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EAFE (EXRKFROMRFLIF R > 5 — Nk
SRt — CGR AL R % R % B o %k i £ %)
NI R AL R % K Be 18 AL &8 B8 )

(REE]

HAEIC 3T L FERBHELE ORE IR 2 L L, BKEEE U 5004 57201, 5 4 [ 4 ERY
A E L/, 20104 1 IS, 4EZE#HRBE (400K L E) O/NEEHC,
L0FFERIOEE O LEFIR 2G5, HEFAD | L% L 7otk
1 % ek, AEPIHASE L BEANOHNAE - WEEZRAL, HAESRORLAZ EREICKET 5.
72, # 3 EeEEFRA (2004F) THE S N/EGI OB A % 0F ¢ TIT S . A&,
2008411 FIC, HALKFEERS - R RIPZERHBEER A2 TR S Nz, 4813, HHERFER
FHVEMMEE R RIC BT 5 E AR EARRHEDREREMED L TETH 5.

20094F 1 4 ds L U@
W 104E R ORE GRS

A. HIZRER

EZE R HERE (CF) 13, cystic fibrosis trans-
membrane conductance regulator (CFTR) D&
LF AR/ G N &3 5 HGEALEEIR
MEETHS. CFTRCl- F v 2T &H D
ERERAC B L, B R EOREIC LD,
e, WAL, SOEREE, WEE, TExREeH
O b R IR < mEEPEL 5720, %
eiRREZ R . CEIIRCK AIC S WA, AT
RO THTH 5. HHREICIT A FEERRRE
TEDIEFIR AR L, ERKERZ 602 d %
72312, #ZE 3@ (19944F, 19994F, 20044F)
DA EHE\ T, 24 Bl 4 EES A A
SNELT.

B. A%t H %

1. FHA IR %2 20094F 1 4E [ 45 & U@ 2 104E R
LT 5.

2. —WHE L LT, 201041 Aic, &EOR
IREA00 L EDREEHRBED/NEEHs L O/NEE
FOmBEIC, #2144 L U104 M o CF
DOFE HEGIF GECH S ET) il Ehd 5.
3. ZKHAE L L TiE, O—®kMET HEME
D EEE SN, QOEFIRE Gh U RE

BLU¥ERF) D EIN TN 5, OEES3
[6] D &= A TREFIOEIE DB - 7o fiik~,
EEAZECERD B3 5.

(mEEmE A~ DOBELE)

1. AWFEld, HALKFEST - R RUF5eR
WP B4 (20084F-11 A 17 H & GR ¥ : 2008-
312) B F U A TR RFEET EmmELZE S
(EpEEHEf ) OER A1 TTD.

2. CFidfidbTh v, HEICY/--> TIEH L
FERWN T TE LN VT LANERDH. #
ANREZICIE, BELHOA =V v, BFH
H, W& A5, BERICE T
BAZY, EABREESED, ECOEEY F
v 7 L7 T, EFIOEZL CEEETHE) 21T
W, FEFIOM ISR RET 5.

3. AEMAZEANOEETFZKOEAIZOWT
3, BE(BAHVIIRGES) D COERAHEE
ICREA L TRWEHE L 2B E1C, FRENRE
BRIt AT 5.

C. HZfER

KMADSEE, 2008411 H17HIC, HILK
FERAAS - R SRUERHREE R RS DK A %
(17-(2008-312). BIfE, AWEKFESTAE
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WA RBEEOS HIZOABN L, RAOREIRTLET, DUT SR EBR, ERRIRACEEL, IFPEM |1 BEHD 2 AEZL 3 BfEwT 4 FH
L e e U O T RBE (5.2 Coanco AV BAE b 206 ( )
(¥, ) |2 4 ol a4 - T =
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HEARE |1 %L 2 b G a® bI¥ cit ol ol [k gEOM ) o EILFME
ERROARAM |1 2L 2. 50 (o SERBERFER ( ) R e HPERBERIE (hY 7o iEtel l)
b oM ( )] 3. 81 WwH% |1 W10 2 Wizl 3. AW
ET T 1. FICABE ( # /%) 2. Eiclibe ( B/A) 3. AReL ke Wi ilﬁ!?&mphrlmmmmw b. MRSA :
Uil L M) |4 B (emen ) 5. %L ( F A) 6 KW {»v:—:nt e)m“m
BEOTHAR | M B Fre ATER, JER £ Candida lbicans g,
BT e BETFEI |1 Wiib0 2 KL 3. AW | KOS : A FENE
~10m 1/ tkﬁmfn @ »H) L BEFE 2 BALAW
11~15 & ¥ A/E) R
'ZT;” :iif:} TW | 1. RBMGE | o i (e - TS
= = (€5 E 23 ST T (i« ) (m: )
sl o -+ axrm MERERA FaAEe EEHELC [ o AEXHIR | (ems ) (&)
e ) [wwmwsEA | w® A AW REN) L R | (ame ) (e )
W L DR | 1 foma 3 . £0M (s - PHEED!
2. i i ) | BRRER ¥ A AW 2. (EEMERE
BFFEORERRL Y, RYOERS LS
Bttt iyt HHHR Ehra ] [~y £ T oy By ] 3. RRHE o LI (o T( =
BIEDHELEER ( . Jem ( . ) kg |LToetneEymcmess, (MELHn)—) b. @R (wm: J C keal)
BRERERET AR 2 BIFRRMORE b. RANGFE c WREHER 4. PRt
d. EOR (MRS LR, SEHN 5. Tl (EEE i) C Tm
S [ [k | SO Ko CEest & Ik 6._EOfl
M| BEEA LT A |ab D bizL o F8l B >N | i b.oc i o A AL e ) BUEDRBL [ 1. toMl 2 &if 3. FE 4 W5 ¥ [R¥RBR | & J ©
& | B e bV bizL e B BN |t b2 . AR AL e W) mwnsE) (Froigdh ECEAR: £ A B ER:( ]
B[ RRER ahV bl B | B 5 | ot bk c AR LIHE e R0 B HD 2 2L 3 FH
A (BRdRef [abUbALcKH | @ 5 |t bdif o AR B e H HERFR -
ST abObARLcFH | @ oA |o oS FE LBHE e FH -
CACTEL abD bizL c AW | B » A | ath b Ak dIHE e A0) ARG | FIER 2 HY b 2L e TH
W (WO ETHR [ah O bl cAB | B 4N |t bW cFE ABHE e B Lt Fah w o\ )®
LA 23 ab O bIL Al | @ 5/ | ot b.&# AR LBHE e AT WLR® o b b 2L c 79
[ WA [a® b bAzL B B A | e el b2 R L BE e R WS ( Y 1)8( ~ I H
LA ET T a®h b bl cFH W o H |a b cFE AT (LLHDELEL, Bt L{RRXOs P—SEiEt o rithifood,)
FEGEE SIS DLRFEES RS S MR
1

wimEE A SNOHFEHFPTHSH. SEOH
HTlE, FHR*HHERFRAREATRF
U —NICEE, FEAGHRERS /MR E
K HEHIR, BRARD ICIKIE T 5. 200444 T
EARE G O NIAEFOBPTE 1T 72
O, HHERFMELZESOKE ST, EH
DR EBETHTFETDHAH.

D. E&

MW FEPETIE, 19944F (FREFFE) D, 19994F (/)
JFE)?, 20044 CKHPE)® &, S5FEICHE 3
[0 D PEFERIHRAEE 2 E R F i A 2 17> T & /.
19994F & 20044E D FRA 13 4 FE D 400K LI _E DR
BED/NEBH S FIC TN, BEIRETWIND
80% LI ETHh - 7=, 19994F DO F A CliE, 14
MOZBEEBELITIEARE LHEESHh, O
O NDBREREHIC & 5 0-195% D A 15 6 %
FEHEE OHEFHEIL 1 A /1,740,000 A (95 % {5 18
X[ : 1/21875-1/14575) T - 7=. 20044ED

A TlE, 2004 DEHEITLI34, BEI0F
MOBERIIIBHEE L, Pkt
FIEL: 1 THo7o. BIEHEOHGHMEIL 1
A /1,870,000 A (95% f5 #EIX.[H : 1/20275-1/
152H)THo72. TOEDITHEERITKE
AT RO N7 o 720, AFHEIZZER L C
ETW5. 19944 DA CTld20% LL_EDIE I
D5 R T L T2y, 19994 & 2004
FORBETIHIAEEZEOLIFTIORTH - 7.
20044 F O CERR AL A ET H &
DT EITERI T, AFE O 9REI318
% (2 %—367%) Th - 7=. £ 0 IR o 00k 2 R
IC X DERAEPETL, RRFICRERENE
{EL, ABRGBEZLEETHHRPRELRD,
15~20K TR T AIEFI N 2 - 7=, MR
H, REEFHRIOIELES LT TEO,
KFEBICTAE At 0 ERD 5.

CF OZFRICEB\WTL, FH2H, MRERK
DT &R, B L OREFIRREEOMER P E
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ThbH. HHETIE CF OIFAED E IR E IR
TAHHET 2L %L, BMKOBFRIELSEICE
BAED LN T X7, 2004F0OFHE T,
ANHAEZEA 4 &2 CF BEORROBBIT Iz
T, W EREOFEEL F Lo THCK &
L, IBERGIHEOBEOFS|IE] &L TH
FRL 729, S EIDE 4 Bl 4 EESFHAEIC ISV T
b, FFEOFEZITV [HREIRIEEOBZED
FhlE | #dEITHTFETHA.

E. ¥

HHENC 331 % EFENAARHMEAE D AE FIAL % fLE
L, BRKREEEZH O 572010, 5400
SHEESFELIZEL - EEEHHEE (400
IRLLE) O/NERR 2/ 5 & LT, 20094F 1 4 fH]
BIUOBERIFROBE AT 5. £,
[l CE AR A 2T O N7 835 OB IR
et T TETH 5.

F. &30k

1. BEVERS, s KRB RIITIT 5 PHEERFR
HERE (Cystic fibrosis) O &= T2 K1, N1303K
DOERMN  JEA BRI B R ERR B A
BRJEBE PR 6 EEERFZEH S 1994: 20-23.

2. BT, R B, KERZ, DIERE, A
HEZ, kR, L —R8 PR HEE
EEEFRERGE BB R R R R
e e R YEIEE ISR 4 AR A DR gERE | F
B2 FE pFge &3 2001: 92-95.

3. PG 2, AR O, EERET, SHIE R
HEZ, KM E 5 3 ‘I ERHEE & EZ
st BAF BRSO E R S HR R A
RIS SE  HER MR BICRE 9 % AT
SRCLT ~ 194F B A8 & B 78 3 5 & 2008: 205-
215.

4. JEA 7R 0 52 B Al B < i A M P B e IR BT 5
HEHR R BIC B I A TSR PE, KM
B, Bl =, W BERGHEHEOZIROTF 5]
& T—2 A5 47 (R 2008.

G. HFEE®EEX
1. FSCFEER
JE A S5 BRI 78 B il B < e v 1 R S AR B 7

FRIR R EICE S SR EDERE, KM
H, PO i, R PREERBRMEE ORRROF 5]
& T—=7 A7 47 (HxD) 2008.

2. FRFER &ML

H. XY EMEDHER - BRI (FEEZED)

1. ¥rEris ML
2. ERPEEH 4kl
3. ZTDfh 4L
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JEA T @R R s B B (AR B DT 9EE3E)
PR S

HAA CFEHID CFTR BT EE(CEAY DRt

PSSR ERABEHAAEAS ROPERITRIE Y S —NE HE
SRR

L THET ROMEEN Rt > 5 —NFD)

[(AREE]

ZE M SRAERE (cystic fibrosis, CF) 3, fERDOAETRMAEB LEZ LN TWIZH, LT OEKK
FERE L RREE T CFTR OFREEHIL, KEICHL2ICSN22h 5. HiLEy7Zx CF 3§80% DfE
B C A 45 B BE R 2 (pancreatic insufficiency, PI) % 5 73, K& EBIIFRERE R TR T T 5.
PCR i 45 & O EEEER SN 2 AW BETFZEROBEIC LD, bhbhiddTicIhETh
DENC 11 523610 CF BEICBWTEDOBETAERHR L 7. —TOERF CTlEF—OBETAER
PIBICHEH SN TETW5. &/, a4 CFTR B#EE I A EEM &1 RIE S N, 1&wt27
UL CFTR E L FORFICED S H— %%@fﬁfﬁﬂﬁiéhfmé SAERBL, BERAIC
A 5B O & AMERTR BIFE IO U = A ML A E S % (DPB) D2 %%ﬁ%&tﬁmﬁ@%iﬂ%
FEFNCFB\WT, — 1D CFTR 7 U JUIC 2 At v A28 T12201 # R L1570 T, $1AIH) CF & O
B EORES &, DPBO CFTRBEEEE & L TOER GO THE L. SK L5 EREHARA
CF £ LU CFTR BA#ZE B OIEM 7 Hok B8R 0 % < 5 - i L, KR4 %5 CFTR E&n T ORIZE
BROBESPHELZHOLNCIL 2D 2T, bAEMEDO CNOEBDOBLEFERAT V=2V TV AT

AN TENLT HLEND D .

A. FZEE®RY

FE M AR AESE (cystic fibrosis, CF) (3 fifi, B
g, WALE R X OEH OIS E S '8 7
WREELIEEWEETH Y, SEIEERAT
% % cAMP #4714 Cl- 4 4+ F % %)L CFTR
% d— P AEIE T ORRERITER T 515,
CF 3Rk AREIC & DO CTERICHRIET AK
BTHHD, —0, HRAAZILD T HHEE
ANFEIZ 31T % CF OREMHELIT DO TR W &
Zz6NTw5Y. HHAED CFEFNCEIL T
(X BEFNSTAE 7 & D JE A 44 5 0 152 JB e v e JRE 9
BIFFEIEIC K % £ EHRAE 2 5296 D REZ F 23
%‘L%é N TV A6, Yamashiro 57 O 4512
k5 EPDETIE I & TISSTRRAYICRI 12041
o CF ERRZ2W i eisk S, FESE b HAE
B ABIZD 1T ARE LHEEIN. Thid
INT A FEFEDO N T CF FIEHIE (HE 9
BAUEBZDLIAN) EBRTFEL RV
DY, HAETIE, BX2HAEI0FAHID 1
ANEEORIEREEZ N A.
OHREOBZIC TS CFTR & T4 RiF

FricBaL ¢, @FEICiE DNA kOB N/
FTD AF508 75 KK THE O @ B O
BEE, DAVERONI O 7Y/ TD
PCR HlE T 72 & RS S /oy, Thb D
Jik Tl A E S CFTR # i T R2E TR I N
T, BRRBIZEOLSARHPETH 57230, 20
FEZHEEDT, DPEOCFEEZFICKT S
CFTRZEZPWOKEE & i L T, RO
LA LMD, ZDANYT T LH4<
Big->TWAHI EICERT A, LaLanb,
CO XD efEMEOH, WI0RFERT2 6, #i<
DOHETO CFTRAERZORI DB LIS h
TETWA3, EHEE LI PCR-SSCP %, HEE
V= TV AER I LRI )/ ETD
ZERBEEAGI 2L, YHRHIC L 5D0E
TOLEPAE CEB S NIIER k& & hOIc
CF w2 fl7c\ L gzl CFTR B FARK
KD TE/3Y. ZORE, CNETICE
#2361 CF FEFNC 3\ CRIETFER TR L
B0(FED. ChbHoPRICE, BKTh &b
OTHiEAERS, InE CEEA: CF Muta-
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1 HOPETINE TICHER SN /2 CFREFIOMBIKAVE# & % O CFTR EiR 4 5%

Case Age Sex PI/PS Cl- Mutation Exon Mutation Exon Outcome
1 15y F PI 201 H1085R 17b H1085R 17b alive
2 ly5m F PI 126 MI152R 4 1540del10 10 alive
3 1lylm F PI ND A4F508 10 L571S 12 deceased
4 15y M PI 74 125C Q98R 4 alive
5 42y F PS ND E217G Q1352H 22 deceased
6% 21y M PI 166 125C 1L441P 9 alive
7% 16y F PI 100 125C L441P 9 deceased
8 9y F PI 166 1540dell0 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 L1548Q 11 2848delA 15 alive
16 2y F PI ND L441P 9 ND ? deceased
17 18y M PS 93 125C+dell6-17b 1, 16-17b 125C+dell6-17b+ V13181 1, 16-17b, 21 alive/ABPA
18 9y F PI 40 5T intron 8 D924N 15 alive
19 13y F PI 55 Q98R 4 QI8R 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 I556V 11 ND ? alive
23 4m F PI ND 125C 1 G85R 3 alive

PI/PS: pancreatic insufficiency/sufficiency, CP: consanguineous parents, * siblings, TP: live lung transplantation, ABPA: al-

lergic bronchopulmonary aspergillosis, ND: not detected

tion Database (CFMD)ICB&iL#H D7\
CFTR ZE=pKF % 5D T 5910,

—F, WREHRZA, & ICHEEMRGEEEO
70/ C CF EOERNDPLELER E LT, 10f%
DIBED BRLAIZ A BN 5O E AMNMRE LR
(DPB), UFAMKEZINERIE, BlEEE
YIEER R EETF NS, Db, DPB
B 5 WL DPB O—id CF 70\ L FEIK 255 AE
DA %HE4 5 CF (CFTR) B#EE Tl v
2, EWVOERICR LT, bbb uIbAED
DPB & IC 5\ T CF O K &L T CFTR
DERPERICANZINSL T L INETH
HL T, x5, WmAR A CFAERI T
DBWEAIED—DTH BT D Cl EEICEIL T
b, FEw% s L7-DPBHEZED>H 3HITIE
% PR 60 mmol /L LV @iz /R L /20D, =
D E > < &b DPB O— O5E Il Tid
CFTR 5% & OB # S RS N 5.

LA, FRIR IS R AR 5 8 44 oF g PE O
DPB 2 WL 8E % 472 4 20 R D 55 M b BB HE 1
BWT, —HOCFTR 7 U)W 7 I /liEa R

VOBEBRE L5 I Aty ABE T12201 %
MR L157-DC, Ay CF & O EORIE
A CFTRE#EEBICOWVWTOEE L EHT
HETAH.

B. izt A% (REENDERE)

SAFEEE 2 BIO B0 CF EEMEFNIC 31
% CFTR I T E RO 74T - 7=, FEFIT
EMTIRF 295K, 256D FBMIHE T, & bbb
RE/p HIEZWE - R DH D, 10FEIX TOEMHE
BEROFMEAAF L T/, WHEFCTHEifR E
Tld RFEEBO/PNLRE R & Q8 SRR 2
L, & <ICHIGERIE L 7o X883 T -
72 (K 1). BEE > HF#EAYIC P. aeruginosa 75
B, TV ARV VICE AR
MWl E<x 7o 4 FEEZRITSN T
L. FEEAEICIEE > T BT, T, 1H
LB EDOEIHREIL L, WBKE, BToHE
FRES) b EFHEF Ch -/, —H, o Cl-
BEEIL 2 Zn47, 40 (mmol /L) & 35 AL1E (40
~60 mmol/L) T&H - 7-. CFTR &= T#HET
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X1 CFTR BJERELBFIOKH X R EH & CT Ei
(a: OKH X FREE, b LOMHEA CT, c: HBOWE X HEH, d: HBORMHE CT)

X, 277V VvOBEEN>EEY —7 T
v AGETRRET L 72
fREEANORE : [ROMERE v F7/
L BRI TRNTRICE ¢ AmBEBEAES | ICk
WT THARAZEREREEEEICST S
CFTR E{IETAROWE | HIEOFEE T X,
KGR e 15 /oW P et (52 4 % 5 552005-5 5) IC
EUT,%ﬁﬁ%@Cmﬂﬁﬁ?wﬁﬁ$@
FRIRW, BIEFHERTBEANCHBL 2
+, AEZREL /.

C. IR

WHEF & IC—FTDOT VLD L7 /191
T12201 (3791C>T)ZE E B S /-
T12201 131220 HO 7 X /W AV A=V p
bAvEaA Y /ICEENS CFTR DI At
VAERTHD, ThET1HOCFEE, Kk
WTO E A MERAE S IRERIE (diffuse bronchiec-
tasis) DBEFZICB VW TLHRESNTVWALERT
B %1213 T12201 OFEEERYFFICBI L T
FRTGEERT 2P ELN TV WA, O
NOEOEKBENPHIXCl- 4 4 VF v RIVD
IR T2k AR EEZEZ ONA. KIEH)
[EERIRAYIC 1L DPB O W HE % i 7= 37 723D

DPB * OEFRICE L TR%BICH
BThHA.
if:, ZOMDOLTITE L TiE, =7V v
CEBWTMATOV A —F/ D7 U IVICHED B
h,47FDV8@ﬂEhﬂh%ﬂiﬂE)
11T7/(TG)12T7 TdH - 7-.

s CF By

D. #Eg

SR E L7z 2HEHITid, 7o Cl- BT
BARFEEICH Y, BRAELHALATE RV &
D, BWEAEEN 5T IAE) CF & i3v 27z
HOD, FEFRKRINIIGPIN b & AR ER A
XA ET5HCF, AW CFREEERLE
ZTFBELEVIEATH S EFE 206N
L3 FE e, HEAEE 2, ERRIC DPB
CREWIATRE/RRE CTh D, MPIREREEIR TIX LI

UNSEINC M3 AIERI T - 7. EB, #EIB
TN TlE—HDCFTR 7 U IV DEDT X/
fs DEAR A LE D B DR S 7.

INETIC, AL A CF O£ TOli
wRRBII RS T, EIEE, B, FMEAEmE T
FOR—ger DA% E T HEENPEHSN, C
NOOFEGTIE% K N—JD CFTR 7 U Ui
M HErORE S C ErHmE SN, CF-5
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HWIECFTRE #EREE & L THRFEI ATV
HUE) - Z DT, SEIEIRLSER &
KIIZFAEORER 24 %5 DPBICE\WT, b
NoNFTZDORI0% ThLiEl L —FHD
CFTR IZ(TG)mT5 (5T) #&ds CFTR &f&T
DERLHER L 721D,
WTEDPENIC ISV TH CFTR 2 Bk Al
DHEL SN, BEICEROBEHEIPHLNICZSHN
DO 536910 CFIZR - T, 3 TIT4tt
RTIEL600fE L EOZERPFE I N TW
5. LirL7Enb, DHEOCF EE, 5
W R MR, e R M RS A R HBE
(CBAVD) 7+ ¥ © CFTR B #E B I BT 5
CFTR EEFARITI Rt ITHEH I N T
B EIZEVEEN20 . ZhNiE, WTNOEBEE
ICBWTh, EbOTHiZ%L CFTRAERS, b
HNEINFETHREOLWERB A 2 HO,
WK ADER AN + 5 AT RICL
TWAPLTH AH3620, LizNn-T, £7TD
RFEBIZEB T, BORKAZR G E LAY
) —Z V7 RRTIEA RIS G,

E. ¥

SAEE L, CFTRERTAER LY /DT
WVIZE L, MaERZEOERE -+ % CFTR B
P B (B RAYIC 13 DPB 3 4\ (2 Bl S e &8
TEWERE) OBl s L, £ ORES % FE
BT L7z % DBREDOHAAN CFEH &,
S LICHE—EEIRAE D AR R % CFTR Bl
BEBIZ S ZOXNRAEINT THR AR D % < fi# T
L, K& 775 CFTR EIETFORIE RO
B, HEAH SN 2T, FOEREH
VAT AL L TV & 72,

BEE  FEGIO SRR ATEV - B ARERHCE P
B (R - R - BRI OB,
BFEL R KW HICEH T 5.
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