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

[EFELBM] INEORMEPEMYE & (interstitial lung disease, ILD) (%, SES FREEAIER A G o
R TH D, ILDDO LB AR T AR EDBARMED LRI L5 D & 8 M ] 5 it 7R 8
(hereditary interstitial lung disease, HILD) EFEOR, & D EARIISE R VMR B IE LB R T4 BICL DM
BEMERR CThD, 2T AN A INIRIE T 50, —BICEBEMEO K TH BB AT/ > T
FEIET Db D%, HILDOD JFIANIIR il b Bz fife o0 B 5 L~ 70 7 — 2 D EH I RGBS,
AT 23 —7 727 % & H (surfactant protein, SP)-B/KHEJE, SP-CH 7 JiE . ATP-binding cassette
transporter A3 (ABCA3) BEIENHY, $H 1TITGM-CSFZ BIRBEIEN G D, FOXFI &in 14
Lz X Dalveolar capillary dysplasia with misalignment of pulmonary veins (ACD/MPV), NKX2-1 #8151
78 ¥\Z X Hthyroid transcription factor -1 (TTF-1) R AEGHILDIZ & £15,

ILD DOF2Wrid, BRI, IS A5 CT At AL, &8 SOl B (bronchoalveolar lavage, BAL) #&FT
S AR E T TEIR ORI T A Lo TREND, LUK S/ NS E 72 IR e 550 il v 1
F%:%a“é P15 C BAL RO AERR72 8 ORBEEDO @R AR, fili CT 7228 O AN MBI A 21T

ZENWEETH D, HILD OEPEIIEIIE, N THEIRIE, BRFIRIE, it —>7 77 2 Ml ek, —
Mlﬁ%%%ﬁkfé/ﬁ%ﬁ@i%f%&f&;é SP-C B HIED—IBIZITAT AR Ee | SP-C B JiEL
ABCA3 B EFIED—ERICNA N ud 7und NAZTHY ABCA3 BEIEICT VAR~ AL VL)
ThoTeEWHOMEDH D, RIGHINERIL, TR ffig F a0 2E ThiV I, Mild~ra>7—
PO THIUTEMBE CTHL3, fild~rv7 7 — O REIZI DM E BAEC S Ui Z1T
DEBIETDIERNDY BTG R TIRE R DM E RS L EETH D,

L2>L, HILD (3R H ISR R ERETHY T AERBHE  NEBHEIZ 2 I ASEHN TOD LT E N
#u, R B OMEEZ RN H2BE FREICOWLTOFRIT oIl BamsivTishT, 2k mt
ADHEE L TUVRYY, HILD 238 EGIX 4 22 W 7 e ADRIR LW OB . SHIZITTERE
PSRIRO S 21T DU AT MELENLETHD,

ABFFED B B9 NEINCRIE L7 R AR O il BOHILDIE Bl Al H L | e ER2 W ~g& A
BRI IRIE IR R T DI DBWI AR Y AT WeET 528, BLU A KIZIBIT HHILD DS LRFH
LM TDHZETHD,

[F5:] 2011482 HDE T A— L EA—D 7 VAN R LT HILD O W38 S AT DO A FIAAT,
HILD %555 B OEFEZBAR L T2, 2012 4% 2 A 25 B AR B A V2 o f A 5 2R (B Bl 5



HP—_A T AR TR ERL | BITRIY— AT R B LTz, XPBIE. 1 R CRIE LT TB9
PO ARORERF], £7213% 16 s O/ Tl 85 FE, RV E MM 72E @ ILD 75>£E:bzm‘_
HONTZWSIIIER DS | RIFFEDZW SRS AT MR ST ER & LT, BEAO R RIC
FRE RTREZREIR AR A RN LTS, FRATSHUTIEBNCBIL T, Wi AR iR A *ﬁﬁ#%@ﬁﬁﬂ\ i%l
BN BT 21 AL | RFRA~OSINCH T2 RBE P EON TG G /B TIRT 2 5 Tof A
Zh Tz,
[515] SFTPC. ABCA3 D& {1 T4 I GHEBI BINAT o7, H A VLI FIEC SP-B M%J“ DA HE
PERHDIEBNC SFTPB OEAL T-FRHTZATV, BAL R F 72X XGEW S RO GBIy = AR T
T 725D SP-B B ADKIE T o7, MildE AELZ sz, £ i?@@mzbfaf:ﬁ%@o%\
SFTPC & ABCA3 \Z B %388 7o T IE BN GM-CSF 52 R RE S S B3 % STAT-5 U R L O ff AT
w1107, Fe, %féf CHGTME D FFgE 32 Jifi 5 L E DAE {ﬁJ FOXF1 DA FRHTaAT 72, HEED
JRIK L7209 BIBAR T BRI E S, [RENELIGE ST OB IE TRTE1T 572,
[REH] 201142 A235 2013457 A £ TO 24E 6 00 H F‘ﬁ 43 BUDSHBA STz, 34 BIASHT A oD %
JETHY, 9 Bl E 4 WLEORIE Th-oTz, 43 FlOHH 9 B (21%) 23EERIZ ILD E2rsi, M
EPERGZE 0N 4 51, iR AR FUEDS 3 5], ACD/MPV 28 2 il Cdh o7, SETPC D fn T-fHTIZ T, Ml &
FIED 2 BIEMIEMEMED 2 o 4 Flle~TaEE AR E2RBD 7, (p.Leud5Arg, p.Glnl45fs,
p.Ser72Asn/p.Gly100Ala, p.Lys63Glu) . ABCA3 DBAR T MFHTIC TR E HIED 1 BllE G ~T S
PO FAZEBD T2 (p. Arg1583Trp/p. Val1495Cysfs21X) , 87 A4 VLR IE D MR s S L7 1 il &, AR
#% 8 A THRIELT-iEIMED 1 FlZ, ZNEI 2 DD ABCA3 s 1A BATDT=H ILD OJFIA L
W& C& 7272 (p.Pro73Leu/p.Gly1205Arg, p.Thr761Met/p.Alal362Val), SFTPB Di&fn -tz 21
B, SP-B B HDfFENTE 17 BTV, T 21T 7o B FINZ I W TR E TGO O T, SP-B KIBJEN
A ESHTZe GM-CSF FIC 1% STAT-5 UL b OfRHT O 51% 2 Bl | i & 12 STAT-5 DU R
(LS IEF I ZHERR S ALV, FOXFI O & TRt 2 G R ERG TR it & i EAE 4 11217V, ACD/MPV O 1
BlZA~T aEEA A RAFRO 72 (p.Leu300ArgfsX79) . ©9 1 > ACD/MPV DIER| Tl FOXFI 8151
BT DIRIE DGO T2,
[#22] ILD LML= 96105 S 641 (67%) 12 TIRE L7 5185 28 B4 K E L HILD &2 LT,
HILD OJFRRK L7222 6 DO HliEls T2 5 (SFTPC p.Lys63Glu, p.Ser72Asn, p.Glyl00Ala, p.GInl145fs,
ABCA3 p.Argl1583Trp, p.Vall495Cysfs21X) Z [AlE L7z, ILD9 55 SP-C FEED 4 5], ABCA3 %
HAEDS 1 61, ACD/MPV 23 2 i Ch-7z, HARIZIEWT SP-C i iEE ACD/MPV (X ILD O F 27257
KCHY, ABCA3 B EITNCKEEENZ L Th a2 Envbh oz, FrARMIZEIED ILD 5 fldHh,
SP-C B JEIL 3 B ThHo7=, FCKFEEICE T D SP-C Ba AT HTERHILIEDRIENIZEA L THD
. AARICBTDH A R HIFEAED ILD 1256 L Tl SP-C BFELZH —1CHE 2D & ThD, SP-B B HIE
EARIZEBW TR EICHHE T2 AARNZITD TH THLZ LD RSN,
[#&#] HILD OBWis AT L% ESLT-, HILD 6 BlZZWiL. 6 >0 HHil s T4 % (SFTPC
p.Lys63Glu, p.Ser72Asn, p.Glyl100Ala, p.Gln145fs, ABCA3 p.Arg1583Trp, p.Vall495Cysfs21X) Z[AlEL
7o AARIZIVNT SP-C BFJiEE ACD/MPV (X HILD O FEF/2JFKCTHY, SP-B KIEJEI T Thi T
Do



