JEA T @R AR e (AR S ECRITITE S 2E (R MR B BORIT T 3E) )

SriamtIeE s &
A NRT TIEIE OB - REVRARBIIZBY3 54858
WHFE o HE

SR & BORRT: - EEET R - R
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RA NRT FHEERE VRS EIERERE, nail-patella JEGRDITTUB AL, BEB ORI, BEOMA
WZEk, FMEEEiORERE 4 M E T I2EEBEWERETHD. LMXIBOBE T RENFENTH 5.

A NVRT TIEGRERE OFPEEUTE ARCMIR 2 B2 BHEZ FIE L, — iSRRI A RICHETT 5.
T4 QOL ICH KRB E KIET ), BIEOHER & BT 5 N2V TI RSN Z ). AFRO
RANST FHEBEREEFNCONT, BHERE S IR FH DU IR BIB AR LR DIER OB 36 L O G T-45 R
DRI AR L.
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FIRE IR SN IR B AR E TG T — 2D DI BB MG LTz, &7 LMXI1B Bin D% Bfiffrz
T2, RIESHIZERICONWTLR—Z—T v A% T B RE T 2 i LT~
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AEAGE R B E | R 70 FE T IR LI B RE AR T E B2 O MBI A 3R D e o i, BHER R LTZRANT T
SEWERE BT (TR E RA S DEROLE REZRIE L. BB HRER TEMTRONEBITRATRA D
—IICEBEL Qe ZNHOE BITHREIEM 2 Z IR TSR0, RIT UM T T4 7 RIT5R O 10

7.
[&4]

RAF R AL LD
Lk

HTHD.

BRI oNT R ENEIEEE DR THLHEE b

FRERED OB A RE ST AR T, BHIRATRAL L DO BN R ENAEAITIEBHAEOR Rl EE N4

A. WFEER

XA NNT FEfERE (T 25 E R, nail-patell
AEEEOIITE R A2, BET OREK, WiEOf
RZEE, FEEET D RIEK A 4 F L T 2 BintERE A
ThD. HEITS TN ANRE L Wb TN 523,
AHOBEEIIHA ST, JRIRIE LMX1BO &
IR RETHD.

XA NXT TIEAERERSE ORI E AR R0
JR%E BT DEIEERIE L, £ O—EBIX R R4
HEITT 5. BARICELEF ORI <TG
DD, B TRIIANEBEREDOQOLIZ S Kir 2% K
9. BRREDN S B IR R RER B D W AN EE B
DHEITRGNATEY, BRFRTIXED X D /T
DNBEFRIE & BIRT 2 MOV IR SR8 S
A

AIFTETIEARIRD R A VT FIEGEREREFIZ D
W, BHERER R T 5 2 VIR R L 2 BIE
Bl OB L OEE A RO AR5 5 Z
Ex AL L.
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B. #WFETE
1) A NNT T IREAGREBE O BRI TR B 7 AT
H26-27 £ J2A @R F R E M E Hin
P FREUR I e FHE(LMX 1B B REE O FEREFR A &
PZWrEHEDfENT) I LN OBAFREE CHEE L7 &
FIZHONWT, ERE~D RHBE O 21T~ 1=,
FEERIE I, BT XA T 72,
2) LMX1B %n1- 78 ST
BEBIOCEBREIVHERNA-THAIC
LMXIB &fa{##& % %M L7-. QlAamp DNA
Blood Midi Kit (Qiagen, Hilden, Germany)%
WORIM S 4 7 5 DNA i L7z, LMXI1B
DEa— NEEB L7 VoA v b U HEAH
k% PCR (ZL VMR L7=. PCR HEgEIZHW =7
74 ~—& PCR OFMFIIEEHROEY Th H(Sato
U et al. PediatrRes 2005). PCR FE# % H\W\ T4
A V7 hy—7 2 AR X0 EHEES & RE L
7-.



(fi PR~ DFECIE)

AR, [ANERSRE T 5 EFRIICICET D
fBR4EEt) Te Mo Lo - B FMATIFZEICEET 5
fERFREE) My L, TEER O BE R & BRE R
RO OOREE R~ =27 V] 2> T
ITo 7z, FERERAEGEFIG), B L OB ¢
NENIZ O W TR KR E B Z B2 0 KR
1R,

BARFRATIC OV TR B BRI TR A LR T
ZEERER LY LMX1B BhEEER VO BE 22
WrL, KA, FEORENGONTSEEIT, T
DIEE 25T L CRIARIEIT - 72
3) Western Blot 53X O LMXIB Vi R—4%—7 v
A1
5B LMXIB 8L 77 A X R, shPanl 387
Z % 2 R(shPanl-BAT14), V37 =5 —F LAR—
X —7 7 A3 K(5xFar/FLAT-pFOXlucl.prl) i3 B
# (German MS. et al. Genes Dev, 1992 pg.
2165-2176) LA U b D&M L7z,
BEMBEA~DO N T AT 2 va rBEIW
Western blot (X Udagawa et al. Sci Rep 8:2351,
2018 L[ABED FIEE AW T o, £ LR—4
—7 v A IIBEHRO S0 v FEhi L 72 (Isojima
et al. Nephrol Dial Transplant 29:81-88, 2014).

C. WFoehER

1) A NNT FIEGERERAE O PG D AT

WRFZEBE TR L7224 EB O BIE A2 A3 5 %A
NoRT ZIEERED 5 B, 14BN MDA THh T
7. 0O BREGRE AT T H T LN TE 78I
DUNVTHRET L 72 ().

8BID 5 B, 201 E B HEREIL T (CKD staged),
NI RAB AR BICE S TERI TH - 72, ZDIEN
DSEFNTE AR D HVITMRE AR Z Z L TW=
2, BRI T,

HERE DN IR 72 551 TIL 151 2 B3 & G BAMREE 1)
FITIEH TH o7, 1HITA2 THIO CREMRE %
F7RETH Y, ORI LIEE L2 7R
oW, IEFREREDERTH-T-. 2 DIEFITIL,
R L & U CIIAE I (SRR 7 BRI 0O
BV, R E DTS 2RO T- (K1 A, B).

i RS REIR T (CKD staged) D241 & REIEAR
BIZE S - VEFNZE W T HERAT A TR
ZALI L BB RE IE & 22 ASE BERRIE S & RARIZAE U C
W=(K2 C, D). £7-Z 6 OFEFITIZHERELLE
DEARDEHE L T,
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A (155% ) CAR IR A 2T HEST L7 EF D011
% IR R CIE— O SR BR IR T RFIERELIR A 2 580
7= (X2 E, F).

2) mIEBREA R A VT TR ERE OB AN R
DfFHT
2UEB D 5 B, [FEDGF O 14EFNC LMX1B
BT 21772~ 7.

15 CIEEr A2 #(c.783_784insC, p.V626fs), 10
BICBEI®D I A& v A2 B (p,R223Q, p.V265L, p.
V265F, p.E57TX)& 2\ MIEEH D A7 F A AERALD
EH(c.819+1G>A) Z [AIF L 7=(X12). 245% CAREIE
AA L 2o T B TR 22 R0 A VX T T IEGRE
OEIMEROMEIE R, I BIMiHHE, IEE 28t % &
LTCWzbDD, B H—ikTIEILMXIBE&E 1D
Bt Lo,

3) EIERIEABERA N ST FREGEREDIFIA & 72 %
LMX 1B B OFSRERAT

BIHLAR B 25 e BE AR R MIE A d K ORI
EAREIER] TH DN ERIZOWT, IEETEE~D
WARELZMTLIZ(K3). ZTOfEE, b4 T
DOERCEHEETEENZERNIIK T2 Z EBH LN
\Z7p oz, — 7 CEPAER b R BRI B 1 3 B A= 7Y
2 R DIEETEMEO IR A NE L o7z, 2D &
DOFFICRIB A 2E2 BT 5 & ) e diE KB
ERDERTHSTHLRIFT Y MR T 4 7%
Tl <, N RAERRIEICEAET 5 Z ENHL
IRy

i

..l

D. &%

A NST FZIEGREEDFT 2 EIEDOH THRFITH
BEEEDS R EE LK T 9 B AEBNIZ DV T D g R L
FHH D WITEBH R I OWTIZE L E o7
WENGE LRV, ZIUIAREREERC B W TRIEZ
EOFT 2 HEMNMEL, ZOEBBRE 2720 L& 2
bND. KR TIIARIICB W TIE A A0 5 %
A NST FIEGREBE OEFEIC LV, BHEOIK T
& B 2 LAY F T s R LR o T
WraeiTolz.

SR B AAITITOEEE L~V TIRH B A il bR 48
EEDROWUNE L DRI E AL ETH -T2, L
2 LB & 20N ERERE DM U 72 SE B C IR A8
BOENMNERTH T, F-B ML LT
IR 7 FEJECIEE OO 28 (I X B A RE 03 IE 3 72 B JEESE
FICHEED DAL, WITEERENME T L7EFNZ B
TEDRBD WA Lo T2, ZD72, KK
DOEAITRBEREZ ST, 7Rk OBHSHEIR T



EYHTH b TERVWEEZ LN

— 5T, mE SRR TESd L ORIIE AR AE
Bl THONIZERITHRALT R AL ORI EM
LTV, T E THRA ST FREBRE TR R
N h o T FEF TBAR T RN FE STV DI
NI DN b DD, FriZp.C59Y Z B\ T2 1
(p.A236P, c.741+1G>A, p.V263D)ITW\ 1 b 7R
A A R AA NAFHE LTz, FRCAEIEE S - AR
3B L OFEANY v 7 AZEEL TR Y (X2),
#3~U v 7 Z1ZDNA OB % F A9 I12 38
T o LTI EEE R T L ST D E
BRI 72 72 B IR B E 2 1 & A SR 70 0Bk
RREARERCTHST-.

FI-BHIEOBIE A S 7o FREME & L T RERE L
P TIER RIF U "2 T 4 7R EFo0
EOMERRILIZE ZA, 2D OB RIK T AR
LMX1B\Z X D855 LA 2 Ila3, ~7'r R
RIZKVIEBPIET H Z & DR I 7.

— 5T, A—EREHT HFEBENCBNT S EE
DEJEFEIIRRD Z ERMONTERY, bHER%E
BT 57T CTHTRIENEEIC/RD ETRITSZ
LITREETH 5. 4 BIOFHA T s B R AR TE &
HUWVIERBIB AR SER TV b EmEEARZ
Tl TWeZ b, PEEU FOEBRRE 2T
HIEBITC, FFICHR AL RAAL VOERNRONDE;
AICITEHEORTICHEREZTH2RE LB bR
7.

KIRDRA NVXT ZIEFNZ BN T, 5B REIL
T 5 WITRBE R E - I=EG R EY, &
R A A SN LT, BHEEREIR MERI CIXL
MXIBDHRAF RAA L AZEDFEINY v I A
DN ERNE L, 25 OERTIILMX1BO
HRBIE M 2 FHCANE] L7z, & R R FHBEIE 1,
FRZLMXIBDR A A R A A NEREHT DHIEH]
TIXEIEIR T O RTBEMEZ B £ 2 72 O LBk
BhHHEEZHND.
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BIL KA R T T REMRRE R O PR

(A, B20fX SIMRE FR &2 FAE L, 595k CRA%EEIE . H2rkHr.
(C, D)9 CEHIR, 23 TCKD stage 4L BHEAEIRT. 145%07. p.V265FZLRH 1 .
(E, 7T CEAR, 15 CRPEERE~LHIT. 118, p V262fsZHH 1 .
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X2 LMX1BZ S

LMX1BEHEEE (FIMERE 2 S 2VER]) THE SN TWH AR, B X OREEBHREEIKT & 5 W3R
REEBOE LT A NRT TIEERHER DR 2 7xd. 7 2 BREY] EONMAIZ L v E1~Y » 7 A(Helix 1)
MHEHEANY v 7 A(Helix IV)ZRT . KFEIISBIOFESRIEF TH 5.

RUSHEIS MER TR SN DA ERDIF & A EIXLMXIBD R A 4 R A A AZRE S, ShEEEEEIE TS
DWVIEKRE R 2% A0F LIER & U CRE S 722 BIIDNAKS A ICEHER 59 5 53- 54~V » 7 A (Heli
x III and IVICHEHEL TW5H. — CLMXIBHERE CRONDERITH2 (Helix IDB L UFEL4~Y v 7
A(Helix IVIZFTET 5.

homeodomain

LMX1B #LlMHLlM_ I

p.R249Q

LIVIX1BRE & B e

p.R246P
p.R246Q A278V

Helix | I Helix 11 Helix Il Helix IV}
RRPKRPRTILTTQQRRAAFKASFEVISSKPGRKVRETLAAETIGLSVRVVQVWFQNJRAKMKKLARRH

p.V262fs I

BEBMEEET | PAZ6P V263D
R IWINTSERE C.741+1G>A DV265F C.819+1G>A
p.V265L

p.C59Y
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