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CF 34 eligesBEES 29 575, LR
BIIRDFHRELELATARETH Y, KIDE
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AERCOPBIRTH B, AL TIZ20134EE
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WO E RS S D CF OMEZHEIB X U5
xICIZ, DAED CF FEFNZ A SN D MHRED
BREEOFMEELRET A L HEL T
5.

B. #ARAE(HEEANDER)
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BEOREFEERE L ET B, OB, CF BE%
SIS SN CTEE S NI X, &
FEE DR EDE Y TH L DEDPOWMF % bt
TfFH et h,

fHT A~ O - B ER IS S s
O ATEHE R, FRDANEES & LT, H
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C. MEiER

Wik T o CF 56 0 T FEFEH 21 1E, 6 5%
PLE @ /N R i A TR B8 0 72 70 O T e 2
1 W& (%FEV, 1 1 & FllE / 1 F08 L
x100) 12558 V5N 5% %FEV,IC & 2 EiE

%1 Cystic Fibrosis BIEEFE AT T ) ¥ 7 AF A

SCORING SYSTEM YEAR EVALUATION REFERENCE
1 Shwachman Score 1958 clinical
2 Doershuk Score * 1964 clinical 6
3 Simplified Cystic

Fibrosis Scale - SCS 1971 clinical 7
4 Taussig Score - NIH 1973 clinical 8
5  Chrispin Norman Score 1974 radiographic 17
6  Brasfield Score 1979 radiographic 10
7  Scintigraphic score 1980 scintigraphic 18
8  Huang Score 1981 clinical 19
9 CN Score * 1982 radiographic 22
10 SB Score * 1987 clinical 23
11 Nathanson Score 1991 tomographic 24
12 Bhalla Score 1991 tomographic 25
13 Wisconsin Score 1993 radiographic 26
14 Northern Score 1994 radiographic 27
15 Matouk Score® 1997 clinical 29
16 _Kanga Score - CFCS 1999 clinical 12
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(CRRI0 & Y 5 1A)

Brasfield score & Wisconsin score & ®OFHEg

JgER CT L CRED b N BT AL & AR e ER

3rd year of life 4th year of life 5th year of life 6th year of life

*=2
Age 1st year of life 2nd year of life
Number of patients by age group 47 13
Bronchiectasis, n (%) 4 (8.5%) 1{7.7%)
Air trapping, n (%) 29 (61.7%) 6 (46.2%)
Bronchial wall thickening, n (%) 17 (36.2%) 6 (46.2%)

FEAHETIE, TEH 0 >90%, BE 1 70-89%, Hiss
FE - 40-69%, TIE 1 < 40% L EFREN TV,
L L %ds, &6 RmDOILL IR T
WREMREZ D L OOITHEE L <, F/hRE
DHEHZ X ) FED 6 B CF B IR TIE %FEV,
FIEEHFICE T 27-09 ZoFHRmOL
MR CTIIRBEOEEFEFM Y AT L HBLETH

O

FEREEFEMICE L CIEE LICRTRICESR
IZEZ L DAITALY AT L05H Y, Kl
RTHWLNTWAHEERD D% 2w’
By &R HL 4l X A% 12 B8 L T X, Brasfield score,
Wisconsin score 2VEH S NTHB Y, & I
FETIIBETHACCOMEIEZL ALNE,
Brasfield score |18 5k (air trapping), #IKE
% (linear markings), fEEIZEAEMRZ (nodular
cystic lesions), # K% % (large lesions), —
R EFEFT /A (general severity) ® 5 IH H (2
LTO-4"02a7 TFHMHEL, 25— (A0
TITHRLTAH TOkD, A7 E3REBEET
25, EREETO &% 5%, Wisconsin score &

7 i 11 7
2 (28.6%) 4 (36.4%) 7 (63.6%) 3 (42.9%)
4 (57.1%) 7 (63.6%) 6 (54.5%) 4 (57.1%)
5 (71.4%) 7 (63.6%) 5 (45.5%) 5 (71.4%)

(#k12x v 51D

Y=y
X

18 J% #E (hyperinflation or air trapping),

& 7 BE AL JZ (peribronchial thickening), &%
% JIi. 5k (bronchiectasis), % & & % (definite
opacities), AU (atelectasis) @ 5 IE H IZF
LT, i, BEEREE AT T7LLIZL DT,
B O 2 S REMEINF TA I 7IidMoL s
NaY MAaTby A7 AZEBEICHEL,
EBIZHPEL ~3BICBVTHERE L LIS
BENPOEIEICY 7 P LTUTL 2 EPHE S
TWwa (1)WY,

—7J5, CT A% ¥ V2 & 2 M Ehm g M as 13,
BB XA b LT & 0 #El Z2 BT R o BRI AT
BBTHH, CNTTHEHEOZAITILY AT A
WHET &N T & 724, & < |2 Brody scoring
system 23 b MM ES S WY, JWEE CT 13
AR REME CHERR CTE 2 WO EE £
TAHDIENRTHEY, Stick 5P DRT &9
12, BIZE (air trapping), REZEEDLE X
PO ERICHBTIRETH SH(FR2).
izt L T &8 B3R (bronchiectasis) @ A
RE3EHT-DPOLEERICEDLNDG L H I

-
—
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B LU %BFEV, & O
5% b B WSS Brody scoring
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(bronchiectasis), #5¥# (mucous plugging),
LGS BERE (peribronchial thickening), 2
% % (parenchymal), i ¥ i (hyperinflation)
DOS5HEHEICELT, oM EEE A aTiL,
WA a7 % BREBE O 2 b RESE243F TS
L Cw 2™ Brody score & i 35 H 4l X o
Wisconsin score, B X UilitkRED BFEV, 12 #
neEnEboTROEET 2 (M2) Y.
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X B (m) + 2357 x {5 & (m)} * ()
TS N DY

=7, 6RO FL NN BV TR B
A EN N TS H 720, b b
AT LDLEETH Y WG A F DIRATIET
b, CFEHIZHS DN GAT R & LT,
SUE SRR, Riite, SUESTEEINE, @R, &
R, WS, B BTSN DS, M
X#kAds, CT AF v rong iy FEtzEir b
ATALL T, EOfA a7 CEAEE & FHb
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WHE R SUDEZE ZETEL. £72, EINTCEF OBEILH 2> TWAEBREDNSI3EE
QGER) OEFIERE (KA Y —5E) 2 LTwiZwi, BNTINIES L OTEENET Y IE
BIRRDA—FIZENZ EE L, ERMRELRZ CHRIIBTABREZ AT LI ENTE
72727 T2, BRKD opinion leader DB R M BE LRSS E o7/ LTI, BlICHE L5
72BIE|IZDWTIHRRS,

EENEFFEICLY, BHARIIBITA CF OZEHEIZHNI0NAIC L ALHEFFENTRBY, $72,
BfE, CFEBH#FIESEERPIERL TCWAENO CF AEIIHN0ZTH L. HnEEEEICET S
FERFZRIEIC1Z, BHEE TICHIEFOF— 7 NEBINTHB Y, FHEFIREIIR204E & Kk
(B0~40E) ICHRNTFHRARTH A, BEFADPRE SN TOLMERELD 5720, &b THikiE
BTHACF 2L RIS T AR -V FOFEIZOWTHE LE - 72, CF OFREH
FEDSE G (HAEF3000 002 1T OBk CLE, LSRG b)) 77y U REiE k42l E L, SEEF
xf L C CFTR Bz T2 CliBELEE L, REIZIIC DR > Tnah. HRTHRE T
ETHA.

CFTR BT HEICEALIVEELD LOBETEREPREINTBY, ABIZL-TEA
DAY NVSERL L. HAREEED CFIEFIO CFTR BT OEENRE SN, TV T AE
HD CF 7 LIVICRONS CFTR BIaTERIT V7 ANEFEEOLOTHY), a—1av /8 Ao
CRIZRONLIEE B EINEG Z LI WEPHL NI o7z, BHF3EHETIE, Johns Hopkins A
ORI N — T E o TEE L TWAERMEBEREERBRO 7 — & NX— X “cftr2.org” ~®
T REEBD TS, Flo BORTIE, 2R CFTR o8 (7 9 AGE) IS LT, 5 FiEE
# (CFTR corrector, potentiator) # F\ 7=l LEE I TON T 5. HRAFFE DZEE CFTR
DAEPTZIERIC O W T OEBIRN A HRE S, HROBEIMLERDORBLIZOWTEE LA - 7.

CF OZETIL, FaEH, Mg E B rX2) v 7280 F — LAEERSLETHY, b
HPECHRAICEHMTF - 22 LENRD LD, PRwBERZE25E, FTEAICL 7 CF
U —RRITLOPBENTHE. +—A T 7%, CF OHEEIZEWD, EIZNENDI,
12D CF v v % —REHOIOEEZHYL LT\ 5. Brishane 128} 5 F— AEFEDOIHIR,
Melbourne @ Alfred JEFE TITH N TV S RFTOIEFAFEEIZOVTOINEI TON, BEfETF —
LD LFHEN LIZOWTOEKN R ARICOVWTEERBRYBESL LN TE

CF ofEzincid, FHE LT, FFoCl BEOSMEIZL Y CFTR HEEE 220 5 WE
BH DN, KK TEEMZEON TV ATRBHAOEBENHATIIE R L Cnwiwizd, CFTR &
EFETICHES E5 5280 WEaRH 5. ET 2V EZFOREDI Y ayHOY —Fr v Ak
FIL)TLyIAY MO EITo T, HAAHRED CF 7 LV OR15% I B F AR
HENw, Z0X)er—ATIE, BMEAT 70O CFTR mRNAEBHEMITLTEY CF O
HEIESHIIC 2 ) D B E SN, TOE—F —FICERF D L LHEESN, BEETOA =X
AR IUDBEIZ O %D S, KRETIE, CFTR BEFOBE L & FEEERFI2L 55
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FESEF RS (B R BB ESE)

SR
7O TEIZR CFTR ORI E R DR

MEmEE AE F ZHBEREReRBEEFRZEEY Y- #H

LFEMTEE

WA T, hELY S (ZHEREREREEERNEL Y5 —)

PR R (LEBRZRFHEMELRFME R -0 RGar), HERK(BEERBRFES EHEHE)
o B(BERBARZEEERY AT ARFEHEE), BAEA(ZEEEZREEERRANEEREEH)
BNE= (BERFESIRFERFBRER VR, IRER (GHBERFREREE &AL
FHERE (BRSO RIIZER), | =R X L W KB &/ kK

(MREE]

WHFgEECIX, ITNFETIZ, BRRGERETH ClIBEEED S cystic fibrosis (CF) 288t 4172194 D
CFTR BIEFHBM 24T o 72, 210V VEREF D ETRDO Y —4 Y A, 757 4 ¥ MEF (MLPA), 8k
B CFTR BB DBIT #4772, ¥ —4 v AfEkrE MLPA 12X 1), 337 L V|2 CF ERERZE M S h
2. TUT NEE 7 delel6-17b(8), L441P(2), dele 2-3(1), E217G(1), 1540dell0(1), Y517H(1),
Q1042TfsX5(1), T10861(1) DEFEDEE L Rk THEHIDH 5 F508del (6), R1066C(2), HI085R (2),
182delT (1), R75X (1), R347H(1), 1609delCA (1), G542X (1), Y563H(1), S945L (1) D10F&E® CF KK
EERIBREENFEERIET LLVE). D bTEIEF Ry AT Ry 2R U BERTHA. SEFEIL I
7212, exon27 5 exon3II T T D18kb 172 5 REZERE (dele 2-3) R FIE L7z, 7/ AT TEEI
HE NG/ T7 LIV EFEDBEIZL OB swab 72> 53 U7z CETR 885K % AT L, 26T exonl
DA Fy TRRLNT. MWOBTIIEREIRET ADIOBEEIZET LTBY, B TBAENE T

i CURESEFFIROEN TH - 72.

A. THEBER

ENa MR HEE (cystic fibrosis : CF) 1, cystic
fibrosis transmembrane conductance regulator
(CFTR) DEIZFEEZ R & T 5 EHE4S
EEEEEETH S, AR T, 20074 LU,
FRAER & CLIBEOREMEIZ LD CF 235
b 72194 (3% 1) 0 #BE O CETR &5 T AT
T o T,

B. thRAE
1. CETR &1 D> —7 v AT
KAEIM &L DNA ZfHi L, CFTR €277
vy EZF0ETREE Db KT EE—S —F
(5" R ait#91,000bp £ C) & ¥ — 7 » AT L7z,
2. 7 97 A v b#HT (Multiplex ligation-
dependent probe amplification : MLPA)
MLPA X, i 7 VUl hlz A REREE L
& D genomic rearrangement % %€ & A9 (2B H

T AN FETH S, SALSA P091-C1 CFTR
MLPA & v b+ (MRC Holland) % 72 (BEfIIZ
20124EE DREESIR) Y.
3. 7 LVIVICHAET % dele 2-3 AR (JEH]
17) D7 7 I E ORISR DO FE

B 5 Ab PCR WA O A4 XH100 ~ 280bp
Wb L 794~ —%&%kstL, VT VE
A 5 PCR %47 72. #AFIL SYBR Premix Ex
TaqTM (Perfect Real Time, TaKaRa ft # ),
PCR ZE & 13 Mx3005P (Agilent L) % FHva 7z,
4. CFTR mRNA D#HT

BREER VI L ) mRNA 24t L, CFTR
DEHD exon & £72 L HIZRT-PCR #1T-
720 BRIKEIBROS IV E TV P A=Y —
(LAS4010, GE Health care #1#) TH ALY ,
BHEL L7
(RHEE~DOERE)

(EERGHEES X CEEREICBIT 2



