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(Diagnostic approach for the hereditary interstitial lung disease in childhood)

T L M) B E MR R (hereditary interstitial lung disease, HILD) X, &E{m¥
ZHNRE CHRIET HMEMEMER THY | BRIEEL RS T HETHEOMERAEEZE L,
BRICESEN) & 22 DRI REBRECTH D, HILD O BEEIG 7- & L Cld, SFTPB, SFTPC, ABCA3, CSF2RA,
CSF2RB, GATAZ2, NKX2.1, MARS 72 EDNEIHLAIVTW DN, FHRWISIEZR EMDHILD ¢ &2 bbb
DDORIEEFELBETDFRE S AL TWRWER S 2\, HILD @ {4 13 fi fd & 3 4E (pulmonary
alveolar proteinosis, PAP) & B PEMi# (interstitial pneumonitis, IP) TR TH S, HILD
DOIJERFHNITH AR NS RANETOERH 5,

HILD [ 33ERICH 7R RIETH 0 | FrAEREE - DEBHEIC I BT 2R, 2011 I HAR
BrAEVREEY 2 (I B AR AR P2 OMARERTTRY—_ A F 0 2AF¥E4 B L TH
AROJEFEME &% —IZ HILD OEEE & = OBW SKARIZ DWW T L, SERIOEFE A Bla L7z, 2011
2 H~201347 H OWIBNIHEAN 252 F T2 EBNIZ DU T Akimoto & A3 SFTPC D28 5 % AE]  ABCA3
DOERE 1JEF], FOXFI DR % 1 JEFIRRE Uiz, AAFZEO BRI, Akimoto 55| & E HILD
MEEDIVTIEFNZ T 22 Wr OB, BRFITE L ONRRRIERIR~OE 21T & &bl #
7202 NKX2. 1 DTNz 5 Z & &2 LT, BARIZHT S HILD OFEWREEZA LI L, 2y
AT LOEEILFEHTHZ ETH D,

(ki & 735 IR AR ORER RN EES 5 3 DIEFIZ DN T, B A —ARCEE TR 2%
F7z, ERIRIEIR, B X MR ESOM CT 72 & 0BT R X Mg~ — 7 —DOfE) b HILD % &b
FLDIEFNZOWT, IR TRIT 21T o 72, AR, 2013 48 H~2016 4= 6 A £ TOHIMITHF N &
AT TIEBNZ OV TG L7=, 2015 4 1 H &£ Tl SFTPC, ABCA3. FOXF1 DTk X O GM-CSF #
Wz X % STAT-5 U e bakliR, HT GM-CSF HFLAMIE ATV, 2015 4 2 H b NKX2. 1 Offr %18
M U7z, Z O] SFTPB DFENT*4G: & 72 DREGINIEDN S T2 728 SFTPB OfFHTIIAT 70> 7,

[R5R] 2013 42 8 A2 2016 42 6 H £ T 2 4F 11 - H OHIIC, AARE 56 fiik 2 AT S 4L
7o 10 FEFIDS RIS & 72 o 7=, JRERARRR S TP L 2Wr S AU RERF] (LUT TP) 13 8 SER, Mo X #RE =
Sofifi CT FF 6 TP eI IER] (LR :pIP) 1% 45 SEF, BAL SCfi BEAHAR T PAP & M SN 7-E
B (LLF :PAP) 1% 6 SiEM, SRS B O Jifi i) i SE (pulmonary hypertension, PH) ZHf25Ef] (LLF -
uPH) 1% 7 B, ERERRD © ACD/MPY & 227 S AV7-JiE 5] (LU ACD/MPV) X 4 JEBI Td - 7=, pIP
FEB D 5 B 18 FEMIA PH & &0F L T -, SFTPC DFENTHES:Clx. IP 8 JEHID 5 & 1 fEf| (SFTPC
c. 218T>C, p. 11e73Thr). pIP 45 JEF|D 9 & 3 FEHI (SFTPC c. 541delC p. Leul81TrpfsbX 73 1 fEH,
SFTPC c. 218T>C p. I11e73Thr 73 2 SEF) \PAP 6 JEFID 5 & 2 JEH] (SFTPC c. 134T>G p. LeudbArg, SFTPC



c. 181A>G p. Ser61Gly) |\Z SFTPCIZZE R 2R =75, BFEHIMINIZ ABCA3 \IZE R ZRD o7z,
FOXFI DffFTHERTIX, pIP JEBID 9 B 1 JEF] (FOXFI c. 256C>T, p. Arg86Trp) . ACD/MPV @ 9 % 1
JEB] (FOXFI c.852_856delTATCA, p. Tyr284X) R 7=, NKX2. 1 OfFENTHERTIX, TP JEBHID S H
1 5E # (VKX2.1 c.1117C>T p.GIn373X) . pIP JE #l @ 5 & 1 JE #l (VKX2. I
c. 1016_1017insCCATCTCCGTGGGCAGCGG p. G1y339fs) . PAP JEBID 5 H 1 JEH] (NKX2. 1 c. 954delG
c. 958delG p. GIn318fs) 1T NKX2. 1 DR 2B T=, 1 IEHINHL GM-CSF HrikfGETH O . A CaE
PERTE FE & 2 LTz,

[E£2] HILD 2% 5 70 fEFIF Tt LT SFPTC, ABCA3. FOXFI, NKX2.1 OfEkravire L7-J5K
MR EAT 72, 11/70 F(16%) ([CBIn T ERZRDZ, BImTERZROT 11 o> 5, K2
Wro NERIZ, TP 23 2 JiEf], PAP 25 3 5iEM, pIP 25 5 iEfH] (PH 72 L 4 SEHI, PH & Y 1 5EH]) . ACD/MPV
N 1LIEBITH T, £, BIETERONGRIL, SFTPC OZEHIX 6 SEB], ABCA3 D75 F1% 0 FEH,
FOXFI O H0% 2 SER] NKX2. 1 DA FIT 3 JER] T - 7=, HL GM-CSF LR HEBIL 1 IEFITH - 7=,

SFTPC\ZE B 2388 7= 6 JEBIOHTIL, SFTPC p. 11e73Thr 235 © %0 > 7=, SFTPC p. 11e73Thr
TS OME T b D FE,

JREAEAR A 5 ACD/MPV & 2 Sz 4 JEBID 5 5 coding—region &K & exon & intron HEH %
GO TCOX A LI Nor— 7 U AT VER LNEREZRBO R > 7, FOXFI X, 270kB Eji
IR R 72 N =R B D | intron NIZb oUW —0Nb 5, £72. de novo DIFEME
ERITEICHERD 16 FYRAKICHY | FENBIEN DL Z Enb Y, FOXF1IZIZA T ) T
4 VTBBRNFET D EEZ LN T WD, BUIEIT> TV DB TENTLAIMZ . FOXFI B O -
RINZDWT DfFHT, FOXFI %3 E eSO R DM . FOXFI SN O BB F DT 2175 2 &
BLETHDLEZZD,

Akimoto HDOIME L AHED L 10 JEFID PAPJERFID 5 B, 7 NMTEIGFARZFRD, MixE
%M PAP, JTIA, PID 23 1IERIT D TH Y | AARIZIT H/NEH D PAP (2% 2 BRI
FHTHD EEZ DN,

[#E5a] BARANICET B/NEo HILD OJFA & U CiE SP-C B ED e b HEE RN E 2 & SRR
STz, SP-C BFIEIZIRUNT TTF-1/NKX2. 1 BLEIEDBHFE S BN 2 & DS 72 B L, ABCA3 25
JENRHCTHD Z &, SP-B RIIENIRD T Th D Z & NFMR I,



