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Fili Bk 0 E#AE A R % £ 5 B B E KRS (alveolar capillary dysplasia with misalignment
of pulmonary veins, ACD/MPV) (Z#74E RHICHRSE L. R 2 i R i pT i X 0 22 X
NDBIN ViR ECTH 5, ACD/MPV ICHEE L 72101k, HAEREEH U NICEE
MR AN 4 & Bl e (pulmonary hypertension, PH) # 23 %, 12 & A &0 B I3H 4 L
ST L, RGOS 136D TH 7w, FERIZREREIT 2005, TifgEIC X D iRk
B o EMEGI VB ROHET 5, 4 ZeEOBEHv v £ — B X A RS
WCREIAIZ ATV, 2011 4E 2 H 2 S mERE EMZEE  (hereditary interstitial lung disease,
HILD) %EviERIZ S/ L T %, HILD SEAEFI O H1icid, ACD/MPV AER] 25— O El &
TEENTH Y, R TIE, BTN ORI D 2 W ITERICRIEER A T ACD/MPV &
MEEZW S NTIEPI Z R L LTz, 4 ORATIIFETld. FOXFI O % v v s O HEHEC
FNIIMT L 7228 FOXF1 3 X % O Eifitd 2 v —#Z % (copy number variations, CNVs)
DFFFTIXfT > Tl 072, % & THENE, FOXFI DX %Y VO 2 kit 35 & &
bic, =¥V VB OMEERGIC R %R i o TR 5 FOXFI @ CNVs fig#
ZEAME L 72, AR 0 Biix, JHESEIIC ACD/MPV & fEEZW & Wi-fEflic o nwT, =
¥ v VEE ORI 2 C FOXFI @ CNVs Zf#fr3 s Lick b, HRICEIT S
ACD/MPV DR FZRDOWER, BRI LERIEZ IS 2212 L, BUR A2 08B S2 1R
WrofRHICR VB2 0G0 222 L TH 5,
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& 7 TREBI Z WFFE DR & L 72,

1) JREYIC ACD/MPV EHEEZIT S L Tnwb 2 &

2) AWIE~DSMICO T Zaat %z Z T 72421, Wil & oGEE 3 s Ik

DENHTREZIT-o-TWE T L

WREFNCONT FOXFI DX ¥ ) v 2D A v ru vy &L ¥ Y Vo
BCARENT %2 4T o 72 HEELBCHIARNTICIZ. 2011 4F 2 H 2> 5 2017 4 12 H % Tl Sanger i£%
v, 2018 4F 1 HUBIE R MRy — 27 2 v — I X 3T 21T o 72, =% ¥ VHHIEIC
RARD I h o EFNICDOWTIE, FOXI X U0% D Eiiox //\Vﬁ—”ﬁﬂi%/\{rfl
122\ C multiplex ligation-dependent probe amplification (MLPA) i%ic & 2 CNVs fi@tt %
To 7,

CEED

20114 2 A2 5 2018 £ 8 A £ <o 7 M OWIRIC, HAZED b % 2T 7 EH D
i b, REIERTIC ACD/MPV & HEERSIT & 7z 16 SEBIASR & 7x o 72, 15 SEBIASIE
HER T VEFIRFEERTH - 72, 2flics v CHAERE IZEIRHEMELYcd v, FiER
xR 3, HEO PH 22 L7, FEREHIL 12 G235 RHcH v 4 HIAFLRIAC
B ole, 109EFIZS 1 7 AUWIZHET L 4 FEFIDS 1T FLANICIET L 72, 2 FEFIDS RIS L
TSR 2 fidT S n7ee 2 SEBNIC e RMELIREDEH 2 H V. 2 AEFNICIERIEDHLE %
WOGHDEDH o7z, BWKiRECHEREE OGN <. TIEMICEIEDEH 1 H -
7z,
JRERAE N ICHEE 2T & L7z 16 il ACD/MPV EHI D 5 5, T ICFIH P BE 2 DNA 235
b7z 13 Blic DT FOXFI O % Y VB O BILFSENT 21T > 72 & 2 5. 6 BITHFIR
WORERZFRE L7, 6 HEOLED 5B, 3D I X v 2LR (¢.222C>G,
p.lle74Met, c.256C>T, p.Arg86Trp, ¢.272G>C, p.Gly91Ala), 2 NS 7L —L v 7 b
8 (c.691_698del GCGGCGGC, p.Ala231ArgfsX61, c.899delT, p.Leu300Argfs) T&H

D, 1N F vy 2R (.852_856delTACTA, p.Tyr284X) TH o7z, I ALV R 3

ffJE 1% PolyPhen-2 Tl probably damaging & % \» i damaging & §¥FAffi X 1.
MutationTaster T disease causing & ¥ifi S #1172, 6 fEFHDZEH L, 1000Genome I X
gnomAD 1T 3Bk e D2 o 72,

I ¥V VORI R Z 580 7 d> o 72 7T HlIicrt L T MLPA i1 X 5 CNVs ofi
WziTo7& A, 50Hc FOXFI D LiicREZBD T2, FOXFI BED R K% RO 72
BlZ 7255 72,
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kY manb 2, ACD/MPV JEFIZERE 7% PH © 720 fili BT 5 & & 282 e



BRETH Y, AHTOBZMITHEEIHE L v, T/, HBROFHARELS TNV LI
L B RZWiHIA% W EBPE SN, B FENTIC X Y ACD/MPV %2235 2 & A3
kg, ACD/MPV SEWERI O P Tl X OEEAHREICKE S HFE5 T 5 2 L2
k3, £7-. ACD/MPV SEHI D% £ 1% de novo FEEET H % 55, FIEFAEFI DM b 5L &
N, ZOBEEFNEREZHSL2ICT 2 L IHREOMHDO 2753, HREOHRICEL
THEETH 5, I OWE CTlE, WHAIICEN & 7z ACD/MPV @ 5 b1 4 &5 ©
FOXFID X%V VICZERPED b, #4558 T FOXFI * & UHiH 7213 Eito = v
VY =R A UHEA O R KD b, 1 ECHERBFEE S Lkd o7z, S0k~
DIFFETIE. ARFTH AR L KEBMRIBIOWHE L FRtkoEHIGTRD b, AFBIcHT
%5 ACD/MPV OB ERZHOPICT SR TE 2, $/2, £ FOXFIDY —7 T
YRAEATV, BREBD D o7l L a ¥ =BT 21T LS FIEIC XY

ACD/MPV o] 9 El#ZWi$ 2 2 &3 Td, Bin oMtz RS enTcE i, &
EO#HE TIZ ACD/MPV I3 R IRE, B RMEHVE BT, BIRIERE., HEAREH
Y OMNSHERERICR N L INT WS, L L, SEOWMETILOEEED 2 fFl,
HALEIRED 2 B8 2 DB TH o e, S EIOWIIE TR ERIRE A 78 T N7SERI D 4
EXWRELT0E720, ERANA TABEELZAREE R B 5, Tbb, SRIOMNRIT
HiAA A BFEDS 72 I D BD & TRERIVICEHIAC X R WEHE 42 PH 2 2 L T\ 72 720 IR
PRI SRR IC 7 SN AR B 5, S#lk. HATD ACD/MPV @ 2 {#&{§ % B
LT B oI, JREENRES L T Ty, ACD/MPV 28%tb 1L 5 EAE PH JEH]
ot U CGEE TN 2175 < & C., #iERoJRRRHO&EE PH I ® 2 ACD/MPV
HazHET 2EHHTH 5, T2, SEHIOWIEHAMIC 4 A 3 A28 ACD/MPV % JfE L
7 FRapNCER L 72, @EORRGICIXEBERDO T UV VICERE D 5 2 L HB% T Lh
5., RMUA Vv TV vT 4 v Z7OEFEEFPEESI N TS, L2 L, SHROFRSR TIHERARR
Ble ACD/MPV % F$hE L 7z [l 3 A2 CHIFH O R KA ZHE L Tz, RO E Y
A 7 DBERFIED R TH 2 2 L #HE L T 525, REEHICIEIE > Twaw,
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HARANICEIF 2 ACD/MPV i, 2L E TN b DG & Rk #8037 FOXFI &R,
FRERI R RIS X OV FAEL . #9 1 ERFERAHTH -7z, ACD/MPV iIc2oWnTid, 4=
¥V VB ORI ENT 21T BEBFEE S Nx WEERIC 2w T MLPA EiIC X 5
CNVs @iz 47w, W T HRAFEE SN A WA I 2T * Y — L@ H 5 v idse
T LENTEIT D 2L CHIERVEIRTFEMATRETH 5 L E X b,



