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RFOH R EARELZRAEL 7o HARNCEMAE
(SF¥ — 2SD (¥R 22) LUF) ORI 2 Bl -
7. BAHRRFOXEREY, 18U LT
Body Mass Index(BMI) ©, 18ikLLTFiZ SD &
a7 CTERLAY. 18w EDI0fER O BMI i
15.7+1.8(mean+SD) T&HI18.5KiHETH V),
18R D 8FEFD > b, 1EFNIMAES, 4
BEBIL B R -2SD L F Ch o 7c. 1FEALE
DIEFID, 2FSBICEWTH b h i gREES

LT,

FAEGI O WL /-3 HE (E 2)

FAEBNZ DT, S E OREBE R R AEE 21T
FHEECD /- THBE AR T. FHEOBHR
13, RARBRIZ16/18(89%), BEAD WAL
13/16(81%, {EL 2fEFNZDWTiX, RERHEE
B ERBINTWHEDBIEIOEER LI IN
TWiz\y), FEREHEIRIE17/18(94%), FABE
WALV 23 9/16(56%), FKEEL2/17(12
%) THo Tz, BEFHEMTIUEFNCHET I N
TEY, CFTRERBETEEIT207 L IVICHEH
INTWe.

JESL - Wb RER A (R 3)

FEAL 5 IbBERER R & L i3, BERIERtRAE 2
6 %, BT-PABA iAB&7 6%, TV~
VVBEIEMSSF, Mk U Y BEIES S B
I TSN Tz,

BEFLIA L D HETT I B KR, FMEOERAES
FE R BRI IR D RWRIETH 508, fil
DERELEBETHEL S 5720, BEAZWOE
T ORTULERDS. B+t U TV
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9 B El 2%
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107% 3.2 157.0 —-1.6SD 52.1 —0.55D 145%
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3
4 55% NG
5 T Nl H NG
6 EfE 0w A
7 B 62 A EE 6 xn A
8
9 2.79¢/B 4% A 36.0% 5% A BEELL 104 A
10 17.0% 155%
11 R I99% 115% REL 115%
12 (3+) BE%E L] <0.1 EA >272 N
13 et 2 5% <50 ng/ml 2%
14
15 30 ng/ml N
16 20.8 g, 28.8g/100 g & 2#%A8 12.20% 2R 04u/g 248 668 ng/ml 2% A
17 25.3% 145%
18
1E, MATOlRE/crE— DD WEREREE Th HLESEROEE, #8, BERHEE D

B0, 6 REORRPLETHY, BITE,
PR, BEETHEMELY R T 7 OBEERD
BWEWSRERBS. MHF LU T (FY
TV /=), KEICBWT, FERDOR
T =2V ITBREICHCLNTW AL,

BREErEA VO A, JREGTE, RERR, BRFE
fE, EHOFE, EREDOGEELOREL
MR eR L 7. IBE L EEARE, FLE
R L, FROEFIZREETICHEL 2 &
EH I TV, —RIC, BREFL, Bt
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B1 HEEEROAE &, SRR

K4 FHINAEASEERERFIEAR, EED
D)

AN/ 2V IV FAFEY a—VEE 2
Creon®, SA-001
N F— L%
RT<y 7 E®
Y7 A4—-P

[ N )

W IR 72 TV B BEGNC K 2 D 297\
EINTWS. AFAETIE, 2EMGEF 4 &
EFILDIZR SN, Wi s B IWEEEE D H
BWRRICNIIERITH - 7. EM 4L, A
Clr- REAEFMEA L, SEFERERR TR
iE U 7o MR BHE R & fE D I WEEBI T V1D,
3!5%3*”9@/7@”@ CF MY d 5712, fEFI1L
V&, AR PR EHER A A - 7oEFITTH D,
ERBEY T T 5.

A SN/ baREEEGE D
HALBEEFZIOEAICHVWbNTWi=. &
i, 7 L7 F /85 (Bk Tid Creon® & L
THWHENTWA., BHATIE SA-001 & LT
B TON/IO) B 2EFMTRASIN TV, &
7o, RS (ENI 3 EMICHAT I T,

D. %%
CF Tig, D D OMALEESR D W DOIAI N
2T, BEHCO;™ ZWDOWAIT & - TNEEIRE

WOPH BMET 3 5720, HEILEER (Bicy
IN—1) OBERTENEME T LI ERR 72 5 (K
2). WRLLTE, AnY —|\IxF—
BTREOEBEYESL L BT, BRATHRES
U S WIBBHI OB LEER R 2 e i i 54
5. MNROGE, BELFHED $30~50%
BN —HELNENDAH. FEOHEIND
T TROWEEICE, #EXE (EN) #BRL
BT 5. £/, BEFORBELC X I VA
WSS WOT, EEX I VHIEHRT
HINBERB 5.

Wk ClE, B0/ v 7 LT 5V 38EITH
% Creon® PEEEAICHVWONTWAY . f5H
TE AT RERE DI (500~4,000 IU Li-
pase/g IREH) AR 5. 7V EWNIRT S
EPTERVWHR~YR TR, YEDOIIN IR
FICRE T, AP VISR S.
LE THAERNTHMB I N TV in o Ioizd,
AHETRZEAMCEHRA SN ZOEZTH -
7o, SR, FEFE8 BICEWN TRTIC/E - 7
Nv 7 Y X — ¥ BB % #l ((Pancrelipase
delayed-release capsule, U/827 L3 /®) D
A2 5 EBbns. BECH- UL, B
S ibERBE A HUIE L, WRE Ch NI HILE R
SR CEFIEOECEZT2D. HLESRA
BENRET 5L, BEWMAE(LL/AD, fibros-
ing colonopathy &\ > EELAPHE A5 Xk

’
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wonsens | CETRESRE] -

.y A
HCO, 53] |
A % EHOU—R
VEEDRE (30-50%18)

[oRallil i

EERAH (BEED

.......................

BlE R ()
[BEEHEE 530 OB

[ Fibrosing Colanopathy | <-brrce i

(g 2 Cystic Fibrosis |2 }1) 5 3 EEEORFRE & 1G#E

CTTERBDL. BRKOTAFZ A/ TlE, U

S—Y1EME & L T10,000 IU/kg (K% / H L ED
HELEERZARTRETENEL TS, B
TE, DPETHATRE B o I sE A R I
BT-PABARBROALTH Y, LDEEEOESN
BRI A —VREPTZHEOIEBT &
DI N 5.

CF Tid, BAGWAEIT & 5 E LRI ESE
12, KOEDEBMERYYE 2 51T & A EEES M
bo T, RERESE/LTS. SEOKHAE
Tk, FER O BRI EE L 18E G+ 8 fiE f
ICRON, FLIRINCFR L B & RETR
EBOREFITEEFICHEL - I T
Wiz, UL, OB EGE D T, £4<0
EFID [/] THY, XERROPFET S &

E2bNnAH. RERBOHED, "FERERE

(FEV 1%) L EFERZHEIR AL EDhD2 -
THD, &4 (BMI & 5\ 3 IEEE) 250/ 3 —
TURZANVIZHRONERZEHEIN T
B FEo i B O EERERAI AR A C
LITED, REBEREAEENLARITE DT A
CEDMETHA.

E. #55%

24 M EERGEE2EREFRE CEHS
1722000~2009F DO BEFL2EF DO >, BEA
FHEEREIN X N 1SFEG OB 51T - 7-.

BRERBOAKIZ OV, 18 D10
FEGI O BMI 1242 F118.5KiECTH D, 18K
DIEFIDS>H, 1ECNIMHEER, 4EFITE
EBR-2SDUTTHo7. 1T EAEDERIC
RENRDPFETHEEZ LN, EFENTHE
TN 7k - 727\ 7 U ) R—YIBHBHIOF % &)
&, BKEEL0/N—X XA E DT B
ERH5.

F. &3

1. BfVIERD, A KRB AFHICIT 5 HEIEMG
HESE (Cystic fibrosis) O &R F 2K, N1303K
DERMN BAeBREREEEEEBHAE
PFZePt PR 6 SEEEpgesRas2e 1994: 20-23.

2. EEBET, MR OB, KEFRZ, /NIEE, A
HEEZ, @R, LE—R FERRIEE
S EFEFFAERE A EE R TR B R
zedde [HEAM IR BB 2RI P
F124F R oesh &2 2001: 92-95.

3. B =, RE B, EERT, SRIE, B
HEZE, X# B £33 EEERGEESER
FRE EEFERFHREMD S (HiEkE
BrmRprsnEZE) [HREEEBICE s 5 E
o] FRITEE~19FERSHEREE
2008: 205-215.

4. PR E, AR B, IUABT, HNEE, o
—fF, ELE—, TG, FEME F40mE

— 363 —



10.

11.

12.

S

EZERAMEARAERE & EE ¥ RE (—kAEDEET)
JE A 5 BB B R B B < (BEVe M B T AR BT
o) [HEMIREEBICBE T 2RADsE ] F
22F E/RE - o HEFRHEE 2011 297-
304.

- DYEEEL, BRI, S ERE, BEE— /D

REREERERBETEFZCS VW TRASQ
7o B RAMEITHEPLL 7220004 IR EHE B R K |
B RO THREER R AR, NEBIZ2E 2005; 68:
1343-1351.

DNIERE, EEBET, MR, L —

EfRMEEO2EHRE BEARHEREBRRT
FeHE [HAMRRBICEI ¢ A a4 T
B FEEE 2000; 66-68.

JEAE S R B FE B B < VA MR R ST IR BT 2
HE HRMREBRICET 2RI AW
B, BE #, F KERGEEOZEOTFS
& T—7 A5 17 (ER)2008.

. Naruse S, Ishiguro H, Ko SB, Yoshikawa T,

Yamamoto T, Yamamoto A, Futakuchi S, Goto
H, Saito Y, Takahashi S. Fecal pancreatic
elastase: a reproducible marker for severe exo-
crine pancreatic insufficiency. J Gastroenterol
2006; 41: 901-908.

AKWEIETR, MEECT, AR
%, THI# Ehro X2 —¥ 112 kAR
TUWBEBEORE P& 2003; 18: 9-20.
Farrell PM, Rosenstein BJ, White TB, Accurso
FJ, Castellani C, Cutting GR, Durie PR, Legrys
VA, Massie J, Parad RB, Rock MJ, Campbell
PW 3rd; Cystic Fibrosis Foundation. Guidelines
for diagnosis of cystic fibrosis in newborns
through older adults: Cystic Fibrosis Founda-
tion consensus report. J Pediatr 2008; 153: S4~
S14.

Koyano S, Hirano Y, Nagamori T, Tanno S,
Murono K, Fujieda K. A rare mutation in cystic
fibrosis transmembrane conductance regulator
gene in a recurrent pancreatitis patient without
respiratory symptoms. Pancreas 2010; 39: 686—
7.

HFHHE  Cystic fibrosis
69: 723-733.

HA B ERERR 2010;

13

14.

15.

—

2. HFeFE

w =T

&ﬂ

1|

. Kuhn R]J, Gelrud A, Munck A, Caras S. CREON
(Pancrelipase Delayed-Release Capsules) for
the treatment of exocrine pancreatic insufficien-
cy. Adv Ther 2010; 27: 895-916.

Lai HJ, Shoff SM. Classification of malnutrition
in cystic fibrosis: implications for evaluating and
benchmarking clinical practice performance.
Am J Clin Nutr 2008; 88: 161-6.

Stallings VA, Stark LJ, Robinson KA, Feran-
chak AP, Quinton H; Clinical Practice Guide-
lines on Growth and Nutrition Subcommittee;
Ad Hoc Working Group. Evidence-based prac-
tice recommendations for nutrition-related
management of children and adults with cystic
fibrosis and pancreatic insufficiency: results of a
systematic review. J] Am Diet Assoc 2008; 108:

832-9.
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AT ER AR IR RS (BERMER BT RBT e )
DEPIERE S

HHED Cystic fibrosis BE(ZF(T5 CFTR ELF DT

rsemss AR

KR IEE

¥ AhEAFReREFERFVF—

ESeid

FEADE BHERAFRAGREREERS), AT BB X FZREREREREY)
TSR (BEERFRAGREREERY), AN (REBYEAFEHERSIEHRELH)
e BhERFRAFERRRAREEEYR), & % (EIRFEERWEL Y 7 —RiEHREZRRD

g o (X L W R OB B

O CF RRERTERLEZ ONS.

[(AREE]

FEERIER & 7P rh Cl- BE O EE & 0 Cystic fibrosis (CF) A8t 7= THEGI (HAA 6 %, HRN
W—AN14)D CFTR BET BN %fT-72. 7/ ADNA Z#HWTCCFTR Bl5F4£27T 7YV V&%
OFFERS T OE—X —EaEEY—7 VAT AT LI LD, R75X, E217G, 1609delCA, G542X,
T10861 © CF [RRZRZHH L7, BEH VK X D #H L7z CFTR mRNA #HWTEHO T
V% E 72 RT-PCR 17\, NFOICHEAET 5 dele 16-17b(c.2908 +1085_3367 + 260del7201) D
BREHEH L. ¥/ ADNADT ST A FEN T\,
dele 16-17b BRAZHKH L 7= (N7 1 3EF, HE LEHD). dele 16-17b BRIT, HAATHRLHE

HAACFIEFIL2T LILh 5 7 VI

A. BT3B/

ZE At #EHERE (Cystic fibrosis: CF)id, cystic
fibrosis transmembrane conductance regulator
(CFTR) DEIZFERTREA & T 5 HHE4S
HETREEETH S, AR T, BRIKERE
R Cl- BEOSMICLYD CFRgLNI-T4
(HAAN64, BHRUL—A14, EDDOEE
O CFTR BEFERERETH I LR H L
LT, T EIT- 7.

B. AR A%
1. 75/ LBIETF O

KAgm &k D DNA ##i L, CFTR 2717
VoV EZDOETREE bp KO 0E— 2 —H
(5" B9 1,000 bp % C) O FEEL S % B 5
V=l ALz,

2. CFTR mRNA Of##y

BREEE IR & D mRNA ##Hi L, CFTR
DODEBDOL7 YV EES LI RT-PCR %
1T- 7= GEflid, MEEEOMEESR)V.

3. IS5 T A/ ETFAL

dele 16-17b ix CFTR # / A LD A v F Iy
15564V v 17b i 3T 7,201 bp %
KRBT HEMLEFEE (c.2908 + 1085_3367 +

R FEMCST HBWEECKTUIE5HE & CFTR B FER

1 105 A = 156 O O €.1609delCA Q542X

2 15% 5 122 O O O dele 16-17b ND

3 385% 5 88 O O O T10861 dele 16-17b
4 195% B 96 O O O R75X dele 16-17b
5 2% & 238 O O dele 16-17b dele 16-17b
6 20%% 5 >60 O O E217G ND

7 107% 5 70 O ND ND
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260del7201) TH A. "NTF I HELET 5 dele
16-17b & H 3 5 7-0iC, KRIBHEEZIZZA
TEALBIC S 54 < —%FE L PCR 21T - 7=
(FEMHIE, FEFEOHREEZSR).

4. Multiplex ligation-dependent probe amplifi-
cation (MLPA) fi##T

MLPA L, BEDELEFHBICKIGT 5 &
DNICEFT SN/ T/ —T % BHBET &N, T
JFAXZE, PCRTHIELFxES5 ) —F
SKBCHBEY —7 2852 212k, dele-
tion X duplication 7% & @ genomic rearrange-
ment ZEBANCHRE T 5T HETH 5. K
3eTix, SALSA P091-C1 CFTR MLPA
v b (MRC Holland ) % F \» T#H1 L 7=
CFTR D271 7 VICKHIRT AE TS T A
F OIE Y — 27 D4 B X, CEQ-8000 F «
Yo ) —®EX kB v X5 A (Beckmann
Coulter) %, ¥4 Xav +Fa—)b& LT Beck-
mann D1-labeled CEQ size standard 600 %
Wiz,

(B ~ DELRE)

(HERBHEES IUCBEEERBICKT 5
CFTREBEFHEN] LT, FHBRFES
A MmMEEAELR B ST TERKE (650, SFR
2009 H11HARE) Th 5.

C. iR
1. 7 LEET OB

CFIRRZEHE L L T, R75X?, E217GY,
1609delCAY, Gb542X%, T10861 & 5 FEEDF
VUEVAER, IARVAER YT NnNTH1
TUVILTF OB L2 (D).

2. CFTR mRNA Of#E#T

FEGI 2 O BFEER W & O L 7z CFTR
mRNA ® RT-PCRIiC XV, =7V 16-17b
w/RIEL TS PCRITR ##HH L7z, RED
TWPCRWTRH dHIN/A-Z &5, dele
16 - 17b & £ ( ¢.2908 + 1085 _ 3367 +
260del7201) #\TOIZEEDOZ b o 7-D.
3. TSTAVEFTFAE

NTAHHWIREICHFEET 5 dele 16-17b
2, ST VIVTHRIEEIN/ZGED.

4. MLPA ##r (X 1)

ER 2, 3, 4 TiE, =7VV16, TV
17a, =7V 1Tb ITHIRT 50— 27 232 L
TED, dele I6-1Tb EBEEZATFOIEHE LT &
FRLTWA. fEF S TiL, =7V v16, T
7 1Ta, 27 /1T IR A — 75
B TED, dele 16-17b BRORFELSHE
ThHHIEERLTWS. INHOREET, 7
ST AV TAMRERE—FL Tz, 7,
Z D i @ genomic rearrangement 13 32D 5 N
A/

D. E&
CFTR BETEEOHEN & L T—RIZITH

-

ex16 ex17a
X

.|./+ l I i ? 17b ﬁ?_%*~ EWH\ 6.7
]

+/dele

fEHI2, 3. 4

ooy

dele/dele

FEBIS

TNy

1 MLPA (Multiple ligation-dependent probe amplification) ¥1Z % % ¥
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NCWBy ) AOBEEY —7 /AT, CF%
gl T riEEINS CFTREZESHEE S
N7=DI3147 Vb 57 b (B H3R35.7%)
ThH-7z.

BRERSTFFCl- BEZAGVW &0 D,
= ADBRTIE RO O WERPEBAT
WAHD TR RV EE 2, EFI2 T, 5K
B4 & CFTR B E Y & Wi L TR 2 3
Z, NFOICHFLETH dele 16-17b BR
L 72D, dele 16-17b O R E# &k (FEFI5)
2, T7v16, 17a, 17Tb D PCR B30 6
TN ERLRIHFETHS. LrL, D
T UIIZ D A dele 16-17Tb R DB B HEH] T
%, 7 ADEEY 7/ ATRBEE TER0.

dele 16-17b ZRIZ BT 55/ L EDORIEBE
FaFEL, REBEEHEST7S 7 AV M eEld
AFAR (TSI AV ETFARNERGTL, BF
@ PCR IZ & » THEEIC dele 16-17Tb B E A&
45 ERFELE-c. ZO/ER, 147
LA 57 LT dele 16-17b BESBEH SN
72 (% 1). MLPA ## T3 RAKROBERIEDL
nrz.

CFTR mutation date base I2{%, 7/ ALET
¥ Vit kS & D 7% deletion X duplica-
tion 7x & @ genomic rearrangement 75 30 f& %1
Ll E#HEINTWAY., MLPA B L, CFTR
wE W D DBEEF D genomic rearrange-
ment BEH D7 DICEEFEINTE D, HEHEN
WEINTWBED. KFAETHE, Fv P2V
T MLPA f&#7 % 4T - 7275 dele 16-17b LA D
BRIBD NI - 7.

U Eo@hizgmlic-lsickh, 47V
U107 LV (B RT71.4%) 1C, CFTR E(R
FEEIEHE N LrL, KARLEL T4
T VIVOBREGEFERPRIEZIN TR, 1
E— RSB HNEA VP A VEGICERR
H5HEHEINLD, BEIEATHY LIS
LT AR, CGHT VA7 ExRRAWT
4 CF fE@] & OXFIER O\, S HICERE
WA T 57201, EREMETREL T
WA CFTREAZKMT AL D E LT, Bl
B> CEFTR mRNA Ot A0 % LB D 5.

® dele16-17b

0 TOMDER

2 SEIOHTICET 5 BEDOST

E. ¥

X2, SEERLIENOSRERLTC.
dele 16-17b Z &3 &HIC S L, HADCF
BECBVWIRLEEOE W CFTR EETE
BCH5. dele 16-1ThERIT, 757 AV
FAMCEVBEI OERIKEHETES. 4%
O HAACFEFEOCFTRE R T @I,
dele 16-17b 757 AV b F A+ &Nz %L
W5,

F. &38R

1. AR ¥, PEROE, UAHTF, &
BEARERAR, SLILES, BIEN, FEE B,
BN, B @ AR AZERMEARAELE 1 EEFIO
CFTR BTt EE75ER g me
R EBRIIREE HEHRREICEE T
LFAENgE FR22EERE - S EMERES
2011; 319-324.

2. Will K, Dork T, Stuhrmann M, von der Hardt
H, Ellemunter H, Tummler B, Schmidtke J.
Transcript analysis of CFTR nonsense muta-
tions in lymphocytes and nasal epithelial cells
from cystic fibrosis patients. Hum Mutat 1995;
5: 210-20.

3. Lee JH, Choi JH, Namkung W, Hanrahan JW,
Chang J, Song SY, Park SW, Kim DS, Yoon JH,
Suh Y, Jang IJ, Nam JH, Kim SJ, Cho MO, Lee
JE, Kim KH, Lee MG. A haplotype-based
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molecular analysis of CFTR mutations associat-
ed with respiratory and pancreatic diseases.
Hum Mol Genet 2003; 12: 2321-32.

. Chillon M, Palacio A, Nunes V, Casals T, Gime-

nez J, Estivill X. Identification of a frameshift
mutation (1609delCA) in exon 10 of the CFTR
gene in seven Spanish cystic fibrosis patients.
Hum Mutat 1992; 1: 75-6.

. Loirat F, Hazout S, Lucotte G. G542X as a prob-

able Phoenician cystic fibrosis mutation. Hum
Biol 1997; 69: 419-25.

. Cystic Fibrosis Genetic Analysis Consortium.

Cystic Fibrosis Mutation Data Base. http://

www.genet.sickkids.on.

. Paracchini V, Seia M, Coviello D, Porcaro L,

Costantino L, Capasso P, Degiorgio D, Padoan
R, Corbetta C, Claut L, Costantini D, Colombo
C. Molecular and clinical features associated
with CFTR gene rearrangements in Italian
population: identification of a new duplication
and recurrent deletions. Clin Genet 2008; 73:
346-52.

G. WIzEREE
1.

1

R e AL

FEFEFR

) HR A E, UAHT, BAENM, G2
o, B F DO EOBERMEEEIC
£ 5 CFTR BEFEE F42[0H AE
B¥EEKE RRXVF L A H vV gV
[HEBOECHEREZHS ] BLAETH
201147 A

H. XM EEOHE - BRI (FEEED)
1. RpFFHUE EELY

2. ERWEES 4L
3. DA =YY

— 370 —



B @R B e (BIRER BT e E3E)
SEPFEREE

HDE(CH T D ERMEARRHERERERI D CFTR 1

BroEsR e

IS
ﬁﬁ?u?(@%ﬁﬁﬁﬁﬁﬁéﬁé

BT EEBN

ERHE  AARTFERSRTRETREAR SR

S ROFRBEF R Z—PIRH

FEINTW5S

o, WPk CIlRiRE & MRSA ZHth L /e,
HARHCPREENE A L AD 72O FATHETT
i - REHEINAES D . (KERSR MAE 2

15(5): 485],

[(FAREE]

FeRak SRHERE (Cystic fibrosis, CF) 1%, Weka—hY ARAABIC S WEREASIEERERET
Y, CFTR BEFOLRICEETA. 4 TIC1,800fLL LD CFTR ZR AT — X N— A LIZE
—7, bPETEIRD THEERETED 52,
%@XN7F7A%%ﬂ§hOO%%.A@FiBKA@CF@%%%%%tKﬁﬁLh@?ﬁ%?
% Ml FRNTRE 7 . HIAERFRAENE A LD AD 72 OFR.
RU7o. EEEERE DD, IBHE - AEMMARS V. M CT Cidfipk, KSEEDOEEZR
FaERC Cl- 150 mEq/L. #RIZEHTE 3 5%, AT
8 1 B HMEE - IR REE S ERT L, ABEERRDEL .
BET, W CT Tk, [EZBEORENENHTDH
D, BEEEETCIIAEEAREL TS, & SICRMMERD DNA % B \WicBETERRE Z 1T
L, Wnd—HD CFTR EEFD exon 4 12 p.M152R[c.455T > GIE RS HER S N7z,
BiichEr ThhbnBAbBRED CFEMTERE L/Z
CNTEF 3 BIOHE IS, D CFTRELEFIC
b, CTRETChbNbNBEBRTFEREN LG/ CFEMS 2761 L k- 7.

WATER DB SN, ZOBRETE

3 OIS - FFREEEDO /D ABEZ R D

FBEEE
SECCH D [Morokawa et al. Hum Mutat. 2000,
BERIHEE I N -7z D

A. BT ER

BE [ M 57 HESE (cystic fibrosis, CF) i3, B
i, MLEREDEFONTWERERSZE T
WAL HEREREE TH D, SEEET T
%5 cAMP & GFEMH: Cl- 4 4 F % %)V CFTR
% a— R4 BEGTORRERICRET 519,
CF iZERKE AR 2 DD TEERICRIET HK
BTHhHR, —FH, BRAZEILDETHEE
ANEIZE1T 5 CF ORFEHE T D TRV E
EZ26NTW53. bBEO CFEFICEEL T
VLIBFNSTHE 7 D O JEA: 44 B ¥ B VR M IR
BUIEPLC & A &EHRE D 6290 OEZ G175
HEXNTWADY, Yamashiro 57 O#FEIC
kA L POBRETEH N E TITSCEAYICHI 12061
o CF Rl piidk s n, RBEME S HAE
3BbFABID I ARE LHEI N, DAE
121 % CF OFFEMEICE L Ci3EROHER D
BHHM, NTAEFEOEFEANTO CF FEIEHE
AHAIFTALEDZD 1 ALT HHETE
Ed5hHE, BRATHEBLEHAL0L~1000

ANB2) 1 NBEOREREEZONS.
PAEOEZICKIT S CFTRERETFEE
RITICBI L T, @EICIEDNAKEDOE LN
7o BB % T, “cl1521_1523delCTT
(p.Phe508del)” (legacy name: AF508) 7% & Bk
Kk THEOB WEEOERER, HAHWERDL
N7=FD T 7/ TO PCR BEIRENT 7 & Pk
sanid, InbohETEERLCFTR
BEFEREIERINT, BERLIRLG SN
B CTH o 72350, COFELRBERE, bAED
CF B#&lc B0 A CFTR ZEBECKERE & g
LT, BROBEERDIEOLIEBT, ZORA
R7 PS5 APEL B> TnA I LITRERT
. LaLERs, TOXdREEOR, @k
108D 72 Vi< HHBETO CFTREEZE DR
MBS P EINTETNAY. bhbhid
PCR-SSCP &, E#FY —7 TV AEREICK
HATT 7 Ve TOEREBHAS 2L,
WP L 5 AETOLERE TEEIN
7R & A, CF#EZH v L g2l
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O CFTR BETEERFEZH#D, FEFEEET
IZAEF2561D CF EEBNC B8\ CREFER AT
LY. InHoRICiE, BETL EhD
THiRZERSS, g CEERZ: CF Mutation
Database (CFMD)IZB 4t # D%\ CFTR %
EPRF% 56T 5910,

SRR HARAD CF Okl % 37 7= 12 f8HT
L7z THET 5.

B. I35 A (B~ DOELE)

LA DR 5T CF g b hi-B A
ANDWHKBITH 5. MIZEIRETR TH -
7o, MAEBRBICHREREA LY 2AD7-DF k%
F7z. 3 ORGIE - NERIREE O /2D A 1-2 [F
DABBEEBEDIEL TWie. BEERERSED -
O, IV - AEBINTERDS. B CT <
EEE, SELBEOIRE LY, KWEE®RT
(SARIRE & MRSA #Efaic i L T\ 5.
ERE AT L 77T aBR T Cl- 150 mEq/

*1

1 15y F PI 201 H1085R 17b

2 1y5m F PI 126 MI152R 4

3 lylm F PI ND A4F508 10

4 15y M PI 74 125C 1

5 42y F PS ND E217G 4

6 21y M PI 166 125C 1

7t 16y F PI 100 125C 1

8 9y F PI 166 1540dell0 10

9% 30y M PS 403 125C+T10861 1, 17b
10* 28y F PS ND 125C+T10861 1,17
11 17y F PS ND R75X 3
12 26y F PI 121 E267V 6b
13 28y M PI 117 125C 1
14 11y M PI 154 125C+dele 16-17b 1, 16-17b
15 24y F PI 91 L548Q 11
16 2y F PI  ND L441P 9 ’
17 18y M PS 93 125C+dele 16-17b 1, 16-17b
18 9y F PI 40 5T intron 8
19 13y F PI 55 Q98R 4
20 29y F PI 60 125C 1
21 11y F PS 22 R1453W 24
22 18y M PI ND I556V 11
23 4m F PI ND 125C 1
24 42y F PS ND E217G 4
25 2y F PS 207 dele16-17b 16-17b
26* 7y F PI 150 MI152R 4
27% 3y F PI ND MI152R 4

LCHholc. —7, BRIZBITKE 3 KT, BRI
HAERHCIREME A Ly 2D 7= 0F Mo it h
7o 8 WA OIS - MERIREEAFFRL, AR
BEafR DR L T\ A, FRIBRICHEREE - =8
TNEPH 5. EKBRRIESSE T, Wi CT T
WEIEE, [EZBEOIEENZHTH Y, BE
BETCRICICRBE MRHE I TW5. &8
RELEL, FOCI-RBREFMTL Twit
WL & B ITREIM O BEER ) GhiH L 72 DNA
ZHAWTCFTR BETFOL£2TT 7V v Ol
EF%, e ZhD 5, 3 TEEEY & T,
By — 7 T/ A TR L7-.

REEANOBE : [ROMEE v b7/
I BEFBETRICET 2 MEEES | 10k
WT THARANEREREEEREZECST S
CFTR BEFEROWHER | TFFEOEE % %7,
AR w7 RETE (ZAF5 2 2005-5 5) 1
BT, BREORTHHICTBREY HBROWE
T3 L M4 EER O CRTR SEETFERBREORE

CNE TICHERR S h 7o CFEERIDRRRAVF#L & % D CFTR BETER

H1085R 17b alive
1540del10 10 alive
L571S 12 deceased
Q98R 4 alive
Q1352H 22 deceased
L441P 9 alive
L441P 9 deceased
1540del10 10 alive
125C+T10861 1, 17b alive/ABPA
125C+T10861 1, 17b alive
R347H 7 alive
T663P 13 alive/TP
460insAT 4 deceased
125C +dele 16-17b 1,16-17b deceased
2848delA 15 alive

ND ? deceased
125C+dele 16-17b + V13181 1,' 16-17b, 21 deceased/ABPA
D924N 15 alive
QI8R 4 alive
R347H 7 alive

ND ? alive

ND ? alive
G85R 3 alive
Q1352H 22 alive

dele 16-17b 16-17b deceased
ND ? alive

ND ? alive

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

bronchopulmonary aspergillosis, ND: not detected
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K, BEFHNEZEZHPL /oL, REZIRE
L7

C. izfER

WERNDFEFTH—FHFDCFTRERZEZFD
exon 4 1Z p.M152R [c.455T > GIEEPHER S
N7z, TOERIT2000FEITHbNbNDT IV—
THUEE 1 %O CF L RICB W THRATD
THRELERETHYD, cDNA D455%F H DI
ERAT->GIIEPL A, HHR &L TI52%
BHOT7 I JBBRENAF T = Met) BT IV
FoV(AQ)ICEDLBIAELVAERTH
%10, 9T CFMD ICHRESNTWAERT
H5HY. brsI, FRIOHREFATEDL > —F
OT7 VWAL ZNETICHFEEDZ N
1540del 10 ZEAKEH I N/, Lk, IhE
TIChbNbNBEET LRGN U157 CFIES]
FEEH270 & 7n 7. BLICZOHKE £ &
D7z,

D. &

LEERE L 72 2 fEANE, BREA VT X, B
BEREN S, HRIGMEMFREREGYE & IR e 7 2
L, MREGICIRIT Clm BEOREE &ME LR
XN7-EAF 7 CEFCH 5. —HDCFTRE
ZFI1C pM152R [c455T > GIEEPHEH I N
fos, BEEREG S miEB MR A <, HEHD
Rir %, HMBEFAICL PO, 5 —F
OT7 VIV TOCFTREETHERIN TV
V. BERFETT CIERETH L0, SHROT
BOBEL IPHFEEINDS. TOBKRTHHHROD
R R % (LipaCreon) <0ME 98 DK B A TR 9
% R )VF—¥ 7 )7 7 (Pulmozyme) OB &
A I NAREFTH 5. WBILIMGERER T
724, 39— AORBICIFHFFEETE &I
CF 8+ ZERERIT . W, 2 A
DBEFHEETBITL TEHT, WInOHNL
pPMIG2REEDF + U T —THAHPEAHT
B5.

CFMD Izi3 LM A » 5 2 g Ticl,800
fELL DO CFTREEDPRME I N TV SR,
SEEDAEIC B W TS CEFTR 2 £ 8 H AR H 25
T3, BEICERORHEPH OIS ND

D H 536910 A E O CFEF TIEECK A
CFOBEIART FS ALt FHEEICLT
B0, EbOTHEBERER), RIEHREDK
WEHTHROE BB L E HOTWAEY. SEIOHK
EFID LI, ETPEDIC L7z -> THRAIC
HAACFRESITInE THAESI N/ CFTR
BEAREL THRESINSL LD ->TETH
A, CNETHIERERLBEAL TELLD
12, BEAZRRSRE LI AT =2V TR T
iZHBED CF FICOER I S B
O, BRTRETOEMICENTET7 /D
EERFI AR L R NIEROFEICEET 5
A E X HETV. DPEOEBICEDOR
TR AT AOTIPERREREOFRETH
%.

E. #&@
SEERITHRO BAAD CF O/
BWT, brETEHRED CFTR EEFER
p.M152R [c.455T>GlH R L 7. 4% b H
KA CFIEGIZHRBED % L, KRS
7% CFTR BT ORMWEROEH S LU M
A LM LD 2T, BEREY AT A%
FEST L TN E 2\,

BEE  EFORBA - BrREEWOLE AT
g v 2 —REbNREE SRR
#T 5.

p=113[8
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