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AL XA DO EF

EWEOFEZSEOXLF (B ) K 4 wm Hez

SR VA
FiiE IR O 38LE AR B 2 1 5 Bl BARE TR B 5 O BRI LRI IZ B3 2 W58
(Studies on Genetic Lesions associated with Alveolar Capillary Dysplasia with Misalignment

of Pulmonary Veins in Japanese Infants)

[ & HAY) iERAR oS A B 2 1 5 FiEMME RS (alveolar capillary dysplasia with misalignment
of pulmonary veins, ACD/MPV) (34 EHICHIE U, RS0 2R B 2T WLIC K 0 221 Sh 2 BUERY
12D IR Tl 5, ACD/MPV TR L7z JiiZ AR BRI LINIC BB A2 & PH 2 235,
F LA EDBIRITHARMIIET L, BHAGFORE 130D TH W R ZIBRIEL 2V A i
IZ L VRIS E S T MEGIN DI D BAFET D, Box 13 2011 0 5 AR O MR EE & 5 O (3RS
bFEEZ 2 L/NRICKHT 5 BE 22 G2 W B AT L2 EE L, ZOMBICONTHEELT
X7, JATWIGEClE. FOXFI O Y IO LR S NIfENT L=y FOXFI 5 X O O Ejiid CNVs
DIEFTIIAT » T\ o T, £ 2 THAIZ, FOXFI DX Y RO ik T 5 L & bic, =%V
VAR O I IBL N B AR O T o T SEBNC KI5 FOXFI @ CNVs fighir Z Biba L, AWF5Eo B
X, JREEAYIC ACD/MPV L HEEZET SNVIIERNIZ DWW T, T Y VRO RSN 2 C FOXFI
@ CNVs Z i35 = 12k v . ACD/MPV OEGHIZEMEZH LN TH 2 L Th 5,

[xi5: & J7ik] 2011 4= 2 A ~2018 47 2 A O MIRIC & E ) DA & 52 T2 ERI D 5 HLUF O 2 IH H O
5 T IR G A AR Ox SR & LT,

1) JREFAZ ACD/MPV EHEEZMENn TS Z &

2) EBWFEASOBINZON T2l 232 2%, W7 & oRGEEE 2 B i EEIZES 2 3CFH T

HAET-oTWHZ &

AABE R B E P2 OR AR ARBORIE) AR —X o 7 o 2 FF(C 2012 4F 2 A ~2016 4
2 HoMBe LT, BARREOEEL & ¥ —I X OWHE B BB MER E Y%A (hereditary
interstitial lung disease, HILD) OHZE & Z DZWSHRICHOWTEMZITV, BEF A —/LLEREICED
by E KRR ER & > % — T HILD S\ EBIOFFE % 5% 1) 7=, HILD B&\WME®F O iz,
ACD/MPV JEFIN—EDEIEGTEENTEY | AR TIL, B FIT O 2 WITH IR PR A
T ACD/MPV &gl SN TIER 25t & Uiz, [RAEFNZHOWT FOXFI OFIEREEL & 2 O %
Gl Y IR O EFSIRNT 24T o 7o, HEIBAIMENTICIZ, 2011 45 2 A5 2017 45 12 A £ Tl
Sanger {EZ Y, 2018 42 1 A LI > — 7 = Y —IC X DT 21770 o7, =%V VR 28 5
RO IR N TIERNZ SN TIE, FOXI B L OO B = oW —fal & & TPl oV MLPA

(multiplex ligation-dependent probe amplification) %2 X % CNVs fi#tt 217> 7=,

[R5R] 2011 422 A2 5 2018 4E 2 H £ T 7 EMOMIRIC, HARED BAHR Z T T2AEF O s
5. HELFEIIC ACD/MPV & eI iz 16 FEGIA RIS L e o 7=, 15 FEFIS IEHIPE R C 1 EFIA



RERTH oIz, &l THARRIIMIRGFRY TH Y HrERKELZRO T, EEO PH 22
U7z, FEERENT 12 Gl BRI CTH Y . 4 BINFLIRITH 72, 10EFI 1 » HLINICELT L 4 JE
BIZs 1TAELINICIET L e, 2 SEBIDS RIS U T 2 1T S i, 2 JEBISSE RIEDIRBOE PR
bV 2IEPNSRIEDTHEERE OEHN D -7, BWRGRFTOHERE OGS 0HNER < 1 ER
CEEOERH ST,

TERSERYICHEE W S 7z 16 filoo ACD/MPV JEGID 5 6 f#HTICFI AleE7Z2 DNA 2343 5 417z 13 4
(ZDWT FOXFI O x5 Y RO HEBLYIET 24T > 72 & 2 A 6 BNTIRIFMED SER 2 [FE LT,

T RO IEBIEL AN AR R 2 5B 77 o 12 T BT LT MLPA VAIZ K % CNVs Offffr 247 - 72 &
Z A, 50 FOXFI O EfIZR K Z DT,

[%5%2] ACD/MPV |38 RN BBER 72 PH 2 K72 9REBTH O . HeEZ Wi IR 22 m BRT AIC &
nirEnss, ACD/MPV EGNTEREZ PH OO iAME1T 9 2 & BNNEZEFIN R ETH Y, 4
RIOZMIEE N EHE L\, £i2, SR OREFIRENTONIRN T LI XD REWFINZ N2 &3 EE
SINb, BIETHTIZE Y ACD/MPV 22Hrd % Z L AH#REX., ACD/MPV £:\WERIO T THlE
F OB HIREICREL FETHZ ENHkD, £72. ACD/MPV JEF D% < 1L de novo BIETH 5
N, FERIEGOWE BUL S, ZOBEFHIEREZW LT 52 LITREOMA D267 5
FOWLEIZBWTHEETH H, WHNOHE TiE, WEFHICZE S 7z ACD/MPV @ 5 Hi) 4 & T
FOXFI D% ANZERPED B, 4 BI58T FOXFI % &0#H £ 7213 Efiio = o —fElg 2
BUREOKKBED Hiv, £ 1 FICHERDFE SR oTle, AROFA OB TIE, AATHAR
& RPN O E L FEROEIS THRO Hiv, AFICEIT 5 ACD/MPV OBEME A 6T
DT ENTEI, £1o, FOXFI DY — 7 T A%ATV, BRERD I 1Bk L = &5 217
2 &V FIEIZE Y ACD/MPV 0 9 Bl 232 Z E N T, BEFMIroFgHEEZ R LN TE
7o ATEIOMFEHFIIC 4 A 3 A3 ACD/MPV % %JE L 7= [Raflic il Uiz, Ao Raf]CixrbEiH
KDTVIWAIZERRH D NN e, KA TV T 4 T OFEPEES TS, L
L. BEOF % TIHERE2LH & ACD/MPV Z3IE L7-[Ad 3 AW E CHEH O R K ZHLEG L Tz, R
BLOMWMEY A 7 BRIFBIEDIRK TH D Z L ZE L TND A, REFEFIZIZE > TH7RLY,

[fEam] BANICEBT D ACD/MPV X, T E TOHESD S O & Rk, FI503% FOXF1 785,
FIEEIRBICEVRIEL, K 1ENIFHERARHTH 72, ACD/MPV IZHoWTiE, £F=F YV HEED
e LA BIFRAT 21T\, 2B E R e VWERFNZ W T MLPA 3512 & 5 CNVs fiffi 2470, W T
LR FEE SRV AITIERTX Y — AT 5 VIR ) AN #1795 2 & THERRWEE T2
WrdF[EETH D LB 2 b,



