOT— X 4EEEY 15 TH 2
L. 5FE, wIERY —r7 vy —IC L 5EET
IC LD, W OPDERBERTFHHEHIN
TED, EWICERZY -V EEZLNS.

AFFFED B BT R B EER RS T & &
T L, HREICKT AERBEERE TR
DEZRZHOLNIZTHIETHA.

B. L%

WA — 7 T —IT &k A KBRS IENT
SR BEIIER BEL2HIT, BW3260 & &k
4FITH -7z, ZRRFOFHFEIL38.0+£22.3
. BREROPNFITERMEDS 3 F, Tk 2
B, EFVEBVERER290, HFMEMEIEL16
B, 7Ta— VEEEER1E, TLba—i
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WEEERD LI TH - 7. B+ 5»EETF
v, BEAMOERBEIHEELR T 230, SEOBEH
(EBERSCHREEA TR L /2. S/, &1
7 — LERTIC X > T L 72 8 DD IERHE
BFLRGE LB, BT 50558
FIRUTOEEDTHAEED.
TR BRI T
NFA =y YTV /= (PRSSI)
ToA w7 P USYv /) —r 7 (PRSS2)
BESGWHEFY T4V EE X —
(SPINKTI)
Cystic fibrosis transmembrane conduc-
tance regulator (CFTR)
FE VU S v C(CTRC)
Ay KNEEZ 5 AA (CASR)
TIVIRF R TF X —F A1(CPAI)
LT 7 — NEITIC L A IEGEEET

R R R B E R 2 &
fifary Ca JREEBI#EH 2 18
AV FFU-TaTT Y — bV AT LB
HEH 2 i
ER B9#EH 2 1@
e SR 324F
EERIHEEREH 1118
Z DAt 111@

ZEMHEETFIC DWW, HaloPlex I\ T

K1 AAZLTHFA /Ltf&?ﬁa&ﬁ?—

DNA O HYSERZHH - B L /. bbb
7 ) A OEEBEB A 120-mer O 7 ) I
RNAZHWINATUZ A~V a0, H
B A RS, PCRICEVDIBL /2. 0
#% DNA %200~300 bp RE [T L L, illu-
mina £k D MiSeq IZ & D BIEFEFI Z#HRE L
7o, BAMICEFESIC 2BEO T XS —%
fE. 7T a—EEFBAL C7a—vk
RS S, 77Uy VBRABROVERLT, 75
AR =TSz, 1EIEME L HEDOFA
B ATy THEDRLITD LT, 7a—%
W ETHHI I KED Y — 7 AR T 5 7.

(fRERFE A~ DOELE)

BIEFRTICB WL, HILKFES RS
R ERHREEESORR LB TEmL 7= (K
BEF2011-260). E/oEER LIUREICKH L
THREOHNE ot L XEBIC L HRAELE
7z B CiT - 7.

C. MR

Miseq & fl\W 7B FEITORE R, WEEIE
TOIr Y VERICIIT25E OB T RE L%
WERELZ. ZD5bRAEER TR\ 7-393
BOBETEFECLI A L. EEDORE
ICEEBEOGWEFIIEEET LIVD b DN
WZ &6, 1000 Genomes Project T7 LV
BEEE30.255K7 D 3 D2031E % FEIRAYICH H L

WABE | 217 v LI k5 !
Ter | B Wﬁ@fw 7. X BIT read BORE R TEARIE BRI L
PRSS1 %=g?ﬁ5 218 | BEMLEER | 32M@ ToRER, BRI Y L CIS3EORET AR L.
P N f— -
PRSS2 |#ifary CaB9#EN| 2@ | BEREEES | 1118 FEREBRBPERIETIC OV T, PRSSI
. O p.G208A %352 Ak 3 A (5.8%) IC A&
SPINKL | 555277, | 2@ | xoft |18 e -
7TV ni-(GE2). BETZBAANOBEBLETEREL
CTRC ERPUESE | 218 B 57— X ThiHH, Human Genetic
CFTR Variation Browser (http://www.genome.med.
CASR kyoto-u.ac.jp/SnpDB/) (EL'F HGVB) D5 — %
CPAL Tit, ABRETFEEIEZM0AFILA(1.7%) T
§§ 2 %iﬂ@%x@ﬁﬁﬁ{ﬂ?@%ﬂﬁ*%
 &fAT%  ExonicFuncton  AAChange  dbSNPI35 B TREEEEE
PRSS1 nonsynonymous SNV NM_002769 ¢. G623C: p. G208A rs 189270875 52 A# 3 A (5.8%)
CFTR nonsynonymous SNV NM_000492: c. G3468T: p. L1156F rs 139729994 52 A7 A(13.5%)
CFTR nonsynonymous SNV NM_000492: c. C4357T: p. R1453W rs 4148725 52 A4 A(7.7%)
CFTR nonsynonymous SNV NM_000492: c. G4056C: p. Q1352H rs 113857788 52 A5 A (9.6%)
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x3 EMIO SNV

mom man gEIEE s (Ll
SIS n=191 9(1) 4.7%  0.046
TIa—u¥E n=91 2(0) 2.8% >0.99
BIE - FHEE n=26 4(1) 15.4%  0.003
R n=74 3(0) 41%  0.23
BE R n=1113  24(0) 2.2% —

hm: homozygous
* Human Genetic Variation Browser ODARIPEFEZ D F —
z

x4 EMHVDOSNV
e Gl ‘“,\E’— . \r“‘» _ G P-g

SBYERESS n=188 45(2)  23.9%  0.043
Fa— U n=94 19(0)  20.2% 057
R - HKEE n=25 6(0) 24.0% 043
FERME n=69 20(2)  29.0%  0.02

TR R n=1169 206(7) 17.6% -

hm: homozygous
* Human Genetic Variation Browser DA H D5 —
4

% o7z, F72 CFTR O p.R1453W % #1352 A
4 A(7.7%), p.Q1352H % #1352 A5 A
(9.6%)THV, BET—FTHASBHGCVB T
T FENZEN1144 AFR42 A (3.7%) & 1153 A58
AN(5.0%)Th Tz, BTEBEBBS2ANE V7
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Bt - FIEEBER2661F 4 61(15.4% ) IZFH
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HGVBIZ & % & RIBOMEH ClE1113 AFh24
AN22%)DEETH 7. FTEMVICOW
TIT B FE M8 M R TI369 AFR20 A (29.0
%), 18 MERER &R T188 A 45 A (23.9%) 1
FESN/z. —7F, HGVB Tl, EH#%1169
AF206 A (17.6%) DHEETH -7z (FE4).

D. &
BUEERILEETRETHD, W20
REBBEERTARE SN TS, RPFFEILO
HELHRE L LT, DAEIC KT HHABEE
R REOBY L BETRE ORI AT

U=V T RO 5. KFFETIE, KF
DEMHERBEHE IS CERERELRTREE
HERERIN AT L 7.

KUY — 7 TV —3 /R OF 5 5
J—y—27 T/ —ICHANEEROMREL D,
1S5V THoBERENBONLN, 15D
RNTIC D A BEANEE L R MBI D A, K
FICHBIN TV AIBEEEO KRy —7
VY= HWAEEE, 15 VH0 OWEERZ
TR0 Y 22 A5 E £72 0, k%
T LD THENTAULERDAHEEZLOLNS. —
7, T AT by TEIOF A EEFE MiSeq 28
FERIN, V-V ARKEOEMRE 1S5V
B0 ORIE T AT OKBIEEIRAFTHE & 7% -
7o, REOBERFSTIC 201243 A0 5
BAIN, &6, AEEIC N>/, &
OFEEOEAIC LY, SV aX R
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