BTGB e M (AR EFBORIITE S (BHATERBEORITIEHEE) )

Syiaptseams &
A NST T hEfERE NS AERE)  LMX1BBIEELE  (CBI9 545
WHFE A kM B REURS - AR SRR - R

Wt s

e E OB BE BTN Ukt T TV 5, BUR S EIPE R ERIARELIE (FSGS) IR IR I B HERE DS AT
T HREOREMREREEBTH S, FSGS O I < —HiT@ s+ BE ZFK &350, < OFFEIEER
EARHATH S,

FANRT FIEBERE VEEBIEMBRE, nail-patella JEFERIZTVERA 2. BEEOKER. HE O
ARZEE, RIS DRI A 4 F L T HREMEB TH D, FEBRITEAIRMIR & &9 2 B iE 4 36
JE. TO—EITRIIBARITEIT L, BP%2 QOL 2SR % MF 4, R LMX1B Oi&fs+
BEThs,

LMX1B ZERIZE T RA NAST TIEGRE L FREOEIELZ AT 208N, BET., e EOE{bax b
72 W PERHE (nail-patella-like renal disease(NPLRD))SCF et FSGS DJFIA & 72 5, 241 FE TFSGS
SRR ARHOBF AR LEBZM SNV TWDIEF OF T, LMXIB 2R %FIK LT HEFN—ER D LB X
HAl, TOX D REIEIX LMXIBREBIEL WV ) —HODEEM & L LTER SIS,

AMFRITINE 2B AEERE & LMX 1B B EEE O ZWIEAEZ IZONW T ORI ZED 5 & & bz, &
PRI K D REMRIEF OEFEZIT > T\ D, ARFEEIFBEMITHE THIE L TV D %A L3 T FIEGRE
JEBNZ BT, R QOL & BT 2 BE ORI BE 2GR & Ba 2 ROBRIZ OV
THNT 2 T o7, ZORFHZ KV BFEMDOBERBICEDLIER DD THETDHZ L 1FEALED
JEG TR 2RI LA B35 2 &, HEORIEZ 2T 5 EE TIE LMXIBDRA A R A A H

SRR  PRVEIIC AR ZFTLHENE N LBHA LN T,

A. WFZERRY

A NNT ZIEMERE TR ZFEWERE, nail-patella
SEGRE) (TR, B3 E OIRTER., I D
Woeil, MBS ORI E 4 FHE T 28R
BTH D, KPEEITRRELZRAE L, —F5I3 R
BEARICHETT 5720, BTP#2 QOLIZZ K
B fIFT, TN BAEEE D72 OI/NEREETY
AR EZZ L TH, RBORBENMEN T DRE
Wro B8 %< . BIEIZ 72 » THIO TR B DIE
FIHIFET D, HEIE 5 H A ARE L Wbh
TWDHR, REOBEEITH S TRV, FIRT
LMXIB# G REThHD,

LMXIBIIHRAF RAA & —%FD LIM R AA
VEFFO, LIM ARA A RAAL VEHADOZa2—RL
TWw5%, b h LMX1B X 402 07 2 /L 0 72
V. Z®O mRNA TR, AL b B < FEE
LTW5, IBIEHNCIE LMXIB 13BEEE°FHED
AR, FRICRHEANCR S R ofv, N EHEE
BEREORBMOENLE —B+ %5, Lmxlb / v 7 7
U~ v U ADREHEGIRRKAEE T INOARIZ AL
BEFOXRE, ORI & ORELORERE R
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% (Chen et al., 1998), LMX1BZ %\ X > CEIE
MWIIET D AT = AL E LU CIEESRERIR R
HERERE & B2 bivd, BSRERIR bR Rr 2 Ay
MLmxlb/ v 7T U MY UANEAREEZET DD
LR ZE ORI T H % (Burghardt et al., 2013;
Suleiman et al., 2007),

TV 2B E R BE R E O B Ak AL & LT, ot
FEMBE L L TIXBAROREICS UFi T
BV FSGS, HEFAMARERIRE 28 70 &AL TR
72T B3 72 (Bongers et al., 2002), L2 L7EF4
W8 CAIHANCIRE U 72 SRERIR LS, 2 O
@Y b L d iAW B (moth-eaten
appearance), ¥ v = URYESCY VX T AT
fayutase EORFRYEIC XD RER E A F o
LRI a7 = UBHERPREO N D, £k
U TIXLE T H 27— Ui 11 R =a
— U Th D,

—Ji. RANNT TIEMGRE & RO BE 2 A9
LN, BEF. WE 7 ORI E D7
DB E X L T W % (nail-patella-like renal
disease (NPLRD)), NPLRD %, &/EmICBIT 5
FEIAY 72 B 1 BRARBL T RLORER IR IL B O AL 72



JEE, HEVWVIC L > TORZKEN -0, &
PEBEE OTIZIZZMICE > TWRWEFIRZ <
FIET 5 LR SN D, IEFERGEIX NPLRD O
% LMXI1B% % L [F7E L 7= (Isojima et al., 2014),
FREIZ 7 T ADMRT — N2 R LT X /iR
DR (R246Q) I D FRITH VTR B R4
ICE DR GFEiCRERIEELE 25 S J 2 &
DS STV 5 (Boyer et al., 2013), 2505
LMX1BZARZRIK &35 BIMNERZ b2 —
FEOBIENFET D ENHLMNI R -T2, Fx
ILZNET LMXIB iR &35 2 6 DBFREE
% LMXIB BEBE & U CTIRB L, 2D E
R EAT > 72 (LMXIB BE R E O FREF A L 2
FEHEORENIEE (H26-27 F5E JEA 57 @R ~arse g
i Bh 4 VR R B ECR AF 98 95 24))(Harita et al.,
2017), & OFERALEEIT H29 4 4 H IR EHR

Lot

ABFFETIX, A NT TIEGERER X Y LMX1B
B EE D 2R GE Z2H 5N T D720, Bk
A LAEREEZFEET 5, Fo. JEFIOERE
L HbE T LMXIB B fREZITV, Bin X
HEpgloFREAONCT S, FTAEB X
OEFRIEFE ~OE R AT, KEWREBIC D
WTOFROHERE XD,

FREER A~ kA =, H29 FEEILF 7 85
Bt o Z—~DR— L= TOERIRME T
o7z, 72 H26-27 H\21T o 7= EREFR A LA O e ]
DEFMEZ S BITHED, FFITRA NV NT TREEREIC
BV TBHERE MK T3 2 IEBI O ERR B X O
BRI A T LTz, £ RS~ B2 % 1%
L. A%OPMEILY T DIEGFI O 21T > 72,

B. #F9E 5k

1) A NST FIEAGREBE O B AR B RO AT
H26-27 F JEAGHEF AR B & HHE
PR R 2 (LMX 1B s B D FEReFHA &
PWHEHEDOREN) F X OV D% BFZEHE TR L 7= &
FIZHONWT, FIRE~D ZIKRE DN 21T > 72,
ARSI, AT L& T o7, FEHIE
HHIZUFO®EY Th 5,
1. SSUEFI O FEAER - W4, EHEA, MR
GHUEN
2. FIEIE | NRBBIE R O FHREE, B AR IR
B BRRRERETE . R R ) OZFGEE, Mk
DA
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3. BWNZE DD DRV BWT O & 72 o T2 IEIR
WA ln

4. N, BEE. WrE. B RE oA

5. IRAE: L' N7 LT FLC OREI 22 it oo A
JRIGAE, BREERAEUNIE 2 L7 F =2 eGFR,
GFR X433 CKD1: =90, CKD2:60-89,
CKD3:30-59, CKD4:15-30, CKD5:<15 L% 41
mL/min/1.73m?2)

6, BIn TR : FE Sl LMXIBZ RO
DM DOBIETFZEFROA IE

7. BAEBRITR (FRIORH A 22 BRI L oo A )
8. B DML IR, MEFREHT O A I, &
oA 4%

F 7z, HELAT RICE U CILPTREZRFR 0 B>
Vv HNIE OB A D THFEEEE L TRETL
77

2) LMXIB&&1 25 SRHT

BEBIOCERELVFLERF- A
LMXIB & in /A% %k L7z, QlJAamp DNA
Blood Midi Kit (Qiagen, Hilden, Germany)%
WCRMm2 S 4 7 5 DNA 28 L7=, LMXIB
Dea— REEB L= VoA v b U BEHE
% PCR IZX 0 #EIE L7, PCR HEIgIZHW=~
74 ~—¢& PCR OFKRMIIEEHROMEY ThH % (Sato
U et al. PediatrRes 2005), PCR FE# % T4
AVT hy— 7 AEIT XY RS & R E L
77
(iR i~ D ELJE)

AHFTEIX. TAZXG LT 5 EFRHFIEICB
HREFESH) Te B4 A« B FIRNTARZE I B9
DAmPREEEE) AmEsT U, TR O BE L BRIR T
Gt OO OEEEFRE~ =27 V] IZE-
TIT o7z, FERERAECGE TR, I L ONER 1T
ZNENIZOWTHERFEF B HEZ B S DK
AT,

BAR T IRNTIC O W TR EREE T A LT
ZIEERERS L OV LMX1B BE RV ORE 2
WrL., KA. ZEROFEBENEONEAIZ, T
DIRE 2137 L CRIERIEIT> 7=,

C. WFIERER

1) HERIERY v X —~DOIF R

FREHN315 L L CTHEbRIG Rt v Z — AR —Lb—
Y(www.nanbyou.or.jp) (ZIRR DL, 2 W - 1B
fadt, FAQZEHEH L7,



2) A ST TIEAGREEE O AR B RO AT

FFFEEE THUYRE L TV D R A L 3T T EGERHE S
DH L, BAEZ R LTRERNIT226 Th - 72(F 1),
EE D FIEF W OR T AL & 2 WL IE S D ER IR
FEPRNLO05% > D 205, FAMRIR S =Bk IR R 72 & D
IR TR DHIMZ\, L LRI NEENCE
FRIZK DDV TO TS BIMEIR Z Lk & S, i
NHNZHID THRA NRT FIEBEREDOZWI N 72 S 1
7-JERH] & 1E7E L7-(Casel0, (Nakata et al., 201
s

AR M T DAV ERN X 2261 1361, f/INEAL
B B WIS INRERIARZ (Minor glomerular abno
rmalities) & ZFVDIEFI LR, SRERIKOME(LIH
75 % BOR it R ERIARIEALAE (Focal Segmental
Glomerulosclerosis: FSGS)i&® 2 Ef 261 & -
77

F BB AL & U CIIARSEERE I R
7 RERIA LRI O AV M8 (Moth-eaten appearan
cce)°, RERMRILIENEA~D 2 F — 7 ABHED TR 3
HONDIEFNIZEEAETH T (BEBEEITIER9
JEFIH 8K . —B(Casel0)ZB L CITAFIEEE Tk
D THREFT R ZRE Lz b 00 b /e g
ROMAEILAE D 2RO Pra BRI EH L LT
HEFTROAHZE RO T= (Nakata et al., 2017),
22010 5 B KRB AREITE - T2 JEFI(CKD5) 734
B, B RE AR T EBI(CKDA) 23268 > 7=, 60
AL T 72 0 BHEREIS T L 72 SE I (Case19) LIS
W H 10182 H20RUITEHERE MK T LT,
FLINLDEFMTIER 7 —E LLDEAR
ZEL TV,
3) A NNT TIEMGERERE O LMX 1 BEAR 1 fiFAT

B2 2 L7 220E6] 0 5 6 | BE O EIEE AN E
JEG] 2 T, [RE DG B AV 125E 6 LMX 1 Big
IR PRMT AT IR > T2,

1 CIEHTHZE #(c.783_784insC), 104 TRE& D
25 5(p,R223Q, ¢.819+1 G>A, p.V265L, p.V265F,
p.E5TX) &8z, ZOHITIXT TITHHLTHRE
HEHOIER b E £i15(Case 10(Nakata et al.,
2017), Case 6,14 (Sato et al., 2005), 1#(Case
8) TILM & /g F A LR T TIEMGEREC & 5 BIE %
E2LTWebo0, Y u A —iE TR LMX1BEs 1
DEF 2R Lol

48

2ANVRT T IREEREEE O B SR & B ERAT

SEIORFHZ LD | A NWXT T IEGRERIE D %
< OIEGITIZ/NREID B RRIR B H AFE L Tz
(F), BB T /N2 %< Eiel= 0,
BN THREMET D LIETERNHOD,
NS, HFI250i% LLETH - T b BEREDMR - D
JEBIHAFIE LT22Y, 2D OEGICTIXMR DA D 5
WITEARPBE CH T,

W2 B LTI I L 2N B 72 55 B LV BRR
SRERIREEAVAE 72 ERE D A DBZW N e ST T,
B ORGE% AR & 2 S 5 #1(Casel0,
(Nakata et al., 2017)NBTFE L=, F7-mELEH
(ZCasel0% D Z =4 C O BB EHI TR 72
FEJERMIR S DIFAE LTz (R,

KIEDZWr DT DITITRIR 2 3 H5EHF O
PIRICNL > T, BAMERZ USRI T2 2 & &
BB R A GO T REEIRENEE CH D &
Ezobhb,

R BER E A BT D R ANV NT T IEERE R
iE 151 D 1K

FA NRT TR B W TREIZQOLIC K &
IR R AT, ZOBREO THITLT L HHEL
72 EF S L IFET D (Lemley, 2009), LvL,
L DOBIEDFHIZOWTII R A V3T T REMERE
OREMOHEICRE S EEIND, H26-27DOHF
FeHECHEM LIIER 2 0 & L7=SRloRE Tk,
AAREET =S AANIEBR Y & e L
LIHETF— 2 2 B2 L TR0 | B ORI
NCEIE L L CHIERPINZ S ERBMEINTND &
ZZ2 N5, ZOEICOWTIEESND ZILE TOM
AL CHEERT X EEXLND,
ARRFHZ LY | A N 8TF FEREICITEFER L
B RERR A B9 D — BEOREBINTFET D
ZERH LMo T2 (FR), LD DORERIDIIERF
TP /NETH Y BAROREE L LT
TS EE AR TH - 7=, BRI TIIE
FITELELTIEH D bOD, JRHEANTIT, &E
BRI TIEBNC B W THT L b B LR £ 2N S
VD DI TIE e o 7z, 72360105 0 & B HRE
DAY LIIEFNZ OV T AERMNM TR TE S
T RANRT TIEGEREBIE DAL 72 D), fhoo2E
K72 DINZHOWTIEIARBHTH 5,
BRROBRE L PHRDHEBET 5 ARENRE 2L
. EEE AR E T DIEE I BRI Lo FTEE




PR E L, EEESRBEZBIET 20E B D, £
TEARIEDOEARICHT D L= T ot T vy
FLERKR EOBEIITET VRAIZZ LN H OO, il
WHEADOIN AL LTRO LTV DB A#EERN
o5 ARetE S B 5, A BAE DR HIRY 22 2 I
T 572D OB ARIMENERIEDBHFE BRI D b,

FA VST T IEBEREBE @D Genotype-Phenotype
Correlation GEAm7-Z8 % - RBVIFHES)

T B E RS X ONLMX I B¥#EE & L Cix
INETIZI80Z B A 5 ~T mEEAIRAER P W S
N5 (Bongers et al.,, 2005; Boyer et al., 2
013; Ghoumid et al., 2016), X F /=115 Dk
58 B\ idde novoZBEBNFRIKTH 5, FI20% D H
FHCERPBDOHNT, £ D 5 H—FRICITMLPA
72 BT K0 BT OSSR RV S D E
B0, 7' m T — F —HEI O 28 BB T 5 Bl OB
FAZRERI T2 FTREMED R S D IER b AF1ET D,
72717 L _RCOBEIC LMX1B% & 0 1= 38 s+ Bk
MR BN DR TIE W 72D (Ghoumid et al., 20
16), B T-REILZHNCHNAETITR L, TR
DIRNGETHRZZRNT 2 Z LT TE 20,

LMX1BDF ot v AR EITE A+ Dk % 723557
WCRONDDIZXH LTI A AERIILIM R £
AVBIOEALT RAL ZEF LTS (Cloug
h et al., 1999), BIMERIZHOWNTIEZH SR8
TS RHRRBNIZED SRR, TR A A KA
A VNCEREZFFOER TIXEARE AT DHEEN
AHEICEWEHE STV 5 (Bongers et al., 200
8), BLMRWHEIC LMXIBEBIE TRO b H A
% (R246, R249, A278) [IETHAF RAAL LI
171£9 % (Harita et al., 2017).

BIEDOH T, KB R E0m E B EICE D
SEG OB TFRIFHIII A TH - 7=, S RIOFHAEIC
IR A FHNCERENME T T 2IER 2 5 A TH
D, ZNEOREFITIER A A KA A 2 Ofia Peu g
(T X W262~2TDITERPET LTz (R),
L LAE—FRANTR—ERZELZGTLEETH-
TH(Case 1, 3, 18,  H DM ECase 4, 5, 13),
EREREIE T NI T D IER & | B AT E T
EHERE DR T AV DIEBIAMFAE L . FEHEN T OERIKIY
FIEE DOSZHEMENR STz, 2V LMXIBUA D
BIRTOERVCRER 172 EOBG1RE 2 bihvd,
FTFE TR AT KA A DA OENL D2 H(p. R223
Q, p.ESTX)LIRIE S NN, BIEDLEZAZND
DIER TIXBRERRI TR Tz,
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RAK RAA D= EOFIRIIERZ AT DIE
BNEEE, FFCHEDORIEZ GO 2 /TR H Y |
BENSBELEZOND,

FEBIZ DWW C O R & 51 DT

ASEGERED W D 72 D (I X BENR T /N Hik
HPEOHZTIER <, —R/NERZRICIS W TZ o
RO Z LD H T ENEBELEZ NS, ¥R
T v # — I8 U7 AEERE O B R ESCFA
QL CTEREFEREE SR ETETEL
WBEREDSEN B EWIFF S D, £ 7-H30FEE 25
SINTREELEH W ZE2EREICB WD THRA R
7 ZIEERERS X ONLMX 1 BB E ORER OB D
HEI220E% T [HY | LEDEEEHFTEY, D
9 B LMX1BEEBHE O FEAEF 4 (2014-2015) TH
HEEINTEZ ERBH LN 5 TWDIEFNITIER] D
b DFERTH o1~ Z DI DF LS DIERNTIE
TEHER & ST & OB 72EE D>, fiflE 0O KRR
BIZEENRWVEM EEZDND, ZHHDREFNC
DNT b A G HE 21TV, S DTN 725
BOMBENT %175 TETH D,

E. #&i

A NRT FIEAGEREIE B D\ TR R IR BRSO 45
A1V, E7-QOL & BIE# 5 BIE & s A R
DRI OWTHINT 21T - T2, = OFERAEI N
BARBICEDEFDN DN THEETHZ L 1T L
Ao & DFEF] THE B IR0 7 S B A L JES e
DA EES Z &, BEOBIELY 24 5 BEITLM
XIBDRAF KA A O THiz < By GEI I 28 2
EHTDHHEIMBNT LRGN o T, SRR
BIZOWTOI L b RFtEtEDd D Z LT, x AL
IRT FIEAGERERC LMX 1 BT O Ry BAIRIEIE O
B ~D 72 N DR BEMR AR T 5 2 & IR S
o,
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Kidney Histology Unigue GBM  Age at the

Case Sex LMX1B mutation Age atonset Diagnosis at onset changes by lastfollow- CKD Stage
M EM EM up
1 M p.R223Q 0 Hematuria ND ND ND 9 1
2 M ND 1 Hematuria ND ND ND 7 1
3 F p.R223Q 2 Proteinruia MCD Moth-eaten appearance + 10 1
4 M p.V265F 3 Proteinruia ND ND ND 17 5
5 F p.V2B5F 3 Proteinruia ND ND ND 15 1
[ F p.N269_0270del 3 Hematuria/Proteinuria MCD Collagen fibrils in GBM + 11 1
7 M ND 3 Hematuria/Proteinura MCD ND ND 5 1
8 M No mutation found 4 NS Diffuse thickening of GEM ND ND 24 5
9 M ND 7 Hematuria ND ND ND 8 1
10 F c.819+1 G=A 7 NS FSGS Focal thickening of GEM - 25 4
1" M ©¢.783_784insC, p V262s 7 Proteinruia Mesangial proliferation Moth-eaten appearance + 15 5
12 M ND 8 Hematuria/Proteinuria MCD Moth-eaten appearance + 8 1
13 M p.V265F 8 Proteinuria ND ND ND 44 2
14 M p-V265L 9 Proteinruia MCD Moth-eaten appearance + 23 4
15 M ND 9 Proteinruia MCD Collagen fibrils in GBM + 21 1
16 M ND 12 Proteinruia ND ND ND 12 1
17 M ND 15 Hematuria/Proteinuria MCD ND ND 18 1
18 F p.R223Q 17 Proteinruia ND ND ND 34 ND
19 F ND 18 Proteinruia ND ND ND T4 5
20 F ND 20 Hematuria/Proteinuria Focal / Global Sclerosis Moth-eaten appearance + 59 1
21 M p.ESTX 20 Hematuria FGO ND ND 56 2
2 F ND ND ND MCD / Deposition of IgA Moth-eaten appearance + 20 1

LM, light microscopy; EM, electron microscopy; MCD, minimal change disease; FSGS, focal segmental glomerulosclerosis;
FGO, focal g lar obsolescence; ND, not d GBM, gl lar b t
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