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P REARHRE 14541 (neuroblastoma amplif
ied sequence, NBAS) JEfE—/MZ: REN IR &2 K BLHI
RS IEIN, BRI TN 2 SYLtafk p24. 3, 4ifd Sy
naxin-18 H &K — AN R, HIfeF ERE S HE
IR IR 2 Py J5 O 396 [ 58 RN SUA 1 mRNA B N
BAS JE[HFE 30 Rz Rk, FLORHE AT RELE AR
PIATAE B B ) e - NBAS RN [ T 3 80 e A B
ARG, IRPRFR AL % 3 Bl 2 LI s vaLr & AiE 2 7Y
(ILFS2) . SOPH ZE&1iE. PFIIRAREL. SOPH Z54
ME RN E KR SR BIEH . HEH A gz
AR TR 532 5%, TLRS2 FRAE™ R s 8 R 35| L )
SVEIT AR, KZIH 96%H NBAS HiR ) LA 32
S, RIESME ., REME, TR EORATR
RS e, TEN SEFERE. Bon”, FEGT S
TR EE . KB 2022 45 9 H A 1 4] NBAS A48
SElR S shat s B )L, S BRes &,
TR . ARG R .

1 IRARER

#B)L, 2, 4%, fAHE 18.5kg, FIRIME K, HhiE
PERIRANG 3 RABE. MM B Tk huUse. /AT,
MABAAIRTT AR LTS Bk, ik —5 1877 i NI PE,
NBEH 2R AR 36.6°C, Fkid 152 /4, BEIL 24
/55, MLk 126/80mmHg, IMSEMEAIRE 97% (S-SR
4 2L/min) , GCS V43 6 4, A5 B kvy W e, YU
P, UM EAERH Y . B B C MR A
0.55 mg /L, ALT 14952 U/L, PT>130 F}, 1% 275
wmol /L, ML/MHIHHC41X 109 /L. R 57 NB
AS R T G HARE . NBtisWr: Sk . FFEm
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AT IR SR . H ERRE R . S IR I
A PRFFIRE, PrEGe. T Il B A 4L gk
BIT. ANBEEE 3K, HJLGCS ¥E4r 8 4r, BEE LR,
LR R AETTE, ALT656U / L, PT106. 4 b, If1% 76
wmol / L, PR IMLIKE BIKA MABFAIAST, kS
SEE ql2h . ABEs 4 K, GCSiT4r 104y, FhaM
B, MEEMPBIHLIETT . ABEE 6 K, MZ 34 umol
/L, ALT202U /L, AST127U/L. % CRRT. APBi 9
KiG, BIUERIE, W, aTaRRiiie, A
HALNERLE R IT fE BT
2 $PIE
2.1 B S RIERTT, BRFERELR

AMEFThEeE®  (acute liver failure, ALF) ,
e MR, JCEERER s, 4 8 At A TT 2%
DA F A O A O P 0B R A B o IR 3 B
GURTT, IRIT AR, WA, PE A S
X FFEEAT I, PE A5 CRRT BAAME, AT A
R NBERE, %L T SRE, GCS PE4 6 4,
UM FLAE A B, W6 B R, DUBERE B gy, e
275umol / L, ALT14952. 0U/L, AST24306U/L. EEWEST C
BP Y697, T CVVH A, IMifiE 3-5ml/ (kg.min) , ¥%
A 43k ML 5 T I 1) 48, 3S, ik L g S5 B 7] 69S, T LA
FIIRRPEE, BF 1 h AU SR )5 MR AN ) LAAE 2R Hh if
W Ca2+/KFilsE, fHIERS G Ca2+4ERFAE 0. 2~0. 4 mmo
1/L, fRAIIL Ca2+4%#17E 1. 0~1.2 mmol / L. HJLYE
WBITH 2 K, WP Ca2+ 1. 35mmol / L, i #4575
G YERFE HARME N . L CBPRITER 3 K, MIEE %
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R HERA L, &SR fE SUE LR R A] 106.
4°S, WEH B MERG E>170 S, FHAE UKk
M3 10-20m1/kg. AEEILAE R E 54 10-2010/kg, fit:
Jei 1 /INiS A2 At TS () 23. 8, AL 3k I T
FIE] 29.4S, & 1 h MIEEMLI)EE. MK B/hE
MBI B . BIRAT IR E e 2 Ik, BRETRIT
%3 RERVES 84, MZE% 76 nmol / L, ALT %%
753U/ L, EJLE 6 K GCS ¥4 10 4y, EINIZHHISE,
M5 SO RFHEVEAS 14k, IZ 41 wmol / Lo
2.2 KEBER, BIlLRFINGERIS

A I TR B LA R R B R T T T e v 1
KA, B R R AR BRI (] 5 A A8 7™ B AR RS 5L 1A
S PRI AR B LT R R A A AR 2 BT iR e
I, ARG E R E PR ES SO S IR T e
22542 NBAS HIRAR . SRR BUIR YT ATTERUR 240
FIWWKE B IEH . 1%8) LRI IPIOE Y51, ABE
JaH R, B Th WEAR. RIEHRSITE 38.0-39.0°C,
T 38.5°C, LRI TATESF B IR, ARG
7, PRIBAENRE 3 RIGWEIER . B)L{EAT PE BLG CR
RT BT I, BN ER ik 2E ), Tl CRBST &4, HH
PRUCE SR, TS QRS M B e, LR KRAE
CRBSI.

2. 38X, MILRmiELE

BRI ) LIS I E B R R, B m
JURIAE TR R AR AR . ALF B3 il RE B w0 i A
P, E IR SR AR A K. R LA 4
KRATEE, H5 KRTIHNET, #R4% 30-40Kcal/
(kg * D)LY, YIMEABMAENL g/ (kg d), &
PR B SCREEEIR I I N E SRR, PR LA L
FEv5. MRk, PEAKSEm S2A RIGHL. 555 R T/NZRY)
20 ml, B3 h/NEE 1 RMEFR, ARG i 52 17 0 12 8 4
e, 556 REEHINZE 50 ml, %57 KRIGINE 70 ml,
JLTEMR I JEYE . WEEE S DL, ABEAE 8 RIGMmIR .
IR R . PRSI A S I B ) LA IR 7K, R
PRERE 22 ILTE T T R el £ Lrb, DRI 20 i BOR
AERERS, TR AEAR PE Bk, IF B 50T R g <,
7 A AR IR S5 s 8 LTS, N5 R e 3 K i
T, MM ISR R A . & 4 h g, &L
WEALTF 4. 2-8. Ommol /L. & JLTEA YT HAIA] M4 e o

2. AFIENEURIBRER

AP AY A BR B U B0 RR SRR SR B £ 5
I RABE T, B AAER BT IR AR, w LA
IEHASFE LS4 S (Child Life) T T
T, Gl IR B, AURTE Bk IR & AR S
TR LR R R T I RE R T D R R R v, T
BE O R BINT, FHSE D) RE S AR RS E, L
ZR|ERIT A IRBE A2 4, B LRIA H O
AL, FEMAT T ER DOREE R AG YT IR, PR
RO ES . KB THR AR, AT DR L3 E sk
W, FWEWZKIE TR I MK i Ty . &Y
JihZR @ 2 5 g A BRI RR SR, X mT ARSI AT X
BITHIE O, I HI R EH MR, 58
JUAEK AT MG R ILIAT AR AT Sk
F LS 1 e A R O A KOG 95 S o e i i
ARAL, B DR B B BUN A R EE T . sz, A
o fi B B O — R TLFS2 B8 LA S B2 s 732,
AL LR B4 T MR R IR GG, ik S AN
OH P AT RS
2.5 [EiA

TR AR R LIS Bt o e B R 4R, B2 it
OHE RS MRS, &K ILFS2 — M ii)E R 4T,
Bt RIS, T IR 808 & R AR TR AR,
ViFRshabEV B URtE, B RIFRIERE . RS
JUitE, PERTiEr B E R, KBS FFET, A
PIRFHICENR . R RS S AL B L B U5 I
[&]o PUEAE B w7, s R RE R AN AN TR
MRS DA, EROREE, e, &4igd). s
BE, RS2 B LIk, BEREES3IRIER, 25
FHBHT 1 IRESE, EEMEMN. BER. ITIhfE. Bt
MIhRE R MR A . @ K WIRET I, 3 E KA
H 1 OGEAT AERE T, TR R B B B, A
HILE N, SLEIFRRIAIT . HEgE | A HBEY, BJL
WS RAT.
3 g

NBSA R SAREL TLFS2, Z3WiadT JoRAmT, Ripuis
LM R, AR AR RERER, T 2R B )%
VISR EALA, a2, R e i o fe
FFIhREARA, R B RRE . SR a7
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TR ACAEERT , AT RE S S NAT RS A T ARG 7 LA
DTSR G I RIE . AL LIS 77 3FRTT,
(W= P R E Ny (AW BTN SR Pa bR
TR SE MRS, AT LR S0
MRS . BEVIERE S, InssExt LR EHTE S, &k
WRBE VT, b R AERERIPLE

S 30k
(1] B R %, 5k, 2= X R NBAS % [ 09 4 47 % 3§ Fn AH
REFHA R 2t R LT]. F A AT 7, 2022, 1(03) : 359~
364.
[2]Maksimova N, Hara K, Nikolaeva I, et al.Neuro
blastoma amplified sequence gene is associated
with a novel short stature syndrome character
ised by optic nerve atrophy and Pelger - Huét a
nomaly Journal of Medical Genetics 2010;47:538-
548.
[3]Tobias B,Haack,Christian,et al.Biallelic Mu
tations in NBAS Cause Recurrent Acute Liver Fa
ilure with Onset in Infancy. [J].American journ
al of human genetics,2015,97(1):163-9.
[4]Li Z D,Abuduxikuer K,Zhang J,et al.NBAS dis
ease: 14 new patients, a recurrent mutation,and
genotype—-phenotype correlation among 24 Chine
se patients[J].Hepatology research:the officia
1 journal of the Japan Society of Hepatology,2
020,50(11) : 1306-1315. DOI:10. 1111 /hepr. 13559
[5]Shabani-Mirzaee, H, Sayarifard, et al.Acute in
fantile liver failure syndrome type 2 in a 2.5

—year—old boy:A case report.Clin Case Rep. 2023;

82

11 Clin Case Rep. doi:10.1002/ccr3. 7892

(Bl FHEEF2RERF T2 MFEHEATAFE,
LEFRAFr~ERMREATFE. FR%
VigteE (2024 F 40O [J]. P RIERRE R4 %, 202
4, M%WA %

[7]Christian, Staufner, Tobias B,Straub,et al.Re
current acute liver failure due to NBAS defici
ency: phenotypic spectrum, disease mechanisms,
and therapeutic concepts. [J]. Journal of inher
ited metabolic disease,2016,39(1):3-16.

[8]Li J Q,Qiu Y L,Gong J Y,et al.Novel NBAS mu
tations and fever-related recurrent acute live
r failure in Chinese children: a retrospective
study[J]. Bmc Gastroenterology,2017,17(1).DOT:
10. 1186/s12876-017-0636-3

[OJK & A, IR, AT oh e 3B B )L T #ATE 7 X HF
L], # E/NLRRES,2017,24(1) : 13-16.
[10]#tRE X, /AN REM MEAKFSHRBES
TR AZLT]. &8 EF ¥ W, 2016,36(01) : 80-8
2.

[11]% &%, T4, R/ . BEERE L Child Life
THt R T]. 7 E 5 R A, 2024,23(02) : 98-101.
(12 AR A8, A3 T LA BT HFH EEHRR
BB RSB AAE 2 BB & 3 [J]. # A
LA E%,2024,31(1) : 73-76.

& fAN: AR (1995-7-), Al &, Rik: X, 4%
B WL e, Fa: BL,BRM: B, R AR
FE, B T ASRER



	NBAS基因变异致儿童急性肝功能衰竭的护理体会方睿琦

