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> HFIh: TBIL173.64umol/L, DBIL 131.5umol/L, ALT 206U/L,
AST 463U/L, ALP1438U/L, GGT69U/L, TBA 196.1umol/L:

> AR : AT AR sR R, SRR W R
> IEERCT:  JHRE R A i A 0L CTH 4 AR L B B S

> M. WBC9.87X1079/L, N%56.5%, L% 34.9%, RBC 4.06X10712/L,
HB 87.0g/L, PLT 256X 1079/L.
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> [ #: Hb 80g/L ;
>1M%: 63.3umol/L, IMARE: 4.0mmol/L, MK 5Hr: KEIEH
>EelMPYIi: PT 32.80sec, PTA 23.0% , INR 3.20,

APTT 82.10sec, Fib 1.06g/L, TT 23.40sec,

tFRGEAERK 4D EEBUCEA L, 25 TR o ;

> it3)j: TBIL 302.0umol/L, DBIL 180.5umol/L, IBIL121.5umol/L,
TP 41.2g/L, ALB30.4g/L, ALT388U/L, AST 1620U/L.
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> VitK1 o2l 1E st Ih e % (PT 32>20; INR 3.20>2.0; PTA<<40%)

69T &1

——WIP R A PG

A\~

> S0 HA N BEE AT TR ( TBIL 173.64 — 302.0umol/L)

Lk A

S Iy

WEAE TS WA 12 PE AR 52, 25 fE R AT T e 3 i

S BT Th RE 3 5 A 5%

4 B2k ik 97 - ANEE R A A
PT >15s PT = 20s
INR=> 1.5 INR = 2
FEEANERT I PTA <40%
Tt EES N THYH, PRESZSR YO 2E MRS N THYH. BEm2 6w (201245 )], M IEE &, 2013,21(3):177-83

Dhawan A. Acute liver failure in children and adolescents[J]. Clin Res Hepatol Gastroenterol. 2012,36(3):278-83.
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— AT
> ARG . AR AE, REHFEI, ZU1ENHIhEE MKk %

> 5 fHb: 63.2g/L, %iyd A 2L 2T 40 i Sk

>HAERCT: XM 2, OfZR, SR iidf AR, S ML AG R, re 7l =]
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> BRI TT 16 R P46 Hi B
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N\~

H 3 PT PTR PTA INR APTT Fib TT
(sec) (%) (sec) (g/l) (sec)
16/3 oo 32.80  2.48 23 3.20 103.6 1.06 29.0

16/3 witk1 54> 30.80  2.33 25.0 2.95 82.1 1.00 23.4

17/3 ¢ m) 19.30 1.45 51.0 1.60 58.30 1.70 19.10

25/3 b 15.2 1.15 74.0 1.20 4450 1.28 20.80
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16/3 (apesp1vo
1713 Opesg2v0
18/3 (apzs3vo
20/3 ABisavO
2413 \Bis5R)

30/3 Apesmevo

B

173.6

302.0

252.9

218.1

171.8

163.6

159.0

'_\_‘

A

DB

N\~

131.5

180.5

142.3

132.1

101.0

92.0

90.9

T 7

206

388

260.0

213

175

183

166

AST

463

1620

1215

423

391

393

319

IR A

ALP

1438

1019

854

761

687

919

961

GGT

69

77

79

70

68

103

83

TBA

196.1

220.3

133.2

145.4

ALB

30.4

32.3

29.5

32.3

34.6

40.1
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H 3

13/4 6p5%)
24/4 6AH16%)
28/5 (7A205)

8/12 (1x2/)

10/12 cwmap
14/12 125

14/5 axsf)

Ja 3 BE VI
—— IR E

B DB ALT AST ALP GGT TBA ALB
87.3 54.7 157 144 845 /8 199.3 36.8
53.2 37.9 103 123 739 77 214.5 39.2
22.4 14.0 102 108 666 81 76.4 39.3
23.3 15.6 494 1067 173 250.4 30
25.3 17.1 520 770 357 282 280 33.1
16.4 8.4 183 109 375 286 109.4 36.9

15.5 5.2 84 70 435 70 13.0 41.8
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— — BRI AP
H # PT(sec) PTR PT (%) INR APTT  Fib (g/l) TT (sec)
(sec)

13/4 65155 15.7 1.21 68.0 1.27 48.9 2.11 16.4
2414 (65i16%) 14.4 1.11 81.0 1.14 48.0 1.86 18.7
28/5(71120%) 13.10 1.01 99.0 1.01 47.80 2.36 17.80
16/11 1#1/1) 11.9 0.92 119.0 0.90 39.30 2.99 16.20
10/12 12/ %40 15.20 1.15 75.0 1.20 60.6 1.79 19.1

12/12 xng AFP 43.31ng/ml
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LR S IEBER

> )L 4 S . FUi S ALARS, & — b B R 2= & B -tRNA &
&% B 3£ [X (leucyl-tRNAsynthetase gene, LARS) AR S8 i) iy Yuth 2k [ 1
WA B brILHE 106 )L, APpIRARAE, [H N HIEL1H],

> )L RS AEN T . EURAERINBAS, ZRAg—FR N FR N H I E
T8 5 Bt JURD A2 2 W0p31,STXI8AH BEAE A - [ B b 3L3R & 3 [K 5845 39 F,
HepEFaigfE@s ™R AN, KIS IR .
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> 10201851 H,  [E Fa Sk S IR IELARS R A 1 Y N RARAL i, [ N HRiE

1451, A 2 A3 B R AE L Ko

HGMD codon HGMD amine HGVS HGVS Variant

change acid change (nucleotide) (protein) class
AAA-AGA  LysElArg c.2453A=G pKEZR DM Infantile hepatopathy Datt (2014) BMC Genomics 15,

Casev (2012) Mol Genet Metab 106, 351
Datt (2014) BMC Genomics 15: 1063 [Add:

GCA-GTA Alas04Val c.1311C>T p A304V DM?  Liver fatlure syndrome 1 infantile Casev (2015) J Inherit Metab Dis 38, 1085
AAC-AAG Asnbl4lys c.1842C>G p N614K DM?  Liver failure syndrome 1, mnfantile Casey (2015) J Inherit Metab Dis 38, 1085

Reported phenotyvpe Reference

TAT-TGT Tvr373Cys c.1118A>=G p Y373C DM Infantile hepatopathy

%519 % % 8 B S ARIUARE Vol.19 No.8
2017 4 8 /A Chin J Contemp Pediatr Aug. 2017

doi: 10.7499/}.issn.1008-8830.2017.08.013

S - WRPTE |

B ET A BUIE S S8 ik 1 R L
5 Y 5L F5r 12 Wik oS

WARE  FAEtat W Bk RAR

(BhXkFEMES—ERILAE, J& M 510630)
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NBAS HGMDE Profeszional 2018.1 All 39 mutations in NBAS

The Human Gene Hutation Database

at the Institute of Medical Geneties in Cardiff

HGMD@ Home Search help Statistics Hew zenes What is new Background Fublications Contact Register Login LSDEs Other links Edit details Logout

Gene symbal v | Gol Svmbol:

MM_015909.3 Gene svmbol: NBAS

Database: Missense/nonsense — 3ingle base-pair substitutions in coding regions are preszented in terms of a triplet change with an additional flanking base included if the mutated
third position in the triplet. There iz currently 1 mutation available in this category.

Splicing Regulatory Small deletions Small insertions :i_snldi:ellls Gross deletions

24 mutations in HGMD profe==ional 4 mutations in HMD profes=ional Fo mutetions S mutations in HMD profes=ional 4 mutations in HGMD profes=ional Fo mutetions 2 mutations in HMD profes=ional
20158.1 2018, 1 2018, 1 2015.1 2015.1

Missense/nonsense : 24 mutations [back to top]

HGMD HGMD codon HGMD i HGVS HGVS Varnant rtad nheaoty Ribiraaos Extra
accession change acid change (nucleotide) (protein) class ¥ P Ype information

CM1513235 | GCA-GTA Ala®5Val c284C>T p A9V DM Bone, connective tissue, liver, immune system & retinal defects Garcia Segarra (2015) Am I Med Genet A 167A, 2900 hg38 hgl9

| EM1513237 | CGG-TGG Argl37Trp c409C>T pRIITW DM Bone, connective tissue, liver, immune system & retinal defects Garcia Separra (2015) Am J Med Genet A 167A, 2907 hg3E hgl9 CpG dbSNP
| cM1710480 | CAG-TAG Glnl9%Term ¢ 586C>T pQIl9%* DM Recurmrent acute liver fatlure, fever related L1 (2017) BMC Gastroenterol 17, hg3& hgl9 COM

| eM1713107 | cac-cec His227Pro c.680A>C pH22TP DM Recurrent elevated liver transamumnases & acute liver fatlure Regatenro (2017) Eur ] Med Genet 60, 426 hg38 hal9 COM dbSNP
| CM1611038 GGC-AGC  Glv262Ser c.784G>A p.G262S DM?  Cleft ip and'or palate Pengelly (2016) Sci Rep 6, 30457 hg38 hal9

: CM1714048  GGC-GCC Gly270Als c809G>C p.G270A DM Acute iver failure, paediatric Calvo {2017) Ital J Pedants 43, 83 hg38 hal9

; CM1513236 AAG-TAG  Lws284Term ¢ $50A>T pK284* DM Bone, connective tissue, liver, immune system & retinal defects Garcia Segarra (2015) Am J Med Genet A 167A, 2900 hg38 bgl?

[ CM157040 | CCA-TCA  Pro348Ser ¢ 1042C>T pP348S DM Liver failure, infant-onset Haick (20151 Am I Hum Genet 97, 163 hg3€ hgl?

[ CM1513238 | TGG-AGG Trpi96Arg ¢ 1186T>A p W3iS6R DM Bone, connective tissue, liver, immune svstem & retinal defects Garcia Segarra (2015) Am J Med Genet A 167A, 2500 hg38 hgl9

| CM157042 | TGG-TAG  Trp3®6Term c1187G>A pW396* DM Liver failure, infant-onset Haack (20151 Am J Hum Genet 97, 163 he38 hal?

| GM180478 | TGT-TGG Cys426Trp c1278T>G p.C426W DM Liver falure, mfant-onset Staufner {2016) J Inkent Metab Dis 39, 3 hg38 hgl9

| CMI713108 | TGG-TGA TepS83Term ¢ 1749G=A p W383* DM Recurrent elevated hiver transammases & acute Iiver farlure Regatesro (2017) Eur J Med Genet 60, 426 hg3€ hgl9 COM dbSNP
| CMI70007 | CAA-TAA  GIn678Term ¢.2032C>T pQ678* DM Osteogenests imperfecta Balasubrumanian (2017) Bone 94, 6 hg38 hgl9 COM

i 7C7'!‘f57707‘37 CCC-CAC Pro777His ¢.2330C>A pP77T7TH DM Liver fatlure, infant-onset Haack (2015) Am J Hum Genet 97, 163 hg38 hgl®

CN o GAG-AAG  GluS03Lys ¢.2407G>A pESO3K DM Recurreat acute liver fatlure, fever relared L1 (20173 BMC Gastroentesel 17, hg38 hgl1% COM CpG dbS]
[ CM157042 | GTT-TTT  Valg42Phe  c2524G>T pV842F DM Liver failure, infant-anset Hasck (2015) Am ! Hum Genet 97, 163 hg3& hg19 dbSND
[ CM157021 | CTG-CGG  Leu903Arg  c2708T>G pL903R DM Liver fuilure, mfant-onset Haack (2015) Am ! Huns Genet 97, 163 hg38 helQ dbSND

Hanck (20151 Am J Hum Genet
Koaum (2017) Pedianics 139

oM157038 | ATT-AGT  11e984Ser c2951T>G p1984S DM Liver failure infant-onset Haack (2015 Am § Hum Genet 97. 163 he3€ helQ dbSNP

CM157037 | GAG-TAG  Glu@43Term c2827G>T pEO43® DM Liver failure, mfant-onset hg3k hgl® dbSNP
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HGMD

accession

CM1513235

CM1513237

CM1710460

CM1713107

CM1611034

CM1714049

CM1513236

CM157040

CM1513238

CM157042

CM160478

CM1713108

CM170007

CM157043

CM1710463

CM157044

CM157021

HGMD codon HGMD amme HGVS

acid change (nucleotide) (protein) class

change

GCA-GTA
CGG-TGG
CAG-TAG
CAC-CCC
GGC-AGC
GGC-GCC
AAG-TAG
CCA-TCA
TGG-AGG
TGG-TAG
TGT-TGG
TGG-TGA
CAA-TAA
CCC-CAC
GAG-AAG
GIT-TIT

CTG-CGG

Ala93Val
Argl3TTrp
Gln196Term
His227Pro
Gly262Ser
Gly270Ala
Lys284Tem
Pro348Ser
Trp3%Arg
Trp3%Term
Cysd26Trp
Trp383Term
Gln678Term
ProT77His
Glug03Lys
Val842Phe
Leud03Arg

cJ4CT
c409C=T
e 380C=T
c.680A=C
¢ J84G=A

pAISV DM
pRI3TW DM
pQI96* DM
pHOTP DM
pG262S DM?
c809G=C pG270A DM
c850A5T pK284* DM
c1042C>T pPMSS DM
c1186T=A pW396R DM
¢ 1187G=A pW396* DM
c128T=G pC426W DM
¢ 1749G=A pW583* DM
¢2032C>T pQ678* DM
¢2330C>A pP777H DM
¢ 2407G=A pES0IK DM
¢254G-T pVR4F DM
¢2108T=G pL90IR DM

HGVS Variant

Reported phenotype Reference

Bone, connective tissue, liver, immune system & retinal defects Garcia Segarra (2015) Am ] Med Genet A 1674, 2902

Bone, connective tissue, liver, immune system & retinal defects Garcia Segarra (2015) Am ] Med Genet A 1674, 2902

L1 (2017) BMC Gastro

Recurrent acute liver fatlure, fever related

Recurrent elevated liver transaminases & acute liver fatlure ewro (2017) Eur ] Med Genet 60, 426
(Cleft lip and/or palate Pengelly (2016) Sc1 Rep 6, 30457
Acute liver failure, paediatric Calvo (2017) Ital ] Pediatr 43, 88

Bone, connective tissue, liver, immune system & retinal defects Garcia Segarra (2015) Am ] Med Genet A 1674, 2902
Haack (2013) Am J Hum Genet 97, 163
Bone, connective tissue, liver, immune system & retinal defects Garcia Segarra (2015) Am J Med Genet A 1674, 2902
Haack (2015) Am J Hum Genet 97, 163
Staufner (2016) J Inherit Metab Dis 39, 3
Revaterro (2017) Eur J Med Genet 60, 426
Balasubramantan (2017) Bone 94, 65
Haack (2013) Am J Hum Genet 97, 163
Haack (2013) Am J Hum Genet 97, 163
Haack (2015) Am J Hum Genet 97, 163

Liver failure, mfant-onset

Liver failure, mfant-onset

Liver failure, mfant-onset

Recurrent elevated liver transaminases & acute liver failure

Osteogenests imperfecta

Liver failure, mfant-onset

Recurrent acute liver fatlure, fever related

Liver failure, mfant-onset

Liver failure, mfant-onset
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