BEEFHRFHARMB S (BiEtERETREEE)
REoEp S E

B e R A AT ORELRE BT
HHEH—

MFRES o EM S mboRER R

HE%EE
R &, S, P R, WETR (BEREXZAGREREYE)

(AREE]

B O & B & (AIP) X lymphoplasmacystic sclerosing pancreatitis (LPSP) & 3 FEfr &% 1) /%
B EMREE S RE LT E L, A THESRSRE L gGABEREMElER I N TV 5.
S O Y & BEABRKRME, 452 idiopathic duct-centric chronic pancreatitis (IDCP) DEL Y >
AHMEIZ>Twb. 22T, AREOBMIE, ZhooRE, WHITAIPHE/FREOHKEZHKR
B /MREETH 5. S EREST L7 AIP 76113 LPSP 256 8 (5 561, 161, 59~ 685%), IDCP 416 (287%,
B)TH o7z, IDCPHII/NEN - INEMBHIL L NEOEHSA SN, »OFhEREEOMELREA
BEBE R L ANERNIZX )£ {34 L, Notohara & D IDCPIZ, % 7zZamboni 5 @ granulocyte epithelial
lesion (GEL)IZIFIZHIZ LTV 5. Lo L, ABITIIEHEILPSBESRBELAEETTOON) >3 -
FEEMEEIEE ClgGABEUREME 2207, AEBBRAD T bTRLTRITDAIPLITR
GoldEEB/RELEZONS. AIPOPAERERELZEMET VI — VIR (CAP) DEIRFE & I
BT 5L, AIEEREEMBEREEFELCIMBEICER LIZIRETH L0, BEIZEBERE,
RHEALAIRFRIREE | F)E - ol L/2MREFIC L ) MBRERIZE > Tz, HEROBIREFIRFE
OB CIIAE TII 2 WAMER I RIZT RE,/BELOERPEBRNEEFE L EEZ LN,
AIP TER SN TV 5 IgGA BB EMIC oW CRERES OB S, WFHE JEEMRETDH L HRE
fo, WWEHEEERRE, BEE, BIUHARBEIFEEEERE(= - X)) %5186 THRITT 5

&, K#ba DERITIgGARB MR Bl = AFARB I ZHEO TV 5.
HMAIZAIPIZLS L O FEMZ DO T2 RKENBERARICHET 2 b0 e FE 2N,

DT ELY, IgGABMHET

A. tThRB®

B C 52 9% % B 25 (AIP) id lymphoplasmacystic
sclerosing pancreatitis (LPSP) & & -k & 1 5
XD YsEk - REMRRE & BRI T R
EFAHY. RIS CHAERHIRE L 1gG4R
BREEMRPEERIN TS, EHITKED
KBRS LW TIFP ek & BRI ERIR E A,
¥ |2 idiopathic duct-centric chronic pancreatitis
(IDCP) DB /AT IC 2 o TV 5.

ABFEEDOHMIE, b oBE, bILAIP
TREDREFEMRE/BIETH B, §bb,
AIP Dk 1% & K HE M AR B O BR Bk D FF
T, BIUAIPOREE SNAPESBIRE L
[gGAGHEMBOERTH 5.

B. IRA*

W& MEREERS & OBERER TR S R,
AIPYIBRM) 765 (BEBE+ —$e IB VI Bty 361, AR
BT 4B, 18TV 3 — L ERER (CAP) )
Bl 21 ) (BESE -+ Z 38 B5 Y0 BRMT 4 61, BEERE L)
BRAT1761) T 5. CAPIX, FD% L H204E L
Fizbhzy ) —VicE L T1H100g Lk
#ELTWA, AIPIZVFNn YIREORES
FIRRETIC & o TRl S 7.

& 512, FEEEFORE,WIFMAREEEERE
BARY, HRERI06], MEREEERFL
26, BEE16, BIUHARBMEIEESEE
FE(x 77— R) 5BIDE 18RI % ME L 7-.

HiE D UBRETIR LAV~ YEER
WX T 74 AL, ApmOBEYHEFERL,
HE. 3 & EVG. &t xiTo 7.
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1 HOREMEROREARE

. A R TeGaRRtE L U USERE BN e
EF FlE TN EERE m = T IVFAY 5] (mm) INEEER BiR % R
1 59 % DP LPSP + + PL 2+ + 8 + + + *
2 62 5% DP LPSP + + P L>>>E S)2+ S 45 + + —
3 61 %« PD LPSP + + PLE 2+ + 14 + + +
4 67 % DP LPSP + + PL 2+ + 9 + + -
5 68 % PD LPSP + + PLE 1+ + 3+ + + +
6 61 % PD LPSP + + PLE 2+ + 10 + + +
7 28 B DP IDCP + + PN>>>P L — ®) 4 + )] -

DP, distal pancreatectomy; PD, pancreaticoduodenectomy; LPSP, lymphoplasmacytic sclerosing pancreatitis; IDCP, idiopathic duct -centric
chronic pancreatitis; P, plasma cell; L, lymphocyte; E, eosinophil; N, neutrophil; (S), scatteredly identified; (R), rarely identified; >>>, #ifa %

FAUEU LORL B5E
*RIEE - FARED Y
“*REO—EDHORE

1 $FERER DR % £ ) LPSP
FfRE O HF I SO EFRERIBDO LD,
H.E.Zefh, X200

FEEMABIC I EREREILFENICIgGL % Jta
L 72 (#tIgG4 ¥t 4% : The Biding Site; polyclonal,
5008%). RiEgets D FE(HiZ, Kamisawa & 9|2
UC, BEET—HEH ) OBEMIZES, 0
~9ME% (), 10~29M % (1+), 30~991@ % (2+),
BLU100MELEEZ B+ & L7
(HPEEE \ DOHECE)

BEOREBETRIFLTCVE L, BLU#EE
F I T OBREFERITo TRV ERD,
HELOMEIZWEEbN S,

C. MtR&ER
1. AIP Dfff{% & FURERIZ ]

AIP 750 IZLPSP2s6 I ( B 561, &1Hl, 59~
68i%), IDCPA1%1(28j%, B)TH o (KD.
B TIRREBNIIEERZE Rl L5 & Eb

X2 IDCPOMRE

SROFPERH;BEEARE - BERICR SN, ) 2ok - BEAMA
fARBEETHS.

H.E. %, X200

NBH/INER - AEHMBRHENLE DNEOERIRS
Nz, MEMMREEIVTRE ) Y5k’
iifaroiz, MEIC2EU EOEN R, 3
BIOFEFEEGFAED bRKTHo 72, B
D 33BN IHFERERREF R O e o 72,

TFERERIRE (+) & () D& 3B TAIPPT R & Hui
T 5 &, IgGAGH R B IZHBRIKRE G T
1EASAD LA B E b 2+) ThH o7z, ) ¥ /3E
fiz &fI TR SN, HERERREGO O 141
THEETH -7 V) 2 3EIFmEREEG) T
BAEHN14,108 L U3mm, OFIT,8B IV
45mmTHh o7z, HAEEHIIRXIZMIIERD L
N7, $obb, HFBRHKEREOABRTIIENZ
o7z, o |

IDCP CiZLPSP & FIARIZ/INEERN - /NEE R ARAE
fLENEDOEMEI A LN, REMMIREIZIT
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®2 BTV VHEERE BCREGBERICE T HFIROBBFENTR (T LD)

L4 <
b — AR HOREHER
N EELRL 1) 2 REK - EEMESA
(FAZEMBIRR)
BRI W
RV EHIR
BER O #RIRTE BEAE W b () k- BEMAR
BRI L (R OB HEMERE) »h &Hh
= & (FFE1L - BEE) L

3 BET VI VEEEOBER
ANERBMELY B RICER LSRRI CHBEE S 22E1L
MHRD HNB (KA. HE. §efa, x30

®5 =7—1y 2R
IgGARGHMER S ZHED N5,
IgG4 =5t A EHRMA, X600

HRERASEEMIICE . L LTEREARE - B
B3 L UNERICTT LRI 2o
72(K2). V) »/3%k - BREMROREIIEET,
IgGAGBREMBIIRD bk rorz. ) 8
BRI hTRICALR, V) U 3ENIEE3mm
Thol:. FHEEFIRKIIEZEME - ) /33K

X4 BoOREEELD/NER
RIEERRE, B B 70 D M B E SRR A %
2L TwaRE). EVG. 3§, X40

DR FEEBIEPIZERD ST,
2. PHZEBMRRIRE . FHIRRZE

CAP TI3/NEIR(Z & TlIME FiB 5 254 72 o
P, FRREEAERDOLNEVEDE V)
BELROLPo72(F2). BERICIZERE
IR L /N ERBAEL D17 HIF 10BI T RAT
By, et 9z, WEOHMEMELEZ 162
o7 (K3).

AIPTIEFE L\ 1) Y38k - TREMILRE /i
1L/ NERE B EZ AL L DI L CHESEIRE
rERELTWA(H4), BERICIZENICHR
H & NEOHRAEERE 2 5RD 7.

3. EBIEER DS A IEAMERREIC
% [gG4 BBt E iR

MREASFAFD T F I F L REI
faiEE xR 7.

HARERIZE100 & b AFAEE & HIESE
HEMBBINORY, BIEICEZHOTEMIERE
HERO7 AFHEERRE TIIBESMEN T CE
FETAIP® X 9 7 storiform pattern i 72 7> o 7:.

M
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IgGA R E g e Tld4fl % R\ 72661552+ v
LAY THFHBBIIRIE AN, B
BB IR TH 7.
FHEREEO2FITNTNROETEEL, AEN
WSEAERE & AR A HBRE D, S ko T,
WFEMEBICIFEL2REMARRERCNAZEE %
MR 2SR LTz, IgGAEgem Tik2fpl &
bAFMERE TR, MEEEAGHEEETAY
O A% 7.
BREKTCTII4BEED ) bRFRBILE R
TG IR % 32, IgGARaTGEH TH o 7.
AR B EIEEEEER (=7 — 1) R) S5EH
L, 160 % BV TCRENRFAS, SR S NE
G EMRE Y RO, IgCA%RERE T4
FIARCH VL AH) TIHIAC) TH > 72,

D. Z&

B % % M ¥ 4 (AIP) X lymphoplasmacystic
sclerosing pancreatitis (LPSP) & b Iifr s 15 &
I U8Bk - TRE MR &R LR R
T5. NNEORBH S T THFHRLrELHE
¥ ERIZ B, 4% (2 idiopathic duct-centric chronic
pancreatitis (IDCP) ? ®HL Y $/h\VASRIEEIZ 72 ©
TW5h,

4, IDCP & ZWF L 72EB 7i3/NEW « /N 3E
MMM NEIZERIAON, ThbLHE
MHEREZRLPD, POFFEREADOMAE
EAEERE - WEL/DNENIZLDSSR/L,
Notohara & ? D433 L 72IDCP2, ¥ 72 Zamboni
% 9 @ granulocyte epithelial lesion (GEL) 2 (%
IZFY L T3, Zahng 5 PIZIDCPIZEREE 22 W
LAEEDOIgGAGHREMI 2072 L &
AIPIZED TS, Lo L, RETIHHEMELERE
HBHLDODY) REK - REMBREFIBRETH
D IgGAGHREMZ RO, £ NER
DI - ) REERICZLL, SHICHAER
BIREDRTCbThThol. LA oT,
NHIFAIPOFREFTRAICLTLOEAERL TWi
v, LR XY, IDCP, A%< L EEHIZOW
TIRAFOAIPLIZEL > EE /HETH 5
EZz2zbN5, —7F, HERKEHEIZOWTIE,
ZDOFEIZ L 5 TLPSPIZFREE M IFDE VI
AONLho7z.

AIPOF#ME SN2 EREBREIIONT
CAPDOFIRIRZE & LB$ 5 &, HiE I ZLMEMM
JLiRiE E Mg rME*EEZ AL LI, D
VIIRERTRSICIE R L T W23 mizxt L, #B&E Ik
BRI RIS RERAREE ICBLEL EAE L,
FOROMKRENRI e BR LY. &
ik, BUHERGTDHE/NEMBHEILIVNEA
AL E 2 ) ERBEABIER L2225 TH
50 NEIRICB VT D RIE/BHELB AT
BIROBE LB THLNEL LD o7,
AIPIZ BV T H EFRICIHEDH KA H 1) CAP
E AR PBEOBHESERE S A 5 5 b Migid
BOLNLhoT.

PLE X D AIP & CAPOEIRE BIRFE D&
Wik, BICAIPORE DS wizoh, 5
WITHHRETIE 2 WASTRE DO MBI RITT R
iE/ TRMEALDOEIR PR ERFIC L B L E R
Sz,

4l IgGA MR E MBI OWTHRET L7z, &
WER, WRHBEEEERL, BEE 8L
IR R IR EE M E R (= — ) A) TIEAF
B LRSS A BB 2B LERE
LR, AFAGB CTREMBOR 2iE
HEARD LNz, bitb it il IgGLe HEREE
BB ADORFHAMBICRBETA I E2HEL
728, A El O FREEEES IS B ARE S RHF
A EREEREICB VT ARICEED IgG4
HHEEMBE»TAFEBE ICED SN i
£, IgGARB B EM X, REEE TV
F— RISHH 7 & O SSEWILE L O BRI /EH
9 5 regulatory THIBZIZfE-> THET L E SR
5, BRI BLEEWFMAETEEE
FREEL 7 LIV F — /REAR UG & OB EITA
BHTH 5%, IgGABEMT MRS A S
BICETIAFMABR I SEZO N LT,
RIEDIEIEERE LB b o T BT HEM
NEZLND.

E. #

AP 2 BT 2 BRERIZOWT, IFEREREEIEA
JEDTRAEIZE D ) 3% 2o 71258, HHEREEB
THBHIDCPIXEL - 7 RESEE SN, %
PFIRZITAIP IO TR Ch 5. 1gG4ARE
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HREMBIZAIPICEEN 2D OTIE R, £
FEOBEBRBICHET 5.
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EAEFZBHFMAERHBIE (BETRETRIEFH)
wesiEmEREE

BRERGHEICE T IBRERR A F > FdEERFOBMN
MZEfEE OR ¥ LEBAFREREEEREY 802

AR ZEE

B E (CHET R

LR, PEADE, AHEERE (AHBRFRFREREREYE)

B (AHBRRERFEEELEEARE)

Andrew Stewart (Molecular and Vascular Medicine Unit and Renal Division, Harvard Medical School)
K B (EEERLREELE - SR

V

i)

(AREE]

FER 4G HEE (CF; cystic fibrosis) Tid, BEEEMIZD S OHCO; L AKDFWHERT L, BB
5. CFOBERBETTHAHCFTRIZ, BTIZEEMEOERERIZEI L HCOy 5.0 2 1%
HEBI-LTWAE, CFOBMETNVAFT Y )L EB L -/ ERMEEZ A CEEREDONa-H’
exchanger NHE) D FEi#E» et L2, AF <7 A Tid, BERENHEDEEAKE { cAMPIZ L -
TELIZHERT LI L bhol. CFOBETI, EHENHE S BEROBMYLIZES L Tw A i
b ELEy PEBEEEEZHVC, N7V EREO, BERE /3 5 HCOs efflux % f#
M L7z, HCOs s, EHENCHIKE T 28 L BEACIHIKE L 2wiimiigiyohni. #E
MR DO HDIDSIZ & o THIH EN7-DT, SLC26A6IZL 2 b D EHEEENS. EIVEY FCFTR
BETA270—=r71L, siRNAEZAWCTHEEHEEDCFTREEF/ v 7 5o v 2R A7z, FEM
double-stranded RNARIIKE#E 36 ~ 48B4 121, EBEB LUt LF VHIBT OB E 5 WEH 50%

N A A

A. HRBH

fiE 28 Fa # 4 SiE (CF; cystic fibrosis) (X, CFTR
(cystic fibrosis transmembrane conductance regu-
lator) B FERZER & 7 5 FHBALEERE
WERBETHS. CFTRIE, cAMPKFED CLF v
ANVTHY, RIEFRESIN/ZSLC267 7 3 1) —
EHZ WL OhDA F kAL o FEERE
LT, HCOs#it %3 > T3P, CFIR
21k, L000EEU LOER S LIZETNH 5.
EREOMAEHLEIZE o TEED HBED CF2S
AL, mld2EERSLZEPHAEGD IS L1
WERORIE) A7 2 HO B2, BIED CF T,
fEEE M2 5 DHCOs & KD 73 A3 B IR
L, BEHEAPBEMEILT 5P, CFTRexon 10/ v
277 hPYTATY, 7 LFUREEOTZ
5 (SR O pH 756.6 L BEMEIZEL Y. Ly
L, ZECFTROCIF ¥ A VEEDIRT & BRIR
BnBEEEA—B LR E, £ OBRTN

SHEIREIN TS, $iZ, CFTIROZED S
WIS RIS, HCO; @ik FHEAEEROHEREICKIZ
TEEOBTIFELINTWS, BEEMROE
FERE % /3 A HCOs 4t X, CFTR, SLC26 Cl-
HCOs exchange, Na'-H*exchange |2 & - T A&l
ENTVWBHEEZEZLNTWA(H1).

RKEFFETiX, OCFETFVT T A(AFT T R)
DOHEB/NEMBEE BT, BEEMEEE
2 81F % CFTR & Na*-H* exchange D ¥ g E R %
BT 512X, CRIZBIT 5RO pHIE
ToOWFELREITL, @OFNEY b OHEBE/NER
W& 7 BT, BB O CI-HCOs exchange i 4
DEBFR G, B L UFSLC26A3 & SLC26A6 D
mRNAZHE # &zt L, @FILVE Y s CFTRER
TOERY) % %E L, siRNA (small interfer-
ingRNA) % VT, CFTREZFHEM 3
RIS 24T 2 LIk b, BEHE MO HCO,
AWM BT B CFTR DR E # Er L 72,
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(BB |, Nt

™ &

_/

=) /I lPQP

K* HCO; Na* H,0

N[a\ljkAQp

HCO;  H0

1 BEERBEOHCO #iEt 7 )V

[Re&]
0.015- p =001
E 0.010-
8 p<0.01
% 0.0051 ! p<oo !
& ”
L

WT/WT WT/WT  AF/AF AF/AF
+ +
cAMP cAMP

2 EWERE Na-H* exchange {1235 3 % cAMP RIS O%) R
(BIBHEIE~ 7 A0 Bl | 7/ SR R

B. MIRF*
1. AF~v 288 Mg E RO Na*-H’
exchange 7 M D HIE
HOEE PR £ HCOs-CO% & F 72 \»Hepes
#% & W T(Na"“-HCOs cotransport & CI-HCO;
exchange DB %= A3 5 729) 37T CICTEE
BEVE L, B HE % BIME 2 #ESR (microperfusion) L 7.
pHEZ M E# e 32 T % BCECF % fiv: Tl
WpH % fl5E L 72. NHy 7SV A2 & B ERETT 14,
ERERNC Nat % 0 2 728 o #l B N pH o [B145 o BE
(dpH/dt) Zfll%E L, &M NHE EHEOIZ &
L7
2. ®ILE vy MEEEMIEE RO CI--HCOs
exchange /EPEDHEIE, 5 X USLC26 Eikik
DFRBEORET
BE RS ORB % HCO-CO, BB T, B
M % Hepes B & CHEM L, MANpHZEIZEL
7>. acetate pulse & % W IXERERE R K O Cr %=
&, B 7OV A ) (HCOs) B L 72,

RBERBICHDIDS 2 N2 THEEMEL /7 5
HCOs efflux % FHE L TEB T, MRNOZ{L (K
T)ERET D LI L ) EEEE 3 5 HCOs
efflux (HCO; 77ih) & iERIICEREE§ 5 Z & A3 T

5. FEEEMIZIZEBIT S SLC26A638 L FA3D

mRNAFEHIZOoWTiE, e b=y 22dET

LEFINS T4 —%THAL 2 LT, BEEE

EDORT-PCR%AT o 7-.

3. ELEy b CFTROEFEREEN| OBRE, BLV
siRNAMIZE B CFTR / v 7 & v hfss
IR HCO;5 43k RIE T B O R
ENVEY PO/INE LD DNAZER L, & b

£ ADOCFTREZ T OIEERF 0 @ 4

£ ) PCRprimert v b #/E L7z, PCRIZELD

BoniWiFss5AL 2 =2V ATHT

L2k, ENEY PCFTROEREY % RE

L7:. ENEY b CFTRIZHFERER 2 Z &S siRNA

ER L, HEEFEE Y, siRNAZ S LEERT

36~ 4A8HFRBEE |72, BRELMmASEA U /- Bl

BEE %, HCO:-COEEmE CRBHEMRL, €74

BEMES AT LA, BEAHBOEILLS

BROTWERESBEH L., avbo—EEL

TIEEBRBECHEH L72siRNADEF) 2 ANz,

BEA B m IR IEECY & ARIEMED 72 Vs scrambled

RNAZ{ER L 7.

(REEE A~ D EE)
BYERILZTERFEFBEMEREZRR

DOERBEZITTITo72. AF< 7 2 ZH W20

FAZOWTE, AR RFEZIMNEZ DNARL
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25 mM HCO4-5 % CO,, forskolin (1 uM)

| H,DIDS (0.5 mM)

Bath
8.0 1
T -
5 76
&€
£
£ 724
6.8
) 3 min
Cl-free _ | Na-acetate
Lumen| HCO,-free B

3 EHEEA T 5 HCOs 5D CHRFEME(FIVE v b BB/ NN EE)

p <0.01

nl mm-2 min-1

control CFTR KD control

Basal secretion Secretin (1 nM)

4 BESWINTBCFTR v 7 57 v (KD)DEE (£
WVE b BB NERIRE)

EFERARLBRBEL/TUTo /2.

C. MiR#HER

Owild type ¥ 7 A (WT/WT) @ I & & i o i
FE B NHE /& 14 &, NHERH £ #] T & % HOE642
(100 p MDIC & D IFITE2ICHHI & N7z, ade-
nylate cyclase % $l# 3 % forskolin (1 p M) % #ll
ZAE, BHEBENHEE % IIA ZIZ(p<0.0D) ]
fl &7z, AF~ 7 A(AF/AF) OEEEMIRE
FEBINHEE M 1X, WI/WTIZHRTHEIZ(p<
0.0 <, cAMPHIEIZ X D & 52K L72(X
2).

@ENVEY PEEREZHAVT, cAMPHIH
TT, 7IA)HCONBEMBEDOERER 2 /3
% HCOy efflux ® CHK f7 M % #& & L 72 (X3).
HCOy efflux ### 1%, EHEANCHIIKET 2 H 5
EEBERCHIIEKELZ2VWESICHTAZ &8

T & /2. Bi# 2 CFTR® anion conductance, #
FIESLC267 7 X ) —Hgak{kiZ X 5 CI-HCO;
exchange L #EE S N 5. BRENCIHIZIKET 550
i, BEEWNIZHDIDS (02mM) %Mz 52 &
WZX DRI SN0 T, ERBEOEELC
HCOj exchanger i3 SLC26A6 & f E S L /-, H
HEREE 12 BT A SLC26A6 & SLC26A3 @ mRNA %
BOSHERR S 7.
QEBBMLTHEEIVEZEINLIELEY D
CFTRIZ, ¥ P DOCFTRD403% H L 404%F B O
MIZ7 Vg I BEREQOEANDHY, &b
V17 I VEERESL V14817 I JEEREL
DN 7oTWwW/, MHEMIIX, & b &i390.7%, <
7 ALIE820%, T v bLiFZ802% TH o 7.
CFTRETHEK 2 dsSRNATEMBZT D/ v 7
TRt &, BEEREEENNOERESW
BLUEZLF A nM ST QBB WIEHE
BIZEAL72(p<0.01) (H4).

D. ¥

MRS DONa & R THiIlRNOH 2 BEE§ %
Na*-H* exchanger (NHE){Z, SLC97 7 I V) —I{Z
B L, 92 ®isoform#’#% 5. NHE1iZ% < D
FWICEB LB, MEApH A BRMEICE /2R
WZIEHAL E IR pH * — B IR E % £7-
L Tw5h. NHE3X, LREEMBOEERIZE
L, ERMAERLHEHLERBEIIEWT, HoO
W (HCOs ORI %3 - T %, BREEE M E
PEREIZNHESDOS BB L Twah tHEEIN TS
A, ZF OEBREZENIRHA TS - 72, FIFZETIZ,
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CFEFVEMWITH S AF~ 7 A K ADCFTR
BIZTFEEDT0O% % 595 AFS08LEEXEAL
ez A) AWT, BEEEMIBIZBIT 5 CFIR
ENHE DHEREER Z T L. AFY 7 AH5
H | Jo/NERBEE T, BEERNHE OEHEH
KX, CAMPHIBUZ & » THFOFEMI S SI
WRKTLHIENbhol, BEEMAEIIBNT
&, BEILIE® CFTRAYE ML O NHE % #i#] L
TWAA, CFTIX, CFTRIZ & % #i#| 25k &
N 72 & W Na*-H* exchanger 2 H % B 124
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Wzt TAEZ ERLFROFIRBRNREGE Y v 2 - BE

HEI%EH
L TRY (EFRMFFEOFHREIFRES: v & — )
R GUOR RS ERIKY: DNA BT FEAE R BT 75E8)

(AREE]

BN EARHEAE (cystic fibrosis; CR I, ERDOPETIEIMAERBEEZ SN TWD, FOBEKNE
He b B KEE T CFTROZEBFMHIE, REICHS IS8 ho20H 5. CFIZ# 80% DIERFI TR HEE
[% 2 (pancreatic insufficiency; PD % £ 9 2%, KEHUIIMTRBEREAR L THET 5. PCRERS L VEE
WARFBENT 2 AWTCEERFEROKREBIZLY, T TIZOPEIIBITA20850CFEEIZBVWTE
DEEFERVHEZ SN, ZOFRTOIOIDET LE/ERIT 2 LE TRBFFEIED 2005 ~ 2007
EEFFEEED T, A2 FIRE. bAEDOCFEZICBIT A CFTRERTER I, BB T — & X—
A INFETHREDOLZVHHROER, b LIFHFENIIO» LV HELIOPKREELED, HKAD
CFTREZERANRZ P A LHALHICHHZRIZLTWA, 8512, —HOEMNTRE—DRETFER
PEBIZHH SN TETWSE. 5K SHICHAACFERNEZ TELRY L CEE - ITL, FERE
% % CFTREZEFOFRMEEOBERHEEZHO I L) AT, EXBFENZ bHIPEME O&EIEEF
BRAG )=V TV AT ARHENTHLEND 5.

A. TIREMN

TOHOAF5087% EMATHEOREWHEOLER

2 f MR HEJE (eystic fibrosis; CF) i3 i, FEHE,

HILEZ DG ONTWERRELB»TE
g R B EMEETH D, CAMPIKEMCT
A4 F v 2)WVCFIR%® 2~ FT L BRTDOE
RERICERYT 5179,
TEHRIIBETLHRBETHEN, —HFEERAZ
B LOETAEFEAEIZBIT B CFOREHEIL
BOTERNWEEZZSNRTWSY, bHE®DCFIE
BUZBE L CIXBBAIST D & DEE B ER B
BHEFR BRI X 2 2 ERED S 296 O
ZOINHRE STV BP9,
HiIZL b EbAETIEII T TICSCRBYIZH 120
BIOCFERIRZHFI V| SN, BEFHE L H
HEBTAHLDIANEELEESI N,
NTAHFEORERFENTOCFREHEE(HEIR
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14 8 & single strand conformation polymorphism
(SSCP) fig#7 72 EWs#eat S 7zh5, FE % CFTR
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7239 CoOFELHEMBIE, bIEDOCFEEIC
B ACFIREENFHKEZ L HBEL T, ££
DHEED BT ELNE, TOARNRT b T AP
G BB oTWAEZ EIZERATS., LA LA
5, TOXH) EEDOP, MIFER2L X H R
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TE&TWB3Y, KifFE Tk, DPEDCFEE
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EEREME L.

B. ARG &

EE£5132NFTIC, PCRSSCP#H:, BHEY —
JIVABERENEB2TT I VT RTOER
MM AERI Z L, YRR E 2 DPETO
SEFAE CEE INTER L & & IS CRER
Bl LEZBIOCFIREETEREBRE Y #D

— 300 —



®1 HOHPETINE TR SN CFERDBRNFER L €O CFTREZTFEE

Case Age Sex PI/PS (I Mutation Exon Mutation Exon Qutcome
1 15y F Pl 201 H1085R 17b H1085R 17b alive
2 ly5m F PI 126 M152R 4 1540del10 10 alive
3 lylm F PI ND A F508 10 1571S 12 deceased
4 15y M PI 74 125C 1 QI8R 4 alive
5 42y F PS ND E217G 4 Q1352H 22 deceased
6* 21y M PI 166 125C 1441P 9 alive
7* 16y F PI 100 125C 1 1441P 9 deceased
8 9y F PI 166 1540del10 10 1540del10 10 alive
9* 30y M PS 403 125C+T10861 1,17b 125C+T10861 1,17b alive / ABPA
10* 28y F PS ND 125C+T10861 1,17b 125C+T10861 1,17b alive
11 17y F PS ND R75X 3 R347H 7 alive
12 26y F PI 121 E267V 6b T663P 13 alive / TP
13 28y M PI 117 125C 1 460insAT 4 deceased
14 11y M PI 154 125C+delel6-17b 1,16-17b 125C+delel6-17 1,16-17b deceased
15 24y F PI 91 1548Q 11 2848delA 15 alive
16 2y F PI ND 1441P 9 ND ? deceased
17 18y M PS 93 125C+dell16-17b 1,16-17b  125C+dell6-17b+V13181 1,16-17b,21  alive/ ABPA
18 9y F PI 40 5T intron8 D924N 15 alive
19 13y F PI 55 Q98R 4 QI98R 4 alive
20 29y F PI 60 125C 1 R347H 7 alive
21 11y F PS 22 R1453W 24 ND ? alive
22 18y M PI ND 1556V 11 ND ? alive
23 4m F PI ND G85R 3 ND ? alive
PI/PS: pancreatic insufficiency/sufficiency, CP: consanguineous parents, * siblings,

TP: live lung transplantation, ABPA: allergic bronchopulmonary aspergillosis, ND: not detected
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&2 bHEDCF23EF D CFTRE R

FEEDT ) VEE
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delel6-17b
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R347H
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R75X
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E217G
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V13181
Q1352H
5T

CRegah 76, He~TuEaH 1
B, ~7 O 56

—
w

et et bk e et b e e e e e e e = = D) DN W W W

[y

BB L ClRET LT Tidhhor. &4
OAEICBWTHEEBRBEHIIHILISN, &
BEORHEPREICHS NIZENDDEH 536910,
SEBIFETHIRDO THLLIZENT L H IS,
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% CFTRERTFERIT, BOTHLELD, HbHn»
BT THEDO VLD KREE 5D, Bk
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539, Lo TRRRAZRSRE LAY —
LU TR TIIER IR S NE 2.
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