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FALim XNEDOEF

B EOBRLFEOAT [ (B ) K4 K E # X

L G X E A
/NEIIFEAE SP-C S EDRHARIC BRI D AF5E

(Studies on clinical features of SP-C disorder with pediatric onset)

(55 & HiY)

fifith—7 727 &% N AT NIBEET 2 8B F ORI L0 RIET D M MEME B2 B RMERE
PR B (hereditary interstitial lung disease, HILD) & FESL, HILD O¥E A%, [ M i 2% (interstitial
pneumonitis, IP), filifd& HJE (pulmonary alveolar proteinosis, PAP) . fififfk D EfE A B 2 £F 5 [l B
B % (alveolar capillary dysplasia with misalignment of pulmonary veins, ACDMPV) %D ifi DTk B 5 12K
BMED, WK T, BRafRErEaEAL & 5% —77 7 % MEH (surfactant protein) B (SP-B)
RABJE & ATP-binding cassette transporter A3 (ABCA3) HHEN HILD O FERTH 5725, HATIL, SP-B
a— K9 % SFTPB, ABCA3 % 21— R % ABCA3 OJfFJRMHEA R OIS THE MR 2D, SFTPC O
RN LV IIET D SP-C BFIEDSFX I TR E 72 5, SP-C OHIEEME TH 5 proSP-C & a— K95
SFTPC 13 8 HYUK LITH Y 6 DDV Lpnb 72 ) IR _E RIS O 2R RRAYIZFE LT %, SP-
C BLEEIX, 2001 A KE O RIE MR OREF TR THds S, R adBEEnERE & 5, W
BUTIP L 70D T ENZ WA, PAP ORAAZ L 256 b5 5, BIERFIIIR—5% - A—ZLRZTH-TH
BRI O A E CTRIA S, MERIHERORBRE bifx Th 5D, Fxld, AAREEDOJREARHDM
W B EE BN B3 DM A1 D 2 & &8 LT, 2011 4 X Y HILD DJEBIER AT > T\ 5, Fox o3k
88 L7- HILD {5 FEHT Sk L O > — 7 = =2 K DR 23 2020 4 4 A2 Thifa&AAE (3
CORENE 72 I3SERME) BlaHAE) & UTRBIR S, 2024 4 1 HBUE, R/ SR/0I2id SFTPC,
SFTPB. ABCA3, CSF2RA, CSF2RB, NKX2-1, FOXF1, GATA2, OAS1, MARS1, FARSB, FARSA,
TBX4 O 13 AR TN EEN TV D, Fx L HILD OERI 2 £/ 5 H T, SP-C BEIEDPICFHRE
IRBEDFAET D 2 L IR DV e, SP-C RFIEDBRFA SR &L REVIZITTEHEN H D &V 5305 D
WEND P, [FHRE LA IFIEDIEFCAEm TR AR ROIEFNE I TWRY, £z, BN
5 ® SP-C BHEIEDHEITDEOIEFRE N KE 3 TH Y | HEOIERF 2 LR Lo @mE 137220, AR
ZEDO HIIL, SP-C BEIE L ZWr S/ NEBo 5 5, BEIEFIORHBZH LT EHZ & Th D,

(x5 & k]

2011 4 4 H~2022 45 3 A OHIMIZH ~ 28 HILD OBZWEZ 1772 -7, FIEFHD 16 A D SP-C
BEEE MR E Lie, BASEOEELY % —F X OWANRZE X Z HILD O % & 2 Ok 5%
IZOWT R ATV, SRR AR B O BRI BE =52 DU TR 52 1 . BRPRRRE . MRS T L)s & HILD 23%%
bIDIEFNZ SN TR IR 21T - 72, £72. 2020 45 4 A LIEE, [iffRE AE (B S5t gk
KYE) BB TRAE) O3S DNA HFERTIC BT 2 s ek SR 2E% 4 U CIEde it 2 kg L 7=,
KIGEABNZ DU T SFTPC OYEEEELSIAENT 2 2017 45 12 H & Tl Sanger 5% FHV T, 2018 4= 1 A LI



WA =7 == N TT R o7z, WEELIZRIRIEHD 5 b, BIEOMN, SERS] (HAD
At 28 ARG W (IP £7213 PAP) . Wik, BARFARITRE RO BIGET R & FFAEh, 8l
S, BRI TR O TR BB, MR 04, B2 LOAS) Ve, BBk
(ZEC T 2 2 T T e 2 TR R, TNLISOIER 2 TR B4 & LT, TRAR SBET S
K2 SER AR RS L7z,

(5 2R ]

291 BNzt U ClAn 7RHT & 940 L, 20 510> SP-C ¥4 E % [RE L7z, SP-C SiiED o A= L #s
FEZS 9 B, FLIRMILIREFRAEDS 11 B TH Y . FAUL, PAP 28 4 B, 1P 28 16 BT o7z, HrA R IFIES
D95 PAP A3 4 4l IP 3 S FITH Y, FLIRBILAEIIED 11 FllZ2F123 IP Th o 7z, HrAVRHIRAES] D
IH A BN L, 1 BIAHIREAEIC L0 A LT, SLIRBILIERIER O 5 5 1 BIAELE L, &Y D
10 IR AAFE LTz, BRICHOS RA A UAMZEROH D 12 B0 5 5 3 G, F I3 25 1)
TV, BRICHOS RAA CWIZERDHL §FHIDHH 3 FNRELT L THEY, D56 1 FllFmx
AWNICT L— L7 NEREZFFOFAERBIIE PAPFITHY . RV D2 FlIT=F Y 4 DT NNDORE
SDAT TA L TEREROIP HITh o7, FAENBIRIED PAP FEHIIXE NS OIEFNZ LR TH
BIZTPHRAROBIGR &> T,

[%42]

SP-C B 20 10> 9 5 plle73Thr ZERA 5 il Lk b %< . TNHIZETIP OFBEZTRY | ORI
REMTHEZELTEY WNOBEREFRRORM R ThH o7, MAIEIED SP-C B IE TITZAERR
BRICHOS RAA NZEHF LTS EDOHRENH DD, ABSEICIBVTIEL BRICHOS R XA A > OZERE
20 R 8 FIDIHTH VRN EITH R DFERTH T, —FH T, SHIOHTHDRHERIIL. ZDHH 34
TXHHE RIS PAP OFBLCHRIE LTZERI TH o 72, S BT, HiARHIRAE PAP OREFIX, MM ¢4
fFLTZ 1 NZBRWTRBIZNFET L TR v | B RBIZEAE PAP JEGZZ LU DIEFNIZ LN THEIZ T4
MARRThHoTo, £/, pLleudSArg ZHEIL, WFALHEAENBNZ PAP THIEL TH bV, FIZERIT SP-C
BHIEICRBIT 2 THRAR EBEET 28I FERO—D>THDA[REMENRE 2 Tz, & O/ 2 FHlOFE -4
1L, proSP-C D=F% Y > 4 D5 K HWME 3 KiDOWT NN EREFT HIER CThole, =% Y
YADARTTA T B B 7R pro SP-C ZPEAT H Z & T, dominant negative BRI LV TR A
KRBT D AR B %, SP-C BFE & & O 7=/ D HILD (2% 2 WRHOIRIRIZIZ Y — 7 7 7 &
MMEFEE, AT nA REL2GEE b Rkafdvraoad &b, 7oA~ A ¥ U H5EOBREN
D, NEHRIENRID L2 WGAICIE, MBEAERE I ND 03, AR TTHRARIRE S84
DRHIFEAE PAP JEFIL, G/ NEWNT £, R —FAEDRERIMRNZ & 5 6 BUFEMIT IR O i
BREETH Y | Bz RIpEEORIA I I D,

[ i

AEE 2 X RIS > THDIEB TH D SP-C BFIEDIEF 2 HEFET 5 2 & T, SP-C BHEED HIE
BIOFHEZ FLIHT 2 LN TE T, THRARDTHI SIS, FrERMIZ PAP TRIET 2AERICK LT, &
T LA, EIE(LOMFREN, EEFIIIIT 5 B LIS O F L WIRRIEBE~ & 5 S
T ENROPETH D,



