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(1) s BIL, &, 43d, FAFSRE.
M 43 d ABg . LA S 9 h JCHH A H BLAUAE
R, M, JoEM, I, KVSAEER, T
R EBEREREIRIT 2d, TUPUERY: . #MR . Hrsk
SAEIEE (CPAP) #Bhi <, 15 BfE, A
FRERE . SEEA KA, WIS BT R AR
AVIRSEUNLIE; S5RPTIAR 1gG FHE | 1M BT k3%
WK SE . IR LRSS . G & CM iR E 5
5 TORCH. #iA JLBEM A . e, e
YAMORE . i PR AR BT . I 2 IE s W
YRR A v T R A T T L R
BRI, MEEURTE . ANJBETE 6B Bl LR
AN A 1 7 N ) € A= S I 1 €= Y A S
T CT $m W TR B (1) Keshfik 348 A
Ml SFde s A BR A  RE ik, Ble T
DRG0 BE <, AR
(1.25g/d, HE5d) . HZERM (2 mg/d, [HIEfH
2 )« AR, WA—45IR (FEH 7d) Bt
ik e, PO B0 EXHE SCRHARYT 43 d )5,
Sk FEW A, Tshke k. 2R EA8 AR
U/ T P AR 5 R LA (8 i3 (1B 2A~C)
A BIWF B B SR AT ORI, W B I
ARREZR 70% iti, 2R s I pIL AR
R E 0T, BEARBL, ROk, hE
WK, K/MEIES
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(2) AR, B s BILRS
1IG5E 177, HAEREIE 40 B, AR, WAk
H 3200 g, 1 min, 5 min Apgarﬂzﬁ“ﬂ‘] 104y, &5
TEERE, FoKiEE, TIRBERE, Bs
2R, METF. HE21 %, BiRfERRE, i
PRIATCS N 27 %, BrifdiE . FkrhIosk
RLR 52

(3) ABEMAAS: A3 37°C, 0% 152 ¥R /min,
I 62 YR /min, LK 71/38 mm Hg, “F34 30 ik &
49 mm Hg, KT 3.1 ke, SEHHE T M E MW FME
(Sp0,) 85%., &=HToK%, AIWLEHEES, HE
Biokdr, WIJCTEim, FECEAE, T LR B = MIE,
XU IEIE AL XK, R TR, O
K TC S8 o DURLTT . WK I IEH o JEAG RO IE &

(4) WG IMH s WBC 14.64 x 107/
( ZZAH 11.00 x 10°/L~12.00 x 10°/L) , ¥4
ME S (N% ) 73.8% ( Z7%5{H 31.0%~40.0% ) ,
WEAIE > (L%) 11.1% ( & % {5 40.0%-~
60.0% ) , RBC 2.48 x 10"*/L ( Z#%{H 4.00 x 10"*/L~
430x 10"%/L) , Hb 78 ¢/L. (&% 110~120 g/L.) ,
PLT 462 x 10°/L. ( 2% 100 x 10°/L~300 x 10°/L) .
CRMEM (CRP) . BRI (PCT) . HEID
AE.L OULEE . HAET . BEMIIRE . MEFFR . IREESE .
PRIGFE. G ) GMiRS ., et WELE ., i
(A 13 A 2 S 1L T /R SR 7 T
W6 7 7 U 22 A SERRE S T (B 2D) o OB
R O LA
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E A~D 251 LA S 3. 27,

41, 97d M, RBUITTREVE SRS 5, 2B AR L]

G

2 HTR 4
BILR AR A (1) RS 1™, 2 H
W= 4 By (2) AJF oh AR, R4t 0
W PRI ESERE IR, H54E 43 d, O A 5 BB ;
(3) BT APUIRGE . BEMigh ke Ik . R IBYTY
FERTCHE , RIS i e B2 AL PR AL Bl <
22 U TTRR SR B s R P PR AR ol ) S 22 o
IZ L AR 5 R BB A LIV 38 25 B AR
( neonatal respiratory distress syndrome, NRDS ) .
NRDS 43 W& M ak &b, sttt 3 81, Rk
£ NRDS HIZ I PE i R s ) BT ( pulmonary
surfactant, PS ) $tZ iR e, 1~3 d 1 BT .
Ak kM NRDS JBILHEAENFL, 8. FKHE
ge BN R, PUERIBITIELARL,
— B 10 d A AT HRLES A RUNP I B, 5 A2 1k NRDS 2
P 3 (R 2R AR T BP0k PS I/ b ol =, Tollf R4
PR, s BRI ] R S8, ELAT S

MELUIRUES P B, 28 L BE R A 0 S I fi e, TG
SR YRR PR SR s, TR iR, L AR
IR FAREEY, Toki. MRS b BEiE
AR, TORCH K i fif PUSUIE#, TCAR S AR5 43
W, EEmEE A, FPIRUAHIEES 1 A4,
MELUINL, AN SCRpIF M a4k & Pk NRDS, &%
B L YE NRDS, #1275 SEA T BLDIRI . [k A
SIRTHERR LA T A RE: (1) dRR MR dngHpE .
WRRE . FLIA . SRS, ZBLE)E G GMR
B, . B OR . WA TR AR A,
SERZHUR TgM I, i 300 98 0 R vy e D00 P A, 1
R, (BT LAPUAE RIBIT SR ERRAT G , A S H
(2) RGMP . ghardlaunss, BILAERER
Kon TR . KT . FRIRSE (BE) SRMishaREL,
R RE | P8 SOtk A0 A R W57
WA HF.  (3) MBI & & A B Ak
&5 A7 (alveolar capillary dysplasia with misalignment
of pulmonary veins, ACD/MPV ) . J&—7# L) fifi ifil 5
KB SH AR R s AL PR, W R R
H B S NRDS MIFFLE P 3 Dk i e, 80% 1
A E Wil X RAESGERTE P, 2B LR RN
NRDS, Joilftia b MR A= i, AR )5 A Sk
SR KBk e, &AL . FIRERE
il sl bk s FEIRYT 5 sk 8 A, Toilish bk s,
B2 UHEA QIR M, AR, (4) Jek
PEM R BA R BILERA P R GeiE R o e HoAt
RGWTE, SUMIFRGZ SRR, WP S EH, il
TR IS B S A RUE . A SR,

1% B L d 28 U E) B A, A s K
SR, BT PR R AR A O B S R
PS R FE (inborn errors of surfactant metabolism,
IESM ) S E0A /R 18 4 fifi (8] 0% (interstitial lung
diseases, ILD ), #R#5 36 [E 2 & DIF JLEE ILD (95325
PPAG RS BRI PR 95 et pg ™ A, iE— 24T PS
AHOCHE RIS .
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3RUAA G K ABCA3 W E A I =78, 451k
¢.1890C>A(p.Tyr630Ter) Jt L %€ 4F Fl ¢.3208G>A(p.
Alal070Thr) 5 CHRAZ, iR A BILACE, Ja#
kAEILEEE (K3) . RiELEERRLEY
FLH Y 22 (ACMG) BRG EE A T &
(AMP ) 2015 4R 5 B9 HE R 7 51048 S 64 it e s v
SR A THOR TE T . ¢.1890C>A (p.Tyr630Ter)
FETC AR, OUIfEZES: (PVSL) 5 BLARSR O fE
ESP %t 8 )% ( http://evs.gs.washington.edu/EVS/) N
T AN ( https://www.internationalgenome.org/ ) .
ExAC £04E % (https://gnomad.broadinstitute.org/ )
TEH AREAR KBS 5 (SRR ) (PM2)
Z R R WA B P TR0 12 A S o) e PR B P
FEMIE A E BN (PP3) 5 HIL, %A S
TENBURTEAS S (PVS14+PM2+PP3 ) . ¢.3208G>A(p.
Alal070Thr) 45 A2 5, N7E ESP B dla e . T A
BHE . ExAC Bl e AR R B 2 S
(ERARMNL A ) (PM2) 5 ZRMEYE BS540
PN T2 A2 S 2 0f 5 R iR DR 7 ) 3 J A 3 1
(PP3) ; AL, AR SR o B SO A AL 57
(PM2+PP3) .

¢.1890C>A(p.Tyr630Ter)

TTTATTTCTAAGCC CAGGTGA

¢.3208G>A(p.Alal070Thr)

CGGGCCTCACGCCTC CATTGT

3 BILREIE ABCA3 EFA Sanger MEFE L
Fe HALSEAFAE ABCA3 KM ¢.1890C>A(p. Tyr630Ter) 22456 X RAF,
BRI LI, BIL IR RATAE ABCA3 BEK ¢.3208G>A(p.
Alal070Thr) 2548 X578, AUERIENIZIEAL , §ik THe h 5828
VAL
4 lmRET

ABEIE T LASAE W ASE IS (360 mg/ 1K,

12h 1k, JE33%) + A 42 48 (1.5 mL,
12h 13K, 3%, ARIFFIHLHDE, Hri
ge. . HRPTAr AR (10 mg/kg, JH] 3 d 45
4d, L2 ) SFEXHERRAYT, BILTURAERT
W, A RIREIHLAH Bal <M A R g
5T R, RN 32, WEALIATXE, 3 45 2R (0]
), HREIILFEBE AR, 7EEJLA)5 100d
W, RIS FGTT IR ST 2 B o R 2 A
il 2 2 G 4 R s ¥ i B /NBEAR YT 5K, SR
P A P L G R S R G (PAS) RIS
Y, 18] LA S 2T A A A R T S
TEREEE, BEZWE . KA. AR
i VB TR TR AR i R TP R A R, AT ) B
iR (K4) .

B4 BILAARFERER
el UL I N RAE IS 1 (Hi ke )

AR IRANE - FHL(HE )
(x400) ; K B/®
s (masson ) Yt nf WK R LR AR 1L (Fisk Tl ) ( x400) 5
& C R Rl N R 5 e et (PAS) B lHME ((x 100) 5

[ D 7 HE Y% (6 fili 760 7] B 15 56, [R50 g 2F 4 20 20 (7 3k Jrdg )

(x100) .

5 ST RIZETIKRIE

Wi ABCA3 FE K 28 78 fir S0y 22 )L R 12 1
ILD. 2t (1) A= %, A JE R BAAE
WIS 2, A AR AR ILAE | PP IR vy 456 0, TG UM
K. KT, R A I AL B
S, ARNREBLHL;  (2) &R CT Aok 18 1k 5 Bl 5 A
[ EAPERRAS; (3) F7AE ABCA3 LN A7 A 578,
(4) MtiZH 2L BREE BT G o] BTk il %
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NRDS J& i PS 2 FrE, KRR A4 L
A JE AN B AT PRI I 3 R i,
A g L BLXETS PE NRDS 75 % JE IESM, TESM
I B g 0 il 2% T 5 PE A H (surfactant protein,
SP) %L [H SFTP () 2k 5k & 4%, 4L $§ SFTP-B.
SFTP-C. ABCA3 B:[H, Hr ABCA3 J2& PS AH G I
PRI Hh 2 AR AR S e T S P P

ABCA3 N £ E 2 5 g K0 5 it i8, Xf
B )2 /MR A B PS B & Il e 2s B
YER, Hoasife Jr X o Y @ik Rt s AL . 2004
4F Shulenin %5 " 1 UK R 18 ABCA3 3 [H 58 745 J2 5
# NRDS A JLE ILD p9 8 2L [ 22—, J5 22 3¢
BRAGE T I 200 FAS [ 28 AR 8 I R i
[ 28 4% Sk p.E292V . p.Y1515X. 1VS25-98C>T,
F1203del 25 1, A i) g8 L 3% K I F 52 A7 7E
ABCA3 $: 1 ¢.1890C>A(p.Tyr630Ter) 24 Jo X 5878
K ¢.3208G>A(p.Alal1070Thr) 5 L5875, ¢.1890C>A(p.
Tyr630Ter) ZE45 i A AT SCHR SAH K R4 &, 2%
RAJET TN RAE, RTIRERA, &I ACMG
FAMP f 5L R 510745 S () e b v A e il ) g
FERPEAE R, .3208G>A(p.Alal070Thr), R4 H
T 0 A A SRR T HLH S 3 SO, (BIR R A
TERHEM SR, TR H ST SR,
I 2 A48 53 5k B FLR A TEH ()30 o8 F bk
L AR YO RBR R AR A

ABCA3 JEH ZAF (Wl RIS AR 2 R
FAER R . A A LB AT N B
FAgp SR L™ E R NRDS 30", %)L
KL EZRIUONFRE AR . AREIMAE . A K
KBRS IAPRTE (BE) , Bl HRCT ¥4 ¥kig
PR R R EE B 5 AR, R R 2 A s A il
U0 BRULZ A, I A SR B 7 AR P 58
AR RIRISE, Parappil 28 " AN BEES . TE LR AR
Maif R E A RERAMBILTRELR TR, H
AR, IGIKRFRBE Ry, BRI
BEET 225 Il ABCA3 LRSI AH 5 Mt LAY I
PRI (LI I ™ AR B o3 1 ) 5 JE R g AR 2 )
KR, RN, Bi% ., T RAE N TR GRAR,
B BYEL S RAR SR AL AE 2 AN TR
AR TR AR AE LT BRI GE AR, RISET,

AR AT IS L5 TR AP R 28 5 B2 (Al
A DESCHER A E R R PN 5 AR A [ A [
e R A AT SR ) LD S AE T 3 J L 28 00 0F W AT
FETEM R 225 Y, X AT BE T 28 A8 A7 s AN ]
fifi ABCA3 HATFRATIENE , SEK T & AR AERS 1) 7
AGIEILFREH L, MR A HERR A,
LI RIS IIE S A7 AE ABCA3 FEH E B4R G577,
FER RIS FAD AL, GRS 9 h T
W PRIME, il CT 4275 NRDS, FR824 G 0 i HLAH
i A, W ALZS %L (PIP 23~25 cm H,0, PEEP
6~15 cm H,0 ) K7W E (FiO, 60%~100% ) =,
ARE T, MELHREE, fE4E)E 100 d K& SR
JEAET, gt R R S AR I SRR A AR

g BV A L2 W7 TLD B S AR, ABCA3 J&H
227 UL 20 20 BTG A S R Sk, mT R BN
it o6 2 (T RURE . MO T PR TR B R | AR SR k(R
JEPEMT S, A3 AT IR 5 M AR iR
DU PR 5 93308 JE2 5 TLD 6 G mT DL s e [ B 4
=105 SR (TR | Y N O 2 i O 5 e e
5B Ta] M il 58 (R e 2, TR] s PR AT g At
P, AN ) ORI B RURE | AR R R A
A BILIGIR . 1% . JRBEERT 2 LR ABCA3
FER 572 T 0 B LR M 10D,

NRDS £ JL & R FHAME M PS 36 97 1T P s
GEfIEAR, (H2 SP-B 5 ABCA3 JER 2878 T 8L
NRDS 3 # 2 2E, # e PS B ARy i &
TR, BIL—rE 6 A~ HWEET- ", B
Xof T3 PR B T PS B (10 LR TEIR YT
AR ZIE . REBOCIRIRERIGIT TR R
PR A B A 8 R R, (YT ROREY), il
R AR —A 2T B Y. Mitsiakos 55 1
HRIE 116103074 ) LG L ABCA3 SR 4l & 548 i UL,
T UL e e ol (4 H 300 mg/m®, i# ] 3 d,
EIfw 2 J8) , BI&EEE (1K 10mgke, J54d
B H Smgke) , HE¥E (B H 10mgke) , IR
TRk, EiE 9 MNH 7d3ET, Tan % "HRGH
1 ] 27 J&] ABCA3 R AL, R E b
G BT 73 5 28 MO @ EIRYT 2 AR SR e RIAMIE AP
JiliER CT BB s . AR B LRESA QP AL 4
BEA . brsge. MR, A ER. PS SEXIE L
FRAY7 E B LR AR Jo sk . S 25 RIS,
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A B AL AR S B AT R L PRI

PRIXGE AR SRR, T L PS R AL <2 X
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WL, T TR TESM, R RLSE BRI
e P2 W7 AN AT T PR 2 U000 5 00 149 1 980
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W AE KR AR AL i, EXET

ARG 380 35 [R] 2 A8 S e R ) 1) ) s PR 972 15 0 g
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[HWZE] Bl &, 43d, AR, mis, PR EME 43 d. @0 O s L4, R =M, £
USSR A AR AU R MRS BI85, T AU . FReWUGE <R T, SR IC I e . S PRRSHIIE 52 28
JUAFAE ABCA3 Ke[H 545 245 5875 ¢.1890C>A(p. Tyr630Ter)+c.3208G>A(p.Ala1070Thr), Fi# K F LA, F#Hk
HHAEE Bl 2O BRRG AR AT A I S o 1L H12 R ABCA3 FEPR 2848 FIr s 2 ) LR PE AT IR] BB o
MEABE LA AR . PP RS R, SR SRR TR M B DAY, H AT RCR R AE, PR
WALSHEOANRE TR, 75 o 2 SRS Rk i 3% 1 i M A Qe . SR S8 s SRR R, ] B T, Filfs
JWT B s AL v A [ FEHRILREIZRER, 2020, 22 (8) : 897-902 ]

[Egim ] RILRIBYEINE] BUEERG ; ABCA3 FEHN A, WM ey, Y H Bl L

Dyspnea and ventilator dependence after birth in a full-term female infant

WU Zi-Qi, XU Jun, ZHANG Ai-Min, HU Xing, HUANG Fu-Rong. Department of Neonatology, Hunan Provincial
People's Hospital/ First Affiliated Hospital of Hunan Normal University, Changsha 410005, China (Zhang A-M, Email:
Lilly610@sina.com)

Abstract: A female infant, aged 43 days, had shortness of breath, cyanosis, groan, and dyspnea since birth.
Physical examination showed cyanosis of lips and three-concave sign, and multiple lung imaging examinations showed
diffuse ground-glass opacities in both lungs. The girl was given anti-infective therapy and continuous mechanical
ventilation but there were no significant improvements in symptoms. Gene testing confirmed a compound heterozygous
mutation, ¢.1890C>A(p.Tyr630Ter)+c.3208G>A(p.Alal070Thr), in the ABCA3 gene, with the former from her father
and the latter from her mother. Pathological examination of the lungs indicated pulmonary interstitial disease. The girl
was diagnosed with infantile diffuse pulmonary interstitial disease caused by mutations in the ABCA3 gene. When full-
term neonates experience shortness of breath and dyspnea after birth, pulmonary imaging suggests diffuse ground-glass
changes, and conventional treatment is not effective (ventilator-dependent), congenital pulmonary surfactant metabolism
defects needs to be considered. Gene testing, which can provide a basis for early intervention, prognostic evaluation, and

genetic counseling, should be performed as early as possible.

[Chin J Contemp Pediatr, 2020, 22(8): 897-902]

Key words: Infantile diffuse interstitial disease; ABCA3 gene mutation; Respiratory failure; Full-term neonate
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