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#=1

BV 7 O—WEBRE SR IE BRI CE O R K E AT

EET BEFE  EEEX  OMIM B ELC] &8
1. ECDREICRETSHD  NPHST 19913.1 AR 602716 FSGS /MGC  Nephrin RUyNBERE S
NPHS2 1g25-31 AR 604766 FSGS /MGC  Podocin RV MBS
NPHS3 10g23-24 AR 610725 DMS/FSGS  PLCe1 ?
w1 11p13 AD(%&f) 256370 DMS/FSGS WT1 EERT
CD2AP 6p12.3 AR 607832 FSGS CD2AP AUy MRS
PTPRO 12p12 AR 600579 FSGS /MGC  GLEPP1 EHEEES
MYOTE 15q22.2 AR 601479 FSGS Myosinle REE— Ml EE
ARHGDIA  17925.3 AR 601925 DMS/FSGS  RhoGDI Hp g
coQz 4q21-22 AR 609825 FSGS/CG  COQ2 ShaURUTEER
2. ECBRARETZHD INF2 14g32.33 AD 613237 FSGS INF2 REE— B
ACTN4 19q13 AD 604638 FSGS o-actinind REE—HBEE
TRPCE 11g21-22 AD 603652 FSGS TRPC6 AUy NERES
3. R EREESHD
REH LAMB2 3p21 AR 609049 DMS/FSGS  Laminin2 BEBERS
MRS, WimslEE  WTT 11p13 AD 194080 DMS WT1 EEEF
MRS WTI1 11p13 AD 136680 FSGS WT1 EEET
m. BzR LMX1B 9q34.1 AD 161200 FSGS LMX1b BEET
BRAETE. aETE SMARCALT 2g35 AR 606622 FSGS SMARCALT1 HREE
BERER coQz 4q21-22 AR 609825 FSGS/CG  COQ2 ShavRUTER
R, B coQ6 149243 AR 614647 FSGS CoQ6 ShaVRUZEEER
BRER PDSS2 6g21 AR 610564 FSGS DLP1 ShRUTER
BEAER MTTLT shavku7 590050 FSGS MTTL1 sShavRUTESR
B SCARB2  4g21.1 AR 602257 FSGS LIMPII Yyyy—A
REKAIE, BPIRASH ITGB4 17425.1 AR 147557 FSGS Integrinp4 BEE/Wiass
REUKMBELE, #EE CD151 11p15.1 AR 602243 HEMRRER  Tetraspanin HERHiasE
REE IZMPSTE24 1p34 AR 606480 FSGS STE24 ?
MMEES MYH9 22q11.2  AD 160775 FSGS Myosin Heavy Chain | R — IR E 5
4. BREBERET GPC5 13¢31.3 602446 NS GPCS ?
APOL1T 22q12.3 603743 FSGS Apolipoprotein L-1  ?
MYOTE 15q22.2 601479 FSGS MyosinTe RRE—AREiE
CDZAP 6p12.3 604241 FSGS CD2AP U NERS

AR: EREBEHHERE. AD; BREAEMLRE
DMS: DEAMAY Y FYAB(LIE. FSCS R ATHERMAEAE. CEEMMEARREBEE. MGC:RNRIRERE
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EHAAT R« RO EE & moth-eaten appearance” (& W) RS TH 5, 11 Al
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MR > D T AT VBREH L VWIRY U BRaTRAIND,
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2 LMXIBBEAHEBE DEEHREDHESXN

LMX1BEEE B E

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

Tk 35 B 1 Nail-patella-like renal PN PA e
Nail-patella syndrome disease (NPLRD) (FSGS)
(NPS) (OMIM #256020)

—HOBETECHLEESRE
o,

FSGS&EZ BTSN, BXA2ITE-
=B HDES TLMXIBEE N

 (OMIM #161200

Efz,
) (Boyer O, et al. ] Am Soc Nephrol,
| T ' 3 24 (8): 1216-22, 2013)
BEREDH. —HIEBEL LI,
LMX1BZEE AR

(Isojima T, Harita Y, et al.
Nephrol Dial Transplant, 2013)
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RGER  SORERF FIERF FIERE BERD B e wik
EF MR REE LMXIBEER Eih FRER =gl Al 1BiE Fif BEgDm EREZL BRNE BRERE REEH GFRES
N1 F |  IVSGds+1GDA 12 5 ND 70—+ Fid 24 FSGS 3 i3 i 25 4
N2 M i ND 4 5 ND #o0—+t H ND EM: GBMAEE ] ATFOSR.CY  #EHER 47 5
N3 M i3 ND 12 3 1 EBR H 12 ND ND i3 Fid 12 1
N4 M i ND 8 4 5 mREAR =) 8 EM: HEULME " i3 Eid 8 i
N5 F % ND ND ND ND ND " 9 LML 1gASERE, EM: BRELME = ACE-1, ARB 3 20 1
N6 F 3 ND 20 3 3 mFREBEER i3 52 LM:2 EIEREE EM: HELME " i3 i3 59 1
N7 M 3 pV242L 9 ND ND EAR Fi3 14 LM/ EE{E, EM: BRLME k=) ACE-1, ARB % 23 4
N8 M =) ND 9 3 1 E=]7 A 15 EM:GBMIZOS—4 L gt =) ACE-1, ARB = 21 1
N9 M =] pE57X 55 1 3 fiilz:3 < 55 FGO i i i3 56 2
N10 M -1 ND 15 3 3 mREBR ND 16 LM/ EE L i i Ed 16 1
N11 M H ND 3 3 ND EH=1 " 5 ND ND ARB, VL AVY BB 17 5
N12 F £} ND 3 4 1 EBR £ ND ND 3 i3 15 1
N13 M F) ND 0 1 2 fofR " ND ND i3 % 6 1
N14 F 5 ND 2 4 1 =] " 2 EM: GBMIEE " ACE-1, ARB % 7 1
N15 F E< A 246N247Q 3 2 2 mREAR " 10 EM:GBMIZO5—45 R HE <) ARB " 11 1
N16 M H ND 3 4 4 MREAR H 3 LM:A/ M EE L i3 g 3 5 1
N17 M " ND 1 1 4 il " 4 ND ND i Fi 7 1

LM SR MEE .. EME FRAMES . NDFRER ACE-L7 VXA TV U ERBREETE. ARB T UXF T oo 2B ERE
GFRE 4312 CKD1:2 90, CKD2:60-89, CKD3:30-59, CKD4:15-30, CKD5:X15 ZH FtmL/min/1.73m?)
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FAERF TR RE SER  BAERO  BURE ARG =g R
FEGI MR LMXIBZERE HFit RER  Em 2R BiE SEHD B2 REBEL & BERNE BREEEZ EH CGFRES
LM N4
R1 F R246Q 3 5 5 mREAR i3 6 EM: RELME " ki3 i 12 1
LM N
R2 F R246Q 1 ND ND  MREAR 3 ND EM:GBM®D Eb 72 8975 H L i3 #  ACE-1 ARB i3 17 1
R3 F R246Q 1 4 3 MmREAR 3 ND ND ND H ARB i3 10 1
R4 F R246Q 11 4 1 MmERFEER 4t 14 ND ND i i3 14 1

LML RE e, EMEFIAMEE. NDREE ACE-L7 VX AT LB RATER. ARB 7T UX AT o2 R
GFRIZ %) [£CKD1: 90, CKD2:60~89, CKD3:30-59, CKD4:15-30, CKD5:X15 FhFHmlL/min/1.73m?)
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BEF LMXIB SR Rarld SR SR SIS UEEE wmE B
FEGI R RIEE MAT EE 0 F& REIB MM eGFR S BEOTIL BEREm AFNE BiEuE $EiE o & GHE Ei GFRES
LM:FSGS.
K] F = " FiS 3 5 3 78 EH=ES b3 EM:—S&F = R LM% PSL. ARB, M3F3CH# #1584, Bl L3 13 5
LM:FSGS.
Lz M H " 3 3 5 2 100 BiE] i EM— Bz sh AL G ARB CyA HEEFESAR i 8 5
LM:FSGS. FEfaE T SRR
L3 M i " 3 25 5 1 ND HEmk =3 EM:— &0 L ME ARB i MR EREE 38 3
LM,
L4 F H - i 4 4 1 ND #HaR i EM: RAELMER AGE-1, ARB = R R R 18 3
LM:AH 3y LIETE,
L5 F £ i ND 10 4 3 60.78  MFRBIEK a3 EM: GBMADT~~4" 4R #3075 ACE-1 3 3 23 3
LM: A3y LSBT,
L6 M il i 15 3 1 ND BT i RIEROTHBIEE, 81t i b 3B FRE EH 58 i5 3

LM SRS EMEFIEIRE. NDRBE ACENI 7 XA F oo U B RBHRIBEE, ARB T XA F oo REKEBIRNE
GFRIR %*/£CKD1: 390, CKD2:60-89, CKD3:30-59, CKD4:15-30. CKD5:X15 Fh Fhml/min/1.73m?)
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5 BaMER T O—EREERE KR BEDOCRERREEREES] 14 HlOEKR T — 4

HIERF RIEE RN RER TUBREE Bk B RS
ER MR REE BIEFHRE FEHy REHR Bl Cre BBOTLE OFE BERE BERNE BAEEEX S8 GFRESR
F1 F i3 NPHS2, WT1 6 5 3 0.21 i =] FSGS PSL, ACE-1 ki3 8 1
F2 F . WT1, NPHS1, NPHS2 0 5 5 0.21 i3 " GBMA R IBE PSL BN 1 5
F3 F i i 7 3 1 ND i H FSGS Ei3 i 30 1
F4 F E=] 4 13 4 1 ND i " FSGS CyA, ACEI i 28 2
F5 M F =) i 8 4 4 ND i k=] MCNS e S 22 5
F6 F =) Fiid 8 4 4 ND i <) FSGS Ei3 B 28 5
F7 F H AR 0 5 2 0.3 g " FSGS ARB Fid 16 2
F8 M ) i 29 ND 1 1.61 i E=) MGA i3 ND ND ND
F9 M ] i 7 3 1 ND i H FSGS i3 ND ND ND
F10 F =) i 3 5 1 05 Fii =) MCNS CyA MZB i 23 ND
F11 M " i 3 5 4 0.2 i3 Fi3 ND RES Fi3 17 2
F12 M H i3 4 3 1 0.4 Fi3 i3 ND PSL i3 17 2
F13 F =] WGS 5 2 1 0.34 " H MCNS ACE-1 i 20 2
F14 M ] WGS 3 3 1 0.31 i ] FSGS ACE-1, ARB i 17 1

LM FEMAS . EME - RAMESE . ND: AR ACE-I7 XA F UL B HIAE R, ARB 7 UXATFUIUZSRRERE, CyA L nRK) s MZBIVYE Y PSLILEZY Y

WGS: 4/ LR

GFRE 4 £ CKD1:2 90, CKD2:60~89, CKD3:30-59, CKD4:15-30, CKD5:<15 ZFMZAmL/min/1.73m?)
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76 Collagenofibrotic Glomerulopathy JE#1 8 # DK T — 4

EHRF RER RER FES  RER MERER =i =
SEM MR R FE  RES  Hm Cre REFZEH BEOEL Bage ARRE BRERE BB S OHE F#  GFRES
Cl F 13 9 ND ND ND EBR & CG ACE-I. ARB i3 BBRE. RIS R 18 1
c2 M 3 63 ND ND ND EBR i3 cG i3 ST 1l R 1 83 5
c3 M 13 62 ND ND ND ND Fid CG 3 T BAER 2 F . IR 77 5
C4 F i 62 5 2 1.82 ND i3 CG ACE-1, ARB WIS KREBARFE A 74 5
c5 F i3 70 ND ND ND FERIFIE ki3 CG ACE-1, ARB i3 % 77 5
(o]} F E: 3 6 1 0.3 ND i3 CG PSL. CY. CyA #5554, Bl R 31 5
c7 F i3 79 5 3 0.93 FIO—4 b3 CG 13 i3 k3 84 4
c8 F i 43 3 1 0.8 EBR i CG & i3 b 49 2

LM ERMER . EME T ERMER . NDTER ACELT XA TU L RMBERAER. ARB T U FAFUL BB RE

CyAI 7R v MZBIYVYE Y PSLTLRZYV AL CYI7AT7FAT7ER
GFREE 4 £CKD1:2 90, CKD2:60-89, CKD3:30-59, CKD4:15-30. CKD5:<15 FNFml/min/1.73m?}
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LMX1BBEEE D EEHRE & SR EEORL

{1

oHFEE by RACRFENER HEEER
oHEUTEE BExR ERORFNER B

MREE

LMXIB BFERIIBINEREZE T 2 NRH BB (nail-patella FEER) O F
ERrBHEZTTEHAZLS, N, BEF. BEREOELZMHDRWILREEEIE
(nail-patella-like renal disease(NPLRD))* % &Mt FSGS DRERE E725, ZDH I
F T FSGS CFERAHDBEREEZM SN TWAEHNDOF T, LMXIBERZRRET
DIEBIN—ER VD EEZEZ N5,

LMXI1B BT ERNBERL D DBEICOVWTEERE L HOET LMX ] B BET
MEZIT > /2. ZOfEREEE BRVCREREBLE & U TR E 2T TOWERIZHE W T
LMXIBZERREFNDIEFEET S I & LMXIBR246Q AR %A T HEFNIBIEIRD 72 <
INBINCRIET 2 2 & RS BIEREBIE & RO REREREEREE (L ER T 5BE
FEFIINPLRD)IZ B WTE < DREHIT LMXIB Z2REMBE I3/ W EBHS N85
7o

A THFEEHBY EREBEOENOEMZEBEL#RE L TE
N ZE BIER R (nail-patella JEEE) 7z (Sato U et al. Pediatr Res, 2005),
WENERAE, BEEFORER. BED —% . nail-patella JEBERE & [F4E O BHE

AIRZEE, MEHORERE 4 EMET 268750 BEE. BEREOEEL
LBEMHEBRTHD, HFHIBEEEZHE MO0 HNIEREINTTWVWS
FEL . —ZRIIKHABEAR2IZETT 5% (nail-patella-like renal disease
O, BFHNQOLICE KR ZEEKITT, (NPLRD)). NPLRD 13, BEMRIZBIT5
MOBREEDOEDIT/NERSBBAR B ETHEMET RCREREEER D
2%zl TH, BEORBEMIWZ0 FEABEE, BEWR)IZL>ToAZ

ZEWOFIMNE <, BIEICRTHHT M3 ilsdlzo, BEEAREFOHRITIIZY
[ROMNDIEFIBFETT S, HEL S A IKESTORWEAMNE S GEET S &4
ANZ—=ABELENDODNTWBEN, AFO  WIND, HEFHFEH 51T NPLRD OJF
BEFIIHS N TRV, FRIE LMX1B W% LMX1B Z# & [HE L7z (sojima T,
BERFRETHD. MBI INETAEA et al, NDT, 2014), FFIZT 5> A DOt
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FF—LNELRALCTY I/ BOERNE
BORRIZBWTKRIBARICESER
43 B RER AR BB L E (FSGS) 2 51 E ik Z
T & EHE L7z Boyer O, et al. JASN,
2013), 2N 55 LMXIBERZRK &
T 5, BIVERZ DRV —FOBIEMN
FIETHIENHSNI R o7z, BFLOD
NPLRD % FSGS 2875 LMX1BZ R
WZOWTIRZDESBAHTH D720,
AHFFETIIEREBRAETER L ZEFO D
5, BEBIVFEBREOHENH o 2IE
BHZDWTEERFREZEML 72,

B. W5tk
i ZE 1~ D B
BEETEITIE. Te N A BT R
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Tr. AW, HEIKFEZIE N/
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KRS Nz GERRFIEFR. 56 454 5),
BT RITOUIFEADOSINIERERT
PR T3, EAERZ IR L EkE ] aeE
ZAb U7z ETHRIRIIERKRZICES 17z,
HBHREANOHTPANE - AIEFEZHVWTH
YRR ERE B L <R FEITHIEN
REFHHL., AEZICELEELRITT

277,

LMX1B BT
BEPLVEBREIOFRENE - 25
GBI LMXIBEETREZEML 72,
QIAamp DNA Blood Midi Kit (Qiagen,
Hilden, Germany) % F W TR MMM S 7
/ /xDNA 2t U7z, LMXIB D42 d—
REEBIOTZY 1 2 bo 2 EAHE
% PCRIZEDEIRL 7z, PCRHEIRIC

AWz T7 514 <—& PCR O&MHIIEER
DBY TdH S (Sato U et al. Pediatr Res,
2005), PCRE#ZANWTY LU b
— 7 L2 GRIC K DEERIEFE L=,

C. WioEsR
BEFREERICELEEDESE
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Bz LMX1B R246Q ZZRANFIE S 4/,
R246Q ZHIIEIMERZHA LIBWERET
BB, EEBEZLOFEIZES 7m0z
D, —DDOREMEEESZHRNELY
Wra iz, ZTOEOERENEEQ)\BE
HOE % # . (2 LMX1B R246 % R,
(3)NPLRD(LMXIB ZRIEL &5 N ITE
EFREERL). 1) ERERr7O0—EE
& B  =x® & " FSGS
(5)Collagenofibrotic Glomerulopathy &
HomELi.

BEBHIIBIT2ERTREZRITR
EDS
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BIEZA T 5NRETEEEQT F)O
55, LMX1BEInFiE % S 72 EFI
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NPLRD (LMXI1BZ 5L & 5 WIER
FAAEREL)

BRI TIZE SOOI
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LMX1B R246Q ZENFEIE S N7z (R1)HY,
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STIEFIN 2, OZ 0D 4 FlcHNT
HEEEREEZEL TR, OKEER
IR TEFEIBENER NG 572,

6 IEFI DD B, 2 Fil THFNED) T =BT
DEHEFL TVD mNBEHNTH 7=,

B 7 O —VREmE KM FSGS

81T LMX1BR246Q ZEED RDOn o 12 iE
Bl Z RNz 14 B O LMX1BE R %
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Bl ETr ) BMEITEN TR0,
LMXIB =& OBHMOEB G FERITEN
EEZ SN,

Collagenofibrotic Glomerulopathy

ZRAETEIEDE - 8 HlIGk 6.
C1-C8)D>H. LMXIB % H%5 5 EH
INT2InNo T2 LMXI1B Bin T T2 £
e LT ERN T e o T2
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IR T AR B

TIEZ AT 5 INRETEMEEQT f)O
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AHIDHITEEE > TV EHDBED
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D AREGERE O BE MRV ATREE S & 203,
Y2k FFICEET2E) NS
TWRWEGIINEE T S Al RetE NV EE =
N7z,

LMX1BR246Q 7 B5E Bl
LMX1BR246Q ZEIEGI TILZNET
DGO BIERITIE <, INFHEBE
ELTREL T\, BFHEMEBETOR
M EEEELNTVWE ST
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DHBHEGEITHRNERTFREZHITL
BV EBERTFREDORENTERN,

NPLRD (LMXIBZRIEL & % WIidHEE
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X LMXIBETREMR

FEAERS RIER BoERD HEN B8R
K2 =B i3] RHEE  LMXIBER £ 2 bisk BB EHHE BEBRE AEEELL  GFRESH
MEEEBERH N1 F -3 IVS5ds+1G>A 12 Fuo—+t & INEEE FSGS &= 4
N2 M = ND 4 #7vo—+ A FFEE, Bk EM: GBMAEE E- | 5
N3 M E:d ND 12 EaR H = ND ND 1
N4 M & ND 8 mREBR -] ® EM: RELVE £l 1
N5 F & ND ND ND kol HE LMBU N [gAILTE, EM: RELME el 1
N6 F & ND 20 mEREBR & =3 LM HitEER1E EM RRLME £l 1
N7 M =3 pva42L 9 EHR & EEE LMB/INEEE, EM: RELME H 4
N8 M £l ND 9 BAR - =3 EM:GBMIZaS5—4 U # A 1
N9 M £l pES7X 55 kR £ = FGO &= 2
N10 M £ ND 15 mREER ND = LMAUNEEAE = 1
N11 ™M k-1 ND 3 ZaR k-l 3 ND ND 5
N12 F 5 ND 3 ZBR 5 = ND ND 1
N13 M " ND 0 mAR E- % ND ND 1
N14 F £ ND 2 EBR £ = EM: GBMAEE H 1
N15 F " A246N247Q 3 fRERR -] = EM:GBMIZOS—4 U #54 A" 1
N16 M E-) ND 3 ilo3-H=173 -] =3 LMARNEEAE = 1
N17 M " ND 1 MR i il ND ND 1
LMBNEE L
LMX1B R246QZ £ R1 F E R246Q 3 mREBR = =3 EM: RELME " 1
LML
R2 F £l R246Q 1 mREAR & = EM:GBM®M 8853 M7 FEE 4L : 1
R3 F k-] R246Q 1 MREBR = ® ND ND 1
R4 F Ll R246Q 11 MREBR = il ND ND 1
LMFSGS,
NPLRD L1 F -1 -3 3 AR E =3 EM—8IcHBLME 5
(LMX1BZEREL LMFSGS,
HHNMIREFRET) L2 M k-] -3 3 FEHR E:3 & EM—RIRALME A 5
HMEDREER LM:FSGS,
L3 M - = 25 EBR & BEEREH EM—ZRIZH LM = 3
LMANEAE,
L4 F k-1 % 4 BEBER 3 REBERE EM: RELMR -] 3
LMAY L X LGS,
L5 F " ND 10 MREER 3 = EM: GBMAIS—F U RO IKHE - 3
LMAY L ) LIRS,
L6 M & i 15 BHRETS = HRENREEY HEEQOTHAGEE, — ik A2 3
BERARTO—-EERE F1 F & ND 6 =17 =3 = FSGS = 1
/RIEHFSGS F2 F -3 ND 0 EBR & HREE GBMAFRANA B = 5
F3 F E ND 7 EBR E = FSGS = i
F4 F -] ND 13 BEAR E: = FSGS =3 2
F5 M El ND 8 EBR & = MCNS =3 5
F6 F k- ND 8 EAR & = FSGS = 5
F7 F El & ¢ E4=103 & & FSGS = 2
F8 M £l ND 29 FBR & = MGA =4 ND
F9 M £ ND 7 B8R & = FSGS = ND
F10 F H ND 3 Foo—4 &= = MCNS 3 ND
F11 M k=1 ND 3 #oOo—+¥ & & ND 4 2
F12 M - ND 4 B8R & = ND & 2
F13 F - & 5 ZaR & =3 MCNS =3 2
F14 M 5 = 3 ZaR & &= FSGS Fid 1

LMt EAREE  EME TR ND:FH
GFRIX 43 [£CKD1: 2 90, CKD2:60~89, CKD3:30~59, CKD4:15-30, CKD5:<15 A FHmL/min/1.73m?)
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