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AL G X (BEAKY)

EARVERE MR R DOZWre AT LB DR

(The diagnostic system for hereditary interstitial lung disease in Japan)



(==

/N O RV PERT 7 (interstitial lung disease, ILD) (%, SEX FA 8RR EE2 S LMK BRETHD,
ILDDHY BB AR T H 2 EOBIRMED RN L D8 D2 B AR M E P & (hereditary interstitial lung
disease, HILD) &PF-TF, 20D EAIISE RNl E AREL B T2 RICIDMEMM & Thod, Z2<13Hr
A FLIRHNCRIE T 203, —HISEABHED IR THV R BB AT /8> TRIET 525 DA 5, HILD
DO JFERNEIR i e bR AR B L~ 7 a > 77— O BE RIS, fiE I3 —7 772 MR
H (surfactant protein, SP) -B/K4HJiE, SP-CH 7 JiE . ATP-binding cassette transporter A3 (ABCA3) H45JiE
MY #3121 granulocyte macrophage colony-stimulating factor (GM-CSF) 52 R HL i EA & D,
FOXF1 81517 $.Z X Dalveolar capillary dysplasia with misalignment of pulmonary veins (ACD/MPV),
NKX2-1 815172 #L1Z S Hthyroid transcription factor -1 (TTF-1) FHFIEGHILDIZ & £415,

ILD O WL, BEikeE ., i s CT At A, &8 S Atifa e (bronchoalveolar lavage, BAL) T ..
i AR T TR OFF BB FAC Lo T &L D, L UARKEE A3/ NS EAE A IR o 55 <0 il v o 2
2T 2IRITK L TBAL MM EDRERIED SRAE R, il CT 728 DMGEN LB A Z1THIZE
IR EETH 2D, HILD ORMHIER T, N THEFRE, IR RE, i —7 7o 2 MliFeiiis, —{b

ERWMANIREZ G TR E TH D, SP-C RFIED—FBIIZAT AR E. | SP-C RHES ABCA3
BEIEDO—HIINAR X raad U RNETHY, ABCA3 BEEICT VAR ALV U NE Th-oT-
EWVOERED DD, RTERIERRIL. TR b RCfa 0 B ChiuI i, i~ s> 7—2 05k
B THITBERB THLM, fill~rnr7—Y ORE LA E AR U TR ZTTH &
T HERDDY  BRIEFIIR R OMEPLETHD,

HILD (3IEH 7B RETHY A RBE NERHEIC 0 IAEHDIL TV D LT E W EE,
JFR B DM E WA MR AT REIC OV TOERIE B MES CTRH T, 2l e 23
EL TV, HILD AEEDAVIEBNI X T 222 W7 e ADIIREZ B OB, SHITITTAHIEZEIN
D EEATHZO DY AT MEE N LB TH S,

AAFFED B Y, /N EHNRIE LR R AR O ik B BHILDAE B Al i L | fEE 2~
RNIRIRIRIEZ R E T DI DB SRS AT LGS 528 BLOH AKRIZIITHHILD D S LR
LM TDHZETHD,

(x5l d5iE]

2011 22 ADDE T A—/LEA=Y T YANFIH L CHILD O W 388 S A7 LD JE 51447\, HILD
ZEEOTEGIOEREZBIIRL T2, 20124F 2 A DD A AR BT AV P2 OF A & (R ig) Bl Spg i —
NRATUAFIIBGEL | BT RREFIEERZBAE LTz, REEUE. 1 A CRIE LT IR IR BT O I
AR BORER], F721F 16 AT O /N Tl & FE, E MR 72 E O ILD 3 g /z D\ N ER2 K
SIVTIEBI DD G | AW IO LW ST S AT BT SHVTIERI & LTz, BEA O IR LR A Re 7R i
WARERRIN LT, FRSHIEFNCRAL T, 22T A2, Bl RO, #5222 B
HIFMASRAEL | RFTE~DO SN T2 R EDFONT AR T T2 & A 2 e 7Lz,

SFTPC. ABCA3 DALt 2t GBI N AT 7, B IFIE T SP-B KABJED AIREM:) &



DIEBNC SFTPB DIBIR TN AT\ BAL M E72ITK0ER B R ONI GBIl 2 AZ Ty T
V78D SP-BE A O AT o7, il ASELZWIS T, EiTm<EEoNIEGI DY | SFTPC
& ABCA3 \Z B H 2RO 72> TFERIZ GM-CSF S22 B REA S % STAT-5 U b DR 21T -
oo Elo VBPRITHGUEO RS D0 5 MLERE DIEFNZ FOXFI OBAR TN AT o7, FREBDJFIK &
R0 H B FERENFEESIL, FENMFOISE IR ORISR T 21T 57,

[ ]

2011 4 2 A7 2013 4F 7 HETO 2 48 6 72 A T 43 BRI STz, 34 BIASHTE RO FIETH
V.9 BRI 4 I LAEORIE Th -T2, 43 BlD5H 9 511 (21%) 23EERAYIZ ILD L2 KrSiu, BN
RN A4, IR BAED 3 5], ACD/MPV 73 2 il Th -7z,

SFTPC & ABCA3 DRIn Ttz 43 BlaBilciT 72, SFTPC O Fi#HTIC T il E BAED 2
B VBRI D 2 BD 4 FllC~T aiE EVEE R A DT, (CaseEl: p.Leud5Arg, CaseE2: p.Glnl145fs,
CaseE3: p.Ser72Asn/p.Gly100Ala, CaseL1: p.Lys63Glu), ABCA3 O&EAn T fEHTIZ TR & AIED 1 4
(T A ~T A MDA 4785 (CaseE4: p.Argl583Trp/p.Val1495Cysfs21X) | A V2 HFEIE D IE

FEE AR 1 File, A% 8 A THRIEL M i+ D 1 2, ZALE4L 2 DD ABCA3 AR T 5
%87z (CaseE6: p.Pro73Leu/p.Gly1205Arg, Casel3: p.Thr761Met/p.Alal362Val) , SFTPB D& {r-1-fi
Hrzz 21 i, SP-B R H DM 17 BFlITAT BT AAT > Te 2B W TR TR L, SP-B X
HIEDTE ST, GM-CSF HIIHIZED STAT-5 U BLOfENTOXEE 2 B0, Miffl & 12 STAT-S
DY EF I HER I ALV, FOXFI O BB FfRAT 2 B RGO it & EAE 4 BTV
ACD/MPV O 1 iz ~T g &PEZE B A7 7= (Casel2: p.Leu300ArgfsX79), ©9 1 510> ACD/MPV &
JEf5(Case ES) Tl FOXF1 i85 TRNT O [RIE GO0 T,

BEH AR CHZ SFTPC p.LeudSArg, FOXFI p.Leu300ArgfsX79 &, 71— Ly 7 NERCHD SFTPC
p.GIn145fs, ABCA3 p.Vall495Cysfs21X IR RBDJRK EE X iz, IRV AE R DS Y SFTPC
p.Lys63Glu, p.Ser72Asn, p.Glyl00Ala, ABCA3 p.Arg1583Trp I, ZEEENLDO T /BN IR FSH T
%HZ &R0 SIFT » Polyphen-2 D SR EDDITR B DOJRIK ThHHEE 2 HivTz, Case E6, L3 ITROH B 4
DODEREDHL 3 DL, SIFT-Polyphen-2 DRI E NS BIEEE 2 D, ik B FR LW E X7
ST, FRDFNTIZEY, Case E1, L2 DZEFLIT de novo THY, Case E4 D FITREH 75 R0, Case
Ll @ 2 SOZERIIWFHRZLNENNOBIGLTIZL D THAHZENHERRSNTIZ, ZIHDFEEMNE, Case El
~E4,L1, L2 @ 6 #ilZ HILD L2HrLT-,

HILD6 #5i&-3F HILD37 il OO PR S oD P Tl AR AR ER BT A VARBE , FEIERER], — (b
ERWANFEOH B BAERDIRD -T2, il E HAEZ 3R T5 BAL T AL, FHELAHICRE
S/ ILD, 30 H LA ED N THHRESIHIO 3 -Sid HILD MEFITH BICE T,

[%Z%]

PRIGIZILD LW L72 9 D5 6 1511 (67%) 12 FW N CIRIK & 72 558 5 148 BA K5 E L HILD E2 il
72, HILD DOJRRAE2% 6 0 H Bl s 77 B (SFTPC p.Lys63Glu, p.Ser72Asn, p.Glyl00Ala,
p.GIn145fs, ABCA3 p.Arg1583Trp, p.Val1495Cysfs21X) % 4 B [F & L7=, HILD6 55 SP-C 4 i



25 4 6, ABCA3 JHEN 1 5, FOXFI Bin¥ 55 125D ACD/MPV 78 1 #il TéhoT-, NKX2-1 Bin T
DFFNTAAT IO/ T203 | ORI REAR T &L 7w B 3700 o T,

AXYRIZBIT IR EDE, 6 HRICFEESNI it —7 7272 NEEE 25 105G, SP-B KABSE
236 45, SP-C BLHEDS 745, ABCA3 HLHIED 12 B T o7e, AFFFEIZINTIL, SP-B KAFSEILIRE
SALT, SP-C FEED 4 5], ABCA3 BHIED 1 1 Th -7z, HAIZIST SP-C #EJEIL HILD D+
HRJHKTHY, ABCA3 BFiE I IFCKRE EIC L T ZEndbioTz, SP-B BEEIL H ARIZI W
TR EITHIE T2, BARNMNZIIMD Thi ChHZEN R I,

BrE RHIFIED ILD 5 6110056 | SP-C HFHEIL 3 il TdhoTz, WOKFEEICI51T D SP-C # 5 iE 1384
RHILIBEDFIENIZEA L THLHN, A ARIZIBITHHTAETHIFIED ILD |Z%F L TiE SP-C B IELH —
IZERDHRETHD,

(55

HILD O Wy A7 LAREEEL | W 48217 7=, HILD 6 B2 L. 4 BiC 6 DOF B n 728 B
ZFELZ, AARIZIHWT SP-C BAFEL ACD/MPV (3 HILD O EEAFINTHY, ABCA3 FFEIL
WK ENZ L T 7K | SP-B KABJE IR TR T D,



