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BLAR 73 i PR R ER R BE (L E

(FSGS)IIFEIRICBEHREDEST T 2 AR BIBRIMEEE T H 5. FSGS O T < —§FfI

ELTREZERET D0,

% < DRRIARIEZFRHATH %,

TR 35 B JE B B (nail-patella SEBE)ETUE R A 2. R#EE DRER. HE O AIR%ER,
INBEET D RIERZ 4 EMET 2B EMRETH S, NFERERRCILREZET 2 EE

EIAE, T O—EIIRMBE A 2ITESTL.
V& LMX1BDBIRTRETH 5.

BTHEN QOL ICE KB KITT. RKE

LMX1B & RIL £ 72 nail-patella JEEHE EFBOBIEEZF T 520N, BEE. BER
E DAL D 72 W ILFEME B (nail-patella-like renal disease(NPLRD)) % 5% f& 1%
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ZDOXDBEIERKE
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A2 BT ELIE DR RS
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2013). ZN5HMNS LMXIBER%FHK &
T 5, BIERZHEORW—F OB EMN
FIET DT ENHSNI o720, ZD
BE., TRIIE<THTH S,

A TIE, LMXIB &R R & 585
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KRITEHER LT, LMX1BZ 213 77 nail-patella JEER & FREOBYEZHE T 20N,
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(D) MEEBERE. (2)LMXI1BR246 A ¥, (3)NPLRD(LMX1BZ RIEL & % WIER
FHREEL)., @ BxErT7o0—EEER FEE FSGS. (5)Collagenofibrotic
Glomerulopathy OFFEIZHEL . TNEIUIDWTHITEZITo /2. APFRIZLD
LMX1BBIE DR ZRE L, [RERAHOBRE BEORNN S KAE 22K T 5 5
WEERERMF SN,

A. WHFEERY
18R 7 O—CREMRE R R
PARERARFELAE DEATN S B S NZ78 -5
FEENERICKXVECLZERQR
BAE OB BT EBFE I Uk
THO. Z0D B RS EIMERERARREL
JiE (FSGO) 1L B M RE D HETT T 2 RFEM 2
RERKRBTH D, £/ FSGS DO B,

BEEOBERNA SN2 TS HO,

HD5VWIEEIEENH DS DERE FSGS
ELW, NBHIH D WIERARIIC AT O
1 REHIM X 7 O—UEmRE & U TRIE
T 2EEMNE W (Rood et al., 2012), FOD
% < VIRERAR b Rl AR 35 L OVER IR JEE oD #
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GBS 7 O —EEBR), eRER 7O
—PEER. EM FSGS OEKERT
ERLUIORT., ZNSIIFEEFRIZED
SREF 7O —CREERE L TERRH
IZHER O H 5 B O (NPHS1, NPHS2,
NPHSS3, CD2AEF, MYO1E, PTPRO), &
REARBEEROERZ & 5 AFIE D
H D(TRPC6, ACTN4, INF2). flEzsiE
REMHES S DO(WT1, LAMB2. LMXIB,
MYH9. E=ZDIZRELSDETHHENT
=5,

WA X 7 O — U E R B F Kk
FSGS ® 5%, BIMERDZEITRE
FET2HANH 5, AT, WTER
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™7 LNFE{L(DMS), Wilms %, oL 8%

% =% & 9 % Denys-Drash JiE 15 #
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M RREE 2 & 0F L9 ) (Chernin et al.,
2010), /-7 3= B2 BT (LAMB2)
DRI RBIZEDONEAEAY O F
U ABLER I, ERELEBR. R
D FH K P FE B (Pierson JEMERE) 21
£ U %, FRRICEIMERZE T 2EER
> 7 O—REER/FSGS ZRTHEE S
U CNREBEREND S,

2, NEZEBEMER (nail-patella fEMREEE)
JUBE 2 B JE & B (nail-patella i fEF,
MIM161200)i 3 TVE A 2. BEE DK
B ® D WITEER. BEDAKREERE
(iliac horn)., FEEEIDOREERZE 4 &
TOHEPAREEEERERBTH S,

NBRHBERBEOERIIZE T?@%iﬂ
(Sweeney et al., 2003). O RBEKIZ
E1m%:ﬁ®bﬂ.ﬁﬁm%@kﬁﬁb
BERETHRL THDS, =ARONHHA
WRETH D, INOBREIIE TR S
HENDIEHBLZVWNRETHD LD
MIUZ< W, BEFDOBRAZIT 93%IZ
w53, HEEAT R BB Hh R O R
M2RH 5N5, HENICHEERS Z
WD, MESORES 9 EhE<IZ
w5, MESOMHE. BN, EHR
HFR =%, BB OMAREEIT 7-8 FiZ
WBOHI, REWEARDNS BFIEN
Do LIHUIXBEZFIEL . —HBITRHY
BEARARITETT 5729, AEFEHED QOL
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1998 I UK Z B AEMR T O R K& (=1
&L T LMX1B M [EE X 117z (Dreyer et
al., 1998), LMX1B 334k 9934 1T &
T%, Lmx1lb B+ /v 77T R TA
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EHORE. BORE L EDELOER
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LIM RAA 3% N\ ERMEAEERIZ
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AT T34 T2 319 DT 2 /8
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FhlCm<FEHL TS, S 5IZREM
12V LMX1 BV R =B F 48 O T A0 4%,
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HOXRBAMOII & —FT 5,

LMX 1 BiZ\34 £ TIT 130 EELL LD
EENFEEINTBOD, TXRXRTIATOH
HAKZE BT HGE T 5 (Bongers et al.,
2008; Sato et al., 2005), NS DEEH
%W de novo ZEENEKRTH S, ¥ —
7 L AfEATTIIH 20% D B TE RN
RBOBENT, MLPA £ 81K DZFDS
B —BITILE T D ER I 8972 R R INH
INTNWS, LAL. TOot—% —fEE
DERCEAET HMOELFICTERT %
ARV RB I N AERM S FET D, T
NTDEHIT LMXIB BT RENRD
SNDRTEBNW =D, BRENLWES
THZWZERINT 2 2 LT TER N,

3, NBEZEBIEMERE(Nail-Patella JEERE)
WZHBITHBIEITDONT

TRBEEBRHEOAEREREICLD
25-62%)IZBIE = AT %, M 1T HEREMR
HOEAR., BICMRNE SN2, K
WEEDEHRIZED., *7O0—EER
HMEETDHIEHHDH.2-15%DIEFITE
BREMNETTIRICE L U RIIBE A 210
7= EE T T W % (Bongers et al.,
2002), /NEINZE AR EITE - T2 REF H
HINTWD,

BALARAT R & LT, s L X

N TIEHBEAREOREISCZFRATHD.

FSGS. HEIERERIEE K72 &40 TR
K73 R 272\ (Bongers et al., 2002), L
N UETFHEME TABANIIEE U 2R 5k
REERE., TOBERBICROsNLHE
W (moth-eaten appearance), ¥ > = >
Byt o5 T AT VBB ERED
RBRREICLIOEERE AT > F T LE

BIZaT—7 BHERDRD 5 N5H (1),
FRBEREATIINE T2 -7 2
IO AOS—5 > Th o, BARRE
FAAT L2 RUTR T,
5, Nail-Patella-Like Renal Disease
(NPLRD)

MNREZFRERE EFRROBREEZE T2
NN, BEE. BEREOEEEDE
WIRRPEBENTEIE L. nail-patella-like
renal diseaseNPLRD) &M ZTW 5D
(MIM 256020), Z315 OREFTITERRKR
B EDOMIRFTR., * 7 O—CREMREE. F
WZIEBEAEERE L, RICEFHEMSET R
ELUTREMAEEREDOZ(LNRD 55
HOD, K. BEE. BEREDBINE
IR Z2 A L 72\ (Bongers et al, 2002;
Salcedo, 1984; Zuppan et al., 2003), F,
FEIAFROMAA /2 NPLRD EFIZHB N
T LMXIB R246Q Z R Z W L 7=
(Isojima et al., 2014), Z DA RE|L DNA
TE S AL DERTH O . LMX1B DIREE
WA ICHET 2. ZOEMTIEHE
SARERIE A <720 D O DSRERIR LRI D
HMARLZHBEWRNRSND Z &, Bk
Rt lZ L OEEBIC I #Ma5—7 20
ILEERDT=Z &N NPLRD OZE Dk
»F & 725 7= (Isojima et al., 2014).

6, LMXIB R246 ZRIIBIVEREES
T, BIEDAEFRL T

20134EIC T T 2 AD T ) — TIIF
FSGS JEFIZ R U THENE S FRATT
W, LMXIB ® R246Q (2 HZR)B LW
R246P (1% %) £ R ZME L /= (Boyer et
al., 2013), —HEBDIEHI TIIRBR R 21



E o TW=, R246Q BRI =B N
NPLRD OFER&ELTHELZDEEL
FIUZERTHS., TH5DRZTIINR
BEELREOBMEREZREL TN
EFFEL TV, R E OREFITIE
AR 5Tz N B AE 5 8 O BHE [T R
IR BEROEBLINT 5 AMED 3 K
ROBETII—YRD NNz, T
N5 DOFEEMNS R246 £ RIITOFHK R
AL E P S FTITIMFEEBE DK &
0D BT EMHLSNIB STz, EF
) 73 BRI ZS 01T D W TR AL O fE
BT, BIRINTREKIEKDAIZEL
MisMo=rRElE D H L5, LT LHE
JENEZSAEDY LMX1B V2 K % B RE DFEIEIC
WBETIRRRWATREE S RB I N5, &l
R249Q ZBNFIEIE DBHER 2K RO
BRFHEITTHRWEZINTHD, 20
ERIZBNWTHMOERRICELIIRD
537805 /= (Edwards et al., 2015),
INEDRNS ZNET FSGS ®JH
RAHDOBEAE EZB S I TWAERO
T, LMX1BARZFK &3 2R 0 —
ERND I ENBEIND, BIEZ Fb
ELTHDE, BHEREEL TNDHN
ES3MICBED LT, TOXDBBIESRK
% LMXIB BHERE & WD — DO EM
LELTERLBEL. ZOREREDT
BRBEZITODLENDHDEEZLND
(Isojima et al., 2014; Lemley, 2014), It
BB EERIC DWW TAR TO R
AERTONTEST. &<ITBIMER
BIRWEAEH DL NWTRERESICRARS
NTWBHAEEENENWEEZ SN 5,

7, RIS —7 D BHEDILE T 2R

=51 —Collagenofibrotic
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U= B EERE O BE &R I
OB N B R E &L T
Collagenofibrotic Glomerulopathy 73%
%o N, B, B EoBEERRI3A Lk
WY, RER(RIZ TIT B Collagen kiDL
B b5 RANEMLTWS, LML
Collagenofibrotic Glomerulopathy T
a5 =57 2 OILEITAY > F 7 L@,
SREREEMMEELERENE TTHO,
T EBIERE BT 2 KRN % E
ELRRWERMNER %, IH O procollagen
type III peptide 73511272 570 E DR R
HZWIZI3dA A TH 5 (Alchi et al,
2007). AIEIIAFICBVWTHENEWE
EINDN, REEGRETIINETHD
NTWizn,

8, WSO HRY, M

ARSI EEFEICI D JRHRIERZ
e L. LMXIB ZRK&E T 52EEE
(LMX1B BEEE) DR G20 5 i
U & 5ICHRERE & IR K& m T 7
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