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HroEZSEOLFE (B ) K4 KB EK

FNL A L E A

HARIZI 1T % ABCA3 B E OB B 3 D 1F%E

(Studies on genetic features of ABCA3 disorder in Japan)

(=& BY)

ffith—=> 7 7 % b AT ACBET 2 BAR OB K0 FIET D AV MR B 2 B AR M
Jiti% £8 (hereditary interstitial lung disease, HILD) & FES, HILD O, FEJE i 2% (interstitial pneumonitis,
IP). i@ & HE (pulmonary alveolar proteinosis, PAP) | ili ik D #kE A~ B & £ 5 il BAlE TRk 25 (alveolar
capillary dysplasia with misalignment of pulmonary veins, ACDMPV) (283 S5 i O AR T I KB S
be BRATIE, HiOKREBEBLOEE L5V —7 77 % FNEH (surfactant protein) B (SP-B) K4H
Jit. & ATP-binding cassette transporter A3 (ABCA3) #HJEAN HILD D EKRTH D, HATIL, SP-B & =—
K9 % SFTPB OJFIFMY 7 > MG 720, —J7, ABCA3 OFRJEMANY 72 MCERT 2
ABCA3 EHIED HARIZEIT D IRBUT 28 STz,

ABCA3 SHEITH R AREMRIEERE & 0 HERD SN & CHREEE 2 5] & 297, ABCA3 5
WIEIL, BRI RO ML 58 SEBERE (respiratory distress syndrome, RDS) & L CTHRIEL, T D%
IZ IP R° PAP OYRREBICAT L C TR ROEKAE & 2 2 &N, —F, —HOREGITALN MRS
DUV AN FEMEMEE E LTRIEL, £OZ L BMEHROREE 2R3 5,

Forix, NEBIZFLE LT RRAB ORERFEEEGNZ T 2 2 REORE N6 5 2 & 218
LT, 2011 4E X V) HILD OIEFIEREZAT > T D, EWNA LD ABCA3 BEIEICHT 5 2 E TOME
I, 13 & A ERBAIE 723D BB OIEFIRE TH Y | BEOIEG 2B Lzl T 70, Ao B
FIIE. HARIZE T 5 ABCA3 HFIE & 2l ST/ NEDOBIERFHRAZ A HNCT 52 & Th D,

(x4 & 071k

2011 4F 4 H 75 2024 4F 3 A £ TOMRICE 2 28 HILD OBK 4B 21172~ 72, FBIEFR 16 mARTm D
ABCA3 BT EZ xR E L-, AARRSEOEEM Y 2 — kR OVNEZ MR IC HILD O3 L D2k
TR OV TR ZITV SRR AR O RER [ =55 G112 DD CHRFR &2 52 | BRI & A AT i & HILD
DEEDOI DIEBNZ DOV COEAG RN 21772 5 72, 2017 4F 12 F £ Tl Sanger %% V>, 2018 4F 1 H LIk
X9 & DNA #FZERT & OILFBFZE & L QRIS — 27 = o — 2 X DT 21T o 72, 2020 4F 4 A D
PRI S - & LC, 29 & DNA BFSEAT COEM L7, JEFIOMER], FEREY, MRS58 iE 5
B - TV 2% - Il 2 FUE 72 & OB TR 5 1ER X OHRIFIZ OV COERZEFE LT, iR 3580,
filihtid © COELE, MR L TOEFITHE LI, NY 7 2 FOFREMEOHRIL American College
of Medical Genetics and Genomics (ACMG) DA KT A ANZHEHLL TIT o 7o, Fox OIERI U — XD
BT OCEAE B &I, BG T L KRBV O BE 2 MR LT,

(#5251
HILD {47 291 Bl DWW T —2 o v v JHiT {77 & Z A, 11 §128 ABCA3 FIE L2l S
7oo AR DREREEZ 2 L2 8HlD 5 b 5 flITEEHFEIC LA AR, ATYyr—77 27 %2 b



DEHRE, AFNLT L R=yar - LR EE B Raxirsaax &b 7oA~ Vo BE
R ETIHRIRENTZN, WIFNLRENS @ EE 723 E TR LW D, SECHID H B 2 filixFEE]IT
Holz, 3PN 1ELBEORIETH Y . 2HINEFL TV D, FLIRMIREGNT /20> 72,
11 B EFH I8 FRDJRIEMEANY 7 MAEE STz, RSB SN T ME, 920 IR E
VANRYT R 5ODF B UVANRIT U, 3ODATITA TR E 1 OO T L—AY T kAN
Ty R ThoT, 11 HIF 9 BITITEE~T aEEGEO Y 72 RFEE Sz, 750 O 2 EHITIE, 1
DDOHDIFFMESNY T2 R FEE SHL, AR TR DL ik O E 7B K A 8143 T, Ammsﬂ
Fﬁl?f ZHRFEL) 72 fried egg pattern Z 58 5 Z L TR SNz, REESHRIZ 1AL RIES N -T, £
L [FIR & RN CTHSE DR Y 7o MBI SN Do T2, W7 LIVICEERETE AR Y 7 ok 2 FFOE
ﬁ@o% VIEBNZFBO =2 DD Y T b (c.1111+1 G>A, ¢.1444 C>T) 13 & BT EICHRE N2
molz, ZOREFIZOWTIE, BEDOMAERMEEZ AT T ORI AR 21T > 72,

[%Z%]

ARl Fox 1 291 SEFI O R K A O R fEE 2 23 25 /8E0 6 11 61 (3.8%) D ABCA3 HEHIE %2 H
L7z, ABCA3 BFHE 11 BlOT X TOEFIN~T B SR TORIE CTh o7, WA OHRE T 632 il
185 f31 (29.3%) > ABCA3 EEFEIENZM SN TE Y, AARTITREENME o7, Fo, RHE TSR
EHEGIRTORIED 185 Bl 75 ] (40.5%) L2 < Ao -Dlxt LT, AR TIEREESRIIFEE
Enpmote, 2. FFIZBRWTHEBONY 70 MIBE SN R0 o T2, WK Thie b B8 O OIR
73U 7 2 b ¢875A>T p.Glu292Val S H RN ARG & LTc T — 2 X— AT BEFEDR N2 b b, H
ARIZH T D ABCA3 EFIEDRILAF RO R MA, AARIZIHIT D ABCA3 BFFEDFHH L Z 2 b b,
W7 LVITHERERE R N Y 7 o R 2R OIERNE. 2B HTERINIRE LN Lz, I AEU A
RUT v N EFOIEFNC DWW IS B & AFFFIN R S =0, BE LIERDO I A AT T2 b
IEZNE TOWETHEIERMER & OBENHE STV, ABCA3 OMERBICE KR E 2 T/
U7 hThdEEZLNT,

T VU ULDNEEMEAS Y 7 2 SO FEE SR WVIEFIZ DWW TR, A > b SO Y 72 M2
%R ASREREE 72 EHT LUV R AL SNTZBIDN H 203, BFB RO Z &%, @@ﬁm®¢f
1 DUEAINY 7 RREE S enro 72 2 il & BITHiAFE T ABCA3 B EIZRFEAYZL fried egg
pattern Z {5895 Z & T2l iz,

/N O HILD (2% 2 NBHPITRIR IR — 7 7 7 # > MMfisilE, A7 n A FELEEE B FaXx
vruaX b TUARYA VOBRBEORREN S 5, NEBIRENRED) L2 WIGE I
MBEINDH, AU T 2 MBI IS N EHAE T2 RF—0N0ETHY | FFEFICHETHL Z &
MU,
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13 EMICh Tz » TEFIZHERT 5 Z LI2X D, ABCA3 BFEN, BARICBWCERCKE L Y L EICHA
RIFERTHDLIERHLMNC LT, M7 LIVITHRETES N Y 70 N AR OREFNE. F14E VI e s =
% FAE UTRAR S ATRE 7R ARG IC E CRE T 2 Z ERREECTH D, Z b DIERORMm DO T-DI2iE, i
RIEOBIE TR O LWARIEORENEEN D,



