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

EE L BRY) BRI E M E E (hereditary interstitial lung disease, HILD) . &{z+
ERNFRTRIET D MEMEMEETHY | BFEEEEL EIRE T EITHEOMER AL L,
BRCBOEM) & 72 DB RECH 5, HILD O FAEE S T & L ClE, SFIPB, SFTPC. ABCA3. CSF2RA,
CSF2RB, GATAZ, NKXZ2. 1, MARS 72 EINHILIVTWDMN, FHENFIE/R ENDHILD EE2 65 b
DODOREEFELELFDEE SN TORWIER S 2\, HILD O ¥4 130 id & B E (pulmonary
alveolar proteinosis, PAP) & VB M2 (interstitial pneumonitis, IP)23F{RTdH 5, HILD
OIIERFENITH A RN S RN ETOERH 5,

HILD (FZFFE I RIRETH O . FrAERRE - NERHEICH2IZHm BTy, 2011 FIZHA
BrERACE 2 (IH B AR AN ) OMAHEBRIGHRY—_ A F o 2AFELB L TH
AROJEEME % —IZ HILD OBE & ZOBESHRIZ W TEE L, FEFOEFE A Bl L7z, 2011
2 A ~201347 A ORI 25321 F T2 JEBNZ DU T Akimoto & A3 SFTPC DI Bt % ASER], ABCA3
OERE 1VIER., FOXFI O R%E 1IEFRE Uiz, RO BRI, Akimoto 5 IZ5|Zfex HILD
WEEONTIERNZ KT 22 W OB, BIs T L ONRRIERIR~OBEA2175 L & bIT, #
7oA NKX2. 1 DFEfTZINA 5 Z &2l LT, HARIZHIT D HILD OFEFREEZH 6N L, 2
AT LOWEIITETHZ L TH D,

(ki & 5515] JRRARB ORER AR RN EIES 5 DIEFIZDONT, B A —NCEE TR E25%
J iz, BRIRIEIR, B X BRGESOH CT 7 & QBT s L OMLE~ — 7 — DO fED> 5 HILD % &&b
NWDIEFNC DWW, B TRT 21T o7, AEE, 2013 48 4 ~2016 42 6 A £ COHIRMIZHEIT %
ZATTIEBNC DWW TR L7z, 2015 4F 1 A & Tl SFTPC, ABCA3, FOXFI OfFEMTH KO GM-CSF i
Wz X % STAT-5 U o efbaki, Ht GM-CSF HFUARIE 24TV, 2015 4F 2 A6 NEX2. 1 Ot %18
M7=, Z O SFTPB DfENT*IGE & 72 BIEFI N BN > T2 728D SFTPB DFFENTIIAT Do 1=,

[#55:] 2013 =8 A5 2016 £ 6 A £ T 24F 11 » A OMRIC, HAZLE 56 gk SN S
7o 10 FEFIDS KGR & 72 o 7=, JERARRE DO 1P & 22Wr S A7 REF] (LUF 1P 1% 8 SEB, i X # 5=
SOl CT AT L2 S 1P AL AEF] (UL T :pIP) 1% 45 SEB, BAL S2JR B T PAP & 22t X 7= E
Bl (LLF :PAP) 1 6 SiEBI, JFUKASBH O ffi & if £ E (pulmonary hypertension, PH) ZRf25Ef] (LLF :
uPH) 13 7 JEG], RELAHARD © ACD/MPV & 22 W S AU ] (WL ACD/MPV) % 4 JiERI T - 72, pIP
JEFID 5 B, 18 SEFIH PH Z2 & 0F L TNz, SFIPC DfFENT#ERTIE, 1P 8JERID 5 B 1 JER (SFTPC
c. 218T>C, p. 11e73Thr) . pIP 45 SEGID 5 B 3 SEH] (SFTPC c. 541delC p. Leul81Trpfs5X 73 1 SEH,
SETPCc. 218T>C p. 11e73Thr A3 2 SiEH]) \PAP 6 SEB] D 5 H 2 JEWI (SFTPC c. 134T>G p. LeudbArg, SFIPC



c. 181A>G p. Serb1Gly) |\Z SFTPCIZAE R A2 RO T=05, WFICHIINIZ ABCAS \ZE B A2 RO I~ 7,
FOXFI DFEMTHERTIX, pIP JEFI D 95 B 1 GER] (FOXFI c. 256C>T, p. Arg86Trp) . ACD/MPV @9 % 1
JEB] (FOXFI c.852_856delTATCA, p. Tyr284X) iR 7=, NKXZ2. 1 OfFENTHE R TIX. IP JEHID D H
1 JE il (VKX2. 1 c.1117C>T p.GIn373X) . pIP JE Bl © 5 B 1 JE #] (VK2 1
c. 1016_1017insCCATCTCCGTGGGCAGCGG p. G1y339fs) . PAP JEMID 9 & 1 JEM] (VKX2 1 c. 954delG
c. 958delG p. GIn318fs) 1T NKX2. 1 DR Z RO 1=, 1 JEBINPL GM-CSF HLikGETH D . B CmE
PR B E & 2l LT,

[B%2] HILD 2% 5 70 JEFIFITt U C SFPTC, ABCAS. FOXFI, NKX2. 1 Otz diys LizJRKA
RSB HEAT o7z, 11/70 Bl (16%) IZE BT AR 2RO, BETERZRBDT 11 FlO S5, BRDZ
WrONERIE. 1P A3 2 JEB], PAP 28 3 5EMI, pIP A3 5 JERF] (PH 72 L 4 JEMI, PH & 0 1 SEHI) . ACD/MPV
WD UEFICThH o7z, Elo, BIETERONRIX, SFIPC D 51T 6 FEB], ABCA3 DZEELIL 0 JERF],
FOXFI DZE 0% 2 JEBI NKX2. 1 DZE 1% 3 JEFIT & - 7=, HT GM-CSF HLIRBEIEFNIE 1 EFITH - 7=,

SFTPC\ZZE B 23860 1= 6 SEF DO W TlE, SFIPC p. 11e73Thr Nk b 2h o> 7=, SFIPC p. 11e73Thr
TS OEE T H e b BB E,

rfﬁfﬂﬁ’%ﬁ)lg ACD/MPV & 2 & 7= 4 JEFID 9 B coding-region £ L exon & intron R %

CHEKCOXA VT b —F U AT EF LINEREZBD 2o 70, FOXFLIX, 270kB ik
ﬂm%ﬁé@fﬁi//\/ﬁ~ﬁ>% V. intron WIZH N\ —NdH 5D, £72. de novo DIFFME
EEIZTICHERD 16 FYRAKRIZHY | FIENBIEN S D Z Lnb Y, FOIFIIZIEA 7Y T
4 VTBBRNGFET D EEBEZ LN T WD, BUET> TV D BIRTENTLAINT . FOXFI EROZE -
IRYNZONT DRENT. FOXFI %1 o888 0D K 2 DRI . FOXFI LIS D A58 {z\‘%@ﬁﬂﬁ%ﬁi e

DUETHDHEEZD,

Akimoto B DA & HbHE D & 10 FEFID PAP JEBFID H B, 7 NTEEFAREZRD, itH
CLPENE PAP, JIA, PID 28 VIEFIF-DTH Y, BARIZET 2/NEHID PAP 1253 2 Bs AT
FHATHDEBZ LI,

[Kiaw] BARNICRT H/0Eo HILD DA & LTk SP-C BAEN i & D B 2 & 2N FRHERR
STz, SP-C BFIEIZIRUNT TTF-1/NKX2, 1 FEFFEDBEEE DS @ T & DSET72 1B L, ABCAS 75
JENRHTHDH I & SP-B RIBJENIRD THi CTh D Z & DNFEER I,



