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Abstract

This study reported a case of steroid-resistant nephrotic syndrome child, by summarizing the
child symptoms, signs, auxiliary examination results and treatment response, through pathologi-
cal examination and kidney related pathogenic gene detection. The pathological result is focal
segmental glomerulosclerosis, and the gene test indicated the presence of complex heterozygous
mutation of NPHS1 (c.803G>A, ¢.1339G>A, ¢.1802G>(C), ¢.1339G>A and ¢.1802G>C which are dis-
ease genes, and c.803G>A has not been reported at home and abroad.
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1. 5|8

1AL P B 95 47 & 1iE (nephrotic syndrome, NS) FH & 41 g 58 i B AH 5 40 T 36 RN R AR 51k, 2 R BN
PR 24, J& T SRNS Ju s, H Gy #6559 97 )N J8 R £ - Nephrin /2 /2 40 Mg 24 FL 1% i< (slit diaphragm,
SD) 45 A4 B AL 70 1, T 1998 £ 1 ¥k & Bl. Nephrin Hf NPHS1 3 K 4ifd, & SD R EEE M EH,
[FRS, 25 24N 5715 5% 5[], NPHS1 RN 5] #2F 2B RMEEWRSEEE 1 8. FHK
M B B AE 2017 SRR 149 SRNS &L, #E4T PSR BUR LRI, 7E NPHS1 ZRAI T 3 ME
GRERA . AR BN EEBMEFEIRTT 4~8 FEREQVIREHNEREAIEEIL, FidE—F
A7 F DRTAS WU PR A

2. IGPRFEH

Bl Lo, 6 %, BRI KM 2 K, MHEMERERD KT 2017 FANEE &R EER .
NBEEAAR: BRI 24 YR/4y, OFE 105 /45, MUK 93/58 mmHg. [ #8 S SR K 7K i, XUBREIR 35375, A% [
AR, OEAT), S, SMEXORE KRS, IE, ORI AR, R R R R, R
TR IR A A IR |A 3+, 40 2+, At EL 284.7/ul, VI 1+, 40—, B
Ui: FIEEH 15.7 g/L, #MA&ME: #ME C4 0.12 g/L, #ME C3 0.76 g/L, MR #T: SHEEE 6.85 mmol/L,
ICE R R FIH[E AT 3.24 mmol/L, HFR2E. Hiibifk. ENA HUikiE. JUEERREHILE O MWE AR W
B, MEM + CRP 7~ AT 11.73 x 10°/L, rhikigniuitk 8.76 x 10°/L, MZIEA 131 g/L,
/R4 383x10°/L, CRP < 0.50 mg/l, HfZERE (). Z51% &Y T 4(T-SPOT)KE I . FRES 77K W
WISE S, IMEEH . PUALINES 11 40%, 5L &R/ e ML BRI 7] (APTT) 39.80sec, APTT HufE 1.59 R,
WA IER R BRI 4.56%, TE4L B 4HI0+NK 400 15.28%, WAR RGHEBEA R L AREH, O
WUBE A W, B JRER 490.9 umol/L, JRZE 14.64 mmol/L, FHEMRF: ARFREEE 20.0 mmol/L, 44 132.9
mmol/L. ¥ eWi: BIRLAEMECE 8. W IRIE Y. FFIhRE R

ANBE G THURYe . ¥ FIRKEBUENRTT, TIREM 2 mg/(kg.d)ifdT 3 FIEIREAREN . 1750E
ZEH, 45 R FSGS, AT B MEAH S BUR 5L R, 45 7R : NPHS1 BRI 3 MG RAL, 37114 : ¢.803G>A.
c.1339G>A. ¢.1802G>C, &K RWIETHT, HAL ¢.803G>A AL ik &38R, HEE c.1339G>A. ¢.1802G>C
PLRiEA R, W 1. Bizizh: BIRER IR kLT BUE B /NSRBI 2. JRdT B4R T
KB 2 mg/(kg.d)iayT 5, HPiEEHEEIREIREOVARER, &k 2 SRR SRR,
RMARAE. K16 A HIVE DhRe A 4. HATHReEEbE v+
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Figure 1. The map of genetic mutations in child with SRNS and his parents
1. SRNS &)L R H R FHIEEREE
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3. itig

NS &) LE# 5 WA S /NERER . IR AR ERE K EE AR RAE A IE. AR IR . JL#E
NS AR XTI G IT IV A6 N 43 9 2 BUR A 1 i 2% S AiE (steroid-sensitive nephrotic syndrome, SSNS)F
SRNS. R 2009 4E 4 22 LR > 2 B I A48 e /) OLEH B IR % TR TN 2 T S 48 &
iE2i66T) » JLE SRNS ZWibsHEN: KB 1.5~2.0 mg/(kg.d) (AN 60 mg)ifiyT 4~8 Ji, Bt
JOL 7 ) LA SR B (B IR R B R TR T 4~8 B, IR AANREREBI[2] [3]. SRNS MRSk Ha s s JuAd
G R FDANSLIG SRS AP E LRGN . RAKR. REAME. A5, 54 NS 2#,
RIERS 2 mg/(kg.d)iGIT 8 AR E I ARFLN], FF& SRNS Bz,

W U B T AL 22 S R, — 307 SRNS 2 B /NBRIE I b7 Bisit A M 25 A R B BT 8 (4] [5] [6]-
B NBRYE R B Rt = 2 AL, B T A BN B N R A0 N BRER IR DL R A2 7],
SRR R ZIATE A SD & BH IR B B R RE N RV 1 B J5 —TE R R [8]. H AT KZA 50 MEFE B FH T
SRNS, ‘EATAI 2 HIPER T SD. A 40dt il f 42 B /INERIE IR S R i A B 1 5, AH DG IR g RS 2 1 R
M EAEF BRI, Hrp NPHS1 &R 9352542 SRNS BI—NH IR . NPHS1 FE @ AT A g toik
19q13.1, HFHAEK 26 kb, &A 29 MMNET, HFEY) mRNA &6 5024 bp #%HE, HAH 157~3726
R SIS X, 4afi%H N nephrin 43§, nephrin &7 1214 NRKEERR, J& T B2 T s ERE G #
FIRRL L, FER A T /2 41, Nephrin (404N BAH B2 R EER A ISR, 2 2 4l P 2L FLRR I 77 0
(W25, nephrin 5 CD2AP % 7454, S5 EMMNIME 543, (REF LM EAM IR 565
PEo A1 L NPHST ZEDRURG I %5, 28 RO B AL 1 B i 2R G

NPHS1 RAFA[ 43 N TEAR . AN RAE . To LRAR 4 RS B YR/ s AR RN B) R 2
FRAL, ABIE )L NPHS1 HFA 3 MR, 2l THASEMEER, J8 2 &8 EG78. 3 ANTBS5H1N:
¢.803G>A. c.1339G>A. ¢.1802G>C. £ ZK RIGUE D HT, ¢.803G>A FRALKIFH T34, ¢.1339G>A. ¢.1802G>C
RAII R T BEE

MIGKRER B, BILREETEETGR: BILAE 2016 2 WEAN R LE &1, MR /R gL e
S RAFFE OB PERE D, B LIGIRHI2 A SRNS, [FIRF AL 7 AR H R R tE RN, AE A
AR, T H B R L5 A A 1 — RAPER MARAE . ¢.1339G>A SEUES 447 SR IEM B 2 A 7 A IR,
c1802G>C FHUER 601 52 A1 i H &AL e NN RIR , 1 & B S SURAR, A B0R M, Hor ¢.1339G>A
O RIE 535 22 RS KA B0 45 S AE(CNF)H 2[9], ¢1802G>C CiRiE S &Pt Bm A 1iE A 54[10],
c.803G>A FZJE 5| NPHS1 FE[H 5 AR WARIE . i B & B R Th RE T #X4F Phast Cons. SIFT.
PolyPhen2 /% Mutation Taster X AL R AT 04T, ¢.803G>A RAZAI T NPHSI chr19-36340175 26 7
HhET B, BEIERSE p.R268Q, ZERAHALZENE. c.1339G>A. ¢.1802G>C. ¢.803G>A KA. i
[ S A G5 9 NM_00 1009944, ¢.803G>A FRALK [ LALE, 456 B LIRIRRI, Rz AR
FSGS AHI 00 2 K #2870 MSCBRM AT, 7E IR N BE A RN & 36 BB BT R L) FSGS BUii
PERAR, $RIERE FSGS BE T RRIRIFES, FRATRE/EIE FSGS BE AR EL R, 1%
PR i IR A 0] B2 A [ DU AN FSGS 38 1 80 B2 R AR 57 o

AR FAE W BT R 0T, AREIREE SRNS B AR, HohZ Babi i CfF. 45
G E WA SCER,  H AT TG R RN s RSN A T AR A AT KA R I AT, i
YA, s SiRitAT IIREIRUE, PR Z AR ST AR 2R .

BALYE NS LR K MR m 25, 45 758 B B sl e i AMETE 8k, Bl LT
ARZ VIR R RN SEIER, Buad7T 1 E 207 W2 RARE A RAR S ThEe, CREMmdtE. RILHE
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SRNS flirna — N EH AR BTG, £ 50%H) B F KA 2SR 10 A FK B ESKD, 75 Z5&E T
RUEFEAA[11], 11 NPHSI 4/ iE A4 678 1) SRNS HBH 1 B Bl h A B M R K [12] [13].
X SRNS & JLigEAT NPHS1 K RAE 73 # AMUAE B T R EE A= % SRNS &) LB #f K2 W | i ‘29697 Ak
Wi fs , A Bl TG RS AR D NPHS1 5k PR SAR 1) w8 fes R BE B 8t A% AN = a2 W, — B =1 2
B 28 1 4 R

SE
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