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A tubulointerstitial nephritis antigen gene defect
causes childhood-onset chronic renal failure
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BHEHEA70H (uvenile nephronopthisis : NPH) &, ARAICKPBALIEZRELHRAO—2
Thr. WHRREREEBORKRTH) . BBFWITRETHEOBL. BFRBEEERETNALYE
R£BERETE, HPHHLHI0EAT TOLBNEEMRIEL. THERII~URTRIBA2IBIT 5,
BREELT NPHP RIZFREICINEORW THS nephrocystin RESROBRENEL, BFRAKX LEOR
R WBENBEENALD, —H, RMEERER (TBM) ZF#$5 buman tubulointerstitial nephriti's
antigen B (hTIN-ag) 1%, —HORMBEMNEUTROTEHHRFCHD L LT, BETIX TBM OREHE
FPRATORZEIDRELBEREROZEMIRRINATVS, RAXINTTIL, NPH BED TBM Tid.
bTIN-ag DRIFPREFHEZLIHHL . RAFREPLIBOBEIC hTIN-ag OREIME LT 2
HEEBLE,
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BIEETIC NPH RIEHDDLRIGFELT, NPHP). NPHP4, NPHPS RIZFHHZShTHE, R
HEBDORCEADFETS. NPH CEBLAHEARTREZF T2100Mb LY, NPHP RIZFIZREER
DR oLFEMSBVT, hTIN-ag RIZF (bTIN-ag) LB IEBITLZOBRBARR2VTRITAZLES
OHRDEAEL . FABOHBTIZBIFD hTIN-ag DEBOVTHIRE L2

(&)

MR NPH SV 0RE 16 FhBWT NPHP (NPHPL. 4. 5) %FHiLi. TOFR, NPH ISHEML
RHRBHREETHA, ThBONPHP CREZBDAD oL TRARAZY—=07 L, BIRMFELE.
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BARERERNT, ik h TIN-ag (H79) €/20—3VHitk% vz hTIN-ag EH: TBM OxEL
MREMTHD IV B collagen DRFER RIEMBFEHRBICIVRITLA. ATIN-ag DRFTIX, ATIN-ag 3}
342 primer pair #{EM L. polymerase chain reaction method (PCR) B THRF L. BRKZR
EFRADHEHAIL. comparative genomic hybridization (CGH) HERWTERL .
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FFEFMIZ L HHR TR, TBM OSSP F RS HHAEIBDO BNz, BFFMPIC LR T,
ER% TBM &HBLT NPH BETid, BRERILEDEESISF/ILELRT TBM . TBM HEN
moth-eaten RICKIATHRELRWEEFHF > TBM MHHRBENz, BFEMRBCI2RAE LEORB T,
BRL, 2vFYARASNARELREEHTAIM IV P 7SR IN . REMRENRNTIR, 78
B 5 FORE T, hTIN-ag ZRHOBFREDHAVIIAESEABR SN, 1 FTRITREEIIREL TV,
—%. typeVl collagen i&. hTIN-ag BEEL LKL T, @EATICHAREMRFESATHL,

hTIN-ag DREBERF L2 LA hTIN-ag HREANFIRFEL TV 1 BI2BWT PCRICE MR/ 4493
Lol EITT, IOEMOWT CGH BEHVTRIETRROERERMA LS, MTIN-ag BF
FETHRmE 6p11-6pl2 BITHBWVT, Y FVORERMABDLNZ, ZOEFIIRE 12 RORKFTHY .,
NPH 2L BLAIRG L B RARRE ) REENALREDLD, KMER2CETVa,
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INFTIC, NPHP RIEFRBEIAD» 54V NPH SEAORELPLPOTHET L. Thbd
WTIN-ag 13, TDILO—2DFNRBERTHATEENHD, SRV ATV CORHFFEEN 2,
hTIN-ag BEAS, REOFBEOBRMHCBVTERIC TBM ISEARTAZNI RIZLD, Wi, REMCT
%£% TBM A TARMABIBR SN, ZORBESRETOBRREBIRRINIFORBRE L]
SEIL, BROCHARTRENEC L ARERENETL, RPFF2~BTLAbOLRDII,
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hTIN-ag @ large deletion %KL NPH LEBILABKRERENFRYETS 1 MEAL, #RTADT
WELT2. NPHP RIZFICRENROH 5%\ NPH BEIPRPOTEELTWEI LD, hTIN-ag DRE
1%, —#R% NPH ORBECIEL TV AARENSH 5,
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BEMR 7O % (uvenile nephronopthisis: NPH) V. /NREIIC A
BRARICELIBERBTREBRO—DOTH 5, BHREEREERORETH
0. RSN, BITFEOEL, MR LRRE RS ROERELS
RBEETD, HPHHE 10 REE TOUBNEEMICRIEL., T
H# 13~14 RTHRMBA2ICBT TS, TOFEKE L T NPHP #
=ZF (NPHP BEIZXD., TOEYTHSD nephrocystin BEHERD
BREMNEL., BREE LK OBEYN - SENEENEC S, —F. R¥
EWMEEBFROPIZIT. REERERE (renal tubular membrane: TBM)
IZHEHET S tubulointerstitial nephritis antigen (TIN-ag) ZZHHIK
ELTRETIHCABREOBENS S, REELTIZ. NPH FEICH
WwhB#BEFE LT, NPHPI, NPHP4, NPHP5, NPHP6., NPHP8 @
BEFHRAZINTVEN, ZhBICEEZ2RBORWERADPRNST
FETD, B4 O NPH EFIORFTYH, 36.8% DOEHIT NPHP #
EFRERFRR I/, ZDXDIZ, NPH IZELIL =B
REETAHIZHMMH5T. NPHP BETICEEZ2EDRMN - /2EH
IZBNWT, ATIN-ag DEFEORE LREBOETIZBITS ATIN-ag D&
#IzOWTRALEZ, ZHETIZRLE, £~ TIN-ag B&ET
(ATIN-2ag) DI O—Z2 L TH Y, ZOBRETFHNI—RT2H
FOMRIE. 476 MOTI /EBHSS 54 kDa OBERTHBH I &
ZHOEMILTWS, IBFITRD . ATIN-ag 3—HORMERE ST L
OERHETHS & EHIT, collagen  laminin EiHEAL. RMEER
EHEOHE - MEHEIC O EERREIZRHOTRENRRBRIN TN,
BLIINETIZ, NPH BED TBM T3, ATIN-ag DRI RE
BHHBZEHEEL. RUERMECHEEOHEEIC hTIN-ag DREHNE
HLUTWH B ERF L 2.
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HE2E NPH BOOBRE 19 flicBNT, Salomon 507N ITU X
LIEVS, NPHP (NPHPI, 4. 5. 6, 8 &f#tili=. T O#HR,. NPH
CHEOL-FHRFTREZE TN, Zho® NPHP ZREZEDRHM
ofe TH (7T H) 2ZRZU—ZTL, BERRE L. BEREE
ZRAWVWT, it b TIN-ag H79) ./ 2 0—F I HiEZRAWNWE
hTIN-ag EBH & TBM OXELBRENTH S IV & collagen DR
#E, RERBFNREICEORFL Z. 2TIN-ag OFRFE. 2TIN-ag

ZHEIEEE S primer pair Z{ER L. polymerase chain reaction
method (PCR) HEICTREHM Lz, BRKRNREETFRABOTHIT,
comparative genomic hybridization (CGH) #%%& B WTEML /=,
[#R)

HZEMBICLSEE T, TBM OOEL> REF N BEE T
RYoNz,. BEFEMBICISBETIE. EER TBM &H®RLT
NPH BETik. EBEBEREDEESIEBLERT TBM R,
TBM £¥E A% moth-eaten RITRIBT DR E LML 2ED TBM 8
BEmahiz, BEFEMSECIZRAE LEOBEETIE, %L, O
T ASNERERBEEAETAI NI RUTHSRBRI N
oo REFEHEENRHTIX, 7 i 5 FIOBRE T, hTIN-ag BH
DEFRED D VWEAEREEDRARI N, 1 AITRIZIFERIIRE
LTCW/z, —7, type Vlcollagen 13, hTIN-ag A &L L T,
2EF TR HEENRERIN T, hTIN-ag ORRERFL -
&Z 3, bTIN-ag BRAMZEREL T2 1 #licBWT, PCR IZ
KDBENY RPN/, T T ZOEMICONT CGH
EERWTEBRTFREDTEHERAIZEZ S, ATIN-ag BEETS
AR 6pl1-6p12 BIZHNT, ¥ FIORESRNHED 5k,
ZDEHNIIBRE 12 ROZFTH D, NPH BN L =LA
CHMERRENED REEREREEDLZD, RKUBTRERED,
B, B2 RI—ELEREABREIRIN, BIFRERERLT
w5,
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INETIT, NPHP BETICRENS DN 5720 NPH EF ORE
HORMETEET S, bhbhORRTORIFLAKTH O,
36.8% DEFITRAI B o7, ZORIZ, ATIN-ag DR¥%H
L. NPH iZEUL ZRRESENEE 2 DEM 2, BRTHD T
EBAL 72, §i2bB ATIN-ag V3. NPHP KR %=\ NPH
ZBNWT, TOIBO—DOHFHREFTHHUEENSD, 5%
S—PAT—)TORNNEEND, ATIN-2g BAR. BREH»S
TBM IZREEL THD, BRHIIIROEHBERBIC X omEME
BEFTL. REBRE BT LA LERINE,
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ATIN-ag © large deletion Z7RL. NPH &H{IL /= EERREZZSHFT
RE2ET3 1 /NEHE, HRTHDTREL =, NPHP ZERENRED
M52 NPH BEBDRNSTHEEL TN Z &S, ATIN-ag D
BE3, —30 NPH OREICEEL TWAFREENSH S T LhRah
7o

PLEOBFERHERIE. NPH ORMBEARENOEROF = RRE L #HFZE
HENMILZBDOTHDELEDHIT, NPH OEERETFOBRMEREL
ZHDTHB, IO LR, SROFEREOHRENAAICDERT 2
HOELBDLND, ERBERKERICHERL TS, BEARXELTOM
EE2+IETDHLEBDNS.
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