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

[EFELBM] INEOREMEMYE & (interstitial lung disease, ILD) (%, SES FREEAIER BA G oM
R THD, ILDD D LR T AR EDBARMED IR K256 0 2 38 s M ] B i K i
(hereditary interstitial lung disease, HILD) EIFEON, D RIS RN B E LB s 14 BRI LD
BEMERR CThD, Z<ITHENR - FIRINTHIE T 203, —HBICEEEOJRE THY RG5> T
FIET Db D%, HILDOD JIANIIIR il b Bz Aife o0 B 5 Ll ~ 270> 7 — Y D EH I RGBS,
AT X —7 727 % & H (surfactant protein, SP)-B/KIEJE, SP-CH 7 JiE . ATP-binding cassette
transporter A3 (ABCA3) BEFIENHY, $H 1TITGM-CSF2 BIRBEIEN G D, FOXFI &in 14
|z X Dalveolar capillary dysplasia with misalignment of pulmonary veins (ACD/MPV), NKX2-1 #8151
78 ¥L|Z X Hthyroid transcription factor -1 (TTF-1) R AEGHILDIZ & 15,

ILD OZWiE, AR, i@ & CT A AL, KU Sfifa e (bronchoalveolar lavage, BAL) #KFT
S AR £ 7 TR O TR B PRI FT RS R o TS HL D, L UARAE D3 /NS < E R 7 P o 250 i v 1.
r%%ﬂ“é P13 T BAL RO AEf72 E ORBEED @R AR, fili CT 7228 O ED MBI A 21T

ZENRWEETHD, HILD OEMEIIEIIE, N THEIRIE, BRFRHRIE, it —7 77 2 Ml ek, —
M!ﬁ%%%ﬁﬂfé/ﬁ%ﬁ@iﬁfé@&f%é SP-C BHSED—IRITIZAT BA R 5| SP-C BLFfEL
ABCA3 B EIED—ERICNARFud 7und NAZTHY ABCA3 BEIEICT VAR~ AL VL)
ToholeLWHOME D DD, RIGHNERIL, TR ffilE_E a0 25 ThiVIMigAE, ild~ra>7—
PO THIUTEMBAE CHL03, Mild~rv77— O REIZIDMMIEE BAES S Ui Z1T
DEBIETDIERNDHY | BTG R TRE R DM E DS L EETH D,

L2L, HILD (3R ISR ERETHY T AERBHE  NRBHEIZ 2RI THH LT E W
#u, R B O EZ NI H2BE FREICOWLTOFRIT oI @msittisb T, 2k et
ADHEE L TRV, HILD 235 EGZX 4 28 W7 e A0S LW OB . SHITITTER
PSRIRO S 217120 DU AT MEENLETHD,

ABFFED B B NEINCRIEE L7 R AR O i BOHILDIE Bl A H L | #EERZ W~ g & A
LI IRIE IR R T DI DBWI RS AT D 528, BLO A KIZEBITHHILD DS LRF
LM TDHZETHD,

[eF5] 2011 482 ADBE T A— /L EA—=Y U 7Y ARER L CHILD O 38 AT DD AR ZATU,
HILD %555 B OEFEZBHAR L 72, 2012 4% 2 A 25 B AR B A V2 o fi A 5 2R (8 B 5 1

X,
Al



HP— AT AR TR ERL | BT — AT R B LT, XPBIE. 1 R CRIE LT TB9
HEPTEDO MR AR AORER], F7-13 16 FEAM O/ N CHIL R [FE, MEMERiZ% 72280 ILD 75>£Ezbzmi
HONTZWSIIER DS | RIFFEDZW AR S AT MTRRIr ST RER & LT, BEAO R REIC
FLHA ATREZR R R 2 BRI LT, R SHTIERNCRIL C, WA 722 RS SO MR %ﬁ*
BIZWNC BT 2 WAL | RFEA~OSINCH T DR B EON I G OB/AE TR 2 5 Tof A
Zh Tz,
[515] SFTPC. ABCA3 D& {1 T4 R GUEB BN AT o7, H A VLI 5IE C SP-B M%J“ DR HE
PERHDIEBNC SFTPB OIEAL TFRNTZATV, BAL IR F 72X XGEW S RO GBIl = AR T
Y771k D SP-B EHOK AT o7, il BiELZ Wiz, 72 i?ﬁ@wbhf:ﬁa%@o%\
SFTPC & ABCA3 \Z 5 %388 7o T IE BN GM-CSF 52 R RE S S B3% STAT-5 U R L O AT
w110l Fe, %fé IR O FfgE 92 Ml L EE O FE fﬁJ FOXF1 DA FRHTaAT 72, HEED
JRIK L7209 BIBAR T2 BRI E S, [RENELNTG A ISR O BB TRT 21T 572,
[REH] 201142 A5 2013457 A £ TO 24E 6 001 F‘ﬁ 43 BIASRIT Sz, 34 BiASHT A L o5
JETHY, 9 Bl E 4 WLEORIE Th-oTz, 43 FlOHH 9 B (21%) 23EERIZ ILD E2Wrsi,
EPERGZE DN 4 5, iR FEDS 3 5], ACD/MPV 28 2 il Cdh o7, SETPC D fn T-fHTIZ T, il &
FUED 2 FIEMBEMEMED 2 Hlo 4 Flle~Ta#EEEERZRDTZ, (p.Leud5Arg, p.Glnl45fs,
p-Ser72Asn/p.Gly100Ala, p.Lys63Glu) , ABCA3 DAL MENTIZ Tl BAED 1 BllCE A ~T S
PEDZE FAFED T2 (p. Arg1 583 Trp/p. Val1495Cysfs21X) , 87 A4 VLR IE D MR f s S L7 1 il &, AR
#% 8 A THRIELT-EIED 1 FlZ, TN 2 DD ABCA3 5T & RAETLDT=H ILD OJFIA &
W& C& 7272 (p.Pro73Leu/p.Gly1205Arg, p.Thr761Met/p.Alal362Val), SFTPB Di&fn -tz 21
B, SP-B & HDFENTE 17 BTV, T 21T o7 2 FIC B W TR RO LT, SP-B KIBJEN
A ESHTZe GM-CSF FIC L% STAT-5 U L OfRHT O %1% 2 Bl | il & 12 STAT-5 DU R
(LS IEF MR SV, FOXFI O& s TRt TG R ERETEO it & i EE 4 11217V ACD/MPV O 1
BlA~T aEEA A RAFRO 72 (p.Leu300ArgfsX79) . ©9 1 > ACD/MPV DIER| Tl FOXFI 8151
BT DRIE DGO T2,
[#&22] ILD &2 WL 9B L 641 (67%) (2N TRE L/ A8 {5 725 B A e L HILD &2 L 7=,
HILD OJFRRK L7222 6 DO HlEIs T2 5 (SFTPC p.Lys63Glu, p.Ser72Asn, p.Glyl00Ala, p.GIn145fs,
ABCA3 p.Argl1583Trp, p.Vall495Cysfs21X) Z [AlE L7z, ILD9 |55 SP-C FHED 4 5], ABCA3 F
FIEN 15, ACD/MPV 73 2 il TH-7=, HARIZIUT SP-C EEJEE ACD/MPV (X ILD O E %725
KCHY, ABCA3 B IEITRCKEEEIZ L TOnZ e bbb oz, FiAERBIFIED ILD 5 #loHh,
SP-C B JEIL 3 B ThHo7=, FCKFEEICE T D SP-C BH AT HTE THILIEDORIENIZEA L THD
. AARICBTDH A R HIFEAED ILD 1256 L Tl SP-C BFIELZH — 0B 2D & ThD, SP-B B HIE
T AARIZBNTREICHREIT R, AARNIIIRD THh Th D ZEN RS,
[#&3] HILD OZWis 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 AARIZIUNT SP-C BFJiEE ACD/MPV (X HILD & FEF/2JFIKTHY, SP-B KIJEI IR Tl CTh
e



