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FENOMERRAERE, (cystic fibrosis : CF) 1%, 2 TIEPEI OWREFT &Iz Hk
LT “ REBERIAEE ~ & Dby, BUEIZ—BIC « ERMERERE ~ &
iEns, ERATE, ThETHNREBERERRL L TBESATETR
25, 2015 4EFE s 5 IX RG] b BREG) I FRFERBIIRE S LTV 5,

ARPEENL, cystic fibrosis transmembrane conductance regulator (CFTR) @
BEFRELER L 3 2 HROEESEOBEMERETH 2. ANITEHE
TR, FCKkAATIE 2500 AMz—AFER L, BHEHIL 30,000 N bET

IRL, TY7ANEITBT 2 HHEIRE L, FAETIE 150-200 AT
— ANOHET, BUIE3SHOBEIERS N TEEELZIT TS, CFTR O
BRI X D &5 O KR OH L MR & 2D, EHEsHZEL TS
B L, ARG, FARBICREREA vy 2R L, FEEE
i L CHERAMMIBA AT X DIEIUBIUR R &SR 72 U, MERERIEG & # D L T
MARA L %5, % HFLURBNCIIE L, DN £ Il ERka R gyiE
THES 2BI03% 220 1223, BOLOIRFHEDESIT X D BRAITES 2HEH] D
LT s,

B EREF R EMES BRI RS [ERR R R
B3 o W2e8E] Tk, ThE T, REBTEBMERERL L OEEREY
FEMT 2L EHIT, DWEREOY RUEIIEOTE, 20—RELT,
2008 4EIT i [BREENMRHEEE OB OFH & | BHRE L TWS. 201 10
HEERB LT, XENREMIEODMEETH 2 FAVF—ET VT 7 T,
7T =AY VRN, AT CRERESAF ORI L L D, R
EBRECWE L2 &, REBOEREFRALITHREHEBITIEES
TRZEnl, MBS COEESRESENL., £2TC, 2oy (2|
PERRMERE - POFE & LLCYGERIT 22 L LU,



FEROMERRAEIE |, HAANCTRIERITMEERTH 225, 7 —N)E€—v =
VIHEWEDETH T oINS 2 L EZ b s, AEDR, HHE
BTH2ABREODHOEHE L THITEVTDH 2.

201841 H

B BR AT R G BT R FBORIT R
BB MEROR BT B 3 2 AT SR L
EAEMIZEE ATl EH
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[EZERRMEE OB O T & ] 1%, BEANER s BBl SR &
FrORAF R [HE MR BB 3 2P 5eHE] OfFED—BRE L TPR
204FITHIRS E LTz, Z2OHIRS» S 104EERT, 07 [FIaM:LRE
SEDOBHOFE & [SETHIR] oFFIZl2z 212H72) THREHA L L
7.

JEA R SR B B S R R BRI SR [N RIISE o 75 D i
REFFIER R OB ¢ & LR OB oM I3 255 13, P
2627 R D [NREIFE O A BEEMEIF IR B 35 10 2 W LW -
BRI A R4 AERICBES 20%8] 25l SMSTBTHR 28 4EE L D in
Fo7b DT, BYNREREPHOOMIIETLIDS, T vyYya v
¥—U—FELTMDY, £ ORABEROEAETTIZHSHE L TWizEl
ECEEEEDTE WY F U7z, RIOMERBRHMEIE T D PR 28 4R B 1AM SeE
b o CIHS £ LT, HAOMBERELHM L 3 2 ERE - 5 0554
LCHRBOPEMREEZITI 2 LT, ZRAZNOBEROBERIIBII 2R
T 2LELEHITERESLVBESAMTOBMEREL, BITHERS
BUPBOEMENERD, SLITZOKEZEHDTVL T & BARHEIOMH
WEEZTHBY XY,

FERIMEARHERE 12 FOK CHERBEE O WEE TS 25, bBETR S LOTH
TY. BAE, TOIAMBNICD T Z OB TR L 7B, a3
BIES R0 LLBMIBOP Lo T2 2 EBITES O SRS S 25EE &
LT TWET, BRMEGRDEBOBRE S ADS K B EEKIEDDIR &%
2o, BEEEOHEMEEZHO 2 EEDITEHCANEROE 5 -8
FIfiE Ic BE SATEIT 2 2 LR ELMELE L) 925, ZhILHETIC,
—IRERE B OEEBEH > TwT, BEICBEIL, H20IidZzou RS



5o T, WHITREIZHMFERITEN T 2008 EH S LD Z0ROKEREKR
SLAEALET. ZooFRRtErsZ0F5 s 0E2EHO O LEOT
T, FT, TRTOBHESAIHEEEHRMER CHGHI LR EZ1T 5 2
& A, FEHIERIR EBIEN TR WIGE DL H Y T-A. WIRHIEE LT E
FBIATIE, FRENOHITTOREER CROBBIE TN H 058 L SH—H
hEBRLNET. FOIILGBEITIZZOFHESETRVITTEH L TWZE
J2bDLHIFBLTEY 7.

ZORCO [EEMEHRMEOSEOFI &) [BETHEMN] V% 0E
BEIEASH, BRI LDBEHESALZOIRIEOMIT EdLRETh
CB2ECRRDD A,

BARICRTE & OVERICEED b NT: % DI O TRIITE B#w: L

ESc

201841 A

JE A 55 B Rk ST 2 R Al B S e P SR BUR TP JE 3 3
[NESISRIE O 75 D SR VI IR B o BT &
aE LR OE O LI 3 205

MEfEE R ERL



S PR HERE X8 B3 1 L D AL

FERIERMEE 1L, DOECTRIER IR LERTHL7:D, BESALTH
B, FREZIUD LT IERMBEISZFICTS ZHRIR S ATV,
72T, [HERMEEERICE T 2 RN T3, ARBOBK ST L EWN
DOREFRIZB VT, BE S AOMKREBORE, WHIEOHMELEWER & &
OEMEILEL, T, HIIMEATREL 2o LIBEESLETORE S A
WEDTDEDITT B DIT, 2012417, FRIIVEMHERE B8k M B 2 3% L
fo. BEHBRHEFEXBEEMEZICHEERTES, HARBYS0Y =7
FA M) v 7 ST, 20174 11 HBUE, 35 A0BESAEZ TR
FRELERFEICSINLTE), bHEODIEEAEDRES AOEHREILE
LTWw2 EBbnd, Stk “BRMRHERE L REOR” L OEEEIC X
21 N1 ANDERIZE o 1o F — L EROFED, LW HE & OEBIZX D
DFRFEHREE O EILER O EHR E /T 2.

20184E 1 A

AAHLERFRMEER
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#H1HDK

JELAE S5 Rl S E A B IR MR ST IR SE 3 [HRR s R B 3
LWP5EHE] T, EEAMEREER L LT, [EESMRES ), [MBMERES ), [
BERAHEE | O=RBERNRL L, BEROHE, T& - BR, WE . H
KO, BWr L aFICB T 2 LA 217 o T &7 SHFZEPEAT 2004 4F
IZHENE U 7 R ARMEE 0 £ EFE OSSR, HALET 13 ARRE, #E 10
EMOBERL 38 NLE LHEF S W2 HRATIRIEFRITHLBERETDH 228,
HATIE 2,500 NIz 1 ARRE LHEFFS nTwd

FEAEHAERY, LREICRIEL, MACELLEMIET LI
%5 L, PEREOIVPIBERESE (WLRINEE) o 7: & KESHE OER 4445
PelifE, REBEFKBEEEDAOLND, FH T ~ 8k CHRIEGE CHT T
32 EDBHWRRTH o 1228, FHoll TR EEYE O BRE 0L, B
RREDIEIIIC & 2 ) 2R, RBEBIZ X > TWHEL, HAITET 2 E
HELHALND LU > TWD,

B ROUARAESE (X H AR A CIRRIEH IS BB TH 228, AATIEIHEKNS
<, SREBEFSEOMMMIEY, HRATOREEISEMT 2EEZz LMD,
(R RIT B 2 ERTZEHE] T, %< DERRFITABERZRML,
DWEIREO—BI L D X D ITARERERLT:.

2008 £ 2 A
JEAE S5 B RS S B A B B R MR SE T AR S 3

HER VRO BB 3 2 AT SR L
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B ERnsEEs

3% 10 1 4R ME E (Cystic Fibrosis: CF) & cystic fibrosis transmembrane
conductance regulator (CFTR) JB{nFAERZ]FH L 352, HAANTIEmRD T
iR EMEERTH L. CFTRIZZ 0 74 KGR 4 2~ (C1) F % A v
LT, EREEMBIZE T 2 ClL LKOIEERIL TWa, REIISMER
B3 2. WEH»L2O0DOERBETF %X T ECFTROBEIRDND &,
250 FRBREsFEES D, ZofEE, WE, BE HESLKEO S
WO TR E LD, Aa=U AL VYR, BHDPWAREIT X 2 IRIHE
ERFEREE, IFHZ, RUES & CRIAEOEIETEORYYE, WRIERE K8
FEI & 2 BUAREX AT 5. CFTR %ML 72 Cl-0FRINEED - », T
DCIBENE T ZLNCFOBKOROF L LS.

INFEFTIIZT M2 5 CFTREEFER - ZRIMESNTVD, 20D
MAEHLEITL D CFTREEBEIIE 2 v~V E Tt 5. CFTRIEBEN SEAITTY
K$ 2 LU (classic) CF & %0 5. CFTREEFEASH IR 2 &, S H
WHEBE IR 7o, O CHIRE X EME, HAMEE 7 RIERHEEZRS. 2o
&, 1BYERIRPER, IO KGERGIE, SRS, Ja R MG K E
SiE 72 & IEE B (nonclassic) CF & MEIEN 2 IEERINHIGR 2R, 72, D
T EDIDODCFTREMLFERZMRA L, SWEEMELH 72 S T WIEHI<,
W2t D B 03 EE S BRI, CFTRBETHEHRE EEZ LR TVD,

CFIXTPHRARDERTH D, FHRMITRIZIZTIOFEEEZ v, REH
TP WARLEDOFHE, BIL CFTRIEBED B A CF O EIEE % TRE L T
W3, Lo LERENIZTHRZIRG 2 O IFRGERIYEIC L 2R ARETH D,
AAE % BHICW LRBGYE DMWY Za v b u—vefT ) 2 ENEETH 5.

(B )

1. Riordan JR, et al. Science 1989; 245: 1066.
2. Anderson, DH. Am J Dis Child 1938; 56: 344.
3. Knowles MR, Durie PR. N Engl J Med. 2002; 347: 439.
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Classic Nonclassic
Cystic Fibrosis Cystic Fibrosis

Eﬁﬂll%‘:ﬁ/:\\ BRI R

sFCI-iE E(60-90 mmol/L)
CFTRHEEET

SFCIi EE(90~110mmol/L)
CFTRESBEE &

"
o
AT
)

EEBERERR

{814 OB RAE

AR

i B R 4R #E AiE
pancreatic insufficient

18 1 AEE 2%
pancreatic sufficient

A= LALIR

EXRERAFERBE — W — s xXumARERIEE

BFFICDULVT & Anderson (1938) IXERHMEDIRIIE, Aa=v hfv Y
A, TiEEGE % 7R 3 FL4h R 25 1T 258 D ZE cystic fibrosis of the pancreas
(BEFERIARME) 2o Z LB LY. 20, Mo R% IFRADRE
T»H % L LT mucoviscidosis & MENT:Z &b B o7z, 1989 4R IR IAEAR
F03FE S AUCFTR L S CTUIBE Y, EIBEIYIZIZ cystic fibrosis (£
PEARHEE) SIRIZNR T2 Y, bosETIE [EEERMEE] & L CERIc
FRSNTE722%, Sl (015 4F), FERUMEMRMERE ITHi— S ulz,



A BERtREEDES

[2EEZFRELS]

HBEERONEOLEM. T T 2720121, ZOREOHFHRE - F4E
Reid I LBBRETH L, EERMEEOHE AT L s TRECHR
Th, 3—uy XATIHEHAEKZ0AIZIAEENEN, HEAZELH
T CRIERIIHTDH S, HARICBIT 2 REMEITOWTIE, S50
1969 4E~ 80 4F d A B e 108 2 FI W 14 1,000,000 %9 3.1, 113K 5 213,
1980 4E LA H A2 350,000 %F 1 & Hits LT\ 2. £7z, BARREREHAN
[ SR HEIZ 1%, 1994 4E DARRIRAE £ Tz 110 GER (B 5641, ik 5441)
DF—ZBEBENTVS, IS V1%, 19904E~20094E 124 & iz
BGBIN) 25, HAS590,0008 1 &HELTWS,

BFZEHEI, 19944F 22 & SARMFICIRE S O &FEREERAE S THLN TV D,
F1Iz, HBSE Q0144 FEOMREZ/RT. WAL, 2EOKFEHE L WHK
400 DL_E o SEBE o /NER B X OVNREFIRREE RS fTb . 2014
FEEMOZEBE L LTI84 (B8, %10), 2005~20144ED 104EM D%
WEFH L LT24% (B 11, K13) sz, £2138E5E O FHERR
TH DD, ZFEEFBIMOZEDL L T,

5 S MIFAE RS BE R E BINER 2 & oHEFHEIZ, BIREIEHER TR
LT S HEGI 2 NG U 7258, 2014 4Eh 0 BEHUX 374, BE 104FER 0%
FERNLAT BT LGS NTe. 72, 20144EQHERF 18L DI b, B
HIEFEBRCHE L TW Lo IEMIZ2H DA TH D, SEFIERE GasCsk
B L PHERHKE) T PubMed & EHFHRMFELHOTHMER LI L 25, #H
BUEGI DG I Mo 7o, BREEIEEL TV OLEZLND,

(R, /NE Ml fOvoh, R BET)
1. Imaizumi Y. Incidence and mortality rates of cystic fibrosis in Japan, 1969-1992.
Am ] Med Genet 1995; 58: 161-8.
2. Yamashiro Y, et al. The estimated incidence of cystic fibrosis in Japan. J Pediatr
Gastr Nutr 1997; 24: 544-7.

3. Naruse S, et al. Incidence and exocrine pancreatic function of cystic fibrosis in
Japan. Pancreas 2014; 43: 1395 (abstract) .




®1. $H50E (20145) HE ZTRIJEHSEKSR
(2014 F 1 [, BS5UIC2005~2014F10ER)

FERIERHEIE OB O 5] & [UGT 2 K]

REBER
IR pUbES EITPES 14 104
400~ 499K 219 185 84.5 5 5
500 R~ 240 207 86.3 6 9
NEEPIRR 72 54 75.0 0 0
REFHR 131 119 90.8 7 10
Bl 662 565 85.3 18 24
R2. F1~5OHE FTRIEHSENRSR
REBER
CIEES 14 104
F£1E 1994 & (*rEF3) 64.9% 7 —
2 19994 (V1D 86.0% 15 21
3@ 2004 & (KD 80.3% 7 16
4@ 20094 ()13 81.8% 11 23
5[ 20144 (f71UHD) 85.3% 18 24




B CFTREZ DL

FERIMEARAEE (CF) O JEREARF T % % CFTR (Cystic Fibrosis Transmembrane
conductance Regulator) 13, &5 o Bz (fili, K&, WLE, BE, WEE,
TR 7 &) OEPEEIIFAE T 2 cyclic AMPRIEED 27 1 5 4 K (C1) F % #
NTHD., E»LCFRIBOTIZHWFEVZ EHBHMENTWTZA, WADOR
IZ T Il £ TR TH o 7z, 19834E 12 Quinton 1, CF 3 IR &
BCTIFCIBRMEMETLTWS Z L% FRAL, CFOFEKEET gD
A F VBB S LT 2 IR R L7 Y. 19894E101E, XY v a S
Vra—=v 7 OFEEFHCCCFTROFEES 7”& FTIE14807 3/
BB L OMERESN, ABCrI Y AR—Z—D—>ThH3, 24E%D 1991
4E1Z, Anderson 5 IZCFTR H B BScAMPIRFMED 7 0 94 RF v 2V TH
52 EEFR LI

JRERE T 1%, CFTRIZHIEAE O B MO B, > F D A 4 v K UK
EHRD oL HEAITLbATOVIIPAIZOAFELL TW5 (K1), CFTRIZ
Jiti B b2 o EALAE B % S AT, A A VIR OTEFR LIRS iz
LI D ARFEMIZFEBL L TS, CFTRFEHMIL I, WHME GYE, B
T ETIRAMERIED s s s, AxF—URENEMELSNS. CFTR
DRREAA VIFAXF—XIZX D) vRfLah, ZOFRCFTIR F v A2V
A7 HHM, A LERERNIZCL 2393 s s,

ik SELAZ A B % & ¢ CETR F& LA BT 12 1388 &4 72 SLC26 CI/HCO, 38 i ik
FEABILTEY, CFTROF ¥ A NVRT il o TEMERNIZHW S iz
Cl i, SLC26HmA AR &1z X D MIENICHERVIAZFhE EEZLNT
w2V, e b o BRI (R, B L &) ik, C Tk <
HCO; O3 (0 F D 7 v VW) R L 3 525, SLC261EHLD AL
72CI ERHUTHCO, 2 HENITHWT 5. b b OREEMIEE VIR
T, CFTR & SLC26 Sk R IFY3 A IZILF/ L TEWTWa 2 LG s T
%9, CFTR & SLC26 ik Rk OBRENEE 25, v M LEME» 07 vAh )
DB TH D EEZ LTS (X2).

€ )

Quinton PM. Chloride impermeability in cystic fibrosis. Nature. 1983; 301: 421-2.

2. Riordan JR, et al. Identification of the cystic fibrosis gene: cloning and
characterization of complementary DNA. Science. 1989; 245: 1066-73.

3. Ko SB, et al. A molecular mechanism for aberrant CFTR-dependent HCO;

transport in cystic fibrosis. EMBO J. 2002; 21: 5662-72.

—_
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H1. e MESEMRICSITS CFTRF+RIVDBE

CFTRIZHIVEZE DEREEICHRITL (BXH),
KOS (ZIEIRIBL TULEL (B5KE).

SLC26 CFTR

PDZ Scaffolding protein PDZ Scaffolding protein

H2. ERARAERERRICEHSITS CFTR & SLC26 Eix (kD REER
SLC26 £ CFTRIZCFTROR XA > DY VER{UKTFHI CHAEERZ T O TS,



B ERtSREOREER

A. WRZE

bt OKGE I, W OWKGETK (airway surface liquid; ASL) OJE 12
bNTWS, ASLIZZ K OHEYE % &4, KiREEIERITE W TAK
Pits o BB & E o T\w5, ASLIX2JEMEE 2 L, L oskin)E
(mucus layer) TH D, AH L D WA S ATAME PR F 2 5 2 2%H R
rZLTwa Y, FERRERHOKS 2 5 % % periciliary liquid layer (PCL)
THH, TEMWEREZ VT 7 ~ A (mucociliary clearance) % XI5V IZAT
BENZ RT3, BB LTI, ENaC (EREMENa"F v 3 1) 25ASL 2> 5
Na Z#FHBINT 22 L2 D, ASLOBOHES % —EIZT 5. ENaCOff) &
ZCFTRIZK o Tl s T W 2, ZEJUMEARMERE £ TI1X CFTR OHERE SR H
2k D, ClW2siA L, ENaCiETEMEAL S fiNa" O HRINAMERE S 15,
PCLIZJEA L, #EHF L LT, MEMHDOASLOiMEIEIE 3 (1), —7,
IR RGE RIS < 0 3 2 RVUE IR CIE, RASMNCIETE 3 2 BRI - 52
MIIZCFTR 5% S B LK Z WL TWwWa, CFTROMAERMIZL D,
K HYEA L, ASLOEOERS IR L, Wtk (K1), 2ok oL
T, ROEREIREZ Y 7 7 ~ A (mucociliary clearance) 2B b 2 &, #
B3 Z OO WIS 2 b, B TEREEL S 2 Ltk s,
SEAED MR TIX, HCO, 25, ZDASLD A F vV ORMIZRKWIZEE Y D
RRZTWS EHESNTWEY, FAUEBR LTS L F v I3 EE O
FCIE, FEMSNTRSLDFLELT, SBEEOCT RH & —#ITHEEL
TW3, ZNLDFAF VIR, LFUPHETWBEAL F v BHEWNIZRIEL
BV, DFHBIEH»L I EEZBHFWT, 2FvOEEETI VNI Mo TW
5. IEHORE T, B HOSWS s EMIESMZIZHCO, BEFEET
7%, Ca" % H IZHCO; &It L, CaHCO, /CaCO; H,CO, %D, Z
NoDHAZVIELF v LEENS, BENTBA A VY EHFFTWDELF Y
X, BAAYRAEORENITE->T, DFIRIERY, ORISRV E
RINFPITHEIN S 2 2 L 03T E 2. —F, BIMERMEE CI1%, BRSO 4
WENTHHPIIMTIZHCO, BEEL R WTD, LAF VDT 05 Ca Ok
ENTET, ERTLFVDTOIEHND RILROW T b 720, WilksH
T LItk 3 (K2).

(A F)
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airway surface liquid (ASL)
— mucous layer
— periciliary liquid layar>

Na"K*2CH Na* nHCOy

Clara cell HE R

Jay typellcel” ENaG) v o CFTR) [END) pg» o (CFTR

% P
1,

*
cr

|

Na* K* Na*

K
alveolus

type | cell

H1. KUE% (ASL) ICE13D CFTRD%E!



1.

Inglis SK and Wilson SM. Cystic fibrosis and airway submucosal glands. Pediatr
Pulmonol 2005; 40: 279-84.

Heijerman H. Infection and inflammation in cystic fibrosis: a short review. J Cyst
Fibros 2005; 4: 3-5.

Garcia MAS, Yang N and Quinton PM. Normal mouse intestinal mucus release
requires cystic fibrosis transmembrane conductance regulator-dependent
bicarbonate secretion. J Clin Invest 2009; 119: 2613-2622.
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B. BEl#RZ
JFEEAE AT % /9 2 HCO, @ ik i3 ZL M % /3 2 Mg ~ D HEL D A
AL, MR LEREEEY AT 20W 5% D, W#EE DIZCFTRITRE L
T3, FERMERHERE Tk CFTR 2SBERE(R T L, BREAEHIIL % /3 % HCO,
LKDENEESND, 2070, BEREMIEL S0 S n - LEERR
D7 NI VARTHENBTE LWz, FRPORESE (ER) IE LEAR
FHRBRL, BENOBRIGEBEIHELE 225, MNEEIEARTHEL, %
DR FZERLIRIZHRR T 5.

((IENEEED)

C. Fo/O0—-NViEEDLER

Fid= 7 ) VRO a4 VRIZ T o e RBCAER S NG, 2Ok, o
Na' & CIBE MR EFIERA L TH 5 (K2)., RS NiiFiE, SMHRD
HE LEMRIcBson RS vl CRGITHmE NG, LEMEOERE
FiIZikF MY v 4 F v % v (ENaC) & CFTR 3%BLL TH D ", Na'lZENaC
%, ClLIZCFTR %o THIN S5, CFTIRDBIEE THIE, TOCl R
B340 mmoV/L AT & % 5. UL, ZERMEMHEE (CF) T3 CFTR O R
BRDND 12 60mmol/L A EDHEFE TN WE D, CFORBELHED
BEITHE, ERERRIZEBBUKIIRIRTVORIORDTH S,

(0547 =)

1. Class A, et al. Applicability of different antibodies for immunohistochemical

localization of CFTR in sweat glands from healthy controls and from patients with

cystic fibrosis. J Histochem Cytochem 2000; 48: 831-7.

2. Quinton PM. Physiological basis of cystic fibrosis: a historical perspective. Physiol
Rev 1999; 79 (1 Suppl) : S3-22.
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FERIERHEIE OB O 5] & [UGT 2 K]

MREIELEVEE IREAGEVALEE

(ot B {B)

NBC _ jliAQP l
1

CO, Na* H,0

1E
= /~cp SLC26
) 'W*J|
HZ;" CFTR u ,,,,,,,,,,,,,,,,,,,,,,
A HcoyCrotH
)
M
e Tl o
HCO, Na 2
- NBC =I AQP Iaop
E HCO, Na* H0
8 _
?E /" crSLC26 Na* NHE H:0
D ol Impmmmmwm; o
ﬂ§ HCOyCl_ ,’ HCOy H,0 HCO; H*
b
vl ) EH,OR T2
W W W 'S
1. ERSIUERMEREIECSIT DERD W

EREA  [CI)(mmol/L)
0 2'0 4|0 6'0 8.0 1?0 1.20

E®CFTR N CF
" 5
0%
il
IR £ R
‘II’ﬁ
%
©@):
[
=
CF 110 mmol/L

E2. FBROD Cl- 537 & BRI
DB THBSNIZFOCIHRE MR E FREE 110 mmol/LTH S, Cl (&
CFTRZTL CTBIRIREN, KB TIE40 mmol/LIATFEES. CFTIEZ DRI
BBEDZHFDOCIREELE0 mmol/LIA EDEESEZETRY.
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W BEADCFTREBEIER

FRIVEHEE (CF) O JF K TH 2 CFTREE T 13, 73k k(793D 12
JRIEL, 27D Y v % b o42R250kb DEETTH 5. CFIREIETF IS
RIMEIZE A, BEIRIVIZCE 2 30E L T WEE SR D 2 HERO b 5132, CF
BEIIHOONDHRNERZ S OO TELELIETH D, BIE2,000/E %2 5
75 54 23 CF Mutation Database (CFTR1, CFTR2) IZ&fxShTWwWd, ZD k>
LB FAERICE S { CFTREH OMEEREIX, 1) mRNA QIRE L 2CEN
DREELR, duRicAE UBRELa FY o0 CFTREHDREEARE, 2)
R% O CFTRE A K FOEIR O B4 12 X 2K Co RO EE, 3)
ATPHES & F % A VIRATERE D ESE, 4) Cl OFBEMREE, SH)AT74 v~
THEEIZLZ2IEEEAORD, TKlans.

WKD CFEZEITBWTROEEORHVRERNERIE, =7V 1001112
B BIEFEREDT:D508FHD 7 == v 7 7 = Vi%FE 1 {H 23 in-frame T
RS 5 AF508 (p.Phe508del) ZETH 2. Z IEKI56,0004ERTD = — 0 v
NIZZROEFEZE L, HANIZECFERFEOROAEDKT0%IZED LN D
FRTHD., ZhITHL, FRUNORSHOEROBE LT 02725 2-3%
Iz EEFoTW3,

—F, PHETIEHCFIZINET THEFERLEZ LN TV, EA S H
BHEVERE BRI X 2RFERR L LTk D, 2 OHIKVIERE &R K5
ZF CFTR OZERBHBP L Mz sooh 5, ZNET, bHAEIIBIT S
BAHIDOCFEFIIBNT ZDEETFERIMER S I, ZoH T4 »3iE
W LS T2 AR27 0l oMES Tk, HARADCFEFITE) 2 CFTRERFELE
1%, EBRHY CF Mutation Database IZd 2 E THE DO LT WHTHOZLE, H L
CIFHHAIZ O 2L DB L D DOBREEL D, WORAD CFTREFREARY k
TALEWHL I EZRIZLTWS, S50, EHOEMIZBWTR—DE
BFEREIEBIHHSATETE ), FHBRKRFEO I V=T O T
HEEDOEHWERIZT 7 Y 16, 17a, 170 DAHIPHIZ XS 5 CFTRdelel 6-
176 CTH 2 (F1). boEOCFIEFDIKI2BIECFTRT V VDWW RITH R
WEeRDA—EROREESEKY, HEVIIEA~NT OESKTHY, &K
D OREHNE, ME L 2 1A TIE—FHDCFTR7 )V VDR D HHHER TS
AT uHEEAKRTH 2.

Plokdiz, bBREOCFEHFIZBVWTIE, WRkAHORZ ) —=v 7
VAT LEHWTHOERIBE SN LW, 3T Hhb2EDCFEEF TD
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FERIERHEIE OB O 5] & [UGT 2 K]

#&1. DHEDCF 27 %EFID CFTREGFEEDF Y IVEEE

dele16-17b
T1086I
Q98R
M152R
L441P
1540del10
E217G
R347H
H1085R
Q1352H
460insAT
R75X
G85R
E267V

A F508
L548Q
1556V
L5718
T663P
2848delA
D924N
V1318l
R1453W
5T

125C

(REZRSH 86, BENT RS 86, NT LIRS 114))

A4 NN WWWW WA

—

CFTREETFREZHRLIRD L (T L, IWNRROHEESLHE TN L 2
LD 2T, bHREMEORZ ) —= v 7K 2 WL T 20BN D 5.
GER FBE)
I ENE, ILEEMA XVEEXRORE « BIUMERMEE S8R MR R
FEMERE (BB 200 . BUMHHARERMR B SIsBEBERE 2 V) — X No.20: 821-830,
2012,
2. Cystic fibrosis mutation data base (CFTR1, CFTR2) : http://www.genet.sickkids.
on.ca/cftr/, http://www.cftr2.org/files/CFTR2 13August2015.pdf
3. Nakakuki M, et al. Detection of a large heterozygous deletion and a splicing defect
in the CFTR transcripts from nasal swab of a Japanese case of cystic fibrosis.
J Hum Genet. 2012; 57: 427-433.
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[ERAEHIDEER]

WHFGRERIE, A WA R R A SR HE 0 — B % OF CF B 8% H 55
JHE LT, 20074F A CF OSBRI MM B L S NTBES2H &2 OFE, &
711414 O CFTRIEL TIT 2 M L € = 72, EREE TR 25 25
FEGIACFiES Th - 72 (R 1).

CFEH 254507 Vv, BETERZRETE D457 VvV TH S,
57 VNVTERERIFES NS, CFTRIEGAFIE O 2 B & il
I2EEFoTWVS,

U7 VNTIV—=ay 7 FNEBRIEF Ve 2R (182delT, dele2-
3, R75X, E474X, ¢.744-3C>G, 1540del10, 1609delCA, G542X, Q1042fs,
11315f) SR b Nntz. T b DEFRTIXZCFTR mRNA D FHtAREDEHFR T
MlIba Ry PBND Z LI 3, ZOHE, 7 vi vy AZERMKIEFEmRNA S
fiF%H%E (Nonsense-mediated mRNA decay: NMD) IZ &k D A 75 4 ¥ > 7D
mRNA 2SRRI N 272, BELCFTREHFELESI LW, §7i
HTHH SN TV CFTREBEERE O 1IZHH L, W5 2ICCFERZE
RHTh o,

HARARIZEEI] 7 Vv, delel6-17T0ZERS 137 v ve &, HAAT
HKOLWCFRRZR L L oTWw5 (FK2)., 2056117V vddelel6-17b
THEI25CHBEY) v 7 LTIz,

HARAZTIEZWCFTREEBFERN 147 L VIS 1, HHETCF
WEREDBEETZ2ORHRARTCTELVZ L8 bLND,

EROMBEOERLBETFERIIOWTOMESERIZOoRTZ 7 Y VD
WOHREETFEROMBEIE D> TETWS, (2, K1)

(F#E 20E)

1. Magquat LE: Curr Biol. 2002; 12: 196-197.
2. Nakakuki M,et al. ] Hum Genet. 2012; 57: 427-433.
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R1. SARECTHEER NIz CFERD CFTRIEETERE LERRRIHH

FERIERHEIE OB O 5] & [UGT 2 K]

| 1R THRDSE FUNTER | PLILER (Cﬁgﬁg ”?’E”’if zgﬁg jﬁfv&x
mmol/L)

1]38| M A#/B% T1086 | dele16-17b | 87.5 - — |z
2| 2| F| @mPAUN/@PAUN | 1609delCA | GB42X | 156 | O o) -
3]0 |M B#/B% dele16-17b | ND* 122 | © o)
4019 M Ba/B% R75X | dele16-17b| 96 | O o)
5(20| M Ba/B% E217G ND ** 696 | O | — —
6|1 |F B#/B% dele16-17b | dele16-17b | 238 | O o BE
7|7 ]F A#&/B% L441pP ND 114 | o | —
8| 3| F|®ma—ow//ma—nw/S| 182delT | F508del | 59 | O o —
9|5 |F I-0w/Y/EE F508del | dele16-17b | 60 | O o —
10| 0 | M| mEPUP/EEPOP | R1066C | R10BBC | 235 | — | O o
1110 F a—-0w/t/ BF F508del | Q1042fs | 152 o — @
1200 M B#/B% 1540610 | Y517H | 117 o o)
13/ 0| M B#&/B% Y563H H1085R | 110 | — | © —
14)36| F B#&/B% R347H | delete-17b| 60 | O | — —
15/ 3| F B#&/B% L441pP H1085R | 110 | O o —
1619 | M B#/B% dele2-3 | dele16-17b| 83 | O o o
17058 | F | 3—ow/t/3—0wit | F508del S945L | 60 | O | Fe8 | T
18] 1| M BPITEPIT F508del | F508del | 106 | O o -
1930 | F B#&/B% R75X R347H 27 | o | — -
20| 0 | M B#/B% dele16-17b | dele16-17b | 110 | © o) -
21| 23 | M B#/B% ND ND 88 | o | —
22| 25| M B#/B% L441pP L441P 80 | O
23| 0 | M BPOTEPIT E474X 11315fs * o — @
24| 5 | M B#/B% 0.744-3C>G | dele16-17b | 122 | — o
25| 4| F B#/B% dele16-17b | dele16-17b | & o | — -

* IOV Y EICERRBBEVD exon1 ERNZ CFTREESAD MR =N,
* TOE—9—BPIO Y Y EOZERBIBHSING WD CFTRESHREDE F RSN,
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xR2. BHEEREZDRMFICOVT

ZREDRNE L
legacy name protein name cDNA name
dele16-17a-17b €.2908+1085_3367 13
(dele16-17b) ¥ +260del7201 ©
(L441p) @ p.Leud41pro ¢.1322T>C 4
R75X p.Arg75X €.223C>T 2
R347H p.Arg347His ¥ ¢.1040G>A 2
H1085R p.His1085Arg €.3254A>G 2
(dele2-3) @ c.54-1760_274 1

E'j;fgiﬂ -10222del18185 ©
(71/71,251 31y [E217G p.Glu217Gly C.650A>G
€.744-3C>G 1
1540del10 ? p.Met470GlufsX54 © |c.1408_1447del 1
ATGATTATGG @
(Y517H) @ p.Tyr517His ¢.1549T>C 1
(Y563H) @ p.Tyr563His ¢.1687T>C 1
(Q1o42fs) @ p.Glu1042fs © €.3123_3124insA 1
T1086l p.Thr1086lle €.3257C>T 1
deltaF508 p.Phe508del €.1521_1523delCTT 6
R1066C p.Arg1066Cys c.3196C>T 2
182delT @ p.Phe17SerfsX8 ©  |c.50delT @ 1
kAR | (E474X) p.Glu474Ter c.1420G>T 1
TR 1609delCA @ p.GIn493ValfsX10®  |c.1477_1478delCA @ 1
FLIVEI4) (Gsa0x 0.Gly542X c1624G>T 1
S945L p.Ser945Leu €.2834C>T 1
(11315fs) p.le1315fs © €.3944_3951del 1
TATGGAAA

(1) () @DLzlegacy name [FZEEEZ E L TEEFSNTULAL.

(2) DARIE CFTREGFDEERMIERZE XTI LA F RD 1 EMZ T=DREISEIERBIRO Met DAZ
clELTHRSB.

(3) ¢.2098 [ZcDNA ETD exon15 DEEDIBEDMETH D, 3367 [EcDNA_ETDexonl17b
DEFEDIBEDAETHSD. exon15DTRI1085FEE NS exon17Tb D TFHR260EEHETD
7201bpiRENY ) L ETRELTVWSZ EZRL TS,

(4) BENGEI 22 Y ZAZREDFITHSD. 1410BBDG (IP V) DA (PTZY) [TIEEBEERL
1= &ETCCRTREBADATERHD7Z I /BPIIF UM AFIVICBBRL TVWS I E%RY.

(5) exon2 M L% 1760bp 15 exond D L 102220p FTD 18185bp B/ L ETREL TV
BJTEERT.

(6) IBEDRIEVBAICKD, TU—LYTRDRIOIEER. SiARONTIRIEOIRYDREND
ZEITED. ERICEIEARRESNAGL. DRIRZEMBOF S /BEMABERICKREIR YD
BN3HDERLUIEDRE TR fs ETEIFEET ZEDNZLN.

(7) BIDEZETIEI ST VY AZEBRZXTI3EL< Ter £529.
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A ERMEREOBHES

iU M ARAEE (cystic fibrosis) O FTHLAYREIR 1%, (1) BB F D & FHIET
BRREME (X a =7 2) 4 L7 X (30~40% I HE), (2) Ash R, Hrichk
FLI & DT o R&E, B, ER 2D BIHE (B2 mER 4,
85%), (3)FEBEWE, (4)1BMEM L IPRARIEGAE (& 1 FLANITHI 50 % 23
FIEL, EREOBKEITH » b b 3B HEE, 2EMFE citizgse
BIHDFERE) TH 5. 0o DRERIBAIEICRENTE WD, BWTITIZITH
ClIBEED B EMEEHRET 2LELD 5, Wik, FAlE LT, vop
NEYAF EAETIT O A3, ik (52 v 7 4 FillR) TRATS 3.
JBESN IR REA 2, (EHRNG, Bk 5 2 % —+, BT-PABARBRZL &
X DHEST 5. bHEODWEAEERITRT.

FNIMERHERE O BEPRAER 12T H D, WHClL IRE 2RI D L < ik
EETH 005 %FET 5. ZO%HEITIE, CFTREBLRTFMENTIZX D2H
T 5. FAERTTFHABRIE L WIEE, Bl o RE (MR, SERMERN
HRSE R, O F AMERESIERIE) O%A I BEBEFZMAERTH 5.
SR CFTRER D2 DD 7 V VITIFTE L 72854 121% CF (Definite) & Z Wi T
%%, CFTIREEFZEDARZ " VIFAEIZEoTKRESSHELTD, HEA
HEDCF 7 v volEIzIiZ, 2—o vy S AEHOME Xy MR %
W, BV YV VEEBEZORBEOY T VAL ANV T VY IRV NDH
IEDAT HRETH 5 Y,

CHE T BaE )

1. Nakakuki M, et al. Detection of a large heterozygous deletion and a splicing defect

in the CFTR transcripts from nasal swab of a Japanese case of cystic fibrosis. J
Hum Genet 2012; 57: 427-33.
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FERIERHEIE OB O 5] & [UGT 2 K]

[E2ERE ]
BRPRIER, TRk, CFTRERFREIZL V2T 5.

A. FELREIR

1. B IAR A

2, MR ERAER R4 VIR L, RS SIRERE, MRAET &7:3. 13k
Ao & DREFI 2SR BE S 2 A0 2. KRR IRIMEIE % £F 5 1ML %
B s32.)

JafEtEA vy A

S

JEI S - MR TR

FeRMEMMREE KIFIT & 2 BRI
DAL X 2RFET v o0 — 2

N W

B. ®&MRE THIEEMAF Y (Cl) BE

R EME © 60 mmol/L P E

BEAHIE 0 40 ~59 mmol/L (4426 » A A T 30 ~ 59 mmol/L)
IE 1 39mmol/LEUT (4426 » A K Tl 29 mmol/L BAF)

C. BIEZME CFTREFERT

(B2 b3V —]

Definite : FEEDOL\SNH

o FHCIBEOREEMICIZ, R T IFRAERZRTH D

s ClIBEOREEMITIZ, B WAE, FBEEA VY X, FBEE
DHL2OUEERT LD

e FRERIER D D bW I 12%R L, 200N CFTREBRISHER S 1
72D

Probable : FEEOWLITNH

s T CIHEE OB EEMIZMZ, BAZWAE, KEEA VY ZDOWIT N
P1IDOZERT DD

s FHCIBEGEREETH D, FHHINLFRISEREZRT DO

o FHCIIRESERTFIHTH D, BT WAL, REES VY R, REE
DIL2OUEERTHD

e FRRIEIRD S bW T 120%R L, 10D L CFTRERNER S I
72bHD

Definite, Probable W\ 1 HZBIEAGHELE S 20 d B.
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N2 W
A. FHRIO-NVEEDES
B EOONEYALFVENE

&5 DI W NE R O YR T B 2 FFINERAESE (cystic fibrosis, CF) T,
KR OITHOKE b FEFEI N, ZOMBITHOEREICRENEL 2, B
S92 1953412 di Sant'Agnese 5 2%, CFEE DIFH DO Na™ & ClEE 3 HE
WEMHTH 2 2 L 2RIMICHE LTV, CFORKZMAENETIX, CFO%K
BERD D, WRIRED 2 IFBESLHILERE LT ET 28F T, Ho
ClIBEED60 mEq/LUL EZ/RT 2 & L3N TW3, 19894FITHL »lza
72 CF O Y5 R 43 F cystic fibrosis transmembrane conductance regulator (CFTR)
X cAMPRIFHECT 5+ A Vv TH D, CFIECFTR% a2 — R ¥ 2i{RTF DR
THRIET 2 HROELIEEMEETH 2.

L7:3oT, CFEEEIHA, ThoEMEREONENSKETH S,
HRIZH WO N BITFHCIIRERIE T #1%, A 4 » & A (jontophoretic
sweat test) & MEIXL D,

23, Wi N/ B ICFIT 2R S AR OLEWE (Ko v
EY) 8L, ZOH%RZOEBAITFITRIMD 72 O OWEITEIR (1.5 mAFRE)
TBETLIOICEMEA )5, BEIZSHTbN, ZOMITCoT:
WERZESE, 2 WIHREAVEZ R C 5. ALV, AP ROLEIX ST -
720, Binss Z E3H L bHNL Y, DWT, IS T 0k ilo
THRIBIZL, FEM30MrTT7 4o vE =, T—¥, HD2WVIET TR
Fv 7 aftViED L, RIS TR, MEECTEREREZHES 2.

INE ORENTIIRBI LM IR TH 2 205, WOKRTHIBH 1L CFIRAE L
YA —=TIThbITWwa, FITHHROITORMIFRITOILENRD D, K
M2 % LR DZEF LT, EEM LICERERERSHES DS
MetEp3d 5. %EE & L TIEKIE Wescor £t D Macroduct system () 35 T
H 5. Z DOHE 1T Webster Sweat Inducer, Macroduct Sweat Collector, 5 X
UfSweat-Chek Analyzer2»5 7%t D), ¥u 2 v A D @ Pilogel % Wi &M & 57
JETEIMNIZ D TS0 TR CTEE R TV, ZORIHBM TSI 25 v 7 2
4 Jv® Macroduct Sweat Collector % R IZEE S &, TORMEZITL I b
DTH 5, IS N72¥F & AW T Sweat-Chek Analyzer CZDa ¥ X7 7 4
CT4 ZETLIENTES, Bonlcav X774 €T 4l 5 Na',
K, CligEziERToRko 2. s512, A—oHEzEHWGEEOAELF
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FERIERHEIE OB O 5] & [UGT 2 K]

Webster Sweat Inducer

Macroduct Sweat CollectorZ 23 L TFDizES

; ..\‘%':::ul-('hck Analyzer

i’

Macroduct Sweat Collector

H1. FOERERENERE
(Wescor ## Macroduct Sweat Collection System)

HIMATE CERNICERERE ZHWES 2.

4B, WHoBMEREOWEIZE L TIX, XKE®CF Foundati0n0)2007
FEOUA RT74 VTR, A VBB Z T BEIER 2 & TE
THEHEEHELE L TE D, Wescorth:d Sweat-Chek Analyzer 12 & % 2 /51
77 4T 4 OUWEEFAZ Y —=v7OHNIZRD L LTV,

T EREREIUTOMED) TH ) B DLEIXCF O ZRIRT 5.

Na* cr
E B8 60 mEq/L R 40 mEg/L R
2 B 90 mEg/LIM E 60 mEg/LIAE
1BHME 60-90 mEg/L 40-60 mEg/L

EH )
1. Kliegman RM. Nelson Textbook of Pediatrics. 19th ed. Philadelphia, Pa. WB
Saunders; 2011.

2. LeGrys VA, et al. Diagnostic sweat testing: the Cystic Fibrosis Foundation
guidelines. J Pediatr 2007; 151: 85-9.
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W #8550 0—)VEER
BERIMERRAERE (CF) O W1k, CFTREETZEROMM»EHTH 2.
L2 L, CFEZFOBETFERIIMOTEHEETHY, &7 Y VE, 77
TR METEZERBLTH ARSI NLWERSDH L. HDWVIE, 7/ A
FCERERERR S S T CFTRIKRRICD £ D B0k <, KK &I
ZohWEELDH D, ZOT:OCFBRFELNTEFHOITHCLIRE ZMIE L
T, CFTRIKBEZFHIIS 2 BEDD 5.
HiHO O g vy 4 4 AR Z, BEETIEHIELZ v —vilric
X BCIBERNEEZBEFE UL, a2 v — ikl (K1) &, 7ZH O
MLDIETH» L OFKFREIFIFFL VI LEFALT, FAOWRER»LDH
RITR T 7 ¥ 2 VI8ITFEH (Kenz Perspiro, A X7 v) THIEL, Nllo#
BERP OEM LTI EENClREX v €7 ) —ERRE " 520 i3E
JREECI MY I X DIEL, FFHCIBEEZ RO 2 HIETH S
21z, YHEBTITo L7 v 74 FEBRIC X 2 EIEEAOFHRCr
BEDONGZRT. 40~50 mEq/LIZY —27 3% %. H A (Caucasian) O IE
WANERFE LTz 0 IV Y A F Y BAEDOFER (40 mEq/L LT 231E%H,
60 mEq/LYL L CCF L2WiF2) XD, 2Ew,
fade7 v 7 4 FElBRIE, BARFITICX DEIWEE, TORN 1A 27
V104 LR T T, WEME, $uREF ORI T VWO THRDEL
THETE S, LVoltflmidH s, BEETOF 7 R b FEMRHZ, —KH
FBECTEAGRAIZ2EPALIEFEDELTHELTWS, —5T, HAERS
HRTEHIBLETORRENEL , TOoRMLHITROWEIHETH 2, &
Wo e REDH 5. £ I T2ROCFRIELIFOFAILTRDOBIED LITE
BT 22 LX) BROCFOBMEHERE L7 GR1).
W NORIETS, ENIERITZ L SEWBA 4> KTY) Y2324
&, REREOHED? T TE2MIBRVTEL ZLIHEETDH 2.
(F¥E 205, AR ¥
1. Naruse S, et al. A finger sweat chloride test for the detection of a high-risk group
of chronic pancreatitis. Pancreas. 2004; 28: ¢80-5.
2. Naruse S, et al. Sweat chloride measurement with a highly sensitive electrode.
Pancreas. 2006; 33: 100.
3. LS 3Ty 0 T A MREOBELWEEORSE. B 2008; 23:
486-493,
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100-110 §
90-100
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70-80
60-70 §
50-60
40-50
30-40
20-30
10-20
0-10

& (mEg/L)

- EE
=

4

FeCl

FERIERHEIE OB O 5] & [UGT 2 K]

T ODERER

dry air

’Wﬂlllll/{}/ﬂﬂ"'

1. %7054 Rt (a1 K DZE L TinE)

RTEDAE

I
0 5 10 15 20

K2, #5051 REARICKSEBREEZEADTRCIEEDSH

&1, SHREERMIICK S CFEBREBEADTHRCL REDLLER

BR BFRE 149 107 156.4
4 ERRIE 258 289 23.4
B3R FHRE 204 319 341
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B. BAR#A=E

BRFZRIZE D CFTR OEREDE R T 2 &, BEEEMIYIEAK & HCO,
ORWHTE TV, FRIZHO T E LD, BEENIZD oW$ 5. N
WEE IXTR 2 ICERARICIER L, NERB L N ENORMELIB S, K
FEJU AR A E (Cystic Fibrosis of the pancreas) & MEIE i 2 5% (K1) 234 C
5. EIREHINE S i, WA T 27: 0, BERSWARE L LD IBIE 4
U %. CFTRORED—HB (~5%) TH Tz 2 &, BRI X
W, Zo%E, BESENT), XIRPLMEREET ZIERNCF L L
5. ftoT, BEIDWALDE Y (pancreatic insufficient: PD) # L (pancreatic
sufficient: PS) 1%, AIEDQHEIEE L FROFIEIZHHTH 5.

OFXEoMME

1. BEAAE : BEFLI X D EAT S 2 KRE, HEIOER 2 5 RI#E 2 H g,
JEESN AN & BE W, RO THER T 5.

2. [EREREER : (b= 7 2 X —IREOIET (<200 pg/g) 1ZFES I WAL D
BOEETE2MELRETH 2. BEERHAREEZT> TV THH
ETE 205, bHETIEEIRER S LTI, NUEBHERERK DD
Wik lc D X MY Sy v, WESy MG L L DT TS
T\,

3. BT-PABAGER : Hife, MifTwae LME— QRS WEEBEMRE L TD 5.
ARIEEBT-PABAD X E ) 7 Vit k D S, PABADIRHIZ
Pts s Z L 2 fIHLTMETDH 2. 6IRHORIROEIDHETDH
D, AHRTIHTIRETD 2.

4, MAPARYTY /=5y FEROBHESIOMRZMH Y Sy —r v
OEFEZ &9, AYWROXZ ) —=v 7ITHLAT WS,

(0547 =)

1. Bodian M. Fibrocystic Disease of the Pancreas. William Heinemann, London,
1952.

2. Naruse S, et al. ] Gastroenterol. 2006;41:901-8.

30 BRI R SWMEALEIEY Y — X14BER - DA, AV I NVE 2 — 4,
p.101-120, 2001.
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v

1. ERMERHEDRRIE
A HZ6H. BERELZSWIEERDIRE/NENS LV NEFRMELZR0D.
B. £%&14sB. SRETEEROIKRE/NERTK. REDZEREE PSE ORI
fteRHd. k1 L£D351M)

o0

ce
8

EhTS29—1Y (nglg)

%

3
¥ 4 é
! ¢ w&_
ﬁﬁz:‘d} HE oDHE mE
EnnBEs

B2, BADMAELEPRISRI—E 3. BT-PABAER DR
BADMAEDETISEFERIS RS-  BT-PABAZRAR, 63[EHK
FEBREEZRT (BET72%, HEEIO%). FR. FREPABADEIYNE (IEH
(Zwk2 £D351/A) >70%) K DRSS HEREZ ]

9D, (Xw3KLD3IA)
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C. MFIRIFRER
W, KGR 2 R O WE Y, PRI PRI 7 & o IR RAER 13 13 X260
CFEFIZED L, &CFEM DK% IR L VTS 5. Wz
JRZEE, BT W AE SR AVE ST ORI O T, L LT
WEND, RNTHREME (L ITha A FEOGIEE & &G 7 FYERE)
HPRROIFE LTV A RUBEICES T2 &, Rttt ORBRG RIEMRILT 5.
72 L, RUEREZIIHERICAETZ2HDTH D, LIRS KGE S W
VO HFATL, BYDRLIEZ RN LIFETH 2 LFZ LA TV D,
WEDOETL EDIT, IEXBLICMAEREZFEEFL L), [EX
BROBIE L O AEEO b s X512k 3 (K1), KaE LR ffdix
E RIS~ 707 7 =V R EOREMEMIE LEERH S NS 7o
TT7—ERAXV XU, MEHROBESL 0T 7 —X¥ o ECHELRY
5. —%, 7u77 —XOFEH THIILOBIEAMEE S D 2 L 2HI S
TWd, 35617, ITALREMMILLEXE LASOELET ZIL8LED
FA A VITEY), RIEMBORFF~OEENL VB , —BXED
RIEDTALL, #1222 & TEFRME DRSNS, ZO/R, [EE TR
iR, MR it O &t o 7oA 2 % S 7 L (M2), %< 2 FRICES.
¥ 7z, CF TSR EFMIIZBWTHIHE D ClL A & v ibkaE %
EL T3, Z0fEE, 3132floCFEE IV TRBERISIER * &0
5, &I, %8 AR ET:CFEHE D90-100% 12, XARE5E b CHls&
Ptk o RBERHRD b, BlEEERELERY — 7O HERERILS-14
WO D LT <, BRATIHERIZD 7w,
GEN HE)

1. Welsh MJ, et al. Cystic fibrosis. In: The Metabolic and Molecular Basis of

Inherited Disease, 8th ed. (McGraw-Hill) . 2000, p5121-88.
2. BHNFE. HARITHIT 2 ENEMERHMERE. MU, 30(6): 535-545, 2011.
3. HRIEE. cystic fibrosis & SEISFKEZ. JOHNS, 29 (5):871-875, 2013.
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E1. [UBRICHRGSWIDETEL, HEORNBRDS .
(http://www.nlm.nih.gov/medlineplus/ency/imagepages/18135.htm)

2. AS08F ZEREHSHBEOHEICT 2+ v+ V&
LB RSB TR [ESIRER
ZRER/EZIREREBEOEEEDNASND
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D. HEZHA

CFORBETROBMBEIZL 201, JUEDEBMELTH 5. KE Cystic
Fibrosis Foundation D # & 12 & 2 £ ", 10/ £ TIEK M D CFEH » 2
& 7 K v BRE (Staphylococcus aureus) IS LT W2 A3, Z Dk, FRIEE
(Pseudomonas aeruginosa) DB MEEG2IEML (K1), ZhpEEE & F&
ITRELSHET 2, DMBETH, %< O CFAEHSI T Pseudomonas aeruginosa
(44%) & Staphylococcus aureus (35%) 2SS T W7z (M2), A F¥ VY v
M PEEE B 7" K 7 BRE (MRSA) 13 17% T TH - 72,

Pseudomonas aeruginosa ® #J &L, o a4 FEHOFEOEGRTD 5.
PUERNZ X o THERR TS 2 2 L 3%\ as, SRS SRIZ T 5 720 BRIz W
TLILRBBTLBAEG TR, WRH#EITS 2 L, LadbikeELET
2534 FEOEIZX 2BMEERIEZ DT L2, RO L ILHEEIC
Ko TRATIINA A7 4 VEDTER SN D &, R ME) & 12 < < HidAl
PER LIS W, 2y, CFOMRILORE ZEKTH 5. FeNEE DX
ROEEIIL D,

Staphylococcus aureus D &G %, Z N EERHMEEORT R Z 32 &1
23, B &tV T Pseudomonas aeruginosa DRGSR Z D 23 L 5.

Z Oft, UL, MRSA B & CLHAMMED 7 5 b BRI X 2 EYIE D
HM»PREIZ Lo TETWa, 5 TH, Burkholderia cepacia (£ /%3 7)
D BN REG X BIEH TR R 2 2 5,

R W)
1. Conway S and Denton M. Staphylococcus aureus and MRSA. In: Cystic Fibrosis
in the 21st Century (KARGER) . 2006, p153-159.
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(%)
80

Pseudomonas aeruginosa

60

40— Staphylococcus aureus

Haemophilus influenzae

Stenotrophomonas Burkholderia
maltophilia cepacia

20

Achromobacter
xylosoxidans

0 T T | I T | 1
0-1 2-5 6-10 11-17 18-24  25-34 35-44 45+
Fiim
H1. SHEOFERBIDZRE (CKE Cystic Fibrosis Foundation DiFA&)
(k1 LDOZELSIA)
10
. S 23R DI
S| (BE#EHY)
oy
& 5
=44
o5
2 4
1 4
o J
@o.’
0\{9\
6{»‘;\ o(’o
& &
0
%\'b

2. bHE®DCFBEICHIT DIFRBRBRDERE (BRIGHERE)
EFFROHFRERND)
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E. BBiS o iFlERFEE
[18%57] CF 235 T3 H4E LRI Ic F Bl L T W 5 CFTR O BEf
Rt OREED LHE L, HItD ) oidk L CHE OAZEIZX D HE{Jer);e%
BT 2 2 L CEEOEE, M bs#E T LFEERICE2LEFZ LN
%. CFIZBE§ 2 J[f9 2 (Cystic fibrosis related liver disease: CFLD) D F&JiE «
BEY 2 7RWFE LT, B REA VY 2O, BADWARELR EH
MoNTW2, CFLD DEFFEGICIIMA T b DrEEns (1), CFEHD
30-40% ACFLD 2 A4 0f 3 2 23, FHEZIZE 5 D IXCFEE2ERDKI5-10%
LEND, IFHEED% IF10/%E TITHRIEL (K), RAMBICHKIEST 2 2
a X FENTH 2. CFLD OFFEZ TIiZ/NEHINIEPIIRETCE IR T 2 &

- HERIREE, MRMBETUHE, BUKAERERTH D, A TIFARS, #
Iliﬁ %%éf“s“é CFLD O RIBE W TH D (32), BB o

, ERIRICEMII T 5 2 L AHER S T W B Y,
iﬁﬂ DO OSEHIE % LT ICi#ET 5.
GER] HRERZRO TV EH% W, BEREBEDLILEDDH D,
[B4FRR] HFIERIZCFLD IZ B 2 BEDL WHEKFTRTH Y, e
STSHE R EIT2em Bl BTS2 2 & LEBES 0D, FFEEZE TIRBFEIZ
EPERL, MITAEDAMPOEIZREHL TN G Z L0535 5, PEL
)T ELDHD.
[MERE] IFEEsELNDHEZ, MOIF% - FREZHRAT 2200
A %17 5. AST, ALT, ALP, yGTPO LR IFWEICL 2 2LddH
D, FFEEZ QGRS & IXHB L 2w, f/MRIEA SRERE TOHE 2 R L,
150,000/ p1 K3 TIEEE - BHIRED Y R 7 Bmnw e s n s,
[REERBERIRE] FER IR ICHFIEZ, MIRE U & 3Rl nTRE 72 28, FHASW
FRELSE D DD, FFREEREI ct 5)31“—%%’%1&&1@0%)@1&%%&%3 n<
w3,
[FFEERR] FFARHME(L O FEPE % TEAE 1< AT AT RE 72 23, JA@‘ Lb2fTcEiET
RBERZWEEIND, MORETOBN LR ZEE IR SN,
[CT, MRI] CT, MRIIZ, AR & BRBARF O FB Jﬁ H&&nsd. MRCP
(magnetic resonance cholangiopancreatography) 1 CF &3 1< fr 09 7 JHAE S
ZEoRiHIERE SN,
(. #—)

1. Liver Disease in Children. 2014; 425-426
2. Debray D, et al. J Cyst Fibros. 2011 ;10 Suppl 2: S29-36
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HEZRe& (10 F ORI HERFER) FIREOREMEBRERI SN,
HREEDEEZHS. HIEENICIIFBREREMLASNSD.

K1. CFICREY 3HTRE"

BRI SR (%)
EIEREOBERO LS 10-46
FHiEX 30
RERRAT 20-60
MEREATS O 2-38
FREMRE LA IR 10-72
SREMATER 7-20
AH#iRasE Fn

K2. CFLD DashiE#?
UTFDSB5LEL<EH2DERHDIISEICHRI=ND.
1 IEEREEFR
A BERRECHRSNDAER
B BERBRETHIESNDEEKX
2 MRRECOMEREDER
3 BERRECHRSNIEOEEMR
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F. AOZ9L(ALDRA

FENOUMEAHESE (cystic fibrosis: CF) 1, & Db BER 41z < 5
BTHY, WELIFOIRE OFEIE W, B L KGE ORI D> & D THS
P P WNEHSEEA S T, JEX %S 22 L &, TR ~BE OB
BErkbdZE, 2R TH L. BTIEEE ORRMIEA & BRSO IS
ROFHT, HEBINEE L S5,

B, BORMICEC2AHEN AT =Y AL VY R (JREMEAS LY R)
TH D, FEITHITERE L3 WK O 72 O ITREOHRE W 1 5 1, [H
ARG CHmEE 24 U 5. CF O 10~ 15% ORER A3 A4 I 12 A R
FRITEEbLNATVE Y, AHB T L HIEL, FW MM, R
Wk, TSI X 2 EBE LM 2 2 &, TR TH 5. JHI
XMEE L, KINARFEOGET A B L T A0 PRE EIRA L 7530 H: (soap-
bubble sign) 23 55, MFEERO A VY R EEL ) =—R—BF23lxo& D
LAEVORFEE Wb TWw5, FEHER Tl microcolonf§ % 7R 7.

EIREEMEER (A a5 7 4 ) 2L, BEZE»TREN
T bND. KPEBOEG CRIT 5 LG s h T s, WELL
WIS FMBBETH 2, FA 0T T 7 4 VIGEBEENDL D EN T
& (MIFOKIIRE), BEWNITKIZ BT LT, BENRRE MENRKE S 72
3. BESEA, BMMEE, Y a v 2 REBECIBEMRMELRD D, EEID
FThHD, IFEEICHR LG EELE F 2 5,

FA L0777 4 EEHnEges, £FREIET 2562, BE
L, /NBEASE, BRER, RIS % EADMER &7 LIeG AT IEF T BT
H 5. WA (Bishop-Koop stoma 2SHERE S LT\ 2) Y, IBUIRRT O,
IRERGE & FAZEERIGE ORI T-F 2 — 72 AL C, WL L BH 21T
IHERED DY,

33



FERIERHEIE OB O 5] & [UGT 2 K]

. Burke MS, et al. New strategies in nonoperative management of meconium ileus.
J Pediatr Surg. 2002; 37: 760-4.

. Dimmitt RA and Moss RL. Meconium diseases in infants with very low birth
weight. Sem Pediatr Surg. 2000; 9: 79-83.

. Boczar M, et al. Meconium ileus in newborns with cystic fibrosis —results of
treatment in the group of patients operated on in the years 2000-2014. Dev Period
Med. 2015; 19: 32-40.

. Mak GZ, et al. T-tube ileostomy for meconium ileus: four decades of experience.
J Pediatr Surg. 2000; 35: 349-52.
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G. BT
[ Ry

19894E IZCFD RN CFTRBIRFEETH 2 T & HFER S N TEUK,
deltaF508 2% 5 % 1 © 20008 DL | > 2 2 - % & 53 Cystic Fibrosis Mutation
Database IR S LT W5 23, ANESLCRKEICL D ZOERART + 7 KIFK
E<ARL D, DHPETHRHINIZRBIFKRTEL S AN LR EITAER
D, FROLBETERLEEENIZVZ LD, WKABREHOXZ ) —=
VIYRATAMBERA LRV, FTOEFETIE CFTRIEEF ETH~#+kbp iz
B SR E LMD RRRXLERUOLR DD 5L dbhroTETED, 20
BEDFFE S LTV D,

YRFSEEE TR O 2O T I B E RO FREFIRE %
EHTLEORANTT 7T 4 A« T4 F 74 ] (http://sph.med kyoto—u.
ac.jp/geerc/pdf/2010 2.pdf) 123 o TEABFINT 2 IR L TV 5.

M EIIVVEDIALII—T VR

PSR AR LA v b a v /=7 Y YERIEO 3T X TOHEB RIS &
WEST 5720, CFTRO 7 u € — & —# (5 Lifif1000bp £ T) B L &, &
277 Y v EZEDETHROK100bp D FHIE %, 300-700bp 24 72 o TPCR
T, BORRMFOXA VI by = Y AREBLTNS.

(2) MLPA [Z &k D81

MLPA (multiplex ligation-dependent probe amplification) & 1%, 7/ L) 7
VY YAV MEEITS 2 TH 5. SALSA P091-C1 CFTR ¥ v + & v
TRIGEY, ¥ 7Y —BIUKBICTHEEL 72842 — v 2 5iHH5 2 & T,
7Y VORRLEHELERNIHNT T 22 L 05TE 2 (1), KIFENTHEIZ
£ D, delel6-17b, dele2-3, deltaF508, I1315fs pSHRHITE 72,

QHH DR E 2 AA b2 2 LTk ) CFRRZRMR R H L T
W3, HHLIY L CF ORI EAE 23 72 S 20 WEERI, FrE R % S o BRI
DI EE T CL IR S IE T & WAL Cl IS EE A38E FEI 7 7R L
HIWIZR S HETD, W7 Vv D CFIRRZER DA I CF DKWL
WiItRIL & 7 5.

“CEEREPEO LN HAERS, “CFORBWLHERL ECF
REDSHETT 3 2 IR CF OFEEZMI A TS 5 2 LiE, Bilio o RE%
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l THY X1 270 A
ex17a
\ l x17
ex10 REFE I

1. dele16-17bZEDML P AJKE

RIFICR B IEERE OMERF IR LD T &, FHROWHEITO LS. FTHEET
ZERORER, ZRCFTREAMNED L) THBEREL5SRI LTI 2
THIDFHADITL S,

HARACFEEDO 7 VTR UL LIEHFHER RIS s, #&ika Fv
BN DZERDIMICFIERRZER 2 &) IR 2 2 & 03D 5. MHIZER
2k 5 CFRBEANOEELHITT 27017, BERAL ZOWHD LT
15 DRI T OMNTHERTH 5.

—H CHERRERMBH S T LW CFEZHIC T2 »xH D, 1~ o
¥V EFTE DT CFTREAE TR R SMENT S B L REG b B 5. o SEIT
B LHEL 2MHEOMILIEEND,

(h¥& 2wE)
1. Cystic fibrosis mutation data base (CFTR1, CFTR2) : http://www.genet.sickkids.
on.ca/cftr/, http://www.cftr2.org/files/CFTR2 13 August2015.pdf
2. Zielenski J et al Genomic DNA sequence of the cystic fibrosis transmembrane
conductance regulator (CFTR) gene. Genomics 1991; 10: 214-228
3. Audrezet MP et al :Genomic rearrangements in the CFTR gene: extensive allelic
heterogeneity and diverse mutational mechanisms. Hum Mutat 2004; 23: 343-357
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W JE0— R DERTIC K DEEFE2

SREIX CFTREH # L < BLL, SRIHAAES S TH 5. &b
JEFNE A & %S U 7oA, KUBE O LRI B 1 5 CFTR B8 561 %
IAHEBLTWS, A4V 2 by —F VAT Y VEICER BB S
WCFEER, MIMZRSED X I IZCERIEICE L 2 2 RW L BE T, &
KR WRE AW TOZZ Y v 2%y 7REEARKEHBEOWE L &, WEHR
DT EHL TV 5,

T—21  HEME CFERZHFEDO0mER

XAVI Ny =T Y ATEM7 VvvE S CRRRZR MBS G057z,
SRR O RT-PCR exonl5-exonl9 THEH A X D ST &M L 72
(F1). ZoWh oy —%7 > 212X D exonl6, exonl7a, exonl7b % X { HZE
ErdHsZ EBHBL, RIUT7 VVIZITITIERE S % delel6-17b DI H 12>
Loz,

T—22:—5EDFLIICdele16-17bZ#FDO0mER

B F Tldexonl-exon24 DEROEFEY IS v, Fl7 v vk
delel6-17bE R T, REREH LO T I <—2 MWL Z L THED 7 LIz
FRE U 72 RER T T T & 5. B3 Tliexonl-exonl6 ® PCRIWT I % R &,
IREAK ETexonl Z RIBLTWS Z L2500 5 (K2).

intron] BICEEF IR GTER LD D Z L2300 TW5B D5, exonl DX
R L EERR IO W TIEHE T TH 3.

T—23:¢.744-3C>GEEZHFDOImBR

COERFIEA VI by —ryRIZEIma T, A vray ko
ERTHY, EDOXIITCFTRABRENE I D2 2 WHETIA L o T2, WBH
premRNADIEW LA ST A4 v 7 DzDITiFA v ruviioa v vy
WA (F3) pMRFESATWE Z EVEETH 5. Intron 6aD 3'flla v & v
B ABCH DS S AT B ARIEF] Tl exon 6bD A T T A ¥ v T EE I EED
Nz, B0 ERPEHWIE D RT-PCR exon6a—exon7 THEH A & D BV
HPHER S N (Kd-a), ZOWHR O —F v AFENT 2> 5 exonbb B LD 1 ~
ko v 6a ORI 28bp HEIR O mRNAIZFIA SN T WS Z ED3bh o
72, WARINICH L CGADER LR L Tz (K4-b), ZRizx D, @
HDexonob A 77 A4 A K ) EIRTA T IA v IHhiER ST L RS
%5, L2La RyopsgErdnugla RysBnTlLEI Y, ZoZEHE
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pro-5 6b-9  10-13 13-16 18-21 23-24
| 20-24

14a14‘b 15 }‘Iﬁﬂa 17b‘18‘ 19 ‘20 ‘21‘ 22 ‘23‘ 24

dele16-17b (495bpRig) exon15-19PCR a

P c P: :%».IJL.

exon15 exonl8 s
C:EA

| o | ’--ll.,
R1. y—21: BHEKVEDORT-PCRICK S exonl6,17a,17b ZR< &5
E{RDEH

[ p c Iip C

1431# 15 }16173 17b‘18‘ 19 ‘20 ‘21‘ 22‘23‘ 24

exon1-16 exon2-16 exon3-16

2. ¥—22: exonl ZRW\=CFTREEE

5 RT T4 RER L PERDA IRTFAREML
5 GU\ YNCURAC|  [YNY|AG BEGIHN 3’
e = imnmtron

Y:EYSUUEE CU
R: FUUEE AG
N:A,CG,U
3. BREMICEHITS Pre-mRNAD GU-AGA >~ OOV Y AEEY
5'ATSAABMUDGCU, 3'ATSAABMUDYAG, ARRDARBSEICHRESN
TWws
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EHOTVUMDLLDR Y RIERIIIThILW, X4 T T OEERTHL Z L
PRI, A v b v EOZERISICEFTREAFKBICHO TER L HZE L
X3z EARENT.

=24 —F5OFPLIICE217GZFD 20 B

M BRE IR 23 T, MALEERIZED b TV, JFHCHEE X
88mmol/L D i % 7= L 72. RT-PCR T, exonl-5 T A D 1 ]2 5 2%,
exond-7 TR A\ O 3EFRE & CFTRER AR @ FHEAR T 23 & 1 (15,
# 1) CFiER LW s i,

I—25: CFRRAZENMEHSNEL I8 HmE Y
THCHRE NG TH ), DR ZTS T Wiz CFEEZL, H—
JEERBLEGICTH 5. 7 — R 4 LARRIL, &R 2FO CFTRIRGR O FILRE
R AD TRIRREIC T L Tx ) (K6, #2), CFTR OFHIUET HHE

ODERITHD EEZLND,

(F¥% 20 &)
1. Will K et al Transcript analysis of CFTR nonsense mutations in lymphocytes and
nasal epithelial cells from cystic fibrosis patients. Hum Mutat. 1995; 5 : 210-220
2. Sheridan MB et al CFTR transcription defects in pancreatic sufficient cystic

fibrosis patients with only one mutation in the coding region of CFTR. J Med
Genet. 2011; 48: 235-241

£1. 7—2Z4: CFTRexon1-5 & exond-7 DEEHREDLER

exon1-5 exon4d-7
P1 1.05 1.17
P2 0.15 0.31
C 1.00 1.00

exonl1-5& exond-7 ICHBITDEEHRDEZ=EEAE B L TR L. RT-PCR
THEONFENYROEBSZT VY M A=Y —THRAMOEMEILLTZ. AQP5DF

RE% 2R ERHEO RNAMLIIROIERE LTRUE.

&K2. 5—25:CFTR exon1-5 & exond-7 DEEEREDLLER

exon1-5 exon4-7
P 0.12 0.51
C 1.00 1.00
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(a) AQP5 ex5—ex6a ex5-ex7

exBa—ex’
P o] P [¢] P o] P [¢]
RT+ RT-  RT+ RT-
=
sl (b) ™ — —
PRS- — — (0)9- Pr—
PEE CEEA
(b) BE [Cexonba [2x0A] exon6b |
BEA [Cexonba | exon6b |
©.744-3C>G
exonbaTHf f ~D# ABEI ( 28bp ) ATTGATTGATTGATTGATTGATTTA@AG
e T P CTTGTTTTTACTATTAGATTGATTGATTGATTGATTGATTGATTTACAGAGAT CAGAGAGCTGGGAA GA
exon6bDEEFI KR AGATCAGAGAGCTGGGAAGA
R4, r—23:c.744-3C>GEREZHOBETRSNIZexonbb 2 TS5 1Y
VIORE
CFTR CFTR
AQP5

exonl-exond exon4—exon7

100bp P1 P2 C P1 P2 C P1 P2 C
M RT+ RT- RT+ RT- RT+ RT-
— =
] —— — i — ——
T — — —

P1IEIR B IRE R ACFTIEA N EE
P2:r—RADCFHES BE
CEEA

®5. 7—24 : CFTRESHORREETHRSNTLSRT-PCR

CFTR CFTR
AQP5 exonl-exon5 exon4d—exon7

100bp P C P C P C
M RT+ RT- RT+ RIT-

®6. y—25: CFTRERETHR=NTZRT-PCR
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W EEESE

A. IFIESERE

CF &3 2 IR ZE O BRIRIVIEEE & LCix, Mitkne, BT R, 12
MERGEEGE OB B, MO, FRAS, MBMEOBEIEK &% o0
2V, ZOh,T, HKTO 65 ED/NER A O CFAEF o i B K &
12, JEEE O % 2T [ EHE 1 & (%FEVI - 1 W& FEHIME /1 & 7l E
x 100) | B3~ A2 W b2 ?, %FEVIIC & 2 EREEMHTIX, F% @ >
90%, HEIE : 70-89%, HEIE : 40-69%, FEIE i <40% LEZESND. Lo
LAH5, & IZ6iERIHOAL N TR EOHIT L <, Fa
BIEOHES I X DIEED 67FRF D CFERTIX, %FEVIIXIERHEMHICE X 2
2o (E1D)Y, Z OERMKMOILL LTI OEREE M S A 7 b HIBE
TH 5.

HEREG D > 5, HHEXHRIZEI L T, Brasfield score, Wisconsin score A3
BHASNTWS, BiE @R, SRR, MEREMmRE, HAORZE, —
Y BEERT RO STHEIZBI L TO0 - 4(—¥#85) © 2 27 THFfi L, 25 - (A
a7)THILT S, 0RO, A7 IHREAET2S, REETOEL S, %
Fixdgnk, SEXEEILE, JUESRER, FEERY, KMo STHEIZEL
T, O, BREEZEZAa7{LLTzd DT, IR0 HHREIE 100 £ T
a7 Mot s, MAa 7y AT EERICHBEL, &Hiced
35T BWTd, Fpe & ITEELLEFEIZY 7 P LTITL 2 & 050
HENTWSY, —F, CTA % % VI X 2MEEHRE T, MitERERAE O
BT T WHIHOREZRBT20IEATE Y, WFE, S&EXEOILE
FURE» L ERITRERETH 2. TNETHBO R a7y 2 7 L 25
AEMNT S22, & < 12Brody scoring system A3 i FIBE WY, [
system Ti&, HRCTHEf% b &1z, KECHER, M, SESCREIRE, 5
B, @R SHEIBELT, S tEEr a7 L, A7 ¥k
BRI 0 2 b AR FIE 243 % TITHIS 3 2 Y. Brody score i3 Wisconsin score, 35
X U%FEVIIZZhEh S b TR MET 2 (K2) Y.

B, ST ROFHMEIZIE, 7 O b s, HEITE T D BETERENE
DBM % & O EFNTEIADSRD b s, BIEDLINEDCEFOEBITE
bR TEEEHERETREFRTH L.

(FHR )
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1. CFEEDZEERIFIREREDET (%FEV1) 1 19904 & 2010 FDLEE
Canadian Cystic Fibrosis Patient Data Registry (CPDR) Report 2010 & D51

| Peniocot o e
8 — =% P
. a2 [ i, 1
i | o i, =
G e 8 0% 7 G
41 @ g B A | =059
o &5 - o Pe0001
2 I s o
& e % k
| B9 "o w I
045 ‘e & o
. : T
o 0 0 0 40 0 w0 @ &0 100 120

WX score % Predicred FEVI

2. Brody CT score & Wisconsin score XU %FEV1 & D1HES

1. Ramsey BW, et al. Future directions in early cystic fibrosis lung disease research:
an NHLBI workshop report. Am J Respir Crit Care Med, 185: 887-892, 2012.

2. Cystic Fibrosis Foundation Patient Registry 2012 Annual Data Report. http://www.
cff.org/UploadedFiles/research/ClinicalResearch/PatientRegistryReport/2012-
CFF-Patient-Registry.pdf

3. Rosenfeld M, et al. Association of lung function, chest radiographs and clinical
features in infants with cystic fibrosis. Eur Respir J, 42: 1545-1552, 2013.

4. Brody AS, et al. High-resolution computed tomography in young patients with
cystic fibrosis: distribution of abnormalities and correlation with pulmonary
function tests. J Pediatr, 145: 32-38, 2004.¢e

5. Stick SM, et al. Australian Respiratory Early Surveillance Team for Cystic Fibrosis
(AREST CF) . Bronchiectasis in infants and preschool children diagnosed with
cystic fibrosis after newborn screening. J Pediatr, 155: 623-628, 2009.
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B. REREE

FENOMEAHESE (cystic fibrosis; CF) 1, FLIRHID L FAE L, BRAZE, IR
B, #0383 R s ks SO MREREETH L, CFEEDS
QIZ, HEBEODWAEITL BIFER R v 7 BOWINAR L, MR EER
IZE DT ANVE—DWREIC & DREFRREITH 5.

JEAE G5B B M R BB 3 2 SR ARSI [CR &SR E itk 0, &
FH224 (BHIOA, KMEI12A, 82 A~39%) @, BE, #f&E, IH7 v
T3V, ~N®EZUEY, BaVvATa—v, FEIRIEFHE S . %
DOFER, 18U EDOBFEIZB VT, 77 I VEIZBMI & FEZIEOMHM
(p<0.05) ZHiH, BMIZS16% THIZHIZHE W THFITRETH o 72, s
DWAEEHTL2HTH, BERFZHFHL WL EZO 7 VT I VEIZIER
THol: (1), ~EZuEUEIIBVTHABEOKERETH - 72 (K2). &
IV R T U — B X RS IEBMI £ MBS b kot N
FTizowTIE, WBEEREEICHWS NS 2 Y 7T, o— Vv iEo ki
EDMERNIZ X D B 2720, BMINS—t v XA V2 % FOWCEHi s iz, #
DFER, 108—2 vy XA NVETHZHEIZBWT, 7NVTIVEBLO~NE
7o EMNHEEIEECTH o720, 2 OFERRL X CBCRCOREY »
L, BXEOCFEFORBEREOREE IR O L O ITHEHI D,

(AR B
1. BilE, . BEASERE e SEEMERE I T 2 A 2014 ¢
71-73
2. ASRBEFETM~ =2 7 v PR 234EE LR AT B MBI &
3. HuiChuan J Lai, et al. Am J Clin Nutr. 2008; 88 (1) : 161-166.
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BRERR R
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FERIERHEIE OB O 5] & [UGT 2 K]

*R?=0.5686

10 11 12 13 14 15 16 17 18 19 20 21 22 23

BMI

*P<0.05 significant correlation
@ ENTMTELEL
FEN S i &
O BN A& + B SR A

®1. fmHhrIVTZVEEBMI

*R2=0.8579

/
Qo

10 11 12 13 14 15 16 17 18 19 20 21 22 23

BMI

*P<0.01 significant correlation
@ ENFMBFEAL

BESN YA &
O BN DT L+ HRERF

2. mMAPNEZOEVEE BMI

x1. CFREICHIIIREBZEDEER

185FE 188
JX—E>5 4L (p) BMI BMI
E = P50 E 20 Mk
8 = 251 p50FE 18.5 £ 22% F%
R 010l p25 % 16 E 18,5578
S p10F% 165
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W wu=

[BEALEER]
B ERMRMEEOEEEER

T8RO PEARAEE 13N SR MR E R R R I 2R B 3 (18 7R TH) B & UMHRE I
ROXNGIRET, UTOFHSITL ) EREREPRIZ TN,

WiEEE - EEEERBOFIE
FRL274E & D ERERT IR 25, Wi AT O [HEEE | RWEEE1T D [faE
PR | %, IRET A HIESEA S Nz, EEEREE ML O ERKE T
LU EOEREL, FA, ZofEORNSREIZRL T,

B ERBENRDOXEREERITDIITOFHRS

L /NEISMERFERSR (R REE 2R L, STEORN 22T 5.

2. P& LR EEH TGO T, FEE (HHFE) »EERREFEORDIC
EREKOHHEE S 5.
F LB NRRMERRE R (VR BERESGRAEHGEE, L
TR E PR IR LE (IS, ERE, WIINRES GE) FBREA
T L OFABRN 2R TS 25, BEAMGLOL L, BERERETOD
WFEFIA I oW T ORE S UhREERERR)

3. HREIFIR (F 72135 - i) TERAEEIT .

4. FERFULE D b ERZAGE LD RES (/HREE) ILXfFE s,

B EEEDECAR
Eg&EoHCAHEA I 2HTH L, Sk - ABROKIIZHREL LW T,
A ORI IG U T R o 3 CAH ERRAE (A ) i E S Tw 3 (),
HOAHEEREIR, Z2LEROEREE oAl I RTERL
e L e S NG, INRIEWRE R ERARGE 1L, TR294F12 A31H &
THCABHEOBERI TH 5.
(B 3#)
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FERIERHEIE OB O 5] & [UGT 2 K]

NEEMEERBOEREOBCHIE (B%) FM27F18~

BERTG 28
Bcofis FPRE (1K + AP
DR EERE s
F
BSBE 5 (oni%?g ,%é?‘;%z)mw ("'2]9;;:;;;)
{ip] |
AL 2oge | ATOFIR
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ol 11 BRCIEE]ETE T ( ) FENRBHEERS ERERE
FREES ( >| FRER - M - EA (&b ) e
HOAE GKJ g&
. o 5 5 ER
wE . B - & | &FEAR | TR -3 A B (& ) |2 i
a . N B
AR AT gl @S M 8 z 8
(2]
7 ® @
BHEOGHE"? cm|  RTEOKE"? . kg| BOEERA E:E;'g 3 A Bz =
F F
£ 5 E P 5 A 2] i
AR
KEERE | 6 |EIHRHE WERE | 8 |EIHRHE -
F h
LGRS T T
FZUTHEOICOEIT, BERBEICE () AICEH f L{:
BESBIHR (AL - BD) W (AL - B0 o BE - A - IFSURELHE ) i
2 (BU - B0 - FMELA - EEC3ENE - 3HAC3EME - AC3ELE ) £
fd Jit 3 (BL - BY > HOEEEENTOED ( SNTLRL - NTVB ) ) =
& EHMREIE (BL - B0) #518 (BL - ®0) LR (BL - #H) ®
- BER A (8L - B0) PR (BL - B0) DOAMESE (8L - #H) i
® RaRsE (nL - B0) HEENFR  (BL - D) g (sl - BH) £
FFZ (BL - B0) £
EOMDBRINSEROBHNE (BU - B > Ml ) 2
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2DV, [EMITREEEDEE 8, AHTE0. BRIMIGER, M558 BRIEGHEN S [ER
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iR - EIERAABRREEREAR ERERHEE

299 FERAMHRMEE

B ERIER

O #0520

7]

PEGET) %4 (&)
EGR) 4 (72)

=20

T e

EFARE

EEAH e % A A [#31 [1LB2k

HHAE TTPXATRS

HERS (EEOHD5E) EGET) 4 GET)
PEGR) 4 (72)

W

BB DRFER DA L&Y 272L 3.8
RIEAHAN 1R 2.8 3. 4. [l B 5l (eth) 6. 41 (82J7)

TR (7)) S8R (BE) 9. MR (R5) 1000 e T 1L 2ofl ( )
OIS L&Y 2,721 3. A8 G600
TR
T4 [ e % A
R
Sl [ 1 3mig 2 mig 5. AL EZr 12345
&EFERR
BahORE 1 BEEZOICHBEIT D 2. W BN HS 3. &) ThHD
HOlE Y OEE L EERCATE AT 2 W BN S 3 IS TTE RN
S FEADIER) LI 2.0 SAFIERSHD 3,479 2 LASTEAN
o A L7 2. EESHD 3. 0L
L/ SHE XA L REE2 2 PRE 3 O RLD DTS S EIAATND

B DEERECET 5 YR
SEROPEE, BB, Rl ~NEwRRS

A. FFFR

L A

2
L&

2. %Y 3. AW

2. PPLZRAEAR (RQeaARV IR, SKUESHIGRE, MIRASE EToT, 138 A CORERINSRISIE & G0 .
BRI e 5 R A A L 55.)

3
Lk

2. 9424 3. ]

3. RS Ly 2 L% 2. 9584 3. 49
4. FED Y L% 2954 3. W]
5. 5+ 5 SUPRIFAS L 29154 3. W)
6. S RMERIRYE I L 2 BT L%t 2924 3.1
T, ORI LA REIET VA — R L% 2. 3R%Y 3. 4
8. EYPL HiE cm R kg BML

9. Flfof e L&Y 2.7L 3.7

Fhi A ki A H
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B. BETR GRS 5REICAETEATD)

L SFRHE A A ) E

L 2 9% 3.1

1[EH
O B# s ©0 mol/L LA E)
O BERAEL 40~59mol/L (4% 6 4 H ATl 30~59 mmol /L))

pAGIE]
O B 60 mol/L LAL)
[ BE5RAEK (40~59 mmol /L (4% 6 » H A Cid 30~59 mnol /1))

O E# (39 mmol /L LAF (5% 6 4 F A TiE 29 mol /L LLF)) O E# (39 mmol /L LA (4% 6 4 HAG#Cid 29 mol /L LLF))
Wtk Oeui e A AAENE  OfRST i Oeoft ws Qe AL A A 8L CIRET Clati Oz oft
RAEH - PE & A H EEH - PR S H H

2. BT-PABAGRBR70%LL R, FFFMEPTTI AL —E 1200 pg/g A FEPSDUARLETD LR 2. 9R%Y 3. 19

3. JiFhER L% 2.9 3. 19

il 1 8% % T 1 BV AL H : PEE A A H

4. vhgRHAkhA [1a4 2 s 3.7
[JPseudomonas aeruginosa [IStaphylococcus aureus (MSSA)  [IMRSA  [JHaemophilus influenzae [ fth

5. g (R [ Lo 2 gk 34
O~esoty  gdlh,  O7A73v gdL WA : P A

C. E3IRHT

DT ORBEERIL, STV TE D, BOVCEIBRmICIa% it T %,

L ATER 2 BROMRHT 3.4

O U AMERAGET SR O FErER

O ERRE R 4

O vayney « S 7 NEFER

D. HEFHIRE

RO SN

LS 2. RSN

Fhi Lisit. ZR\HHEHFRICAZTATD

O crir

fii# (

<BHOAT TV —> @UTHHEEICAETEATD)

EORMOTR TR A I LT T IR AT O T L E R i B TEAT S

Definite

O 5Fh CUREORFE SN A, R PREER 277 b0

O Frh CUREORE SN A, B, BB LY A

FIIED 5 5 2 L B b0

O 1 ~4. D) BUTI 1 DER L, 200851072 CFIRARHER SI= b

Probable :

01 5 CLBEEDRAEIITNZ., PANAL, RS L 2DV Fhmn 1 S%7d b0

O FFH CLIED SSIRBUR TV | I PRESER 25T b

O 5 CLIEDSIRAR TV . AMNAR, IRfEbEA LD A

FIIED 5 5 2 DL B b0

O L~ 09 BUTI 1 D8R L, 1 OORFINR GTRARDHERS Iz b

B EEEYRCHET2FE GR4TSHAICBEREAT D)

[ Stage0  (MPLRRERH T K USKAEREE ) ) O] Stage-1  (VPURSEERH)NE < Seaehisss) s
O Stage2  (FPURRRERH7MRIE F 7o) IHABMEFH DI PAEHE) O Stage-3  (WARZRERFH PSR & 7o IRAEMEH A HE)
[ Stage—4  (PPRAREHHSHE)
FRRRRT

| WP LR O IER 0% ) O B (T0%LA 1 89%A%il) O TPIE (40%LA L 69%A4i) O FE (40%A)
SEEE

18 AN (%BMI) DA

0O IE# (G0%LL ) O 1 (25%LA L 49%AKh)

O EHE (10%L4 L 25%A)

O #E (10%A)

18 L)k BV DS

OGS @220 k) O %5 (18. 5 LA k- 21. 9 Ait)

O e (16 LA 18. 5 Ak

O EE (16 Al
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FERIERHEIE OB O 5] & [UGT 2 K]

B A\ TrRRAHTBE 2 (EREOHIN

RO | 1.5V
B | £ | B 5ias LY 2721
AR LAEUMNAN LA TR 20 27 U3 A2 g LT A L8
PRI | LEHOMAT 2RO THET 3 T 4 SUEARNT
EERR | W DAY MDD DA | hF 2y FEORS) | OF OB O Oais
i OB CHY AR ATRE R LB OAsz Oy O208)
A OBz O TTRE S DIz CHREEAS) CHISH ) DA
RS Dz s O A O DR D8
Y= e | DB D8 D20 | gHR= br—n O RS D28
PR
SRR
PRt
RS ( )
[ERfiOEA
Bl RORAEA A PRk R A A SHEE TP Z &

AN BRI, BATTRAHCBIL T, SR R ASBOBIED 2V S, WThORBHO bOERVTHELIAH ) EA,
[V PN e kg Tir->T, MERBRTRZRHOIZRY E757)
-Jf B DTSRI C O TIL, SEEIREEEERO ORI T TOHIRIET, B 6 » AR Cheb B RIEZ i L T<7EEuy,
WrREnE, TAEIE /MR Z oL VT, REHEE R D WAL R UM 0 oW T CPRR 27 45 4 13 A8 0513 57 1 SRl %50 b,
LEE,
< FAEOTZ, ARV N A B T 5 2 L0ihY £,

BESBER—LR—I>BERICDWVNT > DERIOBR—& > @R - EE> @R > #Rus > 18E
R > IREHR—B > FR 27 F£7 B 1 BfTOREERICTHIR - EXMAERERRAREARZER
BTE3 (http://www.mhiw.go.jo/stf/seisakunitsuite/ounya/0000085261.html) .

CFEa#iDF IV IU X L
A CFEEESERFRIER
1 ﬁﬁﬂﬁ;‘&?ﬂfﬁ
S hamEs s[RI
4. RIEE

»HY
200ug/g) (>200pg/g

BN MAL Pl L PS SN BEREPL L PS

Probable CF

‘ Definite CF

A58 [ ErIsRs—t | aETRE |
BREERIS Y —EOBER, EnFREZTD.

[EhT525—4 || #ETRE |
FCrRENMERERDBSEE,
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B GEREBETE

FERIVEARMEIE (cystic fibrosis : CF) O TIERI T, EEEZE» L X a =7 L
A VY ZRLEETRERGYE LR Z L, LRI TT 2. TE, WRE
HEFAEMOMSIT XD, £z, B WBERER S % tFb 70 WIRE ~ Fh &
JEDBMENZ LI T oTERI Lpb, AFEHHSERLTETWVWS,
IR VEREE OB 2 FHEFEIEITIE, 19944E 2 5 EAE Iz 11041 (BB
564, HESAH) DT =2 BEBShTED, FHEFHMII2I8ETH
2 (1), Bk CEEEGEM 30 ~404F) ICHARTTHELE N, 72, B
PEEE CTIE22.74E, KEEETIF207HETH D, Bk FRBEIZKEEED
&) FHRSEWE 2SR S Tz,

FREMEA LY 2 1330~40%DBFICR LN, EHFDRIBET 2. K
OZALIZIEANTIRE D, KI80% D HBHE TIX 2 kBT MM IMEREAR 2212 X 2
WILBICR R 2K 9. MREOEBITHAERESICHZ D, 3Fxaflc, 12
PRI 70 SROE RRYYE & RIS E R 05T 9 5. TR DK 95% 1T RARATH 5.

CF B5%HE D 2013 ~ 2016 4 E O FHEZ Q561 » 6, Fho AR (0
~12% A4 OFEER2 IR LTz, FEMo AR, BEEORES X
ZOWEL T LBbND, Afh~5iE L COEMABRRIZEGIZ X D
Bea THo 1203, 13EAEDRERIDFITKGERGIED 72 DIZABEZ# DK L
TWwiz, 20011 4EMEICCFOERIE (R F =T VT 7, N7 L) 8=
Y, N7 I<A Y VYWARD BENTHIE L Ko Ty, MIRIREYE, KER
T T 2 RR OB LEE D,

CHE ¥, /NE i, fHwoD)
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ABzEifE (7 B/ %)

FERIERHEIE OB O 5] & [UGT 2 K]

1.00 4
0.80 Bif
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i
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0-00 T T T T T T T T 1
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&
X1. bHEOERMGHEDTFEZ
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r——————
T T \\
20 25 30 35
F#5 (5

®2. DOEOERIERMEEREDARRIE
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B FEERHCF

A. 1StERER

CFTR Z EEZHIIEIC RIS 2 Cl B & THCO, Bk ZHI >4 A v F v 2 v
TH 5, BEEZCFTREEEEE 24 ) BEFLEENT 7 VVIZR b 54,
PRI IR BE AR A & UG R, B, IR, VTR, EREE 4 &b EE
SN2 A7 CF (classic CF) # 23 %, BEOHKRERYE 245 B HROo4 A
O~NT uEGHROYE, B EE i 2 3 IEEMRIRRE (atypical CF
% 7z 1% nonclassic CF) #HRIES 5.

BN DORFEMENS S B E 1 CFTRIER T ER 2 SHE AT 5. bt
E oML ERTH, FEBUITEEMEM (60 mM) %8 2 21FH ClIRE 181
s n(®1), CFTRIEBEDIR T2 RB S 115, KO pH IZBEEE O CFTR
124 2 HCO, IITHRF L CTE D, CFTRIEFEDETIZ & 0 BER AR < 70

D RIESCHEATERAE Z DRI L2 LHEES NS,

CFTRBZF DER « ZRIZRBEIZ L DV EZ 2, £1I2hboEOBEMERES
BEDOCFTRELRT LT FFREE) 2R3, 7T va—vikEwREEET
A8 AN ITEE X, L1156F 36 & (FQI352H D BEFE 3 <, Frsthie v e 5
F TIZRI453W DOBEE WY, 205 IZMATOV L #E L, %R %
DZETF v ANBBEIMET T2, 45 —HD7 L NVIZHMATOV & H D
LA ITEICHBEDME T § 5729, Genotype T SEHIETH 2 (F£2). FERHR
T B W TIE, Intron8 D TG repeat Bt%! 3= W2 Exon9 ORI (R % v 7)
PFEES NG, (TG),, TIEZH30%25Exond KIERL & 0 2. 7 va— kg
PERE 28 B Tk N IT N, (TG) , O A EHAHROBHE »WHRIZE W,
CFTR BEBEIR T IR L 7218 MM 2813, FEERICF IS W2 RED—>
tEzZLND,

(A 3D
1. Naruse S, et al. Pancreas. 2004; 28 (3) : e80-5.
2. Kondo S, et al. Am J Physiol Gastrointest Liver Physiol. 2015; 15; 309 (4) : G260-9
3. Fujiki K, et al. J Med Genet. 2004; 41 (5) : €55.
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FERIERHEIE OB O 5] & [UGT 2 K]

(J)8 & 4 2
7% A

(=]

6o 2 a4 8 a(A)

@R LEE

1. FHRCIREDSH

®1. CFTREGTFZEEPLIEE

P A—)UIEHRER  RFETIBIEER 2= A
n=140 n=36 n=360
E217G (Exon 6a) 3(2.1%) 0 (0%) 6 (1.7%)
M470V (Exon10) 80 (567.1%) 22 (61.1%) 17 (60.3%)
1556V (Exon11) 2(1.4%) 0 (0%) 12 (3.3%)
L1156F (Exon18) 7 (5.0%) * 1(2.8%) 2(0.6%)
Q1352H (Exon22) 11 (7.9%) * 1(2.8%) 7(1.9%)
R1453W (Exon24) 2(1.4%) 4(11.1%)* 7 (1.9%)

*p<0.01 vs. NS by Yates Chi square test

& 2. CFTREETZE®D Genotype E5EE

FILa—)Lik BEA
Genotype EEEES n=70 n=180

— marov —{ ai3s2H |—— 8 2
_@ (11.4 %) (1.1 %)

#Yates Chi square test p <005 vs BN
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B. UFAMERHSES K

O F AWV 5 3 %8 (diffuse panbronchiolitis, DPB) &, MEUAH XS X
ZHUMT Y oSBT & O FTERIIEEAE & iaikiiatE g 2 S 7o L, BRI
Rtk 0%, 9B, Btz RERE T2 aMREEETH 2 (M 1), DPB
DB DLW IIFIE R, ETHTOL T4 FEERIEEIC X 2 E8EERER
ERGE, WA, SRTEMRIREROGH L ETH ), RIIVERHEE
(CF) Lt b THEML TS, BEOHIE - NHEEZL2 L, KA
MNIZZWCFIZH L, DPBIZICK D 6 0z %<, & ITHA, #H,
FEZEOR7? 7 HIBUCER T 2BEREERTH L, LEZLATY
5.

DPB OEEMNERIZBE L T, & b HIMIKRYUE (HLA) @ Class T $iti @ O
& 2 Bw54 (B54) »3DPB B T TER (34-63%) IZRH S 3 Z & 254K
HI TV, EFEDPB OBEBRZEEMLETF L LB Lo HLA
Class 3% 7% 12 PBMUCL1 & PBMUCL2 23[E%E & 7z,

L L&A 5, DPBREE OFEHEL EIZHLA Class R T O R MR
FTRHHTE LWV, EH 513 2EODPBEHEITE W THEK CFTRER
TEREMFI L, DPBEEBCCFTRER #EHRICTR VW LT, MLz
256D DPBEEANIZBWT, D4 & d—FOEETIMALrOREFEL
TZREG H35H9 0, 2D 36% %58, 5 B 26 A O CFTREMLE T 1T R
DHLEE~NT AR TH o7, CFTREBEOWIIZ, 7I/Bakvo
ZAE b7 6T IR Y AERSSH, 6 KOG LI RWIZan, &4
IZQI3S2HEEIZ O EFH IO LNz, S 51T 27 Y v 9O alternative
splicing Z BliE$ 24 ¥ b u ¥ 8D (TG) mTn L ELHAL CTIE, WL STT Y
NVISEHSHNZERD b Tz, b CFTREEFEY OB IX, 5T 258 (TG)
mTn% 8, a RV EHR, S5120uInrO—5HO CFTREETFITM L 0%
HeEGTo0ReE®, EHRHICHLTHL2ICDPBEEHTHERIZE W
FRTHoT:. 351, CFORMBHRD—DTHI2ITOCIEEIZEHLT
b, FEDPBREF D ) B 3JITIER RO 60 mmol/L & D EfEZ /R L7z, Z
DEIH % L HDPBO—EBDOREHITIL CFTR 2% £ B 2558 < 7RI
S5,

EHH )
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'

d ! } Ll L ‘)
X1. DPBOYZ0O%

IFIRAIRES R EHRESFER ER DT/ NERLEORBHEEADZHAOSND

1. Homma H, et al. Diffuse panbronchiolitis: a disease of the transitional zone of the
lung. Chest 1983; 83: 63-69.

2. Yoshimura K, et al. Diffuse panbronchiolitis is closely associated with mutations of
the CFTR gene. Am J Respir Crit Care Med 2000; 161: A77.

3. Hijikata M, et al. Molecular cloning of two novel mucin-like genes in the disease-
susceptibility locus for diffuse panbronchiolitis. Hum Genet 2011; 129: 117-128.
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C. EXIMEMmEIFSE XISTE (Congenital bilateral absence of the vas
deferens, CBAVD)

CBAVD 1256 RV 12 il O F54 (vas deferens) (X 1) 3FHZES 29KRET, 4
EMBETRED6%N T H O, BURITEAND12%DFEEEL>TWwWs, —
7, ZEFOMERRHERE (cystic fibrosis, CF) O BMEH L, 12 IXL&FIRETH
D, ZD55#J95%25CBAVD IZERE T 2D TH 5, CFIZRE LhliRE
% E DR % R { CBAVD 2% 128\ T3, CFOFREEIET CFTR D%
ApERIMEESN57:9", CBAVD 3 H—EERA % 53 2 CF M5 &
D—2ELTHZLATWVS,

CFTREAE T E R ITH 5 K O IE% % CFTR mRNA B £ O KT 25,
CFIREHEADEEZ 726 L, ZOFHE, CBAVDEH OKE CIIkE
HIZTBWTCl A A Y ORWEEIET D720, M2 WHHIERE 35S =,
BEDBMENBEZ2bDEEZLATVWS,

12 BT 2 1E% CFTR mRNA VSV ME T § 29 KIZI%, CFTREEF
D2 RV ORNWERDIZD, FEBEEFOA Y o YOI HIMICHFEET S
TG © RAEECF [(TG) 2510~ 13 [E 4] & poly T tract (TS5, T7, & % i
T9) S5 LTEY, TGHL L TODLEWT Y ViFET 2 Y ¥ 9D splicing
M Z DR T Wz, IEH CFTR mRNA OFBEID %L 7 5.

bbb HARANCBAVDEEH 1943 X O R # 5361125 W T CFTRE
BFOLTZ 7Y VEEEY — 7 =y AHETHA LTIFEETIZ, CBAVD
iE I T CFTRE AR 72 5 (W216, G1349S, QI352H) 2377 V VIZR D b
W, ST(TS) U7V ViTAHLRT, ZOFEE, ML L7z CBAVDIER @
CFTRBILT D 5 b 4T% TR E A L, 1HEH (58%) 034 % LH 12D
CFTREEFIZEEEHE L TWwiz, —F, @EES3fITIE, 361(5.7%) 12
CFTREBETOER « 2B H NI, ST(TS) 7 IV ViZ1fld AL
otz BE, HARACBAVDIEMIZBWT D, CFTREE TR HEHIC
BHELTwaEtEZLNDY,

EHH #B)
1. Chillon M, et al. Mutations in the cystic fibrosis gene in patients with congenital
absence of the vas deferens. N Engl J Med 1995; 332: 1475-1480.

2. Anzai C, et al. CFTR gene mutations in Japanese individuals with congenital
bilateral absence of the vas deferens. J Cyst Fibros 2003; 2: 14-18.
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bladder
pubic bone

suspensory ligament of penis

puboprostatic ligament

external urethral sphincter

perineal membrane

penis
corpus
cavernosum

glans penis
foreskin
urethral
opening

FERIERHEIE OB O 5] & [UGT 2 K]

rectum

anus

epididymis

testis

scrotum

1. STz
F% CFZETIT@mMRIDIEE (vas deferens) BRIET B,
(https://en.wikipedia.org/wiki/Vas_deferens & D5 1F)

£1. 19610FE CBAVDIERICHI1F S CFTREIETEE?

sigmoid colon

vas deferens

seminal vesicle
ejaculatory duct
prostate gland

Cowper's gland

EGINo  FRATIS ko CFTIREEFE (TG) mTnigzFE
1 41 G13495/Q1352H (TG 1177/ (TG) 1177
2 31 W216X/Q1352H (TG 1177/ (TG) 1177
3 29 Q1352H/*"WT (TG) 1177/ (TG) 13T5
4 29 Q1352H/WT (TG) 1177/ (TG) 13T5
5 42 Q1352H/WT (TG) 1177/ (TG) 13T5
6 29 WT/WT (TG) 1375/ (TG) 13T5
7 29 WT/WT (TG) 1375/ (TG) 13T5
8 36 WT/WT (TG) 1375/ (TG) 12T7
9 36 WT/WT (TG) 1375/ (TG) 12T7
10 32 WT/WT (TG) 1375/ (TG) 1177
11 29 WT/WT (TG) 1215/ (TG) 12T7
12 35 WT/WT (T&) 1217/ (TG) 12T7
13 34 WT/WT (Te) 1217/ (TG) 12T7
14 26 WT/WT (TG 1217/ (TG) 12T7
15 29 WT/WT (TG 1217/ (TG) 12T7
16 34 WT/WT (Te) 1217/ (TG) 12T7
17 32 WT/WT (Te) 1217/ (TG 1177
18 31 WT/WT (TG) 1T7/ (TG 1177
19 48 WT/WT (TG) 117/ (TG) 11T7
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W ERs

A. UFAERBTESZ R

O AL & S % (diffuse panbronchiolitis, DPB) 13, 5% g4 SR HEAE
(CP) LABICKEZIRE DL & LRIGHER D, [H SRS SO 2
Hlo—oThs bLPEIIBOWTHENSATEEMETH ), BEITH
TIOTIEBLTWDE Z L5, CFERESRT 2. FIEFEBIT10-70/EH
EMRIA S, BIEIT LW, CFERL D ERAHOEETH O M ZEE M
F s, HLAPUE & oB#E 23 LIRT & D IR S Tz, JT4EHLA-A &
HLA-BEEFEOMICH 3 HEBEZEEEFEME LT, RELF V%
a— FY 2 BBEEFARAES ATHS Y,

1998 4F I YET & NI JBER U % AR BB I X 2 [BioF5]
2Rl T v 2 BEEGRATR (%) 273, DPB O X &R 3,
BEOR - B (KEOWEHE) B L CHERAYINATH D, XTI
TP EALIZ R S 5 0P F AMERDIREE & BRI RS < 5. Hsh
CT T EF O % A/ INEFOERDRIRZE () 2389, #EITITEVWREL
WEGERT. WEOA GO FEEMNTH LI L, REEMOCF L
WX TH 5. MEHRAE T, HMEKEL 2 CRP LA & vwo 72 IERRRDY
TETRICINZ, EBHEERMEMEIM LN TS, X IR T I3,
I BDROET (70% A T) 2R, ETHITIHATEREOET d/RT. WEAWR
IZ13 DPB O KUBIRZE O F R IZFIGHAE S TH D, AT ITHE R AN
IR 5, —HCFTIE, & O HXMl % & te IR HEPH O KB IR 2307 8
BIETRIETDLEENT VWS,

MHTZFHRAROBIMER TH o 1223, <270 74 FRIEH O &
HEEIC X D, PRIZENICEELRY. Z0o4H, MREEREE T S
REIMAE £ CE 2 H#THNE, JEEIZDL W, Zo~x2u 74 F#EEN, CF
DOIBEITHIEHE N TV S,

(HA# ZEB)
1. Hijikata M, et al. Hum Genet 2011; 129: 117-28.
2. JBARREG BRI EE O A BBl ¢ PR 10 4R R Se A .
1999; 3: 110.
3. Kudoh S, et al. Am J Respir Crit Care Med 1998; 157: 1829-32.
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K. VFAERBKIEIROBMOFSIE (—8bkE) 2

FERFRFIR

(1) w7AIER

OFFFRER © FHEDOK « 5, HROFEERIN

@EMEISEXRDEHEV LT

OMIEEXHRKTZIECTARR © BWERXHR ; MAAZF O X AN IERLRR XTI
MIERCT ; MATEFOE AN EHRDMERRRZE

(2) &&1|R

ORIBREEEIPN R Mt S =

OWIRHERES FOMMBRA AR 11 HRET (70%LAT) ROMEBEZERMSE (80Torr

PAT)
OMAFTR : FARERMSE

REREZKTDYIE (LECIEE DS BLAT 2z 9 H D)
fER - WARIREINTHESEIRED2IEEM E
[F(EFER 1 WARIEEINT
AREMED D  WREBDO, @

H. OCFAMEREKIEIROBERCT &
OFAMNERDMHRDRE, BIOINICHEBEIREZRDS.
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B. BRMEEFEENT2IE

JEFEMEAR B E) A2 0E (Primary Ciliary Dyskinesia: PCD) 13 #RE#HE) 12
Y 2BEFOERZFERE LTHRIET 2 EROELHREEETDH S, 2
TNOHAEIL—ZLOBEE L SNTWE Y, RPTOMEIIDLL, Ktk
B IEMLRHEIAATH 5. EBRES L F—XiRBOREFICL D, Bk
RlGpEs, BHEMRE R, JESHRELR EOXERESLA L ST:L, B
X 2R CHREAL T AT 5 .

PCD D HT A W DAY 75% 13874 WP E5E & 70 D B H 2 b BOBHRFE RS-
ERBEET D NRENCiREAR )RS Z L%, R TRESIERIE %
L, RATEEHIizALNDE X D12k 5. 1BEEISER D T O I H &
FMFETEND Z L%, NEEICR D BHE OBV 2 3R 3 21k
M CTH 5, F1:, 3FSELEEOBEMNHE A0 L mHEEHRE O 5K
Eu 5, EHETIE, BAM O node & XI5 EAL O —KIRE OBEREIC X
D, OIESEEF D ITJERS I, IEELHNBOLEG ORISR S s, L
2L, REIZBOTRBREHO—KIREDE & OIET O 7 OPFIEFL LN
JBOBAL A350% 0 FAE T 5. MABMEIIHEFOMEOEBHMEETOIOR
L% 5,

PCD W () 1%, _bik U 7o R0 TR RAER 3 & O, (1) 2R HYHE
PEMMSRIC X 2B OMEERE H 2L (QPCD LHHE D 2 & S BiEE
FOERDELL A SN Z L ThENE, BE—-REERIIFEL
WMEEZRLAZ ) == ZICHEHATH 2. Bl TIX32 O J5 KRR F 23
FESNTE) ZNTIHD2 DIEFNELETBMOHEEL STV 5,

PCD DAEMTRIZWIWRIFTH 5. LaL, BERETEAEIINT S
PIBTRE T % <, RIS R U TR TR, WU R 1 JE R o i
P2 ia 7 LI & D SAESCHRRIE O itk Re IR T 2 P35 2 L 2541
FRIZTETZETH 5, FEHEAREITH LTI INHIILE PR FIEAESLEEE A
TREPHITS NS, HHREAZHEE L E L LIGEBEERETH 2120,
DWRIGEY BB Y v 2 ) v 72 BT 5, WHICIBKEDORMEL LD
12, ROWESRESHIR TS  OERKE 22232 2 LD L T,

W HE)
1. Zariwala MA, et al. GeneReviews [Internet]. 2007 [updated 2015 Sep 3].
2. Takeuchi K, et al. Auris Nasus Larynx. 2016; 43: 229-36.
3. Knowles MR, et al. Am J Respir Crit Care Med. 2013; 188: 913-22.
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REICR I o AR

ﬂ %
EL#F

%
)i s & -] VQ
HBLFFCTT BRI

SEXILERE .{}
S BECTCRIER- BETHBHEDE %
T B R AME R £?§;7
2 P i
BHEEEEIHFLE
s (—
2 i
AE—-BILERIER
£
BEOTFEMBERE
-

HIEFRE

A

REEHEEDTLEDLE

H. ERM4REEFEEDZERDOFIR

RERBORS <EERMICH L TRET v I GO CT 4 OB GREZTT
L), JIEXSREDREZRFET D, HWALOBSEX TIEISECT 217V, &
ECBHNEREE, SEEROEEROEEEHAD. CNSOPMR ENREAL
() LETHRENRETHONLE, BE—BEZRONEZTS. SE—BLLE
REETONILREEZRNUEFRHMEFEREZTL), KilZ L CEGFREZT
5. BFEREMBERETREY A ZVABRDORELEOBERENAOSNDZEHZ
W, HSEITRIFEDHERIERTHS. REBEDOEEDHDVIIIRECEE
Y OELFOERDEPS NMNEAEDHEESR & 5D,
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C. YaNvYIN\I YV « A4 FPEY FIEREE

VaNy NIV XA T E Y FEBEEE (Shwachman-Diamond syndrome:
SDS) XIS 3 A ANE LB T R L T 2 R E RS IERR R R
TH5, 0% EDEREIZ) XY — AEEED LA ITBE T 2 Yetulk
7q11 £ ® Shwachman-Bodian-Diamond (SBDS) J{ZFITE B LIRD L1 5,

BRRREIR IZIEHE 12 H TH 5 (R). BADWARITER S 2 7L R 2 5
DI EE 28D, 90% O EEH CTIRELZR D 5. M iFhEREAE
IR D Biget, A, M/MRIEAME 2 & O MRFIEE, &iimtEig e
BRAERE (1), BRAORBIEL & OFRREL RO LD, AT
T, CT£721EMRIIZ & D IO ZEEC IR BRSO b, BB
%, SESFUREOFHEER TR S (K2).

BRIREOWNIL, BRARNE & AR TEIE 2R, MOFER RIS 2 2
LITX D TEND. SBDSHEEFOMT ) VITHEDDH 2R D L1, #
BESERAE R IR b MAUTEE TN & & 5.

SDS 3 1%, ZERIMEMHMEE (Cystic Fibrosis: CF) 3 & [MARIZHLIE A2 &
DOREIITINARE, MEREZRL, —EOREG TS 2 KB REGE 3R
LoNB, LHL, EELZTFRZ u—VIRE, CFTREGTFERORM, &
HEANRRE LR 2B IEBR A 2 MR 32 2 L 12 & D CF & ofhIZREEC
W,

SDS T3 ZIRARM LWIERFEE X T WT2 8, BOHEITKH T 2 R EE
D&k 5, PEAWEREITIXCE & AR O REREMTE, BEkEex 3
YOMAMTbND, BEEASE IZERE LD ICHRMIEST 2 2 L 23%
W, BRSNS T BIRE E LTE, BRI & 2 BRI LT
G-CSFHiAEA TG T 5, BEEOE M- M/MMURA 125 LT
M ASAEL & 70 5, Bl % A EE & § 2 BRI 2R 3 B O] L Cidadim
MR ASHEAT S L 5. SDSIEE I, Bl 57 e A - S B $ 0% |1 i
JWOFEFG VW EXHMLNTE Y, TFRFEVERBIESHIITDH 5,

UNE R3E, NE #7)
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&. Shwachman-Diamond syndrome DEERAEA

S 53 R REFR = AL REBOMETL, FREE
RERRIE TR REEN R
RRES ARESRIET

BRES FHREXR
BEIRMERBT A BIRAIEREERE
BRAEL BBEE 2i5 sk

MAEFHNES RS
BREERZAK MR OB RE
FHRIEY  HRERE R
=T G /NGRFE
U YIRS BREEIEIHEE RREIFERE
FHIKEEREDET AR

1. BREMEFRR TMROFERENEHOSNDS.
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D. EFMERER

EAEMERER &0, BB X E30MABNITIAE LR 23 5. ZENME
FRHERE (CF) 12 B 1 D IERFIERIT1.24% LHME S N TH D, HIKHHETDH
205, WESDWIHG O EERIT19.95% &3 < Y, CRIREAEMBA ORE &
LCHEINCZRIT o REBEETDH B,

TAEFE OB IRV CTH 5. Joergensen HIZ X 57y <—21T8
1} B BEBSREE IS W EH X R, FEROBEMERFAERIE, 0-9
%, 10-197%, 20-295% T, ZNENI10HAH72D 026N, 0.66 N, 2.14 A,
BRBIIZNZNI0TADT2D 545N, 826 N, 11.85 AL fESh T3,
ZFOVAZHFEFMEIZXL VBN A LN S D, 4 0FH 145 & 240
HEMEIZL 2 L, 197 F TITHIE L 72BMHEFL 76 61D 5 & 67% 2585
ER %, 3% "REFEES L EOMEREREBELTE D, —F, BAH
SR ) HESEED & O ZREEROBESEFTH 2 (DY, MR
BOWTIBMEE OB MR L T 2RO S < I IR 2% (83%), &
W (74%) TH Y, FEIHE (10%) HERIE (1%) O X 5 TN ibERe b sE
2 X 2RI HENETH 27, FEREOMCARRERD A% 5, BHol
WegiEdR, BREMEA VO A E 2T 2/NAMIECFERINETH S, F72,
CFTRIEETER %MD »HMBIN % CF % B S WM 1, CFTRAEERE(R
TIER LTIz ARERZRZ LTIEERCFTH 2 WHetE»dH 2.

INR O BB TIEIME 2D D, KREO/NRIRIERE RO ABET — £
N—= 22DV TMEIT X AU, FERIOFIERIZ 10 A D72 D 132 AN TH -
72V, AFBOLEBA TIE, WIS TICTRE L2 2 ERE % 0 R 1230.3%
DRSS EE, 27.5% DT TH o 72 ()Y, uB, CFRHFIZADL
NZ2WHSRIIERMETH 2 2L VEITEBE IS TH S,

GH I, ER B
De Boeck K, et al. Pediatrics 2005; 115: e463-9.
Schwarzenberg SJ, et al. J Pediatr 2015; 166: 890-96.
Morinville VD, et al. Pancreas 2010; 39: 5-8.
REBETF 10, BAG BRI B SR ORISR et
JEEE B S 2 BENISE Pk 16 4EEEIRES - o HHIFSEERE . 2005 5 64-6

Eal o e
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®1. NEIEMERICHITRIURIEF?

Genetic
PRSS1
SPINK1
CFTR
CTRC

Autoimmune

Obstructive
Pancreas divisum
Sphincter of Oddi dysfunction
Gallstones
Pancreatic duct malunion
Pancreatic duct obstruction
Other

Toxic/metabolic
Alcohol
Passive smoking
Hyperlipidemia
Medication
Metabolic disease
Other

None cited

67%
43%
19%
14%
3%
4%
33%
20%
1%
4%
3%
1%
7%
11%
1%
4%
1%
1%
1%
1%
11%

The total exceeds 100%, because some children have more than 1 factor.

K2, MNRIMEROREY

FRRESAER 74 (30.3%)
ESEikd 67 (27.5%)
A% 24(9.8%)
mE 11 (4.5%)
B 5(2.0%)
SPEMmAE 4(1.6%)
iR 2(0.8%)
AR R 2(0.8%)
ZAt 40 (16.4%)
B 244

66



W amE

A.
1.

67

M =
SATEHEEE | ZERUMEAAERE (CF) ORI X, 1) BRI L QR s
FIla 9 2. 2) KERE T BIFITRD, ) XED 2 V7 7 v A% E, B
PR EH L ChioMEEDET 2L TH 3.
REEL M 1ITCFOREINT 2 &R EONME ST 2RT. 1281
RUBBRIZE 2 ANVE—HE LMD 720101F, BH £ D 20~50%%
OOH ) —BEWMHBDBETH 5, BEIPWARENT X 2 IEIE & EEBOR
PREEP CT: . BERLHAERIC O HLEEZIRAT 2 L B,
KEDIVPSVR BH2ME, LSk g2 %32 Z L i
X0, TREOHELE TIT 2. WMARE (R BERTH 205, —HO
WMAFEEAT D & 1 RFEWRFHZ S 2, BPERES 7 v = v 7o
OHEHIZETH Y, HEEEITHAAL X D125,
BEOIOVRO—: BT RUKREZ & oBERERPIIBNFAETD 2
25, BRIBE s au = — 2T 5 LIGEsHEETH 5. BN I RS
BTV, RBEHIMHE SN N T I<A Y OWAFREEITS.
SAEOME  BEMIc L 2 L IWETACHTT 2R 2 5. CFIX
R IZEITHEOBRE TH 2 13, FBEKREIC X 2mFE Lk 2 2
X D EHRGEHED 2HIMIZT Z EBARETH L. BEHAL
T, KD SIS 2 & D 1L 5,

(BRI )
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ERMTRMEDZEROANEFEADE

o | BN BIEE | pross B
) D
27 EASBTE | gz ‘ ‘
W 1 B RERESHY
)q >
w b IR =
R HREE RARUE
G E wizmor — |7 = wpRge || DNASBRESR
s = RIS D RERE - DNASRER

£

RBREE R SRR

TR (EORHNVEVA A VENE) EERISY—TPR. RIEZECTIIER
SNTVEWD Bl & RREEEICOELTRECTH D, #kLHMERRICHIES
N, |ETHREZZIToNSD.

EJIEIRIE SR/ H 1B D E QBT
A JEDIIFFUR
KETHRIEE B, 7FL U BEGHETEOWASE (HREB).
B) EE B 6~7%RIEKDRATEICLY SEHD KA S EHHEM
T o1, EREIITSVANKET 5 (HRED).
B} ONASEEER L —£7 77 (FLES A L®) DRALEIZEY
SESBRODNARSBENDE, IENET T2 (REA).
0 =i SERORBEALICEAESREEERY. WL E5RY
(28T T BEILY . Sl DRI HIZIRY .
B. BEREFER DI E—/L
FISRAL R TSIV URAE (F—EA®) DRASEAI LY R
EERREIUO—LL T, RS OETEELE5H (HEREA).

Flume PA, et al. Cystic fibrosis pulmonary guidelines: airway clearance
therapies. Respir Care.2009;54:522-37.
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1) ISR DA
B RVF—EZNT 7 (FWVESA LCRAR) BRAREE

RVF =T N7 7 (FVEFA L) GEETHASRZE b TF XY )R
1% (DNA) R EH <D 5.

FEROPEARAENE 12 3 W CTIX CFTR OFERERE A 1T & D KUBEREIE T DK 12
L ORI L, MEDOZ Y 7 7 2ADET D LB EEBE T 5, &
EITHEE LIEIR L 7257 h Bk 2 5 1%, DNADZEICHH S, HfEoEsuw
PR OIRE & % 5., F/v%—«h“%w 7IXZODNAZEST 5 Z &1T &
D I ORTE 2 T, BEHEAESIC

AANTHEIMZ B TEEICRCK % ib&)&ﬁ‘éfﬁmﬁlfﬁﬁ S, HEHE
WEOD LD E LTMEN T LNATWS, EIITBWTIZ20104E5 B4
FE [ L OBENEDEWAKRIE - BICHERES2HE] T BT S
N2 %%, WHIT—2ETHOTHESI N, 20R2FITKB S T
TR ERENIEES ATV D

BE, 25mgZ IHIEA 774 F—2HOTRARET 5 (RIS TT
TH2HEET), 27749 —@3v=y bRNeHWSE, BEERAA T 49—
T, MBI X VBREEFITH 2 FVvF—ET7 VT 7 OFEEIEDLN DB Z
NHrbhsLEEN5.

WAL O ERREABR I B3\ TIEIER 1 & (FEV) OYGEE<R, KB RGO FEIE
ROFRTETSIES A TWD (F1, 2). 72, KRIFEIzX H 28R AN
IZITHEBE BRI R AR T2 Z L AVRIB S T W B,

AHNFKESWINODNA %R FET 2 2 LITX VR ERBZICT2H 0
ThY, MOMENLELTERNICHET 2R IFLTVRY, T,
BWOPEHEAES * B & U 72 RE 1 & OB L CTIT O BE D
5.

BE2FIT L TR R OIS 2 3SR EHREEONRTH
5.

(€% N ")
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B1.

IR O W RN
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1.00
0.95 -
0.90
0.85
0.80 -
0.75
0.70
0.65 ~
0.60 -
0.55

0 3 60 9 120 150 180 210
m | )

X wn TIEE A FH25mgE 1 01 @ — FA25megE 1 0 208

IEROMEMEORSZBEL LIZINTOKERED Kaplan-Meier
B (L EYA L RAKR2.5mg FMIE L D3IH)

1.00 +
0.95
0.90 +
0.85 ~
0.80
0.75 4
0.70 ~

r 3
0 30 60 90 120 150 180 210

M M ()
XoamaF RN A KFH25mgE IH1M @ — FM25megk 1 HZM

2. BONENEORSZVEL LICABREEIESE CER ' SNRB=

#:

FDKaplan-Meierdiif (FILEY A LPRAK2.5mg HMIXE L D3IA)
(1] IERELDZL (2 - EIANIEHME) [2] F7AEMm (XIEZDEM) [3] %D
180N [4] FHIRAREEDIER [B] [T ARRE « 125 XISIEHR (6] 38CEBOFEE [7] BA
NEXIIFERS (8] BISFEOERENIIESR [9] BISEES M DZL [10] FEV,
XIFFVCDREIEIEFREN S 10%DET [11] iR RZRIE T DXIFEDEL
[12] IERERE2 = DZE LD TN 4 DAL,
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B IS4 Y VRARE (TOBI®)

FEUMEARHELE (CF) T& b 1 5 WP ERGYE OHC ST 13, BRRFEE - #1T &
EDITHRIRE (& Iz aAf FED BEEKE L5, K, HERAIL 2L 2o
722 OPHRBEIEE L LT, 73 /7Y ay RRIAMETHLZ T I<
4 v OIREWAEH] (TOBI® : b —¥ 1) »BbETHHEHAFEEE Lo T2,
19974F 12 A ITRETRR S TR, 540 7 B ETRE S LTz,
HARTE 92 < 20124F9 HITBEE&RR, 11 A IS S , 20134814 &
DiRFes Ltz b7 I <A v AN, RIRELENERA (R s T I vy
ZH) BBEITGE S NTB Y, MRIREZET 7 7 AR X 2 S HEGYE I
STV 25, TOBI® & LTHO TRABHFEL L2 Z LIk 5.,

b AL, RIS X 2 Sl iR A 2 LR L, W) TR O fiA
WV % BRSO ICEBE S 2 2 & T, I DRV IR B RN IR & S
T&E5. F7, FELHBL TREEMES, BEETOMHLMETDH 2
RO TH 5.

Az, BANTOBKEBRITLOATO TV DD, I TOHEIHER
PREER T 46.9% 12 & 2 D EIVEH (B RMEMEE 23 8) 2538d 5 TW»
52Z LT RERTILEND L, FUHRIERIE, B (23.6%), WHIHZE
(12.0%), 5#%:(105%) X &ETH 2, iz, FHFHAOT I/ 7)Y ay PRI
AVVEOBRERZEIVER & L TREBR2CE 8 IMtiEFEE I G s nTund
72, REOMHIIBWTHEET 2LELD 5.

b — A OIGIE [RIUMERRKERE (CF) 12310 2 fkIRE 1T X 2 MRk
WRESEROWE] TH D, Ak HRIZ[1[E300me, 1 H2ME %28
BWAL. ZOBHMKEST 2, i1 A7V ELTREEHE DR
T UEZoTWwWa, RRL, TR LM ReB21OOMRERHR AT F
AYF—LavTvy I —2EIREID 5.

KETIE20134E3F I s — ¥ A D F 7 A %7 X —HFH|TOBI Inhaled
Powder (TIP) 23 FDAIZKR S N, K DWHEL N 77 <A ¥ Y RALHREL
Lotz 7 NVAD TOBI % HHD Podhaler # W TWAT 2HDTH 2
(K2). b»ETIIBRETRERTDH 2.

GER )
1. Geller, DE et al. Efficiency of pulmonary administration of tobramycin solution for
inhalation in cystic fibrosis using an improved drug delivery system. Chest. 2003;
123: 28-36.
2. http://www.tobi-info.jp/shared/pdf/tobi_medical.pdf
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1. RARKI S 412> (TOBI)

K 2. TOBI Inhaled Powder (3 7tV & Podhaler)
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W BHRRRAED A

WPIR AR 1%, I3 KB e M S T o MR O T, ZERR
ELTHERE NS DS, ZOEAIYRIEMAEMBIORIKIZZ 5. I3 E
IZEE T FYKBESXGEICES L, BB IESHLT 5, Z0%
R L DIRRIBE (L iIthag REDALERRT B, Lo, %
O HOMME TN T 2 MY L HBEFER I RO LD, 9, 7 RUIRE
XS BRI L LT, W =) F—ERFiER= ) v (2
OXFy Y ey r7uxt v ) re )R 7 7urAR) v (k7 7 vE Yy
V)BHWLNZ DS, AFV) VIEEE T RV ERE (MRSA) 23Ny ax
AV ERLE LIGRBESDE L RS, £7:, RRIEEOBREZMERERIIS LT
By FuzuxFyy, vR7uxH Yy BERITH D05, RRIEEEE L
72ERE O/ ECIIIFROOTMEFEREI EO LN, ZD72d LIFLIFA
2S5, 205 TRRTIE, FNTIAVY, FUYRIALYVRED
7 2 EhERR, PiRRBEEEOD 2 R=v )Yy, €7 7uAR) Y, £/
NI B L, DIVNRELOFEFERLG TN s, FIREERIL, HETK—
I (peripherally inserted central catheter, PICC line) % F \> 72 ZEHH ¥ 70 i 1%
BEbfTonTnd, —HOBFITEHEERICI ORI N 77 <A v VAR
% (TOBI®) 2% R TH 2 GIHEHSBR)., & 512, bAEHO FF AN
BRXETENZERMEIGEH S i) 2u<xf vy, 77 ) Aa<x (¥
TEDRI7UFA FEOLPTTVAUA VN, —EOCFEETHEH
MATH2ZLamandz. iz, TIREEFEIEA 7 70 7 = v o5fifitkae o
AL 2 H T 2 AW THWO NS 2 L 3D 5.

CFTIRZNLEHEOMEDIEIIT, 7 ARNVENZL EOERRYE,
M. avium % & O IEAERMETTR B EGYE O SFHHE S m W2, T b D%
AT IR D DEITS LT Th D,

F 72, PIEHED 13 0 IOEEF A 2B e F DNAse (R F—ET7 V7 7)
DFEWHE H WAL DS, SRR T O E %3 o8, HE LXEEED A
REJETEE2AMTES VLN TWS, SEEMEOEAEKOBA bR
WZEOEI E RT3 5. T, WMtk SGERZE S R, JEIRER
OB T TIIWMAETIERL, A 704 FIRABEOMEIL &5,

—7, KREOWEOHHOMBI L LT, #A Fvr—, T, RE),
DB 7 & OFEAEBEDEED 5T\ 5,

GER =)
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1. https://www.cff.org/Living-with-CF/Treatments—and-Therapies/
2. HNTFRE. HAITH T 2 FERIMARMEE. 90, 30(6) : 535-545, 2011.

74



W IR

GBI N ) F—v a vi%, %< OERMETTEREE & R 2k
HOEDFRZ I LT HEM R FETH Y, HRHPTELTbT s,
MRIANEY 77— a v OBREROHRT, MHBIFRE L MEEEE (FI12Hk
WEER) IZ TR HEIE IS B W TR ICEE T H 3.

SRR, REBISEICINZ, WER A VA Y FO—BE U CEEEY
HAAND ZEDRITH 2", 2T A—X—% (W ERFEES), T
Wi b v—=v 7, BT E L, BRA BFESBR) AN R TWS Y, E
BIREORIR & LCIE, RABBENEOMA, HIHAECEEHE 0w
%, QOLA a7 OYENIHE STV, BHNRMEL LT, ki
DIETHHEIES 2 FTREME D I T = 2 V. BT & 0 MR DR 232
{LUBEEORFAEME TR T2 2 v SN TH Y, EHT 2 Z L15ED
WS 725 L, EREAICO %232 AR S LT w3 ",

BNV IERE RSO THWRETH ), PHRICX2XESZ )T 7
¥ 2RO WE L BT O OIRATH LY, LRV F—UE
XUCRFHLHETFHE (R 24 =2 v 7)) Oss b 3B LHIHEETD
2. MHEPFECIECIEEORE &0 BFHE 0 EE L KE © R
72LTW3s, HRETET oL TRBIER S S ATV 5, LG
JE (positive expiratory pressure; PEP) $#i4 (TheraPEP” % &) IF, <V A ' —
A% b2dd L BB~ A 285 LIDIRECRE 32 &, MARRRITH
#MOWPUAMENTEANGEH LH L, PE2{EEST 5. PEPEEOSHE T
B D IRBEMPTGERE T, WRRE IR OIRPTIC X 0 IRE) % £ 5 7 B)E A
AU TRED WY OBE 2R, KL L LT Flutter®, Acapella®
ZEMNIRS BRI LTS, &I B EEHR B 7 (high frequency chest wall
oscillation; HFCWO) 1%, B OISR 235 LB » LiRE 2 5.2 2 2
ECHHER RS FIETH 2, WEEROM LRI TH D, BE U
CHEREIRT 2 LRV, BIEROSWERTIE, EEERERIPREE 21T
W, FEBNICHE D JURHIRSLE 2B S ¥ 5 Z L 23K TH 5. GEBIEIELM
AR AL O B ENIRFIC v s, RIS a > b o — v 25 70 BRI
Sz L, EREAUHELHE T 256 LEBRGE L) 2 D EDH 5.

WABEZ X U O &3 2 3EWETE & EBIEE - TR & o - AR
WMRZED, BRELTEHWIER Y N ) F— 5 ¥ 70 7T b O HHE
aNb,

(i 3)
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. Spruit MA, et al. Am J Respir Crit Care Med. 2013; 188: ¢13-¢64.

LRI ANEY) T—vavyv= a7V —E#EIEE - 2R HARER S 7 - U
€V 7 —v = vn BANREESR HAY A C) F—y s VERSH
AggEta 2012,

. Bott J, et al. Thorax. 2009; 64 (Suppl D : i1-i51.
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W HEEFR (BRR)

FEIOMERHEIE O FIER & LT, RSP ZIRIEZE O 25580 b 1, &
EA W ORFRE T & 2 KAEIESTOHINT & o THERIKEE A & % 2 72 0,
ROV HERINIZIERITEHE L 1 5.

ek, PRREOEBY I AALERE R E WD, KGED WY DT U TR i E I
DIEWALEI, HIRUEIMEWIE & %5 & ) M EMAL, EHOER
2 & o TIFE W OB SR # X 2 ik %, BFECIREIE L EOoFH L
AL THwbRTET. Lo LIRGHFEIR D 12 OFALITIZEAZ K < 2 5]
BABZEENTEY, EBRICZORAEZ L2 2 EBHELVWEAEDBE L,
F IR R & AR W S T TR IRENE & &%, KA KGE v
b OREHENRIZA 0, EEEL U CRFOBRK, HEFBIK S
M, SOICEBE—AEVRTEIMI 22 EMEMEN TS, Lizdis T,
BETIRZNL IO D, EORFREEALIIE U THEME, SEMEML, HIEA
fir, AIEMIEAGL, EEMLZ E ORI 2 & D, MERITHE S MERER) 2 fEFH 1T
EIT 5 2 LT KR (DRHRAR) 2RI TR (R 74—V v 7, Fie
RSB R AR TIREC AV LR L XL koTwa (MDY, 2o
HiEZEEONRIZELETITI 120, BEAOAMN»D L I % < FEfE
TELWVWOIRHDDH S, L LERICFREZERT 2701213, MEEoE
Aot BEEL, SHICEYRTMICEEDOEEZMZ 5 & \WD 2 L8
BETH 5120, ZOMRITIZFHITN T 2 RMEIRE BT 5. 1272
L, ZOFFRBBRNLHRIZESBDOLNTWEHDD, shRIZHT 2R
FHERILIR S ATV Zw,

—75, ERERHEE R E~OBEIEIZ BT 2EFN L O SMIOWT
Cochrane Review |2 & % 2 & fi##72 T 1%, PEP (Positive Expiratory Pressure)
& ACBT (Active Cycle of Breathing Technique), AD (Autogenic Drainage),
HFCWO (High Frequency Chest Wall Oscillation, BiPaP (Bi level PEP device) %%
EORIEZ YT T Y AHHEORRZ B L T2RER, 18R T & OMFRIEEEIC
FEPBOLNL VD DD, PEPIERICHEELRL T Z LRI NTED,
ZOHERAENHLNE L >TWVS,

(EA )
1. BK ® i DVD CEIMUFHEEE T 7 = v 7, H{LE, 2008
2. Mcllwaine M et al. Cochrane Database Syst Rev. 2015
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BRI EEN ST L
NS OBEAEZMR T
R ZENT D

BEMITODRIA—I VY
ECHIEERICRDETE L CULDIBEICEMT S (S1, 34E)

RIZRIEEN SIS L
HRESICEEZEZMZ T
185k 1 RS

RIEMITDRIA—I VD
FICTREFICEDETE L CL\BIEEICEMRT D (S974L)

®1. SRTHVONSFH (BEMIL. RIEMIDIZS)
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2) BA D WA EDERE

ZE JU M RRAHENE (cystic fibrosis © CF) T, BN WAREITHE S T b T fE
2, SUEDEMIRYYE & £ 912 X 2 Nb - T, REREHI T
5 Z L%, R, 20174HBUE, CFESRFIEICEFES Tw 5/hNRCF
BE 13/ OER, W, BE, KH, BMISX—t v XA v, [HdfElh, #
I 2x—¥, WIRBLERLRE2RT. Hho I 22 —LiX1341+F 12
151 A3 B ARAE (PFEAL D IR BER D) 2R LT, %< O/NREHEBRERE,
REEFBELTED, BMINN—t Yy XA VHIKFEHELZBZ TWEDIEFE2H4DAHAT
Hol:.

CFTlX, b5 OEEES WO 12N Z T, BHCO; 5oy iz
X o TUMNBERENO pHAME T § 2 720, WLEESE (BR2 Y 8 —8) OREEE
PEDMET LR E 22 (K), BB THRIES Uz WIBEHI O LR
"WElZz IR LT, MNEOGE, BELFHID H30~50%% o n
VB IREND 5. REBIEHSEIFIT L 5 LMERESWE T 2 2 & 2541
LARTEHEY, HEHERNZEE (BML: 50/S—X Y XA V) ITESL 2 L2 HIE
ER

WOk TEMEWICAWO T S @ hfio >y 7 v 7 F v 8{FI (Y 87 v 4
V) A, 201AEICEN TS TE 2 &I oT:. IREREZATRAEEE
2 1812 (500 ~ 4,000 IU lipase/glglh) WIRS 2. & 7w v e WY 5 Z & 28
TERVWHR~SRCIE, PEOI VI L EITREET, WAL TTWE DI
Wik S22, MLEEAL, +o2E2RET2HRESD 2, BEIHRS
T 5L, EMHIEIMNLTZD, fibrosing colonopathy & W\ 9 EiE 2 ADFE % 51
SZTILENDD. BKDODTA FT4 2 TIE, VI 8—LiEML LT10,000
[U/kgE/ B EOWLERAZHAMIT NETEVE LTS,

(HB O, I )
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®1. NEEREGHIEZEOME, BONTBHEE, BERMHITRE

A GE MRl SE 4E DN

- @ FHIIX
w54 BERS 5-2 0

1HE

MBRHEEEE= (my

1 1
2 1m
3 2
Y
5 b
6 6
7 TR
8 T
9 8®
10 9m
11 10
12 1%
13 13m%

g -158 158D 23 + 01 voLUR=¢ 450
g -07SD -05SD 10 2.3 —

£ -14SD -085D 44 + 08 /tyoLU—E 1,050
g -03SD -01SD 72 + 00 fvILUR=E 900
Z +02SD -08SD 8 125 1RVILUR-E 450
g -158 -14SD 10 + 00 fvILUR=E 900
Z 218D 218D <3 - 01 VILFFy 2,000
%z -15SD -04SD 70 0.0 fVILUR=E 1,200
Z 228D -1.28D 38 + 01 vILUR=¢ 900
Z -218D -1.28D 30 + 00 fvILUR=E 900
Z -228D -1.78D - 6131 /VILUS=E€ 150
2 -13SD -1.48D + 00 /tvoLUK=E 900
%Z -39SD -20SD 21 36 fvILUR=E 600

| 2P (A%
+= i = 2
HCO4 433 BERRBE DIIR BEXRE(EN)
- = A H A B 3R LA
[pEmmpH, | EEER) | I e R
} NS ] ‘
[Hfemmat) || mEELIR ]| @3 e
v_)\]f fibrosing colonopathy | =T R

X1, ERMUREEICHITSHEFRRDRRE L AR
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3) REEIE

FENUMEARHMESE (CF; cystic fibrosis) 1%, B, YHILAE, KUERE, WHEXED

Cl # % 2V (CFTR) pepSEE S N 2 BEHEEETH 5. AR 6 5%
SEL, BEOHNTENIHEN D WAEIZ X 2EOWEICARR YRS 5, Rk
FERIZE D22 AV —DWRED RS, EEBREGBMI, 773y, ~
B0y OMEHE) 122, W BT RICEDL Y.

1.

KETRXARAY D I BEOBMIR T VT I VEBXO~NEZ 0/ fEE
BREGZEOHMBZREL, BEEHEIHVLNS (FEDY, HLUEKAD
b GEEBMIOEKFHEICEET 2. Zoflo7 A XY FHEEZE
21T3RT.

KAEM (£3) | WA WAREDD 2 A OBTELERMTA (V27 v
FUE) v BER(HELTET) AT 5. BHELRRHIZE X 23561
BROIRAT 2, @¥HBMIN: = AV —REPEE[HD13~1.5fEL L,
PertE e & 3 v b HEMEMD 13~ 158 2 Y. Pl (MCT %
AWV R REHN (v vy X — V) RERTERT 5. BHADP WA E T
WEHATYH, MRIHERIZE 222 VX —OEEEZHEE L, BMI, MK
MEMZE=X — LLABLEBRZMANINT 2.

. APHE & RFEH D o IR L HIRIE 2 G0 2ER b 5 2.

B ORI 8ENIITIROMEEE T 1T X DiIT~DHEAMER ISV, 72, &
FEREBOEE DLV, BEOHIRZITOLLVWI I ITHET 2.
(BEA B

COBGEE b JEARSS R AT S R A B R EE R MR U B 9 2 A AT SR 2014

71-73

2. Stallings VA, et al. ] Am Diet Assoc. 2008;108 (5) :832-9.

81
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®1. CFEEDORERZICLIEEEHE

18 .
S5 () BEME | psure | gem
BMI
E % | psobE 22k — —
8 E | p25Lhkp50FkiE  |18.5ME22% K | — -

. . . . . _ S oA
FEE | p10PALp25KiE 164 E18.5 K AT HAEIEE
E E | plOFE 1655 1655

#2. CFEEDREPEAAYNEH
o A BE, (A&, MERE (PILITIY, ATZOLY)
’ BEREE
o BE, MPEAECYSVEE LY VALT
oo mizay | /W), EFZVD(25-0H-D), E¥=VE(a
EASHREOES) | | 510
#£3. CFREDHREEE (BAIRRZHHIIBS"
EutBEmRE | BR% (BRES0)BATS. REIRBHICHEEL
(UNROLAVE) | MEEERBETLIRATS.
IRIF—8 EAEED 1.3~ 1.5158B0T 3.
AFICIZPSEBSEEEE (MCT 7 A L) LR ASRER (T
£ & Ly —)) BEEERT B, WERPRBRIRE LA
WELSICEBET 3.
RIS S EYZVA EYZVD, EYZIVE EYZVKZE
= = HHBED 1.3~ 1.5B80T 3.

*EADBREDENSS,
mya.

BMIBLUMURIREEZE =Y — LEDSREEZ(S
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4) FHEZ DR

CFIZB) 2 IEZ ORI CFIHE L b O TIE L L, fMofHEH 5 oWk
EREIZXDFHEZLFCTH 5,

FER E LT, e ETIck 2d D &, MRETTEIZHES dDITK
BlEnsg, FFMEEEOMKTFIC X 2ERE LT, BHE, K7 V7 I VIES
X CEERTOET R E2RO N5, —F, FMIRETCHEE 24 S R,
H - AEENRRE, PASRETIERE B X OTIIRATEER > ¥ >~ M X 2 HfiEIE H
D VIIHFIERRE R ETH L. FT, WMEHEIEALTGEZ 2ERE LT,
TRMERK 3 X CHFMERNRE A28 T b 5,

FFABROBEREAR T 3 2168, BHITEREAI 2 ST X 2 D s WO W
#, DTHT I O BEAOREICL2ET VT I VIVEOWFE, €& I VK
DREEIRAVELS- 36 X OHF FEEHURE I 5% O #nif <0 M AR e 70 BIRREIC H bR T2
FRESFLTH 5.

— 5 PIBRE TCHEE 125 L i, PIIRIE D& T % H I I 2 & T
S8 FEHCHIIRMPEIE I 2 8B T 2 Ao s, £z, §H - BilEifH
PRI o LI I, ¥ 2 v 7 108 T 2 EFIRER LTV oo BREaNMSIT L 2
EVL*, EIS*IZ & 2 IkIf %5l % 25, PRS2 1k i ASPRE 20 g1 idoN v o~
A vRF—=FTHEHEHING, FIRETCEE IS 2 IVR* OFH L LTI,
B-RTO*, PTO*, TIO* 7 & ®ZERAN & FANRIE % 81 3 % B B9 T TIPS* 23T
bid, ARLEE LT, miiENZHR® L L7z HassabFii 2 & DE
FEFEME, PR ZTIES DY v Y RIS DH 5., Tz, MEERETHEREIZ
XL CIE PSE* < P it 23T b 5.,

TN DBFE ALY D T LT & D FFREZEIE S SEIROE F id b
3205, WINHHBEN TRV, ETLEFARESLa Y b — v TS R WE
Jised o 35 & CSBfRIIE & 2 WIEBFREMERE 1, AL X DR i T
5. %7, CFCRMIETIRRS N 2E & 5 ITHRZE 123 L CHiifA b
SNB, LoD 2 W IZERBEOBH b EAL AT WS,

1. HAFIIRETUEE SR « PIREDEESRE < =27 v, 2015

2. Tkegami Toru, et.al. Surgery Today 2008; 38 (1) : 26-29
3. Van De Wauwer C, et al. Transpl Int. 2015; 28 (1) : 129-33
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@R DER

ET7IV7 3V IMIE DS E

FFRmME ARB*
PR d 37 | NIy
FIIREED
B-8E i
Rt RE

EGTLEHAZYIY M O—/TEEVERBELMS XOMSME. AFAER
L, Hi3tEEER

* IVR: interventional radiology, TIPS: transjugular intrahepatic portosystemic shunt,
EVL: endoscopic vraiceal ligation, EIS: endoscopic injection sclerotherapy, S-B5 a1 —
7. Sengstaken-Blakemore Tube, B-RTO: balloon-occluded retrograde transvenous
obliteration, PTO:percutaneous transhepatic obliteration, TIO: trans-ileocolic
obliteration, Hassab 3 fii: T & & & - B £ 80 M 47 J& K7 + BF 5 fif, PSE: partial splenic
embolization, ARB: 7Y+ 7TV || SRIKENE
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B. i &
£ 5E2EEFREHLS

CF OIa% %, Wik, REE, JERREOMALGLEITX DK
BEOPH 2t S, MRESREG B L, B LHERELE> 2 &
DBERTHL. i, ROLREROWMLEZEEAZMAT 2 ZLI12XD, &
RAE % BGE S BN LHRIGE S 2 BB H 5. 2EEEFHEOMAR
BEEOHEITHER LS, DHIEOCFEHEDBBOERET L L DT,

IEIRERARESE (R1, R2)

tobramycin O WA (2013 4E 12 [E A HRFERIIR) £336% DIEHIIZ W 5 1T
W7z, tobramycin O WA IZFRIBEEGIS L THMTH D, RKEDOTA FF
A VVCRAT Y ZITHERSATWS, WIREETIE, <2714 FRITEHE
2348% DREFNZ WV & Tz, PUEER L REER 2 ofeRio L s,
azithromycin O B # 513, FBFEEGFOH 2 CFEFOSMHEEL L,
it TS 2 (BT >»2)". EFEHTIE, Dorase alfa (DNase : 2012
AEIZE P RTEBIRE) D AZEHI56% DREFNIZFH W b T Wiz, Rl M o JEkE
KR ODNAZDEL T, WIEE L THIH LR 3 T2 2H D, Hiitk
fErlES w2 (AT 2)Y, B, 7 Fv Y v BEKREBHEORA S HIT
HorBIv2)Y,

SHIEERAEE (R3)

WMILEEEANL 68% DIEHFIZ VLR T Wiz, EAioxy 7 vy 58
FI(V %27 v v 2011 4EICEPNARTERIRE) 2568% DIEFIZ W 5T v
7z,

FAEUE (R4)
CF DR DIEAR T B 2 JPREFE 1 28% DREAIZHEAT S v Cwie, #EE
K28 (EN) 13 12% OB AT S T e,
CHE ¥, NE Hihn
1. Flume PA, et al. Cystic fibrosis pulmonary guidelines: chronic medications for
maintenance of lung health. Am J Respir Crit Care Med. 2007; 176: 957-69.
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x1. EAShIHEE

il 13/25 RA 9/25
S -lactam 1 tobramycin 9
tetracycline 1
macrolide 12
sulfamethoxazole/trimethoprim 48

R2. FEHSNT-MFIRES AR
ERRE [UEZILEREE P LI —%
AR 10/25 PIAR 6/25 AR 1/25
ambroxol hydrochloride 4 tulobuterol 2 montelukast sodium 1
bromhexine 8 theophylline 1
macrolide procaterol 3
RA 15/25 MRA 5/25 IRA 2/25
Dornase alfa 14 procaterol 3 budesonide 1
bromhexine 2 formoterol 1 fluticasone 1
N-acetyl-L-cysteine vilanterol 1
tiotropium 1
R3. FHINIZHERAEE
S LEESRE 17/25
UIoLA® 17
VAVZIAVI > 2 2
NYF—L® 1

&4, BITSNIRHREE

EERERE 5/25
PR EE 7/25
SREFUE (EN) 3/25
FEE 9/25

(ALD2R3 FigtE4 BISAER2)
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C. 15%%&a
W fi#stE

FENOMEMAERE (CF) Iz VW TiE, K[EDEEERREzwrIlizay ra—v T
EPEVD ZED, EMTHRERET Z2EELRNT L XD, R, Fyvr—
CTINT 7 (TNVEFAL)RNTI<A Y YRATKR (N —E A ") 23 b
THRBEEINTZ L2, BFaybu— B TE X5t hotz.
LoL, Bk Xoizsd s 2 LIEARARETH D, HAEMITHERAL DRI
fao 7ZREGN N LTI, IR B8 ZinEiE L 4 5.

LHEOMBAIL, MRBMEE IR TN TWE, 19984EIZENY O
B ToN, BIE F TIT400BIRESETS Twd, EEFE¥STRS
NTCW LR OB SEEGFRS0BRETH DI L, b2EDS
AEAETFRIIHFRIT X > TX80%HIER & W O IR I RIF LR EZ R L TV 5,

WM, AERGEAE L MIEIGRAE D 5, EERGBEOS A, B
DEAIVIERRZIENBTEDLLEN) ZEDBFROFETHS., L,
CFizxfLCix, MBI BETH S Z &5, LMEMiEHEZ RIS 2
BEE, S Eied R =" ABELE L2 (K1), Fi<e ik o5t
iz LTChH, BELRAAZAZVNDIDBELRDH D Z L0, RNNITIES
TIEZW, —F CRIEMBHIZ B W TIX, BEEMoRE s CEE_8H
88O H) 2sMIEIZ L 5. BB D 1EAETF61%, SEEEF1T% &, FFiEH
BOEL THRIEFHTEY R BEL 052 Eh 0, BEZEIRT 2B o Jin
DHEETH 2 (X2).

ff L DT T R, MiAR30HUNTIRERIZE 2 DD HDD .,
CFEH I L CoRMOBRIZIE, FERRE IR LA ZIEH 25 L TH <
ZEDHEETHL., HEOWMASRIE L Lofkitic X D, MEHEEZE <2
D EXD, SHHERICEHRABHEE TE MBI S TWE D THE
KRR T WICER T 2 2 L BB OEEIZT O - TL 5.

B OoEAEFEH 2B W TIE, CFOMPEERER I3 2 FHDII T,
BRSSO IS A OB RE L #IT 27: 0D, =Dl WIREOHK
MOBETH S, LirL, MBHMBEIIS UL, B OMPREERELCTEE) L~
WVIZBIMIZSEES 2 2 LI s B,

CGEB &9

1. HARMB X FOIGRAETIE e © ARFBIRME F & 8% — 2015 —  BHE 2015

(50) 175-178
2. JE#RFEAH factbook 2013, 2014
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WAL LVAREDRRE

PERDIMEFRIEH S TS 73Tz, 5ok, SREMERMEE O 5K &
T EHECFTRFICEBEEA LT, ZoliHEERHRLTZIET 2 ML L
T, Ivacaftor” (74 Kalydeco) 35 & Of Lumacaftor” 23Bi& & L7z,

Ivacaftor V1%, HIFURE FI2IZHBIT 2 05F » A VEERESEE S ATV 2
CFTRZ R (X 4 1) I2FEAE LT, F ¥ A VB0 %12 3 A (potentiator)
T, G55IDZEEZ1Z U, SI25IN®G1349D 7% & 8FHfHiD 4 4 AR %
FFOCFRETOBMMEI R STV (F).

Lumacaftor i3, EAFE TR b SHE 255 W A F508 284k (% 4 711) 5%
THIEAN TOMREZOEARABRETCOS TNARLEE Y, HEEFET 22
LT & o TRIEL T (corrector), AMEM EToOFHBEZET & v 5 IHWTHIF
S 7z, Lumacaftor AR TIXERRIV B RIMEDER O b L 22 o 7223, Ivacaftor
EDPFIZ L D REAFS08ZERCFEAEDFEV, %l 2 qET 5 2 L 3R A
&4, Lumacaftor/Ivacaftor &7 (7544 Orkambi) & L CFDA IZFER] & 7z
F1.

F 72, BYREEOMIEEBEFIHEE LA L, CFTREETF TR A LM
INGYRY =B &R T 74 F—CTHREIIRASET, BEOMR IR
THCFTREZHBLS 2 Z LTk ), MHEE (FEV, %) OWENRD 6
L oMmE BT E N,

(FHFS  28ED)
1. Accurso F, et al. N Engl J Med. 2010 363: 1991-2003
2. Wainwright CE, et al. N Engl J Med. 2015 373 (3) : 220-31.
3. Alton EW, et al., Lancet Respir Med. 2015 3 (9) : 684-91.
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Ivacaftor Lumacaftor

£ 1. Ivacaftor & Lumacaftor OERARGER

=7 BRHR  ZR SFRCMEZ FEV, & A8 - BUIHE
Phase I B
Ivacaftor (2010) G551D 59.5 mmol/L NS NA
?;5"1\’1% G551D ~481mmoll. 10.5% 27kg
AN gs51D ~535mmoll. 10.0% 2.8kg
non-G551D
G178R, S549N,
TN 65515, GI244E,  -49.2 mmollL  10.7% 0.7 kg
S1251N, $1255P,
G1349D
KONDUCT )
o RI17H 23.9mmoll.  5.0% NS
?'2%%%\)@ A F508homo  -2.9mmoll NS NS
Lumacaftor F(’ggﬁ%' A F508homo  -8.21 mmoll NS NS
Lumacaftor/ Phase Il
vacaftor (0014) A F508homo NS 7.7% NA
TRAFFIC
P A F508homo NA 2.6% NS
EEQQ\‘;PORT A F508homo NA 30%  0.36 kg/m’
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A. EGhovtEVVI

BEROVERRMERE 1%, 28 7 ek LITALE S 2 CFTREIEFOE R FHETH
5, FCRAATIE2,500 A2 1 AR T 2 LS E o mwWEE T, BEH
1Z5930,000 N EHEE S T W B 25, HARATIEHAEKN60HT AT ADHD
THBERTH D, WHOELHEOBCEROEERTH 27: 0, WEILE
ELTATuESEOERCFTRBETFHREETH Y, FEFOME
PRLIR) DS ICIE R S 2 RERIZ2S% TH 5. UBHRNERIAELZFHLIET 2
ZEIETw,

CFTREMLT 27D XY ¥ 5 6 I LRI K & LWHRIEF T, RO
FEFED 1,000 LG s hTcws, AEICX VBEEORmWER ML
TEY, BBEOEEZITE Y BT TIX, exon 16-17b D REZE T o3t d 5
FEosm (7Y VBEHERI25% © HRANRA OZR), K Tp.Phe508del 2 52
(7 ) VEEERI18%  BORKAANIZZ WER) LS TE), Thb0E
BT 72 CREFDMDIRLSED H 5.

CFTRE T EIR AR FE S i, WE o R ENMR I O iR < [Fl g
ORMIBW IS WRETH 5. [WEITIR RO FEKMIEZ W 1G85 T
WX D IRIRBE (AR 2175 2 L b, HWICZiETH 225, =
OMEORFZ LR, REITNSEMMIIIOVT T LHHSBHETD
3. ZOBITIE, YERODERBRSEE LEM L, BEERICERLTL
(R BEEMERCHEEREI TV v — R E) B L TF —LEREE
LCAT) 2 EMHERE TV,

GhEE =)
1. Watson MS, et al. Genet Med. 2004; 6: 387-91.
2, HELDE, fll, HARWECARFFERMEEE 20155 112 1 A342.

B. EGFREICEAIDIHARSTY

HARERSZ, 2011462 A2 [ERICZB T 2BEFPHRE - BT 3
TARTA VI EBHEL, BKUA FI4 1%, BEREOBFIZEW GEEBER
WA - PWEERT 27 DITBELRGNERTZEOTVLE, FA KT
A ¥ O OEBFEIRE DR R R T CFTREE TR ICEE T 2 HE U T
DEHTH 5,
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1) EAEEBHROEIRLOER]

BEFREICEL L, REONRLE X LEEFLZORNTWHEIZST 2
EEBIT, HENTARN CUIRFHEE) It aHiNzfTo e ETXFIZL 2
RANOFABEA Y72 =L R avey )22 THRELERT 2. £1:
JEE A H O N CEABRIRE S LT T T 5 T,

2) REBEDZM 2B E L TITONIBEFNIEE

Fei#E OWEEZWIE D 72012 [SHTH LR DHESL L TR ERE ] &
EiET 25413, L3 LdMHEZEROKRZLEL L. CFTRELT
MAEREFTICETRE2EEZLND N, MBEEERXAOHFEIZOWTIE
flil %2 DFEROHIMT & 72 2 O THTB S RO L EITHE D BELDH S, £ L
T, MELA-L—F2EM(AREFZRXTA K74 ¥ TRIERE] 0358
HROREH TN L T2 OREDOERLIRIUT O W T Lil 21T 5 BED
H5.

3) FERMEREEEIN, FAERIZZHT, HEREZRZBNICITONSEGRFR

=RE

BREZRBIEL TOTWAZ NG E UTRREDZWT « BIERTZWT  HART
Wiz B L L GERENMREZIT D HEITE, MREZTOM»LHEEL Y v
) REBTIREND D, BRIV V) Y ZEMICE, SRED
AOPREIR 3 G T R & RAR BRI B AL 72 (B REAR S X R e AR
AV T =L E)BHOLTF—LEREE LTIT) 2 E¥EREE D,

FHZREDRBORIE ) 2 7 DFWRRITB T 2 AR £ 2 B
FERITREFHE LR, (DEBLZEEEFROTFEDZHEALR DY T
VAT LTl Y) R K O F DA E 2 T8 LK T OHEF O AREMEIZ O W T
DN TR 2 F D D (2) RIRERP HEER D b OWBFEFKICE DR
HLRTFRMEONDGE8DH L Z L2l T 2 Q) B LIERFEI T WT
BARGBEEICB VTR, HAFDBE O B2 E R 0% E O AN TR
2O REMEDH 2 D THEIHIET 2, RENZEITOLND,

OfF =)

1. http://www.lifescience.mext.go.jp/files/pdf/n1115_01.pdf
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NE IR L W], 24U, CFOPEEARDORHLO—HTH 5.
ZOXEIE, BOONKEZEBLLDOTIREL, HYO—HOAEERKM %
LD TH S, HoE, HEOMHEREOEBLFED 720, AEN
EARIE 2 DRI 2 RERIREEE ISR b T v B, AFITIE, R OK AR
IR EFED DRI 2 <, BT RS S 2w, £72, —A, BZO
W Z RS DI S 0w, A, ML ofb) 2L T, BREFES Y
TV EEPHIIBWT, ABRRKEINYT 4 2THHA->TVWLIOTHD, %
T, CFR.FETZET, EOXDDNARKETNEIVDES ) 2,
ROR=YDORIZI>T, FELNDOELHOERERT,

9, ARBICEELZZ LF, HE»OAX VY y TIIBY, RIEEDIT
AI2=F—YaviEfIIZLTHL., BLTHCFTH L EHD->THD
TWERE, B omMEToTLEw, ARLDEARLTII 2= —¥ 3
VHBRbAHLTH L, B, BEHoAHSKESVEHTHH D, R
IR 2 R— T2 2RO LN D, KiT, SRMICEE L Z &
&, LU CHEHEEIC L LT, ZOEMIIILEBERZLL/TLZETH S,
72720, ZORHOFEDIE, HBAHALHD L LIRFILERELDO 1T+
SIHIRCE T, L2208 252N TVWEOTIHERMET LI LR
R, BEAX Y TDOT RNAAREEZDLVENE, FEH LD ICHRE
TE2L), RRIIOVWTIHHET2BELD L, S oIz, H¥El - BHEYIC
BOWCTHEREZZI L, FELORBRELEET 27:0I12d, CFOREEH
EIZFEDERMEY, FELOXERMEZRIET 22 L TH L, WEEZRN
ZBWTH, HOTEBIRENS TS LW RERIL, ERGHEICE T 2ED
BEEES, DOXAETMT 2 L THHETH .

UB3L %)
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c NBRBFA LS, ELBNZHEBHBE»ZERICEL
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* AR DIBETH, FELDREDAFE—ETHDI_EZR]ODNED
* TEDT, RADFEPFROPOBD B EZRET D

c FROBE, WELEEDPANVAELSHEVNKDICEET D

s FEBDBEINDIHKEIEET D

cFANCLORRAEZEET D
cHEHN—NZEBET S L2FEIED

*B5&2ELTAYRASHE, REMOBEVEZRET S

BEH

FRIRVET, EEICHIST S
cEREDELEVELECSNSE, BRECASHEVNELDICTSD
* ML CERTOMEVEHCSMTEDLIEEI D
cBEEbLIZED

* RIESEOBRFRDIMR CE2 L OEEI S

« ERNRIEHRZLR DY A I VI PERHICEET S

c ERICHT SEHIL, CORBOHENERISTHD EBHTD
cBREZERIZD, BRERBVZD VL TZRBESLOREEEX S
c BIELIRIBOREZRITD

cFEBD, FICDVTERRED, BNIZDTBI EZIEBLAL
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A. CFEEHIE

WK O ZE R MEARMENE (CF) BFE O FROUWHEIZEBM LI Ry F—ET v
77 (PNVEFALY), v 77343 (=AY, v 27Vv7F (Y
N7 VvE YY) 05, 20114ELELHBETHIEIZL D, bHAEDTNTOCFHE
BB R L, IR EBEEL, BIVERICHES 2 TG 3 5 A % 1
KT 2BELDH o7, 72, CFIE, DBETIEMLERTDH 27 DBHEIC
DB S T Wz, 72T, CFOBM & REICET 2RI oER
T EIRE, HE, EBEROMTE T 2791z, 20124F1T, HEAMERE

RIS 2 BRI X > T, CFBEHIELIS BTNl HKEED
HMR, CFTROFEMRLZEHBSML TV,

v = 7% 4 b (http://www.htc.nagoya—u.ac.jp/~ishiguro/lhn/cftr.html) 12
DWid 2 VTR EICET 2BE 0 TS 2 HIRE, TR, kﬁ%$mﬁ&%
AT S 2O, BEERICE T 2 F WL LR T,

(HE ¥ B =)

1. BEABHROFREZEDTZHDELD R

DCFIIFPEETH27:0, HEX LTV EFAPRESNZR”NLD 5.
BER, FRE, HSRE, X0, BRHELAET I
720, BEOMAERERET 2 - OHKROIEEL T 2.

) AEMRICB N THELALERD S b, BEFEAIFESNIB/IODH
DIEERIZAB L v, SREMERE, BEFARES A TWEREHEEZ -
B E LTABT 5.

DEBRICIBEFEOEE L E2HERT 27017, BEH/NNROMABHR Y
BT 225, MAIBHREHED 7 oI EHREHE 2 E <.

2. MHSERICEETDEDRD

DEBR, FIRE, HRE, X CRESTE, BREEZNL MG
ERIZEEFEOTDIZOAH VD
2ﬁﬂﬁﬁgf%enkWﬁ%?é%%ﬁn%ﬁﬁéﬁuﬂ%%%%%%
L, BEISCTHEROIED TR 5.
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B. CFxi=

JE AR B AR (FEROMEARMENE) 1, WK T & TS RUTBRABE T3 2%,
BA, HEATEHESATOET., HRTIEBS TEFOD 2 WEED
720, BRIV L, MFEERLMIEI B2 LHD LA TLTZ 2000
R, —ANDOBEBOREINE o Toh — A R—Y 2B L7 5234w,
A=Y 7Y A% 200144 5, [20ERMERE (Cystic Fibrosis) &
FHLFRBEOE] ZFER L £ U7z, 200041213 22 FOARMERE 0 1R R BB & 52
BT 22 (CFO£) &ML TRARBEEOEXFHH ATV, 650004
Mz 2BARRD, 3EHEOBEENHATHEATEZ X I L
72, ZOFIZIDKREBELFEOATFOBERRESL->-OH D 7. 1%
B ZWH DO 2 S £ LRI RERH W L 9. F20104R12i3E
WERAABATHIZTCCFXTEa v+ — B, ZOBRITET A Y 0 X0 HEn
FR=FNETEDAL PR 7 F VGl E2FE» L CFRENESAL, &
FRULIHEZMILE L, ZoOEHE, —EIARELTE) L2,
20154E7 B ICE ORI E %2, AHBERFICT, BERELE D15
SRV LE LT 2L T, ZOBITESE L FEDO SO LM % HHER
L, BREIT2IZED S LT,

RIARIRW BRBE L S T ) A5, 4R, REMEOES I
X oT, WMFITEHEFERIEFTETVET, LrLRAs, AJEICHE
DEPRANEIZR L, FITEARRRPLA MV RIHILORSNZ I ITh D &
9. BB I T, WOERLERLENLEIERZ2ILEHIDHLTL X
S, FAUGK, REPLWUAEFED AWV, FrbAEZ5MHITLOXZTT,
TP L DAALTHEZEVEDL, PULTHHEOBWEREZITIOND L
I, BODLTHEELTWIT LI IEEILTVwEonwEEZTVWET,

(CFRIGEEEBR)
¢ THNE

. A=V Y Z VAR ERBLTO, REHEOBRZHE X 055

2. WHERFEOHE, BN, HAMHOTEED ST 120 OECBFHE~0
ERAv

L I =i

1. E&E - RABXUSE 2. BIKHE - REOBEIC TRV 2T 54
OESE

1. IE&H 3,000 2. B4 E --- 1,000

®EIRE
http://jctn.jimdo.com/
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HRER L v & —3, %ﬁf@ﬁ?%@%?ﬁ%JW@ﬁgﬂlU*ﬁEﬁf , ERE
T olfmr, BEEFHE L EOXEIZLD, VT4 l*(http.//www.
nanbyou.orjp/) ETAL TWw3, *ﬂ“*”ﬂ?%‘ﬁ”@%ﬁ’fh@@ﬁ% BRI
FHI T OB - iwHEE, X< D2EM LB (—RAMFERT) 2R3 2
DTS, BAEEFRSND, T7z, DWTEEUE L EREAFHES (EREK
OHFEIIBE) 2 XY u—F35ZLMNTES,

(LSO

Jopan intractoble Diseases Information Center
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TR R
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WK ClE, BT FEMERHERE (CF) 0 BESHEA TWE 2T T% L, CF
BELZOFRBEZTIET 2EURNL Y AT LADBMHEL SN TWDS, 2L 213,
1955 4EITF%SL S Tz 7 A ) 4 @ CF Foundation %, CF B3 2 BERIEH D
A, CFWFEMEIIN 3 2 BE&MIRII 21T X0 T, SEMIZNd
20 —iEEHITINPOTH D, ZOMBHBEIIREELE%2IE~2. CF
Foundation 1T & DA TIX L Wds, ORWCKFEEIZH, CFEHE L REE X
Z5NPOVEEBEHELTED, CFEERF—LLOEEEDD L, ZhENA
VEA—Fy b EBLT, BELFESDELEREREMEL VS, L2
X, £ XY ADCF Trust Dk — AR—121%, FIAFZH, [CFL2ZWirsni:
B ) DOF LR Lo, [CFEE| LD, H2WIik[CFEE DAL
TO»EERINT 274 av2b), ZOHHEEIDEL LTV L IEHRICE
77 AZENTEDS, HDWIiE, Lo CF Foundation Dk — L R—
12X, [BhE), DREEEER], TLo&EE], MRBROZBN|EDT 4 a v
HY, FRENRFOBEMICT 7 €A TE 3, 2T, WFALDONPODK—
LR=VIIBVWTH, BE, FHEFIA Y P ETRITELYRAT LD,
RN & 2R OfEHMED 2 <, BRI ETZ L1 LoT VWS,
FEBRD CF OREIE, WOREEE b, TN LRIBEEETRZ T L0 TES
CFe v & —TEBINTWDE, KRLELZFREST7 2V & TIEK 120 D7,
HARDTEREDOHBTH 24 X ) A T4 2F, HEDMNIEZ EOHEET
HBETFY—I TE2IMDCF Yy X —NEIPNTWDE, ZOE, HAY
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FER IS MBS N LTk D, HADCFEEREDKIEIMEEIZH
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Elle is a Christmas star!
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Christmas wish.
= 119218

The world's toughest row
Two taams strike out in the open ocean for tha Trust.
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L
CysticFibrosis 2 0o
B =

Gcfirust
Catching up on all your kvaly
Christmas messages, ows and
iories. Hope you all hed lovely dayal

# Ragly 1) Hateved ¢y Fovourtin

Cot samething new yesterday that
means you can get rid of the old
one? Or perhaps there's a present
that's more the thought that
counted? Even planning the 2016
Spring Clean already?

‘Whatever you've gat to get rid of
past-Christmas, check out eSay
for Charity, where you can donate
the proceeds of your sale to the
Trust

¥ 506 MOMS News

| am

u parant niluw‘ﬁl disgnesad child

S

CF TrustD by T R—I M5 (http://www.cysticfibrosis.org.uk)

Find the Resources You Need to Live Better Today

0POOH

TREATMENTS
AND THERAPIES

EMOTIONAL GERMS AND FOR CLINICIANS
WELLNESS STAYING

HEALTHY

HAVIGATING

LUNG
TRANSPLANTATION INSURANCE

Adding Tomorrows.

WE Arze DRRAVING RESEARCH TO MAKE A DIFFETZENCE FOR-PEOPLE
LINE- Wit cYeTic FTRTZOGIG

i m

Clinical Trials Our‘;MI_\_m‘cul;y_r Work

Drug Development

CF Foundation® by FR—T hvis (https://www.cff.org)
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TS 2 I
EMR37H, WAKEI200g, FEMICEE L, 1KEX D E
HITHANE S, FHERBDS—HITS~6[H LSV LitkoK.
PEH L D RELR 2R L, BRIRE S CICRMZZEL
7o, ZOEHIDEERMOARRIZKO . £ ORIELEKRF IR D
MO OEE N T2, 4IRED DI IE M 2SS AERE
WHEED7: DRKT 2 2 03 %o, JEET, I/ 547
YOI - TAE TR & L CORENMToNT A, KT
I dUBERB E Lo,
A e BE - Wl (75%) (ZfERE AR5 OFERE ¢ FhARMERE
4TI ZiER S h, AFEELZHTI ATV S,
55975 em (— 1.5SD), KE11.9 kg (—2.2SD) & i ERE %
ROTz RIE37T.8E MW X RN EED 7 DB L d o
7o, BMIRFCIR L, HWIRMICREKEEZFRO T2, B DIREK
ZE, VgF7 7/ —¥, RMMEKRLIREkEZED 72, K83
WK E 2L, WIGEB)ICZ U ERNFRTH - 72, WK
BRI & FSRIRHIC T S BRI 2 & O L DR 2 R D 7z,
W30 b, 2fiE CMERE ASEES L, 72 NI EF % F0 12 coarse
crackle  FEHR L 72, MEZBIZMERE L, siF 2R o7z, FFh - M
P U ey ot FRENFRIBEF T /- 2RO,
BAL - B3RO 7.
KM, A1y, SuEae, BERRECHL L LRRFE L L.
o 1-antitripsin : 364 mg/dl (170 — 274)
MHEHEE#E @ Pseudomonas aeruginosa (+)
Candida albicans (+), #FEE (—)

R &A (), 7y (+/-)
HHERE © EHOIIK, Sudan MIPETLEOIEIRZRD 3.
ABG (RA) : pH 7.409 PCO231.2Torr PO2 50.0 Torr
WHEMAEME © Na 100 mEq/L  Cl187 mEq/L

(B @ BB C 33T o CLIE B 2570 mEqg/L
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PR B X A © A2 FIERIC & 0 IROENG O O % ARG, &R
7N

PR BAAL CT © W fifi 4R 129 2 V8 SCHR ARG, —EREEIR 1T HRAR
L 725%% 3¢, mucoid impaction % #2887z,

P - Bl ¢ RS, BRY) -7, hHETRD T

HE MR Wl R (R E R E

BERFDMW © PCRIRE MR B T4 12 FS08 KIBIZZED 3

D EAR F 2RI,

D BENMERRHEIE L 2T L, SERE T T o T2,

ES PN R LTI, 4550 & D s R S LS
C R I VHIORT T, EEEE—H ZRBRE, FdiEb
WA L7z,
MR BI LT, SR & D, ARIRE oWk HEH 23Rt
L, AVNRALREZZUEETIAR A L& Ry b e —
NEFTo Tz, BYPEOEMRINIE, SkizTz ) Ru< A YYD
D EFHEIE S Q0mg /kg) EAL L, —R7YRAn<Af VY
AL,
ERFIZIZHEERE B CMRSA S S s X H 1z D, KKEH
YR BYR 2 IO & W Va3t = OFF L oo, $IMRSAHI % &
CEMBPIEELH VS D PRI OFHI - TREMHEDIRL
TRAZATIEIIRREIZIGE U 72, F 72, #lrh, Wflicb7: 2 B
Sk DAV
FEEE, REEIALN, RLIT2FRESEL, 17
(FF 135 cm, KHFH20 kg) BRITEBMRELZEA L. N1 r A
th, High LWRAREHIEE L, FHEHARFERT 2 b 8ER
AT (AN

(H —K, #l @22, Bk e
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OmAT PERERHEXHR 1430 MIERERHE X

ZTREIC K DBOMAT OO E ML FEL - KD D.

R, BRE, [EXBORENAS MmEOBEE UIAMRIRE. RIRE
na. BEONHSNSD.

17 mBF  FERERHE X R

MIREDD.

mihE STz S SEDIE IR,
Z LIS ICHERDEBEE D AOND.
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14E8 BEICT & - XD,

MR EAICHERETZEBERRICHR L R EX 2RO, mAIFHRERC
FRMREDHD. ZICKEDD.

[NEXEFEELTHD, @RAIRMEXTIEmucoid impaction Zz8@7z.
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( TAEHDSDT R/INA Z— 2 )

[FREMGHESROILRE - HRHIICHITIRRIEEICHT D
ABODIX]
(&2 B

BROMERHEE X, AP CRIEFIHLERTH 2, BHOBEETIZFHHT
SR VKRR 2R Z LB T 280 %5, LHL, A7) —
=V L L TOFCIEBENEIR = X 28— 2L LT 6T/ S
TIEZWV, FLFEBICRADW 2TV, EETBWNIC L D HEE TS 1E
TRERR LTz, AR v AT u — VIIRE AR CTRRWTIZ W 72 288 TR L 7z,
FEANE 10 v A&, WERIZARV—A, FREICEFLI~SZETL.
12 AL DBEEOTHIQ~4E/H) H D, A#%8-10 0 H % TKIE LN
HoOBWNICTRIEABREZZ 7., ZOREHE, (ko v X Fo—v
JiE (T. Cho 37 ~94 mg/dl, * M fg i 26 ~ 188 mg/dl, HDL-C 8 ~ 14 mg/dl,
LDL-C 19~26 mg/dD), HFEK (AST 77~247 IU/l, ALT 35~ 149 IU/l, y
-GTP 87~ 140 TU/l, PT 60 ~70%, Alb3.1~3.7 g/dl) 238 s ntz. {&pY
REAMIEOYELW 22T 7205, BITEEBFRBICTHES NI 102
AR & D UFHN TR D TG &8 5 IR EEOIEHR B X CEREEOREE %
Thotz, OBRMRELRIT X 2EOIERIEE & 220 S ROEREE#HO
ZHIT & RREE & HE RO MR I X 2 BRI EE I X 21K
VAT u— VIIE@IEIFERIC X 2 FER (K 1C) OUCKE AR ICEN %
o T, —IokIEIAFTRE 2 R DM R T T 72, g« IRT
I BT, MIEEWRERDT, Ry aLiot, #7277 =27
b I vAMAE, I v=F> i+ ro 7J R I a-anti-trypsin
WESE» AT E o Te VT D IERME, EEMIGTH o7, ik R
MEE AR BE btz WO JWERE, BIROKINE L HERSFOMEL 5
WEETH o7z, Z D72 CFTREILTIRIT L D W & ilAa 1z (BB RFH
WA e AR ITARIED. AEIR, 1609delCA (1502X)/ Q542X DA R #15C, HEE
ZWiE Lk,
AENBEZEIEMNML ZOFHePET 2HEREZ 0L, AL 2
BRBLERTLILODWT 5 LCHETH S,

(€23 )
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®1. A, B: 1k, BEX-P&.
HRRRIETIELL, [IEZEDER &
EXEABERNDFEGEHIREOND. FiER
[FBRLTWS.

C ! 1 mESHER CT .
J[ERASEREL, [EIMRE
(=) LxERE (A) Bons.

D : 2783, BEERCT %
FREAOXERE IR —(CE
<, HEEROEmREGIRSN
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(& ®
CRIE D) B L WO RBHEIUNEE L 70 ) BEREFTREEELTWD T
&, FEHL L REOEIUERE T BN L 3 2R e 5 ls 7.

1. [UERE

BRI OREMEIRBICIE S W, AT a4 REIOEE & R A,
BRIEGHNZEI R IZZ Lo 7o, BWiRIE< Y = P — VIRAZITV, 7K &
D RAVF—ET VT 7 OMAZBIIE LTz, SR O MPREREGE, SIERTR
DZ L\ (CRP 0.07-0.69 mg/dl, WBC 10,000 ~19,000 1) 52 A 4 ey
WWHEIIZ A DR, RRIBERYIC L 2D D2 o 7. MRIEE TN 2 HUEH %
EHMQOE) S5 Z LIz X D PRREIBERL, 202 L3I
BXHITIR DB TH o7, 77V Au< A ¥ VIZ& 2 FHRRET %
W, N7 IRAYVBAETEELD RvF—¥T7 V7 s WA ZRLL 2.
IRBITE D 2B AR % T L 3 2 MR RIS o Te. ML v
N VIRYEE L, FiREE AR TS TWw B,

2. ®8FZE

SR OB EIEIR R, W X 2 BNERE, PRI L 28 %
WVX—DERIZE 2 EFEZ2bNT. Z0), BEREEZLEED 0D
WHDIZLBPEMICERS ANV — 2 @EO T L 25, HREIXWHHE L7 (R
B0, WEURAE D ZE ERER IS L, FKEREOME, HEMMSR
Lndz. LHL, SEMBEL DB CEREMAYER LTz, BB vE Al
B ARV E Y WBEIZIE, 9% IGF-1E34 ng/ml (<-2.0SD) & ABAE7E - 72
TREFIZ RV F =X T N7 7 & N T T~ A VA, EiEHEMESE O
Vv Y R—¥) ZBIA L7, BMI-SDS, Ii%IGF-11#, FEV1%IZZ1{Lid %
o Tens, FREIMEELS S 0Tz, Fic WRAFI SRR HERF L, =
AN —HEOYEME LN Z LTk B EEZ LT,

3. S oFRTEE
WERIZ A 5 T fEREIF IR D oWk 2H DT, Y VY FALT X a—
VB G 21ToT\W5, RS FA, WIEIC X 2 5iMmER - /MR o
THs b, SHBITFTBHEOMEIC*#ET 20END B,

GEE #®)
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SHIEEERF YLV E

EE
AT | pim, FLOSE R LA
BUD, ¥=h—JL (FILF—Ha hISTAIVDRA
REER
(cm/4E)
= ()
5

=
m\\\\
i g BB 68
g 8 3 8 uzil

K1, EREREEE
A BREEA), KEHGEB) (5mHISTRECTHRERENRDLE. 7R RLF—t€
aEMTSVAVVBRPRAZRIBEL, NI F A RIRAZHRIELTZ. BEESE
#BEIDBREMDAO5N, BRIE-2.33H0'5-1.96 SD.ASE L. ILREIERHE (C) :
BEFRERDIX, BHOKERLBEECIDEFERENMENML, AEBMIEHEBICR
Sniz.

K2, MBK[EHMEBEREOBWSCTEL Y TV

A B:7m1088, PRAIOKER DI EERE R HBKESNLERZRDD. C:8
m8 N A, FRRIDOIESIEZED R
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( TAEHSDF RN Z— 3 )

[Ba{EtE A L O ATHRAE L - RERIEGHREDESH]

FEGNIXAH I HEORR, HER X D EESIFEH T, BHAZORINCH
HBAREMT 21T o 72, [ HIBE O B4 K38 & M CTREFR TEERIR O fa {8 3
ESPIIZ e (1 &X2) LT W7z ®, $RREALIC TG 2% LTz
Cystic fibrosis % %E\, #HA4 R FHITEHER 21T o 7225, T ORI T
FAERPOBWITIZEL T, Hh b)Y 7y U iHEoERR 2B OS%E
L LT MEHHED T LIEL « BIFEEF TR L, R & R o
BE#fTwo0, REFIROFEEIEIC X VHREENZR D 7. A%6» AH
O BMRENE T L, CLIEEIXSME R LTz, % 7285 T b i
1T UGl 1B R 72 B LR 13 1540del 1058 £5 7 (R EI3K), MI152REE T
(BEFESE) O~ T oS ] 2380 7: 2 & X DHEEZW % LT, IBBEESEE 10
EOBE, FREFTH 2.

AIEDBWIL, BEFBW O, EROTRE (QPIT) Ik 270
RERENE ERACTH L. Fxld, FARPL D AREIZ XD FOHRRE R
R A 7225, T8 (G120 u) OF RIS 2 Z LB TE Uh oz, Bk
Bz, ABIN6 r ARRICEIRIZY S v 9y T ST EE O EE CIRE
OEWHFIZAM S, KBICHEIT L E 2 5%, MR EHE~< 2
Yy MEEZOTTHERILT:, $7, bhbiuk, #ibhzknicEzBEw:
BEA D IBED T B LHRIEE LT T F Vv 7 4 VAT A NER{TLIZ. 2O
FARMZEITFU T 4 vh (bbb, REHOXIR7 4 v ZFH) E
WZOXRTFEFDO M) Py itk o T I F U IERT 2EZHAL, 20
EEIZLoT T A NVLDBRESRELZEVWIDDTHS., ZDT A MIFE
FRHWAZ EI2ED, BRICEEZINZ 2 2 & 2 L HEBIHIE TS 2055
HTh 5.

BRISHER SO TH o 72, FREEBAZIIS LT, ¥A a7
7 A VRRRIERA Q~4% DN-T7 2 FNV-L- ¥ X7 A V) ORI « #EEH%
Bxf7w, BIRERR OGS IIIEEE L LT, WEo%k, BEE/ERL
72, ik, RETREAMRA ORI 51 X o TR 2812 X 28BREE 2 T L
7z, WHLRINESE IS L CBRAlo R s &0 =7 7 — X E K&
5 LTz, #HE5EIEH I V2 120 mIT R LEER0.1 gt TdH 2 25, 4R
JEERE R B D KRB G1T X 2O RAEMIRAEIME SN THB ), EHHL
MEBEVSDBEE TS, REEEINLCRIEEA, v ) —2%2527:25
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2.
BENIIFRE ICHIBEIaEDFTHZRDTZ.

1. 4121 HE ESIBEEEER
ALEESICHRLIZBEAMGRE, B
BB 2R (ZH 7= microcolonf&, 1T
WIS HEICEE L ImSHIRPREGRER
o1z

il % D BB OPRRFRINEE 126 U T BRI E 2 IRETRETH 5. KL
2, Bt o E N TWBCFH I V2 (BRIS-25-1, ##AML-3, MP-3
&) B UNE AR ERIN 257208, BRI ERREK oI X o
TBEHEDI NV THRBEHNSAEL SN TWVD,

CH# A
L B RTs, fh. W LIERICHERE L, FEPITRE TR DGR S Nl Cystic
fibrosis O 1 il H/Mb&EE 2002 5 38 (1) : 26-30.

B CFRI I D5k

T PEE 2R o/NR o 7z IS S 7z, AEEEY), 8isliEE N Y
7Y kYR, KEESHEEY B LS E TSI vy, EHEFEXHD
L TiT o TW B SERMAHEFEER R I v 7 BMRERE L UChls - g s
NCVBRRI NV O—D, CFAIINZ & LTI, BUfE, ML3BAFT
52, {REIEARBVERTFEERORK IV FHR MR OES %
ToTwd, AFHFEL LoBEHRIE, BBUNBTFEEROR—LR—IIC
FLE S LT 3 (http://www.boshiaiikukai.jp/milk).
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[REARE 7 # O—FAOERIEGHIESE DAERB]

HENR378, 2418g, WM CTHA, B = o — Tl M ZiEH s T
Wiz, Hil 2K NGRS O T, £920cm o BT BRI & HifT S R
7. 3y BEEX D HEBYE TR, SUESCRRER A < 7o o ABEnE, BEE L &
W7e® 4 BRHIZHEACKFEBENERABE & 2o 72, BB, PERHE X D
BRIMEARHEE D38, 7 o — v EIE LT E 2 596 mEq/L L
TEHBWTS Nl HERME TR LTI OEIREEET L L, IERER
YURE TR L CIPUAER 25 Sl 3 IcHD IR 0 S EERL L, %
BHRFE (v & —)VP, ML-3) O CBBE & 7o 72,

ST AEEEL LCAFITZ BEXER (v v X — VP, ML-3,
Tvya7 W EMALEL AREZIEZIVHOSY Ry, 2F—7
N, 2R7, 77 7a—=nN), BEF(LaxLy, eYVRYEE), &
BIYEA (K27 F Vv, XT7FoRE), MEEER (R FI7—¥, N
F—LLGE)RERLL, MABRERXTFY, €Y VRVLE), HEEE
O L7z,

875 & D MIEHEBIETH - T Il > 7 v 7 F 85 (Creon) AR3ERH G
L7z, 105% & D IFE A A CrhDNase (B 5t 4 Pulmozyme) 12 & 2 T AEEE
BAdE L, 15/ & D b7 7 v v OWARE GAEKEH, 48RRI, mike
K (5%) 12 X 2 WA DBIR L 72 R 1),

TV =27 TN T WS LHIFUAFNIC & 2tk L 167% & D Bl L
7o, TWWRTHEA %3 » BEICI4HMEARE T2 0 TH 5. EYYER
F—FE L7208, FIIAERSB L E X DIEROMENRR L2 X Ik o
7z, MEHEEEMTE TIXFVC 72.3%, FEV1.0 47% T» D, CT_EXEILE,
BERE 2o (K1), ZhoDWETHEMENZEYO 3> o — vz
WL ®, 208K NIEMIBAE ORI EE & L CEBRR L 72, 225 TRl
DIFER S GRS, BIETEERL TW5,

Ol s, /A ©)
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®1. BHHER

B3] 1858 5%

Creon 69 (240000 &1iz) BREROKS
Pulmozyme (dornase alfa) | 17> (2.5mg) BA
SHRBIEK (5%) 3~4[g ISPN

7 CreonTEBEE LTRSS LT

Pulmozyme [ZZxREDMEAEA L TER L CLWASBEERTHD. IPVESE
BI8KICLDMATHESDEERIEHNMESNZ DI EDEHET2007E2BLD
FIELT LTz,

K2, MAERPREEEICERT SEA

B3] 1H#/5E ®B5E

Uo7 vEYY | 600mg ®a, 72

S/RAYY | 150mg — 200mgNIEE | #O, 52

NSV Y 180mg — 270mgN\igE8 | =EdE, 52 — 21N
AORY 1.56g — 3gN\IEE RUBERE, 73

NOSYY 180mg — 360mgN\BE | IRA, 92

X1. 19mBOMERCTRIR
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[CF DERID SiaEET]

=

B &
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=R

B M

i :

=
=<
=

% ONRMEE, i, REBEIAR

FREMEA Vo 2 &0 THMERER oA L.

2iF D LARIREIC X DM LM VIR LT, 2530 H, CTHRE
12T, W ESEIA S, KUESCIRIRIE 2 RO 7z, RFEMREAR S
SiE X BE WIS A AT o 72 2%, PUREATRS, MM RE o B,
Witk o B, IFPEREEES IR L e o Tz, KIT, JFEIHME
MEHEB A4 (PCD) %5V, SME—R{LEE (NO) BEHE,
BRRAR, BETFREZToRBRERALLNL LT, #
EEBYYEDOa Y ho—uhBTET, 26 14E42ARMIC
ftiZs D7z 90 O ABEIE % B L7z, 4 1 AK#R S ME 233
7L, EBBIBFEIDEL o7, CFERY, AL LHE
e & BB RFITHEZHRB L 72, FHClLIEE X 110mEq/
1L @, R 22 —VRE XS ng/g &L EfH, CFTRER
FENTTIE, RHEKRDOHI085RZEE, FHKD L441PEE LR
&, CF LPWiohEE LTz, WEDWHR, Frvr—X¥ 7177
LY T I<AYvOWA, 7 v ) —BEF Ok EBIG
U7z, IREBAMG 2 EE 2 LIFREIIZIZER L2 ), HF O
FRFIME IR L 72, 30 B biEEmBEErPIE TS T2,
W CT 13 a9 b aass (B0 1) & gL, 1696 22 B (K2)
TI3EEHE, consolidation 1335 L { B3 LT \\Wiz, BITE, B
ZBIMA U CRI2AEDEE T 2 28, MR R YYE o 2V T % 38
OF, BEREBIFABOHBETRE2E>TWS Y,

D ABRONI LM, MR, ZROIREE, (KR THETT 2

JEXINRIE, FIRETRSE &I 280K I Mis, KREE
IIARR & W o 72 CRITRHEIN it R B EGR O Twiz s, 1%
DOMEEZKE TITIE6 A TE LT, CRIFHARNITIZMD
THBBEETH S 2 &, FTRBEIERL TV WI &b,
RBEEOERBBEILIZZ o T LEoR I LIINEATDH 3.
CF%EED 10 DMIEY BF 12U, FFIIARBEBEEED 2 L o8
HELEbND.

NE =F)
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1. AERBBIOMEBEMCT
WA IR BN INRE [EXRBEDIEE, MARHIHOND.
Z£ LESRIIC consolidation 2588 3.

X2. JaRERE6 HBEOHREREMCT
R[EZIMRE[VEZEDREFRO DD, #RIRIEFZFRITHI L TLS.

1. M EZE2Z M HAEEE 20155 26 : 28-34
2. JRIEGE, fc NEEESHEE 20145 77 1 S1-S11
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( TAEHSDF RN Z— 6 )

[RIFGFEICRITT=ERE]
fiEG D 26m K

1ERR 393, 2900g THIZE, RIEZL L. FREPEIEEZ L.

EHBSOHE X DB ERO 2 L) I T o, BRAICHARRE, M
2R, YR%2. MBWREZHE GHEREOBDITARE Lo Tz,
IR 2 LH G 7 RV IRE, BIRE MR S . ZEZN%E e
ZEVENGRE B 2 HaHE S, BIUMERRMERE (CF) b 8o iy, ¥7Fv 7 4 v
LT AMIEETH o7z, SiEHI DEIAPERER VS HL S, 10/EEI DT
TAEREG OB DS U 72, 1SRRI Cl o S fi 2 & SR MERRAEE (R4
S UMBEBE T4 pancreatic sufficient : PS) LTS L7z, 1) WIRSTA, FilisH
SWRE T & DSBS T2 D, RAESCHERRIE O S D IR RRAR N 25EAT
L, 23/ & DHEBMBBFIELLEA LT, 258, MM O Y 2
b EEER A RIT U 7223, BHRIC X 2 RALD 2 OKERE L kol HiR
BT & D BT U Te s, AT 5 ORI R TH D, Wz
K —& U 7z AR B R A 25 AT S vz,

ARIERBAEIZ X o T, BEOMRERRIZEL CEEL, BHMSERIZE
LB HBE R E TIT R o 72, BELUBLbbNDOEEL, Zo®RIgNH
M % FE L, BUE IIMPRRRE R T 2 T S0 0w 2 L B E o T
W3, Fl:, BAEI44EHTDH DHUE, RBEIMHIANIC X 2 BHREET S, &K
AP IBEEEE TR, RBARRICE 22 0WZE ) OHBRLE, Hi-LHED R
HTW5D,

CONEFEBLT, bbb, MBMEIZX ) BFEOEGTHRIZITTE
{, HEEFEOBREMESBIWICUEE LT 2 L 2FRE LT, IR EI - 72
P& OB TIRFEE & LT, IBMHIE LRI TH 2.

—7, BRI, RUCHETD BELIIZT LN DIEETII L, Bk
DB LW, 4, CFEFICHT 2REEsLMRETHERR S, BF
DOTFHREEI RIS N TS, BT EIER 2RO L WEfITH - T
b, MRERAER 2 5 CF O W 2 5w, RISW - RIGEAAT 22 L
XD FROWEI MRS NG,

G &)
1. ARG« HERRER 2 % £ 72 W cystic fibrosis @ 14, /NERMEGEER. 1988 (41)
2603-2607
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N
| i | | HE B
i.vHEA SpO,
I N NN AN RINT RARIRRRIL I Y [
Hona)\

20 o
15 o PO, — 90
10 - 85
5 o - 80
I
0
9 5

75
9 10 11 12 1 2

1112
A/
1999 2000 2001 2002 #

RRSSARE DB & IFIREEEDIE T

B2 Atk FEHER &2y Bk

2. BiEmROEGZEE

ey = KRS TS
BtEniEOITFIREREZ L ‘

)3 1988 1994 1999 1999 2001 2002 2007

(€3] (12Yrs) (18Yrs) (23Yrs) (23Yrs) (25Yrs) (26Yrs) (31Yrs)
FVC (L) 1.73 2.63 2.56 1.79 1.40 1.50% 2.30%
% FVC 86.1 85.4 85.0 60.1 473 50.9 80.1
FEV1.0 (L) 1.07 1.25 1.16 0.75 0.46 1.47 2.15
%FEV1.0 39.1 39.8 38.6 254 17.3 443 78.2
FEV1.0% 59.4 475 453 41.9 377 98.0 935
SpO, (%) 97 95 93 88 99 99

*Estimated VC of the donor lung = 1.79
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SAEDSDTF RINAR— 7 )

[£%26 y BEDOTERRE - IRIBZIEDELT=1EE RG]
D IR TROE Y b E IR HEE ORI E > T 1B IR 2B L 720
T, BMITED L TOREEIRRS,

&
A PRI -

ABBFIRAE -

a3
37184 H 3322g, IEHEAEEDWE, BREMHA vV X b & O EEL
BET L, FERERRMLTL

CEERHAN, A& 253K S e S BT
D6y AWRIZ2ME], v A v AR 28 + i B RVE 58 B FE. 2

Bl H o ABER 12 13 Bartter FE B AE & FEHE L 72, 11 » A KIS
RSY A4 VAMIGE L HIE, WHEETITIr AZB LT B
Bete B H CIZMOEALD U, 17£0 7 A THABEE Ko7z,

B 71.8 cm (-1.2SD), K& 7690 g(-1.8SD). kil 36.8 JE,
R R FRIFE 90% Bl (BNRD, Maigmelk, sITmelz
RDTz, MRRGIS & PERER 2RO 72, BEIET, P
JEXRO Uo7z, FROFT 7 —ERNFRIZED L H o
7.

ABRBSIREFTR ¢ SRR T A, M5, E(LFCTHO L LRE L L,

MBS

EMBRE:
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PR LA X AR © A5 A & DBEY, Wil O F APEREIRKL
R, BIRE, JESHEDILE
fiige, WREMRELRLE L TCATOA FEE, ZJues ) 7R
FRIV A TuhTFu—VRA, 7TV = FRAIZ TR
BL72. BTWH & %o THIEREEE & < BIMRE Z fifT L 72,
OIMEHRE © BRI A A, mME, —HELETEEL
B L, C-ANCA 9.0 Uml (1% 12 IE % 1t), Chlamydia
pneumonia IgM/IgG §if&kfzM:, EB virus EA-DR IgG/VCA IgM/
VCA TgG/EBNA HL{K B2 4, Cytomegalovirus 1t Jit /IgM/IgG i
Wt <A a7 7 X<yikit:, B H&PURREYE, T-SPOT
(=2
QR 5w REFTR L L
OfEIRE : IRIERE, SFmeskiat:, frrpokiai:



FERIERHEIE OB O 5] & [UGT 2 K]

@F W # &G H # %) - MAC PCR/M.Avium/M.Intracel/TB
DNA PCR &t

G®HMHIERT A | Haemophilus influenzae (2+)

OMEBCTIRA @ KA CBEDF M L ILJE, P A S %8 (BT fE
P & 0 A

OWHSH 7 7 A N — i8¢ : FHHRGEB RS, BB - WREHZENEAR 7
L, EFIZAL—XTHol:

LRtk +E T -2 2 E 2 C,

O D B3 5GERRY:, OB Bartter EERED BEE, @FEHHE

— FERIMEARMERE A58 < BEb Tz

AEBRAETT ¢ ¥ u v Y EABIT TR CHEE 110mEg/L

BT FIEE : MLPAf#HTIZ Texonl6,17a,17b D ¥ — 7 W%k
R« £tiF exonl6,17a,17b D ¥ — 7 243,

SRWIEROE 1% 1 » HITTBMNZED, 7% NaCIWABIB L7z, 13 7 A
PO RNVF—ETNT 7 (FPVEFAL)TALENRYZ LY
N=X (V7 vt ) WREMAKL . WEBBRIZ ST
RIERRGIT 2], 35 ThERBRLE XL TIH O AR RIE L
& NTz, BUEARSR CHREHINIEFTH 5,

F & O REEY - WEIBERIET L EEENZ LV L2 LR
HIYTIT o T ES CT A T TYUISEE X 6t B o 72, 35l
Dkir#ED 2 IcH: ), FAETHEORETH D Z &, Rk
Bartter JE R HE O BEE R IR E BB HZM O S o L Lo 1z
HEFITH 5.

(fH W, &’ BT
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6~ B (AB1ER ; Iz, WAL 6~ B (AR2EE : EHZW, HE)
R, REENTR) ETMICRAE, TREOES, &%
ETRICTEY, TRY, THOBE EOREE SROBREERDD.
EERDD.

11 7B (AR3EB : IZW, KIR) 1E0- Al (AIR4EE : KW, IKR)
WROUOEAMKLRES, RS, [E  @EOOTAMKRE, RRE, [E
XEDEEZRDD. BREEDIBEZRO0S. mimhekk.
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11 s BE (AR 3[EIH : 1§, [HIS)
G R EIZ consolidation. MMDR[ELZEEEZF . EEEAI—T. BF
RIFHER.

o
~

1% 0 B (AR4ER : 1§, KIS
W OSEZRRERE5CHEEL. SEXMERICA SIS ROMBRIAEEE
B3
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[RHREZHERDRAL Vb | RERICEREREZEUTER]
EB :7HB BR

AHBSHAEIY, BEOKWAHILL 2, ZOBBHM, TH, WEHE
Rosd 0, BHRIsOG ST, Eken AW, K5I KE, WILTR,
HEWD FI1 7 ARIT7720 g— 6880 g) Z EFICEIE 2% LTz, Mtk
HECORBEET VI o —v X, ENalifE, EKIME, {&CHILE % 8o APt &
Lotz (R, MRETMFEs A, 10 HH O ARETREEL 72 (7630g). 4 Hi%
DOFKTHEREMED (72952) 2B 12120, BIEFHARD Y 2, K
B CTHYEIZHEPE E 7o 7z,

FRPE R A E 1% 7853g TH o 7z, il e HIE L7 & 25, BHTH400gD
HEWA, Bk, {ENalifE, KCHIE, R#EHET7 vo o — 2 (pH 7.473,
HCO; 28.1, BE 4.3) 3 & 7: (X). Batter JEMERE, Gitelman JEMEREZ & 238
B2 1228, I, RPOBMRE X — Y BEHRL Lo Tz,

IR ETF RO LV E W OIRELID D, IT~OEMHE DL T &
W, FEIS—ETERIL (7 y 7 TEWEBIT AT, Eoic TR,
MR A APELR CHEMBEZF L 72 Z25C1 25110 mEg/ L & E{ETH D
(>60mEq/L), ZERUMEARMERE (CF) A8t b Tz (O BITHERFREIZTH 7 v
NITEREREFE LT, NaClOWIRE AL, EROFRL iRz Hiks
22 LBTET.

CF |2 Batter i B #EA% 0 BE AR B 5L (1 Batter JEEHE) & S 79 2 L13A15
NTWVWBHDOD, AFBTRCFLHTDH 2 0EHIET 2 2 LIZHETDH
3. FOBMENEIENER T 2720, BITT 21lifErH 5.

ORAE 1)

. IMERES, 3. HAUNREWEFESGE  7:25-30, 2015
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FERIERHEIE OB O 5] & [UGT 2 K]

K. BIEARIFREMR

WBC  12.9X10° /ul TP 6.9g/dl  pH 7.486

RBC  504X10* /ul Alb 43g/dl  pCoO, 63.0 mmHg
Hb 13.6g/dl  Na 115 mEg/l HCOgs 46.5 mmol/I
Hct 37.6 % K 2.3 mEg/l BE 19.9 mmol/I
PLT 59.8X10* /ul cl 57 mEg/l U-Na <20 mEg/|
AST 651U/ Ca 11.5 mg/dl U-K 16.2 mEg/l
ALT 311U/ BUN 7.9 mg/dl U-ClI <20 mEg/!
LDH 256 IU/I Cre 0.28 mg/dl U-Cre  11.76 mg/dl

CRP 0.1 mg/dl

150 35

30
Py
150 W" 25
mmol/|
120 | 2— y/ =Na
? amed
110
=#=K
15
| =<=HCO3
e Na129 K 4.13 CI79 HCO3-28.1
g U-Nal5 U-CI10 U-K63 A
8D /\—‘ o S 5
r e = —ic mEq/l
70 u T T T u T T o
13 /s /7 /9 J11 /13 A5 ik 19 J21 /23 /25 127 /29 /31 2
kg o
i | korumpae | | Nacrmes | —
; reroaseedly S e -k

75

e -
———
by 4
7 1 P + :
B EEAET ]

. ZHfrToRRE
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( SBEDSDF R/INAZ— 9 )

[ DEIIRIR, MERSFRERHREE Lo TEMLI:
Cystic fibrosis DfEf]
FEROMERHERE X, B4 TIERZ E7: L 9 2 088 F S AT & o TR OFREE
RHHMEIIRT 0T 3, FTHATEBIMEDRWRETD 3 0N S
NFTDMITE > TO B VWHTHEN D H 2. WA IXFRIZCF &L 2W L 72 20E
BB L7z, Wb PREIERDICF 285 T30 ) L Loz,

EFIT 1m0, BR

SRIEAE - MGERsMS 2 L. Figz L.

BRAERE : 04 HITHRTEMEA v o 2 0 7 L Be/ N AR BRABHEAHT % HifT.

IR © HA% D b RIS o L5H (AST 200 U/, ALT 150 IUNTRE) %
RORHEL Tz, BT, BE OIS B o Twiz, HLR
BARSLRHEEINAR D BB L A% » B ITEEIEEI THYRIAA
Be.

28 EEERCT OIFEZ, BBy v 2ROk, ZofhoFiseR
EORAI ) —= v THRETIER LM AIRO Lo 7z, FFHRf%R
BETHBMITBES Lo le, HOXXVINIREETRELZRD, I
) N— VIR 14 UM EBMETE - 72, ABRH g BRE DR % 38
&, igRBEEMEN 7 2 VXV RE R FIE LTz, MR, R
S ubbEE, MRS VY ROBEL £ 6 CFEF 2, WHCIA
T VIBERHE L. FFHCIA F 127 mmol/L R Az > b o —
V18 mmolL) L EfETH D, CFEZMS i,

EF2: 2108, &R

RIGHE @ MRS U, TRl & A2 44 1 fe .

BEERE - 3 B IcRitE 7y vh o — v R, BHRE R ((ENalE, EKCl
e, (RKIMAE) O 7z OFTENREAARRED D, F 720 EERE
XEB & O OZMCRBZNREHZ 15 E O ABRERD - 7z,

BRI - 1R 9 2 AR IZmIBE oM A vy 20 72 12 4 B/NEAVE TR A
BANEMT % 4T S ute, BHEI O MR EREGYE OB E D D, LR
MEINCFo&Ebntz, FEHEIWML, FHCHEEIL207 mmol/l &
HEEETH o 72208, JEMEL B REE, FEREE IR Lo
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FERIERHEIE OB O 5] & [UGT 2 K]

®1. EFI1DO1m0OHDBEOMSL Y NS VER
IFIREREEZRRDIRL TV, AlEIOEBMEE T EMIE —5R0S.

X2. fEFI1 D1 mESOBECT
ALECPHECERRZ PEIMZRDS. ALEICIFERELDHHREL TLS.

727:®, ZORETIICE LHEEBWICES Loz, 21 AR
IR Z, R AD T DITHIEAARE LTz, WE5EREE T4 Al
PEARDE T p3M & Ttz EUREE IF W E RS, MR THRT L
72. CFTRBIZTFMEZITWV, 22007 VIVITERZED CF & BH

sz,
Gl Ay, Mo 220

1. MieZsr, M, HAVNERERERMEE 20144824525 pl132-137.
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W Fl

AFH &%, BEEBHE O [HRMEREE RIS 2 AR 3 X 1/
REIFERE O 75 DR HEE R 0BT 2 UE LEOE oM LIt T 5
WFGEHE ] 12 BT T b Tz [BERUEARARE | OFREMROBRE L D72 D
THD. 19944E0 5 54E T L ITHEME S T 2 2EEFRFE I, FELH
D500~ 6009FED/NBRID T I b iz i wiz, £, HIRE
DFEATITE, 1 RIOFERERERSE L ES R ETHD TV Z0wTwn 3,

FRIMEAAEE XD E RO TRHZERCTH D, BEISABDLTHHE
FEIZEE L 270213, FIBER I3 C OSSR, FHA, Mgt
T EOEEBRE, BESALZOITFEE, % L CHEBEEE O B
EEHRRWAR PRV, B ThH, BEISAL IFREOFAEMEA~DEHL
MBLF IR, RKFEFSITRBS NIRRT E T h o7, T ZITHEH LT
W, 7, HERESAIEIFIOBIERIC & D 2014 FICEBY v RY Y L[ 7Y
TITB U 2 BIIMEARMEE — 0 SR~ — | 2B L, ESOFMRER
M DERIEONT: Z L O BEOBEHITOUN ST LD, ZOWETITH
72o Tk, FBUREEOME WS, BEFBMOMES, EHSBRELEE, Hi
AR O EER, BESANOPHBEO Lk Er iz KigizESINZ S
N, EREPLDT FNA RTEGEZR S NIEM SN Z bl KPS &
2, Tah o BIIMIMEERE SA TN T 2 2 LTk 2 EEBMRE ISR
S, BESALZOIFBEOBFIZLEZ L%,

20184E1 A

Al
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