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[FZE] HA MYOLIE S SR n] SEOR Yo O R B 5 2 RO i 25 8 B 25 5 E (SRNS) , W5
BT EDURZ R SRNS KR MYOILE JER A8 R AR 5. ik 2005~2010 4EH[EIEER] 4 A~ rp =L
WRFIENE SRNS K &, 369 Gl AER B E , B 4 BPCIEE IS4, XFERARER 59 B PRAG I i fH R
W . BUTA DR R ANE T KL 3 mL, $REUGERZH DNA; PCR 738 MYOI1E FE K 4535 28 S48 1 K HJH
FBI R0 N TIF 95 W] DNA 38 P B 54T MYOLE JE9EA8 /00T, B8R 1E 4 AN h DU ZEEME SRNS
KA IEE R 25 4~ MYOLE JEFAE S 5 ARPE X 3& M E AP ARE B (NCBI) izt Stk

(SNP) HigErkz, Hoh 1A~ MYOLE JER 57285 (1VS21-85G>A ) B IRAEIZITFEIN 1 N HEibd rh A,
%78 AR 59 0 E 5 X R RAG I, R E & MYOLE JERZE7E; 55 24 A8 578 NCBI 1Y SNP Hedis 4 o
C, Y8 MYOLE JEH 235 AEWE B2 R TVS21-85G>A 828 RN FE MYOLE FEF BT M AR,
HAEBURTERAE , G5 MYOILE B S AR RAZ A5 E DU SRNS 5 AR 1 22200 A

[ PESRILRIZE, 2014, 16 (4) : 349-355]
[ X8R ]  MERWREWRLIEAE; MYOILE JER; 28728, BUBKA

Mutational analysis of MYOIE in Chinese children with familial steroid-resistant
nephrotic syndrome

ZHAO Feng, YU Zi-Hua, YANG Yong-Hui, NIE Xiao-Jing, HUANG Jun, WANG Cheng-Feng, XIA Gui-Zhi, CHEN
Guang-Ming. Department of Pediatrics, Fuzhou General Hospital, Nanjing Command, Fuzhou 350025, China (Yu Z-H,

Email: zihuayu@vip.sina.com)

Abstract: Objective  Steroid-resistant nephrotic syndrome (SRNS) with MYO1E mutations has been identified
as autosomal recessive focal segmental glomerulosclerosis (FSGS). To date, only two homozygous mutations in the
MYOI1E gene were reported in three families with FSGS. This study aimed to examine mutations in the MYO1E gene
in children with familial SRNS in the Han Chinese ethnic group. Methods Between 2005 and 2010, peripheral blood
samples were collected from the probands, their siblings and parents of four families with autosomal recessive SRNS in
the Han Chinese ethnic group. Four probands were studied from nine patients. The mutational analysis of MYOI1E was
performed by polymerase chain reaction and direct DNA sequencing. Fifty-nine healthy volunteers with normal urine
analysis were included as controls. Results Twenty-five MYOIE variants in the prohands from 4 families with SRNS
were identified in this study. Among them, 24 variants were found in NCBI dbSNP. One heterozygous mutation IVS21-
85G>A was found in the prohand from Family D, whereas it was absent in 59 normal Chinese controls. No splice site
change caused by IVS21-85G>A was reported by analysis with NetGene2. Conclusions MYOI1E mutations are not a
major cause of Chinese familial SRNS in this study. [Chin J Contemp Pediatr, 2014, 16(4): 349-355]
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ik T W %5 A E (primary nephrotic
syndrome, PNS ) J& JL B} BH 5 UL A9 B /N ER B 9 -
B I i A 2 F IR 2R B 20 20 AN [ 119 B L TR 58 A
AT BUR G U R s 1 R I 24 B R L
fiE (steroid-resistant nephrotic syndrome, SRNS) ,
4 NPHS1. NPHS2, WT1, MYOIE & [H % "),
SRNS (14 B B Ay Jry 55 Be kB /N ERBE AL, (focal
segmental glomerulosclerosis, FSGS) . 30%~40% [
SRNS fEJLTE 10 45 N 3k i AR ES (end
stage renal disease, ESRD ) o7 yg 4, EAMIFGEE
TE 3/ FGSG A KB T MYOIE JEN 44 578,
EE ORISR Z 7 MYOIE BERER T
NGk 15q21-22, 47 28 MAMEF; Hamih A
myosin le T A7 1108 NI, S 5MF . HME
ST AN IEE AR K 4R AF S actin £F4EAT
SRS Fh LG 3 1 FUHSEIRBTFTIESE MYOLE
BEPR 542 AT 5 | UV /DN gk i o o o 3 4 R D) g it
§3  Sh R R U SRNS fL MYOLE S
PR 9 A8 K HAR s, AT ST 4 A o R DUR S5
SRNS KR SGUEH AT MYOIE BN R 73T o

1 #RSAEE®
1.1 RS

2005~2010 4 1 18] 7 3 42 XA M S = e JL B
LG L H] 4 A E DU H G R fa st % 8 SRNS
XE, YkAmEs (K1) . BMEAPYE
2 filek 2 L B ROL, 3R o e i R, Hop
Bapl, s pl; 1B EE RS RS Bl
ESRD, 8 ffli2Wih SRNS; Ht4 6 il JLitfT T8
Wik, BWERG RN FSGS (4 1) ) 1 ZR JEBE A= 1k 15
/NER'E 9 (MsPGN) (2 4] ) 5 ##E A ESRD 5 i,
#EA ESRD Bf[E] N 1.2~8 4, FHIN 6.4 4F; B
3, BHEGHT75~114ETLE LR (£1) .
ARG BOL T 4 GIEuEE A4, 51,
430, BIRAEIY N 1.6~7 2, X BIRATEIE 4.3 25
BANRAZAPICUEE BSCEE R, JRAGIIE
TC B EPIG ZE A o X HREH kg 59 (51 PR AG: 1E 5 114 fet
FEAEE, Hrh D 38 4, 2021 (], 4% 18~46 %,

£ 1 HENEZKEME SRNS 2 JLIGKFBIEZ R}
K &M ER BB
WA X B IR . B . N ER HA e
P& e PESI ARl BEER MR bR EH EIE e ESRD iy 4R . AL i
(%) (/L) (%) (%)
A T4 10 4+ ND T 13 & FSGS 13 14 125 BEMTRERITZE 5 B RS B U
11 AR %
m7 % 7 44 ND f <25 & MsPGN 14 163  [iZ4 ND B A% ML 5 B
TS FETLE K
B M23 #%« ND 3+ ND & ND A ND ND KFEHL ND ND 14.1 4 3ET>
moa 5 14 3+ 2 5 12 & MsPGN 16 KM 25 ND 17 3T
m27 %« 7 3+ = 24 &= FSGS 15 16.5  Tifz§ #EERAS . ¥ B B4 )5 bl U5
BEmLNE . EA SHETLRE L
B2 Wi 2
¢ Mmoo % 13 3+ ND # <25 ND ND At KRB T2y ND 2 % I} AL F Rk
Al
mi 4« 17 3+ = " 23 i ND 29 KM 25 HBEBENZS 5 % IAET
D M6 B 75 3+ ND T 24 ™ FSGS ND REAE T2 B IRERHS /7 9 &/ B AbT:
3K
ms & 16 3+ ND A 30 & FSGS KPR RBHL 25 KSR A S 5.6 BEEY. R
WAL H3+, B
AEIEH

T BB RSRMAE, BFTRARC AR B R G55+ RARSEIEH

ST BV /NBREEAL ; MsPGN: ZRJBEEHS A M /NER B 4%

ND: ANHfi%E; ESRD: ZARBIE R ; FSGS: J&
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]V 1 2 3 4 5 o 7 9 10 11
XEB
1 ZTO T 1
I 8 910 1m|n 13| 14 I 12344|678910111213141161718
I r 2 3 4 5 6 7 8 9 * m 1 13 14 15 16 17 i w 112 13
2z
A& C XHED
[ wismte Q Ediktt .M%W .tmﬂv 'm TR /‘d%?ﬁfﬁﬂtﬂ

O mexx D_l.oéeﬁfwﬁ Jﬁfwmmwwm A emmme O emtn @ et

B 1 4 AMHhENERENE SRNS RREEE
WL 7 S5, 7 % R EHRER AL, XTI ZY;

B ARFAAEL, PR RS A RS A R
W4 M5eiEE 2, M6 ZANTH™; 15, 116

SIS EIERE 2 ARk

PREGIEIIER o B RIGEIWP I 27 R5eib s, 7 5 BEmLEAAE, XEmT2y; 22 5eird 2, Bttt 123 JJ%nwjt%ZﬁJl

Wz T 24 MIGUEHR Z 0, SEFi%m;
C RGP 11 MAEEE, 1% 8 A H B BIRLEE1E,
B2, IREIIER . D RIgERI T 8 MGk,

25

1.2 fRBINEIREFIHERERE
ABERRAE: (1) KIFFERA %V\H ~18 %,
(2) M RHRRZZELH2ANRMER, K2k

4 SRNS,  (3) WEAN; 4 Eﬁfﬂfﬁ%ﬁ@ﬁﬂ T
WS R . B ZEA1E (nephrotic syndrome,

NS ) £ SRNS 12 Wi = 18 2009 4 3 H Hr1g [ 2%
2 JURL 27 43 23 B WIE 9 2 4 1 52 32 A o 1
NS iz WidnifE: (1) REHEAK: 1N 3K
PREEFUEME (3+~4+) , BENLERIRIRE A / HLEF
(mg/mg) = 2.0; 24 h JRE H E 7 = 50 mg/ke;
(2) AR A M E: I E A& A KT 25 ¢/Ls
(3) @y fg MLAE: 13 AH & B & T 5.7 mmol/L;
(4) RFEFEEERKEE. SRNS (2 WibrifE: ke

N6 Aoz i, sEFizdhs; 11 ZRAKRG™; 111,

Il 25 MocuEs =z o, kT 113,
XFE R 2y 10 Mg 20, SETi%0E;
15 7 HBEAR (

T 14 53 BRSEUER Z 508, JREEIE R
7. 18433 ik

BRKE ), 4 4RE IR R BRREE AR, SRR
11 12 535 ek 2 AR, PRAGHS TR #

AR [2 me/(kg - d) B 60 mg/(m’ - )] IS KT 4 J
PREE AT A BETE . ESRD B2 WibsiE ' AL
TR <10 mL/(min- 1.73 m%), WICHE DRERARIA
JTMELLEAT

HEBRPRAE: (1) 25 RGELNR T2 E i
FOMNBEER B G /NERE R L RS R
AP 8 . LAY 9895 B AH G B AR s 191 5
(2) "B W B R B AR VR /NSRRI 4R 1gA B
i Clq Bl (3) A/ LS R A 5l &
4t WP 58 Wilms 99 56 B SR RBLA I 1, (4)
NPHS1., NPHS2, PLCEl. WTI1 F1 CD2AP & [A %
RAVES G
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1.3 E[F4H DNA 2B

FEARAS P 50 75 XA M B 2 e 8 B % B3 At fe
AR FROL W A R BRSNS ) 2 A S 0L R
WRUT AT BIFFE XS G2 A1 R R DK O 3 mL,  10% R4k
HikE, H EZN.ATM SE Blood DNA X7 & ( 2£/H
Omega ) FEPCIEFZH DNA,
1.4 PCR ¥ DNA FF

K Mele 28 W 5110951 9791 MYOIE 3 [H
SN 1~28, 18 ABI 3730XL DNA Analyzer Jlll
AT o %F PCR = $ A7 11 1) IS [ 0 2
M55 55 1 DNA J BLl T sy 1, &/
22, DIRIESE A TR
1.5 DNA FITRMGA

MR 35 E B S AE W AR (S B bty (NCBL) 1)
GeneBank 3815 MYO1E 3£ H 4177 51)( NC_000015.9 ).,
mRNA J§ %1 (NM_004998.3) #1 & [ Jit J¥ %1

(NP_004989.2) , il A\ 25 DNA J 31| 45 5 4w 44

A 4 MYOLE LR 28 R
1.6 MYO1E ERERTHIE TN

o FHAE P B2 AR R B MYO1E &
A PEATEO PE T . NetGene 2 ( hitp://www.chs.
dtu.dk/services/NetGene2/ ) .

2 H#R
2.1
TjE
44 SRNS ERMEIEE M ERRAR
M7, #EBWM27, ZAECHM 11 MEZRD
IS (1) . REALIEE (7) AF#E,
7RG, REE 4+, 24h IREH 359 (&%
H 50~80 mg/24 h) , IM¥EHEF <25 ¢/L ( Z%1(H
34~54 /L) , BN MsPGN, L FH 2 IR
RIT AR, IREAPHEYE, 2W 4 SRNS, 14 % i
JEZ ESRD, 16 % 4 > HE T EBMEA, Bi)E
THE6NHBEWIERE k. & BJGikEH (1127)
Nlct%k, T KW, FREM 3+, 24h JREEA 834 ¢,
M HAE I 24 /L, B HEEHN FSGS, M 2
WEIRIT 4 8, JREMAMYE, 2Wih SRNS, XH:
EREEIMSIR (FEB RN . B AT AL
) W, 15 2 R % ESRD, 16 % 6 1~ H
FHATEBEAR, BHESFHREE L. KR C

4 xR HE SRNS RiEFIRKR BB KRIRTS

JeubE (1) Az, 14 84 H &M, R&E
F 3+, 24h JRE H 437 ¢, L35 HEH 23 ¢/L,
XTI TR E TN 25, BV 2 2 % 4 D H IR
EH 3+, BINEEIEW, 2% 10 A kA ESRD,
SHZWT. KEADEIER (M 8) N,
1% 7403 &, WHRRKIREEEZ, REMA 3+,
24 h JR K H E & 67.75 mgkg, fH & H L JC K
B, I3 H A A 30 ¢/L, L IE IH [E B 6.42 mmol/L
( & % {H 1.15~470 mmol/L.) , JK & 3.2 mmol/L
( & % {f 25~64mmol/L) , ML B 28 pmol/L
( = % {4 27~62 ymol/L.) , N £ WL BF % BR %
134.76 mL/(min- 1.73 m’)| & % {H <1 % 65~80 mL/
(min-1.73 m%); 2 %L I 80~126 mL/(min - 1.73 m%)],
BWEAE AR, 4B LIS A E A RFEE 22 o1
BILZIL T % 54 A K%, 12Wih SRNS, B i
SN FSGS, 9 Z T E e, xeibd TA
G 16 d JEAT R IG K, PR FSGS, FLIMAR
SRR [2 mg/(kg - d)], B DUABEF] (2.5 mg/d )
FEIRE AR, REMERITMEREA
2+~3+, RSB ETR I I AP (12.5 mg/d ),
TR 4 D H BN RER A J5E A RAERR 5
Zff, BEUIE S A 7T AHREN 3+, MIEHEH
BT 22 ¢/L, 'EUIREHIER .
2.2 4 IR SRNS FiEE MYO1E & E 4l
g&R

TE 4 ] DU S5 SRNS SGiE & 3G
25 4> MYOLE JERAR S, 40502 IVS1+90G>T
IVS448G>A . 1VS5-118C>T. IVS5-66A>G .
IVS5-53C>T. 1VS8+13G>A . 1VS8-56G>C .
IVS8-44G>A . 1008C>T. IVS104275G>A .
IVS10+328T>G . 1VS13+216G>T. 1VS15+162C>G .
IVS15+223G>A . 1VS15-67G>A . IVS20+108A>C.,
IVS21-85G>A ., 2673A>G . 1VS24-341A>G .
IVS24-317T>A . 1VS26+30C>T. 1VS26+116C>T .,
IVS27+84G>T. IVS27+4457C>G Fl #14C>G, %4
2% NCBL JiT J& (1) PUBMED SC ik %5 41 ¢ 1 20 4% 1F
iR 2 25 YE B8 & (Single Nucleotide Polymorphism
database, dbSNP Build 137 ) , it MYOIE & [y
25 MRS A 24 N E L HGE R SNP; MYOLE
FEH TVS21-85G>A A2 5 (Bl 2) 7E 59 {7l fgt e Xt it
ORI, TR MYOLE JEREZe4s, i Hi%gs
AR AR WARGE . WL 2,
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£ 2 4GIHhENEREYE SRNS £ifE MYO1E HEENZE R

KH RIS AR A5 SN PESROIE  SNPEURIE s 5 SEAEER RARYERY
AB,C,D IVS1+90G>T Intron 1 59664607 rs7175010 G/T NA
A.B,C,D TVS4+8G>A Intron 4 59548475 rs4508371 G/A NA
AB,C 1VS5-118C>T Intron 5 59524108 rs2306784 C/T NA
A,B,C,D IVS5-66A>G Intron 5 59524056 rs7165587 A/IG NA
AB,C 1VS5-53C>T Intron 5 59524043 rs2306783 C/T NA
A,B,C.D IVS8+13G>A Intron 8 59516875 rs2306781 G/A NA
AC,D 1VS8-56G>C Intron 8 59515446 rs2306780 G/C NA
A.B,D 1VS8-44G>A Intron 8 59515434 rs2306779 G/A NA
AC,D 1008C>T Ser336Ser Exon 10 59510189 12230155 C/T [F] S5 AR
C IVS10+275G>A Intron 10 59509815 rs146855568 G/A NA
A.B,C,D IVS10+328T>G Intron 10 59509762 rs12439599 T/G NA
A.B,C,D TVS13+216G>T Intron 13 59502497 rs7173371 G/T NA
A.B,C,D IVS15+162C>G Intron 15 59497437 rs2414623 C/G NA
A.B,C,D 1IVS15+223G>A Intron 15 59497376 rs3764192 G/A NA
AB,C,D IVS15-67G>A Intron 15 59494673 152306787 G/A NA
D IVS20+108A>C Intron 20 59466217 rs2242321 A/C NA
D IVS21-85G>A Intron 21 59464326 NA G/A NA
D 2673A>G Ala891Ala Exon 24 59453384 rs2306791 A/IG [R) S 5%
D 1VS24-341A>G Intron 24 59450919 rs2242324 AIG NA
D 1VS24-317T>A Intron 24 59450895 rs1872741 T/A NA
D IVS26+30C>T Intron 26 59445759 rs11071408 C/T NA
D 1VS26+116C>T Intron 26 59445673 rs12438949 C/T NA
D IVS27+84G>T Intron 27 59430313 1s56294483 G/T NA
A.B,D 1VS27+457C>G Intron 27 59429940 rs56375269 C/G NA
D *14C>G 3'UTR 59429565 rs3751538 C/G NA

H: A~D SPBIFIRKR H A~D ZRMICUEH ; NA FORERTCIEIRIG Exon HAMET; Intron HNEF;5 UTR HAERHIEX,

IVS21-85G>A

FKARDSEUEH
/\\
(ms) /1

fEREIEH A

B2 MYO1E EE IVS21-85G>A
KR R IEAR R

R Fr B

2.3 MYO1E EERTHRMETMER
IVS21-85G>A A2 f TN & F X3k, J& Ak 2
X ABRIE S, SR NetGene 2 15 (http://www.
chs.diu.dk/services/NetGene2/ ) HEAT ] ZRTT )7 55 )
TN 38 A ARSI S R R TS, 4
LG ANTER T () B B PR B A A, R
A At B B BT U067 S B H R ek, HROR
MYOIE JEH 1VS21-85G>A 28748 MAEBUp 2 4%

A BF 58 2% H PCR ¥ % MYOIE % A 4> 3 28
AR SR N &, X PCR P74t
17 DNA H3EFESINE, 455075 4 1> SRNS K & Y
FEUEHE R K MYOLE 3R 4l & 5 2 & 24 5 5%
A%, $E8 MYOLE BRS8N A DUR R
SRNS A& 1) FE 280w A

HE 4l 52 82 £8 LA I DR s AR 50 FI K R R
B, ARWHEIE 4 DK R W %P SRNS,
Hast e 0y 3w Je AR vk s AL . Bl et s st
K Z A, B CHYSEIUEFH #4T NPHS1, NPHS2,
PLCEL, WTI Fl CD2AP K 455341, XEZAD
#E4F NPHS1., NPHS2. WTI il CD2AP JE[H 287543
Mr, HREMARLEIHE R A, B CHSEIES
NPHS1, NPHS2, PLCE1, WTI1 F1 CD2AP 3 [A 4fi
AR GIERE, MREKRKER D WEIEH
H#5 NPHS1. NPHS2. WTI1 F1 CD2AP SEpH 4l & ai
A Zp s gear W00 S Mele 25 ™ il Sanna-Cherchi
25 PUHGE MYOLE R 2848 AR 8 1 SRNS/FSGS
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B YRR AL, I AR TS X 4
A E DU Z 5 SRNS %8 2 1] BEAE7E MYO1E 3t

RZEAE, RIEXT X 4 S EDUG G SRNS K &R

HEAT T MYOILE FE R 5755347 .

AR FEAER R D WSEUEE hAm s 14
MYOI1E JER 1) TVS21-85G>A, {HAE 59 4l R K 1E
RF R ORAG HY , RBIZAE 5 MYOLE 2877
TP ZZRM TN FXE, BN&FRE,
HH NetGene2 server 23 355001, BIRNIZR AN
TERE TOUIN A BB PR BT DI A P, AR A A
B PR BT U7 8B RN 3 i el As , SRBHCR AEEL
JETESEAE . MYOIE K4 IVS21-85G>A RASTER &
D RSEiEsE (I 8) Wk, HERAWRE; XA
D SEiEE e ISR W3Rl LA R A 24 d
JERE R, R E R D CIEETRER T 41
e AL s, Wk, MYOIE 3 K 2878 1VS21-
85G>A NIEKFR D Julb# iy 2R R A

ARWFFETE 4 1> SRNS ZL R SGUEE Bk T &3
1> MYOIE £:H %4548, bkl it 24 1~ MYO1E
B AR S, 4 2 IVS1490G>T ., IVS4+8G>A |
IVS5-118C>T. IVS5-66A>G. 1VS5-53C>T,
IVS8+13G>A . 1VS8-56G>C . 1VS8-44G>A .
1008C>T . IVS104275G>A . IVS10+328T>G .
IVS13+4216G>T., IVS15+162C>G ., IVS15+223G>A .
IVS15-67G>A . 1VS20+108A>C . 1VS21-85G>A .
2673A>G . 1VS24-341A>G . 1VS24-317T>A .
IVS26+30C>T, 1VS26+116C>T . 1VS27+84G>T .
IVS27+457C>G il ¥14C>G, X 24 > MYOI1E %
A5 S FE NCBI 28 8045 22 dbSNP build 137 H1 E 4
1, FWX 24 4> MYOIE AR MYOLE FE A
EZ i

SAMRREM, 15 REFETER Y6
IR 5 % SRNS/FSGS K & HR i 2 N AS TR
MYOIE 3 PR BU% 278 . Mele %5 ¥ 75 5k [ Bk 3 19
29 MFEME FSCS HE 5 N FEME DMS B #5 h
AT MYOLE JERZASKI, 455 7E AR i —A
VTSRS LAY FSGS 28 2 h KL Y A159P 4l 5 5872,
NAE - HHA— FSGS % & F#i i Y659X 4fi &

Jo X RAS, HEASKS H %N 5.9%, Sanna-Cherchi

A PUAE Sk [ MR SE 11 9 A4~ K% 1 SRNS H 3 ik
17 MYOLE &R R I, 25 5 7E — A~ B KA FSGS
F AR A159P 25 A, HLO ALK A

11.1%. S50 55HE —3, McCarthy 55 ™ 7EK
HRKZERY 5 DS ME SRNS B Pk K B MYOLE
RN, AN, Mele 25 7E + HHA—1 FSGS
FEZTH I MYOLE P T876R 244 575( PolyPhen
A 0.006) , JEAEEUE Y. Sanna-Cherchi 5 P 1F
BHRAE 1 D FEME SRNS/FSGS JeUE# H R i 46
H MYOIE 3% [H 4245 28748 D185G  ( PolyPhen 43 {H
0.593 ) 1 P1049H ( PolyPhen 43H 0.079) , {HJ&
WAL 43 B 43T 7R D185G 1 P1049H 28 748 243 [
BESERY 1 4G afR, & MYOILE JERBAfEA, 1 HL
R FRZ T — BRI R, #REA
FEEF N SRNS/FSGS Seilk & 1 £ Z8U% JF A
AW 5T 5 Wk 3 [ Z 7E SRNS/FSGS K & H MYOIE
B BRI RAFAE 22 5%, AT R AR AP B A
NELSfeiass v P

M2, ARIFRAE 4 S EUG SRNS K &R 5
R A 24 A2 ARIE R MYOLE 2 2748
PERT 1 ASRARE AR PE MYOLE SRR 584, 4
7R MYO1E JE R 58 A8 A J A 5% v 61 10 5 1k 1
SRNS K Z M) 220w R

At BMAFRFE -—BERT FHRERAT

HFms T T,
(& % x W]
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