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LMXI1B mutation '

(Nephrology, accepted)

(= Bl

(58 - BEY] SE, £< OBEMERICH L TR /—ffﬂf %Jﬁwtﬁﬁ%aﬁﬁi
WickoC, EREEETFOREMTLND & 51k ot, Haid, 3HRIChE 5B
BREE B OHRERHEREEBED—FR 6 EFIOREREFORELRA, £ 7
Y — MENTIZ & - CLUXIBD. R246Q~T R E R R FE LTz, LIXIBEETIE, BUaikE
MEEFERE & AHRERTNCRER, MESORTE 288 & 3 DNail-patel 1afEfE
B (NPS) OEEEMETFE LTHON, £, NPSO—EHTIXBIELZAHFT 5, 20134EIC
BHE BIEFNZ BV C LN IBEBFERP YD THRE S, LMXIBEEFIIBINERZ
PEVVERE (IMXIBBEERE) OREEGBTFERDIIENRBREINE, Lo, I
¥ CLMXIBEEBEOHEIZ MDA TH Y . ARBOEMZREERNE L OHBRENR
BIITHTH o7, AT, LMXlB@@EW‘ODEﬂEHE{%kJ:U\%‘%ﬂﬁ%ﬂﬁ‘%@ﬁ%ﬁﬂ >
NITBHZEEEBE L,

[F1E] A 27 4 —h Koy hETORENE SN ZEERE SR, 3174 (&
o4, EBBELL) ExtHL L, MK L Y genomic DNA (gDNA) ZHHH L. ®ie
FEMEEER 7 o —BEEEOFEREERLF (CD24P, ACING, TRPC6, INFZ, WI-I)
DBBFREN 2D NCRT T YV — AR ZITVRRBEEF OB EZ1T o 1=, BRI
EHONTT B0, BERR, RETR, BT VT I UE, BERICOVWTERFR
BNCRBT LT, £72, BAER TOMEBE, EFEMETOX = U BRYaEIC L 245K
HER (GBY) 0=5—F ik, BEAERE TR IS —FrBL0HE Py ME
BEEADOEBIC OV TR L,

[# 5] IRE eDNAZ W TR O EER [ilﬁ{a%hob\TSanger{ﬁ X DB RN =
FFotets, BREIBDO LN o7, RNVT, BEESL, HREBE 24D 74T
WTERTY YV — AN EIToTe, BONIERND, (Dcoding'ﬁﬁiﬁ%zfg@mtu\ QBE

@ —HEEL A (SNV) /FEAKRSE (indel) ORIH., B L UIEREBELBEDSNV/indel




DHEER. @=F 2 SNV/indel DHEER, @deleteriousEE D, O~T nEERIE R 58
WL, BEEECFEIIEGFITRYIAAT, & biZSangerikic L 2B BFER., insilico
TORHREMETE (Polyphen2, SIFT, PROVEAN) (2L Y. LMXIB p.R246Q~T n ZE % HA
BEFERE L, |
ERERRUICIX, BE 25 CTBINERZFR DT, 2 NEHORZ TEARD 2 VMR
BARFEMSN T GREER | TRIE 68, 1~138%) . BRRIIGRLITHEML
X7 —BlL_NEbb00, BEEZE0 LIEFITRO R o7 (BRBIER R
EQ : PR 3.7 g/g Cry 0.8~9.5 g/g Cr, MIET VT I E : HRE 2.95 g/dL,
2.4~3.43 g/dL) , BHEEIT/NEH CIIMERF S D 8, BRAGI CIIBHEREEE B3 EST L,
2BINKIBERETh o (REBIER HEEGR: /NEFSME 161. 1ml/5), ARA62. 2
ml/4%r. RETERLEEEH « BRI LUU0R) . 3HITEEREMTL. DR 261
WNELL, BRABIIERSEMEREREE Th o7z, EFBEMERE TIX. DR - A
B & ¥ IINPSBE |2 43RS 72GBMD LBV ME” moth-eaten appearance” X HIL2H
ST, REITE/NRFITIE, BETEME DT — 5 Y TOBMCHHERBE Z D,
o, WA 5 — 5 LR B CIA RO —IC BT RE R, B N ¥4 b
Bi#E H T & DpodocinDEEAE LA T, FWAIHIA bpodocindHEHIMET LT
77

[#53a] ABFZE T3, LMXIBEERE DR HIRBIEIC X - TERRIE X OVERFH&H
FEMICREI L. 1) LXIBEEFIX. IHEEHEFEERECEMRERELRFLRY
55 &, 2) IMXIBEEBEDOHERICRZ CORBRENFEATH Y., £z, LMXIBEEE
B LR EONPS BRI R BT RITRE TH B 2 b, 3) MRSEMICIE. #El
RLERARRETEL R ERINC L - CTERRHBZ L, 4) LUXIB p. RAQEETIX, &
| #7810 podocindREUE TSR b, B KA MEZ (podocytopathy) 2> 5 REkME
BL~BEATEERHDHZ L, RN5) IMXIBEEREDZEHICIL, BEFETFB LV
EFHEMETCOF = VBRESCIIA T — 7 v ORENBFERENFERATHDHZ L%
| AT Lz,

% HRXEEIXL, OOO0FEEICELDELDETAHI L,




