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B BESERB R ER
AERARICEY 5RERIE
GER IGHEE)

HEMER IO 27 b
[REMEER, EFEMBRORFERE, s LUCRRBEFORIN]

BEOBEREEFOHERICOVTORREIES

Fr12€12A 1 H

FHEFIFESFBHEFLENFZERS, EREARATFESRSCL 5 DEEFRIFFRC
FRY 2 MEREFICHET 200 (FR124£4 5288) KRTEENL A (W
T IBEEH@®EEst] cWBT),
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(WtZEatE)
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(1) AAROEM

HEZTOBRAEe b7 A0EBEREFOBREFECHT T, —AUDL Y DOBEEROBVEREELD
BE AR L, FREEROTH, RERER, FEERIHEUT ST IHET8NFRBER TS,
ZDIIBHROBEBIZLVBE AV L) OBELERIH T LEEHOECZ E05 L ) BT
LI, FOEWIIGUTEFRARMEL (35— A1 FER), EELOBLESEHET) &L,
A& DFFAHCKE CEMT 2 2 EAifF s b,

Bk (BMBEBIENRELESE) OREOFEETLI—-V#EHE SRED, 7TLI— VI
THEAADBRZEDECLH Y, TOREBRAWLEF S, T2, BHOHFETE LV, wWb9d
FREOERL L HOOND, —F, BRORKEEL b OFREMEL L CBEHEELIZOWTILREE
(EFOFEFEL LN, RECEREET-ORELBEFREIHLIMLL ) 0255, BEEFO
MEHTII Rt B & UREEREOREZ BB L, FHROF L VEETEORECFSTLE0 0 T,
AdH LV IIEN TN LTRSS ORERBIIR T O LEZ LN,

AR TEIFERMES L CEETERAEEE L ZOMOFERIZ X A HRBES, S5IENTRECS
W, BEICHERE OFELERBEBIC OV THRESRATE (4 - 1) O3HEEDEETS L UEET
oW TEORETRETHEHT 2,

(2) HEHRAEERIFEH, EAHELEEE
AR TR 3 BORFHRMH R+ 5,

(2-1) BAREEBIUVEBETO—ENET 2 F0MEE (FEFBHERIIIBITLE R
HEFRALE)

FRNCERDRIER ¢ AT LHAREB L ZOMBETHY), TORAOENEZT VDL A, &
LM R I X 282 MR, £0ACRBIREOME L OWREDFE, Zis L BRI
WESLEEIONDL, FROEMEIILY BEMEMER L KEREERIIKNT 5,

BEHEEOS M LY (Gross JB, Hereditary pancretitis. The pancreas : biclogy, pathobiclogy,
and disease. Go VLW, et al. 2nd ed. 1095—1101, Raven Press, Nw York, 1986)

DR —FKRICEEBEF 3 AL LAGHL 2 L

OREERMPENT &

@7 v a— ik, BB, IMEL EREROREICIET ABERNMNAS WL

FEWEREOERE  R—FKRNZ2 AL LoEXBHEFALAE Lo (RRERBREDAZ, 7o
g )b, BEEA, EIAVME, BIRME R SoBRIC L AEAERALEINEG)
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(2-2) kL (2 1) OEEES L URRERLDSN ORI X oEREEE (EA5EE Rt
BT A H TSR )
BIZFEROBEGORIENFHAL D TLEVREAREST T, FORBOERNEFIITV5E A, BIETBIH
ROFRIE, ZONOREREOTFMCRINTE, B /IIEEFHIESICARELEVWEELD
N5, AMHEOBHIG [EAEE i Bl R BRAN AT, SRR SR (1990
), EBUEEOBZHNIE [ HABRRSY %, SERLEASIASE (19954) ] (2,

(2—3) fEuyiREg (ZEFEHEHICHIT 5B HEESIEMEE)

AW BREMIIHIITL5HEOREREOATH - T, BRIZBAL TV L0EIPELLATRY
Mo BIZTHATFEOFRIEED AORBIREDO SR BO FRE, B E GRS EE L Lv
EEzORD,

(3) BEERUIELI ETHHBEOEHEEThEThOE

ABFRE AN LT RS (Mile o> DNA 128 & 29y 2 B L 2 <5 7-%, DNA OIFHER
FISEOMETZHRT 20 THY, FHllles LOREMEMERE b 720, sORHREE AR K
10ml DR L BRIV 5,

(4) ARGHEELEFEEINIBR

(4—1) HHHSBET

W 5EAE & DB SN B LR 0 3O BT B L O TE 2R ) R (Z TR+
196 FOMOBEET IO TRHAENEOR LG L, BEEHVERHIRED S A RFT 5,
LDHEEF 2DV T DR O LESEA S L% E W, HCHFASESOMRE LT, BULEHN
FIET LR ERLE-E, RESAEREMRC]T S,

1. AFFd 2w 2 M) 7= BN =507 40814
2, g Ry T4 ey — (PSTID

3. Cystic fibrosis transmembrane conductance regulator (CFTR)

HEFTORESEDS, FEINLHRIIOVTHEA BT S,

(4—1—-1) AFA v NITL /=5 BLEMN) T /=0T AL IHA L

199647, K athyu—=r LIRS 3 FRIEFMTFCL Y, BB EOERRET &
LTHhFA= v 7 M) 7L /=4 (cationic trypsinogen, LATF CT &0g) #AEE SN, BADOBESE
FEEF A B TRIZFREVEE SR, JOWEDEE, #ROMSEEBECBITIEIITHR,
BEFTER S BEOBETEENRE SR TVE ([H1), CWHOEROPFTRLIERHEIZALI
LBATREEEILZ Y 3OIRRERTHY, 122KH0T7 I VBTTALXZ PO LAF Y rAD
Eft e 235 (Arg (CGC) © His (CAC) ; RI122H, ®1 A). BAET T, AADEZEEESRD 2 WEIE
BHERSHE AL LTI OREFRESMRIN TV S, RIEVWERBIET YV r 20 5RKERTH
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D, 29FBOT I /BECTANTE oAV 0L ~OT I/ BBHREET S (Asn (AAC) @ Te
(ATC) ; N29I, ® 1 B)o ZOHEETRFIZAAORENS S URERKLD 7THKRAL LTHESNT
Wh, INE2ODHEFERIBRAORESEMBM LGB T L L), BROBHRET & LTIRIE
Mg, R OMENE L UREEESIIBVTY, RIZZH A6 KR, NI 22 RRMES L, Z
NS DOBETFERIIABREMO L WILHFRERTWS, #0033 o0ER IV TEHBAENE Z
AWMAEERTHY (AGVBLITK2ZRIEF 4 RIEEER 1 RRTORY), REROLVERBEEIZD
HbNBIELED (—28TCCdel iFHRMBAETOADEHL), BWEAREL OBEENLRHEMFEIIOW
THSHBORFTEET L, T4, BEEEROHEPRORATIIBEREFEIREHALPTRVWI L X
D, M T )= rTAINFLLTHET A=y 2 NI TV /= BIUAS M) T )=
ZOWTOREETERIPLETHL, HETT, Ao 28EO M) T2/ —=F 074784 LZDwn
TRIETEEOREEA LNV,

A EbHFAZ o VUT L/ —-FoOEBEE
Signal peptide Trypsinogen activation peptide (TAP) Trypsin

N /

R122H
CGC.CAC

B. NX# 7 2 / BEH & U5 FEFIERFEIZDNAERS)
-28delTCC

. v-gagtccccaccagtcaggcacactctaccacc

=W

GCC.GTC AGG:AAG AACATC

1. BRICBUIZHFAZ v I MNITL/ —F L OBEGEFRE

(4—1—2) Bgwry 74 ey -

W P Y 73 v 4 » B E 4 — (pancreatic secretory trypsin inhibitor, PSTI) (X M) 7% D&
AMRIEE A ST AEH T, 400Xy il — FER, 797 3 /RS L DRSNS, BEH
BXURENES, BIURREOLVHEMBETH - OBEZTREEPEESTYS (H2), &
LEEOBOGEEZTERIZT Y v 30 N34S T1F7ADBEEEE, | RROFEHEEERE, 18FI0F
sEbEREd, 2 ADIEEATHRSN TV A, FOMIZVFR L EEDORGEBETRE Th b HERREEE
DEEIZ DWW TS EOMFAVLETH L,
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-41G:A 174C:T

-53C:T M1T L14P N34S +2T:.C R&67C

2 3

-53C:T, new initiation codon {ACG : ATG);
M1T, deletion of initiation codon;
+2T.C, alternative splicing?

2. BN T oA EE-DREFBEEERIC
B HREFRE

(4 —1—3) Cystic fibrosis transmembrane conductance regulator

Cystic fibrosis transmemberane conductance regulator (CFTR) (Z#EfatE##ESE (cystic fibrosis,
CF) OETBEFELTRERRs A, 47/ 4 DNA 24 R250kb TH H, cDNA 27D 7 7 ¥ T
25, mRNA (3496.5kb T, 1,4807 3 /B4 5 & 2 0 T-m49170kD OMEHE M cyclic AMP #HF14: CI-
Foo VALEAE - FY A, BRMEGERIEROESEEE R L, R, WG, HitEr Lo
EHONFWIRBSEE A RTRATH L, LI -0 v NOE NS, MR TRIEAEIEZ 500AH 7:
b1 AOREFHETHLY, BLBLUCEQAMTOREIES THT, BEMEER L IIRL D BiEsR
AR TR E g nwbia s,

exon 9

Gly Phe Gly Glu Leu Phe Glu Lys ...
GACGTGTGTGTGTGTGTGITTTTTTAACAG GGATTT GGG GAATTA TTT GAG AAA

]

poly(T)} tract length exon 9 transcript
5T allele 5-30%
7T allele 50-100%
9T allele >95%

X 3. Cystic fibrosis transmembrane conductance regulator
(CFTR) BfEF1 > PO 8ICHEITFREETORIEL
5% (poly(T)tract length) DAY
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AT, BEEpBHERERS - BEMEREMAROSERZEIC L 1 2000 ER R OS5
BHE SN TR, REOBRMBEREER B ITH CFTR BEFEFROANLLBELTRE(E
BBLELSNT VA, I, BRERKI BT LIECFTR ORETEE (~F TEAK) 48
ENFEHENTV S, 8515, 1 bOX 8O T ORI ELENHEOZHIZBNT, 5 TEETHE (54
OT) 2H2HENEEILBVWE SRS (M3), ZOBETRCIIER® CFTR ZEADARAET T
H. Lanl, INHORIFTEBMMBHECEZVEATCOREEFMNRFTHY, MEEDDRVEFNT
DERFADTLETH 5,

(4 —2) BIZTFBTHE

ERIR LA 3BEAORET B L URETHICOVT DNA BRI A BITT 5, 4, RIS RIER
HAMEKEL 9 DNA £ 58 L, WFOHEIT—RAZ ) -2 75 L UERE DNA BRVIREE1T 9.
BIZTFTREOHDHE, forward B & Ureverse T /174 &6 @ DNA BE2FIiE 24TV, BHEZRES L UPCR
LB S,

(4=2—1) #FAZ v P )T /= BLXEN) T =749 4

MIFL /=050 VEEDA L MO PERIZT I 4 e —EiE L (BVEREMICZ L
V35413 nested primer % %%}, polymerase chain reaction (PCR) (2 L ¥ DNA Wiz 1ElgE-4 5,
Boh/- DNAWA OIEEEF % PCRERVHA 2V — 2Ly A (4 FF%30) L VRET
o AFA=Zv s MVUTFL /0y 3, RIZHDBIEFRFEIZOVWTE, Ry vy
PCR TR, HIREREFE AL MIC L AYMOTRIITHET 2—RA 7 ) — = 72T 5,

(4—2-2) BowEbr) 7> 4y —

PEGWME N ) F 2 v 4 v ey —DADDI Y EED, P VERIC T I A — e L (B
FISF R Z L3451 nested primer % 8%%), polymerase chain reaction (PCR) #i2 & 9 DNA B
R Z8RT 5. B o7 DNA MK OIEEES 2 PCR A w72 f 2 V-2 A (14 F4FF% %
Y WEWIET B, TV 3DONMS, T2 2 4D RETIC DBETREIZIOWTIE, BECHRE S
NI ERBETEINEET S IATyF T4 —5 vy, PCRIZE ZHIBOTEH I THEST 5 —KA
gV TEBEHET A,

(4 —2 — 3) Cystic fibrosis transmembrane conductance regulator (CFTR)

CFTREEF A ¥ POy 8IIBITLEET O# 0 & LEFE (poly (T)tractlength) DERIID T,
FAECHIAICIERL T 2 5, 76, OMEL T 7 A — 2GR, =7V QUIRELLETIAT LD
HAEHETPCR 2179, BETHAOHIEOITIIL W RETEREZHET LKA ) -2
ZiT9. bMH L VIZTHOIEE T xF25E, PCR HEMEEZF¥ A @ DNA B51% PCR * Hw /o4
AN =0T A (FAFTFFE) L BERT 5.

(5) HROLH
R34 2 A 1 B2 5144 3 A31H
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(6) HEWARWESL LVHAEDHRIHEHRE

C ORI THO N AR & WiTE, BLUREE TRIIRNT,

g 2, WEEEZS | B % A

AR AR A it BOHE | WREE R TS A e —0
5L R 5 BT

ERERAFERED KR #oE

s=ME fFesels

AT R RFIEER N #HE ¥ 42 -Cystic fibrosis transmembrane cond-

& NEE uctance regulator (CFTR) O#{5F
i A

AR A AT o -\ GRRE R E A

HER IR AT a5 CHAFF s PNT s BL

KRy 7L =57 AL LD
Wz TR

EE R AR AR [ ES ") g F - Al AR B A
#E—ME cHFFZ s R TL =B

[ R VA AV G VA R N
FLF

b, BIZTFENMIEOFIR EHORIL) & RIZRT,

BRSO OB T O, MET-EHOM AN L oA R
ALK FE RSB LA RE S T T T AR A S — N

HFFA v YT )= BLUTN) T =T A A AOEET R
WAk R R RWL SRS S mER A E -

gt ) 72 v 4 v ¥ 8 — ORET R
ik SN e R S

Cystic fibrosis transmembrane conductance regulator @ #E {5 ¥
B REEFET AR

LS
R IR AR 5 = PU R




