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1 Nail-Patella fEf&E#E 3B L X Nail-Patella-Like Renal Disease (285 )72
R R PR R

aG%M%ﬁ)’M%@WE)

¢ (BHEATR) \aa/:ym%@>

FeSERT R RRRAFT R < FHIRIZIEERE. #1775 EEEREORHRITIEES A
YOFTLEBOBEMAR NS, BITREKEDORIR, 78RBS 2 E8 R R S
N5,

BEAFT R, « ZEEDOIEE & moth-eaten appearance” (R W) DM TH 5, 111 A
AT =7 CHBHEOILENBE U REREEERETROBERC AT > T LEERNIT
Roinsg, BRIZING ORFEHRHEREME LEMRACHNE TICHEET S, 250
BRHERR T > ¥ DT AT VEBREEAH D WIS O VBREATRAINS,

18



&1 BMEx7O0—TEREFEE RIS SR EERCEFSGS) D KA
BT

INFETIHRESNZELR - 270 —PERHORERE R 5B BT E2RT (R
FMER T O —VIEBRM OFIERFREE, NEBERFER 2015 F)X D).

BEF BEFE  GEEER OMIM BiES =] &g
1. EITNRIICRET2H0 NPHST 19g13.1 AR 602716 FSGS /MGC  Nephrin AUYRERLS
NPHSZ2 1925-31 AR 604766 FSGS/MGC  Podocin RUSHERR S
NPHS3 10g23-24 AR 610725 DMS/FSGS PLCe1 ?
wTi1 11p13 AD(Z1#) 256370 DMS/FSGS WT1 SERF
CD2AP 6pt2.3 AR 607832 FSGS CD2AP RUYNERR S
PTPRO 12p12 AR 600579 FSGS /MGC  GLEPP1 ERERER
MYOTE 15g22.2 AR 601479 FSGS Myosinle BRE—HRER
ARHGDIA  17g25.3 AR 601925 DMS/FSGS RhoGD! bl oR=g
ADCK4 19g13.2 AR 615567 FSGS ADCK4 3
EMP2 16p13.13 AR 602334 MCD EMP2 BEEa
CRB2 9g33.3 AR 609720 FSGS Crumbs2 RER
coQ2 4g21-22 AR 609825 FSGS/CG c0oQ2z IhovRUTER
LMX1B 9g34.1 AD 161200 FSGS/MCNS LMX1b REERTF
2. FICHARETZHD INF2 14932.33 AD 613237 FSGS INF2 EERE-REEE
ACTN4 19g13 AD 604638 FSGS a-actinind RRE-HInEE
ARHGAPZ4 4q21 AD 610586 FSGS Filgap RhoERE
ANLN 7p14.2 AD 616027 FSGS Anilin BRE-HRER
VVVVVV CTRPC6  11q21-22 AD 603652 FSGS TRPC6E AUy NEBLS
3. fhREERAEIREHESHD
RER LAMBZ 3p21 AR 609049 DMS/FSGS Lamininp2 EERAS
HMERE. WilmskEE wT1 11p13 AD 194080 DMS WT1 EEETF
HEERE wri 11p13 AD 136680 FSGS WT1 BERT
m. B&Rk LMX1B 9¢34.1 AD 161200 FSGS/MCNS  LMX1b BERTF
(2w CRBZ 9g33.3 AR 609720 FSGS Crumbs2 BEA
BERET2. fERe SMARCALT 2935 AR 606622 FSGS SMARCAL1 B
FRRAEIK coQz2 4921-22 AR 609825 FSGS/ CG c0Q2 b RUTEE
PRI, B coQ6 14g24.3 AR 614647 FSGS COQ6 ShOVRYTEER
FRBAER PDSS2 6qg21 AR 610564 FSGS DLP1 bV RUTER
FREAEIR MTTLIT ShavbEu7 590050 FSGS MTTL1 IhaVRUTEER
FREEAEIR SCARB2 4g21.1 AR 602257 FSGS LIMPII DIEIN
REKFEEE. WPTRASE ITGB4 17925.1 AR 147557 FSGS Integrinp4 HERE{RaiEE
REKBIE. BEE CD151 11p15.1 AR 602243 HEBRERE Tetraspanin HER Hiaiss
L s ZMPSTE24 1p34 AR 606480 FSGS STE24 ?
BIHE MRS, REKABE ITGA3 17921.33 AR 605025 FSGS Integrina3 BEE#faEs
m/RERE B MYH9 22q11.2 AD 160775 FSGS  MyosinHeavy Chain 9 EZE—EiE
4. REBEEETF GPC5 13g31.3 602446 NS GPCS ?
HLADQAT 6p21.32 146880 SSNS HLA-DQA1 T &L
PLCGZ 16g23.3 600220 SSNS Phospholipase C y2 Cav &b
APOL1 22g12.3 603743 FSGS Apolipoprotein L-1 ?
MYOTE 15g22.2 601479 FSGS Myosinte BRE—HIREE
CUBN 10p13 602997 Cubilin 2E8E

AR: BREEALHER. AD; BREGEBILER
DMS: DEAMAT L F DAL, FSGSIRIXDEMMERIREIEILAE, COEMMEAIKEEA. MGC: VN RIKIGARZE
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B 2 LMXIBPBEEEEDERBRE OB &M

LMX1BREE T

Isojima T, Harita Y, et al. Nephrol Dial Transplant, 2013 in press
Lemley KV. Nephrol Dial Transplant, 2013 in press

MREEEERE Nail-patella-like renal BROEERREE(LE
Nail-patella syndrome disease (NPLRD) (FSGS)
(NPS) (OMIM #256020)
OMIM #161200 —HDEEILECHLEEES
- ﬁj
FSGSEEZHcn . BL2ITES
=B OEH CLMXIBEENFE
iéhf:o

(Boyer O, et al. ] Am Soc Nephrol,
24 (8): 1216-22, 2013)

E‘ﬁ;’é@}} *Bli?TéL-o
LMX1BZEMNRER

(Isojima T, Harita Y, et al.
Nephrol Dial Transplant, 2013)
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* 2 JEZEFEGR 17 FlOBRK T — %

KR RER FIERF FEAERF BIMERD  EHE FHEE Bk
G R REE LMXIBZER i REER iz 2 fiski Fi BaEgnm HEEEEE BENE BRERE SRER GFRES
N1 F #  IVS5ds+1GYA 7 5 ND oo—+t i 24 FSGS i3 ZFAAF. CyA i 25 4
N2 M % ND 4 5 ND F70—+ " ND EM: GBMABE " AFOAR,CY  HEEBR 47 5
N3 M Fid ND 12 3 1 EaR =1 12 ND ND i3 4= 12 1
N4 M i3 ND 8 4 5 MREER H 8 EM: RELME 1 & 3 8 1
N5 F = ND ND ND ND ND " 9 LM EE L 1gAIETE, EM: BB ELMB H ACE-1, ARB 3 20 1
N6 F i ND 20 3 3 MmREBR i3 52 M2 HHEL EM: RELME F % Fi 59 1
N7 M Eid pV242L 9 ND ND EHR i3 14 LMAM/NEE{E, EM: RBELME " ACE-1, ARB i 23 4
N8 M " ND 9 3 1 EAR 5 15 EM:GBMIZOS—4 L 431 " ACE-1, ARB = 21 1
N9 M 5 pES7X 55 1 ffR " 55 FGO i i3 3 56 2
N10 M " ND 15 3 3 mREAR ND 16 LM:A/ NS 4 = Ei3 i3 16 1
N11 M H ND 3 3 ND EBR A 5 ND ND ARB, FL AT BHIE 17 5
N12 F H ND 3 4 1 EHR -1 3 ND ND % = 15 1
N13 M B ND 0 1 2 Jinzd E-1 0 ND ND Fid i3 6 1
N14 F A" ND 2 4 1 EAR H 2 EM: GBMAR[E E-1 ACE-1, ARB Fid 7 1
N15 F " A 246N247Q 3 2 2 mMREER H 10 EM:GBMIZOS—4" 54 " ARB % 11 1
N16 M H ND 3 4 4 hREBR H 3 LMAINEE L = 3 i3 5 1
N17 M H ND 1 i 4 Julz3 izl 4 ND ND Eid % 7 1

LM:FE BB S . EMBFBEMES. NDFRB] ACE-L7 ¥4 T U BB RIATE. ARB T XAT UL USRS
GFRIE % [£CKD1:290, CKD2:60-89, CKD3:30-59, CKD4:15-30, CKD5:X15 ZHFimL/min/1.73m?)
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%3 LMXIBR246Q ZSIEH] 7 BIDOGK T — 4

LMX1BBEEBE DFEEEFHEICE T 7/- R246Q AR THEMIC DWW T OEKRFHEZNME 2779, R1 ZBRW T
Y 72 SR BRI LR D 2L %5280 B N ERNTEN o 72, TR AT BHEREMK N U 7= 2 SEBI(RG, RT) 25 A
T(/E%)o

RAER REN RES RAERF BEROD  BERE ) 880 B BE
R MR LMXIBER H O REg Bl Byl {BiE Sy Bagpem BEBRTI FB GFRESY
LML
R1 F R246Q 2 3+ 3+ MR EE R il 6 EM: BELVE # 12 1
LM EEE
Rz F R246G i ND ND MmEREER i3 ND EM:GBMD Bh 5 8 JE M ik Fiid 18 i
R3 F RZ460 1 2+ 1+ mERHEER i WD ND ND 11 i
R4 F R246G 1 2+ - EBR i 14 ND ND 15 1
LM i
RS F R246G § 3+ |+ MR EE R Fiid 45 EMEEITH 9 188 i 39 5
LM:FSGS
RE F R246Q 13 3+ - ERBR i 41 EM RIERES Fii 43 I
R7 M R246Q ND ND ND ND i3 40 ND ND 40 5

LM ARG, EMEFIANE. NDFE ACE-LT XA T ERMBERREE, ARBTUoXFTFo o 2BEBRE
GFREESTZCKD 112 90, CKD2:60-89. CKD3:30-5%, CKD4:15-30, CKDS<15 FhFAmL mins1.73m")



K4 MEEFECHRE L THRESNZ LMXIBAER

LMX1BZER  BEM  RESE Rigle e Xt
FSGS:4
p.R246Q 10 6-70 Terminal kidney: 1 01 Boyer O, et al. J Am Soc Nephrol 2013
2 17-25 FSGS:2 0/0 Boyer O, et al. J Am Soc Nephrol 2013
1 6 MCD:1 11 Isojima T, et al. Nephrol Dial Transplant 2014
MCD:3 «
6 1-13 FSGS 1 0/3 Konomoto T, et al. Nephrology (Carlton) 2016
p.R246P 2 5-35 MCD:2 0/0 Boyer O, et al. J Am Soc Nephrol 2013
p.R249Q 9 15-53 Non‘ﬂg%‘;?;ﬁ"?’ 0/0 Edwards N, et al. Clin Kidney J 2015
p.A278V 1 7 N.D. N.D. Giglio Set al. J Am Soc Nephrol 2015

MCD: Minimal Change Disease, MPG: Mesangial Proloferative Glomerulonephritis,

N.D.: Not Determined

*— ADBETHANGAREREEDOEFLOAERDHT=,
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Nail-Patella-Like Renal Disease JE#] 6 | DK T — %

5, L1 BEIONL2 12l LMX1B U DR RE s T2 B(NUP107)IEE S /=,

HEF LMXIB O FRIERY  RUER SERY  RUER e MERES e B
gEB) PRI HAEME OfRET 0 EE iR REE Ml eGFR B2 BEOEE B RSN BERNB BHgss Slch A HHE S GFRES
LMFSGS,
Lt F H H i 3 5 3 78 = i EM: BRIz LVv§ PSL. ARB. Ini##ac HEFFZEIT. B4 =3 13 5
LMFSGS,
L2 M H H i 3 5 2 100 #HER Em—Ez L& ARB CyA IR " 8 5
LMFSGS, FEFRE R SRR
L3 M Eid H e 25 5 1 ND HER i EM:—&M= R LS ARB k3 HEeHeh 38 3
LM:AR /b 2R 4E.
L4 F #H " i3 4 4 1 ND HERKR i EM: RALME ACE-I, ARB e B b4 R 18 3
LMAH 2 X LA,
LS F #H 4 ND 10 4 3 60.78  MfRFER 3 EM: GBMADT 42 84 0% AGE-[ i L] 23 3
L6 15 3 i ND BT " HEIEOTHBAIRE i S SR 15

LM:FESR A, EME FEAMAS. NDFB) ACELT X FFo o ST TR . ARB: 7 XA F oo BBKIEINE
GFRECAMECKD 1:3 90, CKD2:60-89. CKD3:30-59, CKD4:15-30, CKD5:X15 Fh FAumL/mins/1.73m?)




X4 NUP107RREFIZR S NTSRIREEEKDOZL

NPLRD &%§% S 1727 NUP107 2 EW R E & 2 FEF O B BEAT R
BTEMBEGEIL (NBRETERNBE CROSNLEEEOREVWKRELBIUE
FRRHMEDOILE 2RO D LMXIBAERICXDRYHNEEREAILEDERZRET 2FIZ
WEHTH D,
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# 6 EmtEr T O—UREEE S RIKCRERREECAEREH] 14 B DGR T — %
AR FRAERY FEAERF RER NREE Ba® Rtk L
JEH MR KRR BIEFRE G REB Bl Cre BEOEL OEE BHEBREZHE BENE O BREERE SH#  GFRESR
F1 F b NPHS2, WT1 6 5 3 0.21 i ) FSGS PSL, ACE-1 9 8 1
F2 F M WT1, NPHS1, NPHS2 0 5 5 0.21 i3 H GBMAERRIA LR PSL SR 1 5
F3 F i i3 7 3 1 ND i H FSGS % Fi 30 1
F4 F H i3 13 4 1 ND i3 H FSGS CyA, AGEI % 28 2
F5 M H i3 8 4 4 ND " H MCNS i3 HEEESH 22 5
F6 F B g 8 4 4 ND Fig =] FSGS i3 HIFEN 28 5
F7 F ) EIH AR 0 5 2 0.3 Fi H FSGS ARB i 16 2
Fg M H F3 29 ND 1 1.61 i3 H MGA i3 ND ND ND
F9 M =1 i3 7 3 1 ND i H FSGS 2 ND ND ND
F10 F k) i 3 5 1 0.5 i =1 MCNS CyA MZB i3 23 ND
Ft1 M B i 3 5 4 0.2 i3 i3 ND S i3 17 2
F12 M <) Eit 4 3 1 0.4 " i ND PSL 3 17 2
F13 F H WGS 5 2 1 0.34 i B MCNS ACE- R 20 2
Fl4 M ] WGS 3 3 1 0.31 i il FSGS AGE-], ARB Fig 17 1

LM BAMIEE . EME FRAMEE. NDIFEE ACE-LT7 o ¥ AT o U EMBERAEE ARB T X470
WGS:RY / LRI

GFREE4MECKD1:2 90, CKD2:60-89, CKD3:30~59, CKD4:15-30, CKD5:<15 ZALFHLml/min/1.73m?)
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8¢

% 7 Collagenofibrotic Glomerulopathy fE#] 8 #l DK T — %

BET REN FRER  SESR  FER TERER =ik B
JEB MR R FEht RESR #BO Cre RERZE BEROLE BERBY  ARAS Broggk ZiRh S HE FH  GFRE4S
c1 F i 9 ND ND ND ZaR i CG ACE-1, ARB i3 BEAYE . BRI B 18 1
c2 M i 63 ND ND ND EER i CG i3 MR iy 83 5
c3 M i 62 ND ND ND ND s CG 9 RS RIS v T, IS E 77 5
c4 F i 62 5 2 1.82 ND i CG ACE-1, ARB RSN P 74 5
cs F iE 70 ND ND ND TERIR T g CG ACE-1, ARB i3 i 77 5
cé F i3 6 5 1 0.3 ND i CG PSL. CY. CyA #i53E4r. BB b REE 31 5
c7 F 9 79 5 3 0.93 70—+ & CG 13 ki3 : % 84 4
C8 F i3 43 3 | 0.8 EBR i CG i3 i i 49 2

LM IEMEE . EM B FRAMIR. ND:RBE ACEL T AT U EMBRIAEE. ARBTUX AT 0 2B AREINE
CyA AR MZBEVYE L PSLTL VOV, CY: 290742 TP3IN
GFRE 4 [LCKD 1:2 90, CKD2:60-89, CKD3:30~59, CKD4:15-30. CKD5:X15 FAF Nml/min/1.73m?)



K5 LMXIBEAEEEIZBTS LMXIBZAER

MERBEORRKER DL RS LT LMX1B @ homeodomain IZfFET 2%
EOEENFEINTN S,

homeodomain

LMX’B#L' MHLIMP s

R246, R249, A278

‘NPLRD

‘Hereditary NS/FSGS
‘Proteinuria/Hematuria
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