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RERDAHTH 2 Db %\, RN ERIEIRNE
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HHRERNLRPHRIIE, 270 V8, B 20 R — i,
7 ¥ 19 (renal tubular dysgenesis : RTD) % £25% %, FFiC
%70 5, N T OBENTEAL DR 4~5 %% 15D %
HIELRPKBTH D, £/, Alport iEER R ED L H L, —
RN 72 JRR DR BRI 12 > TH, & DRIV
BHEREZZEI T Db H 5, AfETIE, —XINE
SERME RS MV E R E % & 7 R R o BRI AR 1
e RO VTN B,
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1. X70V%

% 7 1 ¥ (nephronophthisis : NPH) I%, BHiE 2 Bz
Rz RO 2EEBONRETH Y, MHERAWICIE, ETHEORE
b, MEFARBRIRZ ) IR RS R G2 2T 5, R
W A4 (ESRD) ICE ZHHHIC L D, 3 DDH 7% A 74y
BInd, $hbb, 3~5H £ TIZ ESRD & & 3 AN+
7 1 V5 (NPH2), %2> & A3 £ ¢ o Hl I £ A i
FIE L, FH4ER 13~14 5% T ESRD I BATT 2 & 4EM: %
7 1 %5 (NPH1), “F¥4EH 19 RENIC ESRD £ 2% B&AY #
70 V5 (NPH3) 239 %, 22> CH IR b HEDE VW b DD
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Congenital disorders of renal tubulointerstitial tissue
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1) X7AOVBREICHDDLIELF

THEME R 7 v VIO BEEIS X, NPHPI T® 1, neph-
rocystin—1 73 1% 2 — K3 %", Nephrocystin (-1) 1%, BFFRAl
A EEMIE O primary cilia IZFEE L, focal adhesion kinase
2 7 & LT % docking protein & LT, MG, HH
fextfiifasb~ bV Y 72 2D Y I MERC b b E LD
IZ, actin-cytoskeleton DlHIC X O, B RME B DM
Hefgitt i< B9 5 15 & B oY,

ARA 7 v Y BOEMEE - CTH 5 NPHP2 |3, INVS iE
BF, T7%bb5 inversin EFFIEN 50T %23 — F§ 2388
FrER, ZTOEREIX, 70 UBICERL RIERE
frids 2 01 9 BENETZIR,  NREGSIRGT, OoImAg o RIBPTZ RS
W, I HEREE L EORE2E L, LW 5ES
L b 5T I X ESRD ICE 32,

BER 7 0 v BoBEEE T (NPHP3) 82— F$ %
HEHOBEIC O TR ELHoICEMHI L Te Ry, L
72 L, diacylglycerol kinase-zeta % receptor-like tyrosin kinase
7o EDRME LM RIcBIT 5 7P IVBEICBEE T %
PFaa— T2 LBMEREINTED, ZOREIL, il
DY A 7 L AR IR EE O Rz 5 Sk 2 3,

127 1) nephrocystin homologue & L T nephrocystin—
4, 5, CEP290 23[AE & #17:*Y, NPHP4, NPHPS I3, HaJ
OB MENE % £ 9 ASE (Senior-Loken JEERE) 20 & [FE X 11
7HLWEHTH D, NPHPS DEEEEYTH % nephro-
cystin—5 &, B IRMIEHINED primary cilia & D photore-
ceptor ? connecting cilia LICHFEET %,
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BEMOREICE S, Z0oDZEIE 3208 A4 7kl
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ANETIE, AE 2 b RIS E O 7 RPN ETH B,

2 BaOR—<ERR
a I EfRULREE S HEORELL, MiE2ExRd s,
b : RETIE, HEROERA S optic disc DFRIEH Sl
WIMEAEE EICHIR L, FUDERHS avascular 229
SENERIND,

EIAREICIE, BIERD» S LI NBHD H 5, K,
B 28 MEAE (Senior-Loken FE{EERE) (X1 1b), HREKES) O
23 (Cogan TEMERE) , IFRRHERE, HI& RSO R 22 &b L
AR DDBIER LD,

BN UCIRERIE R 2 iaBidi i 4 <, AR B Y 7 A dE
PEA YT LMAED 2\ CIFRETET > F—2 220w T
D, FHEEE, A4 AR, BERBEORE 2T,
7, BHEBEOIETINET T 2354121, ESRD ICHEL %
BEMTbN S, £, FKFEHT 2EEMHROEETH
%,

2. BIOOR—VIERE

B a2 v R — <HE PR (renal coloboma syndrome : RCS) I,
PAX2 AT (PAX2) DB & ) RIET 2T H 29,
PAX2 DR EZRIZ, B, K, H, PligaEgsnd,
Bt CIZHET 528, ~T 1AL E P HEMRE O
(B 2b) /R LAEAET 5, S4hs RCS DEFHIRRE L H 2 6
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Blbd 2, —IBOREGITIE, BEMERE W, &R
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FEDs, 4 HBE O 2 LIl EIZ R D A D PAX2 B O
OB EN 37, 2 D7 BAETIZ PAX2 mutation syn-
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1) PAX2 &I

PAX2 1, 1~9 £TH % PAX EBBETD—DT, paired
box EMEENZEHZ AR L, DNA fiaz#Hfit 22 T
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5\ E TIZ ESRD N EBITT 3,
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PRANE BRI 0 M 254, B O MR & e %
R, REEDOIEKR, X4 X 7 WFE OB & RERIERE
i £E 9 (1% 2a) , PAX2 457 2 (1 Neu) TlE, REHT
DT A= ZHNBENAEL 5 2 ERASNT 0B,
t k RCS IZBWTH, BAAL 7 R ERAHI LI B
J2 78R b= AW I N, Fas PURBHERNE S SR ER
N E X CHEICEEHBIRO 515,
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HAT 7> k¥ (Japanese Dent disease : J-Dent) 1%, ¥t
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Fe%d, WAV LRIEDKK E LTiE, EIHREES
JVEV(PTH), E4 ¥ DRGHEAL Ca z2firL T2
FHA b= 212k b, JERRIIE ICH D JA T RERE %2 57D
AAY VOFEBUR TSI N T 0 S, T4abb, JEMKR
fliEczy FH A b= RI N3RS L% PTH 25D
% 72 &, IRAEEEN D & PTH 23 A7 RS I I D SA
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Vo RIEET & B — 2 Z3/NRIITIR B L 228, R
NI Iic A2/ 7 7 v a = —EEHE RT3 2 L23b
5, 2D, FRPICERING ) Y REKIEA A v Off
RN 5 2 3D 5, EHE, k) VR, 7
B 55, BRI T O FRIcOWT, CLCN5S DR
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4 . Renal tubular dysgenesis

Renal tubular dysgenesis (RTD) 1 JRAIE DETE - (KTEK T
» b, Potter sequence THHEE I NS, RIBMDOZIRD 7=,
FABMEZHE ) T L%, BOMEENY A XIZIEHT
b D EDL DS, ALK Do LN E I I S 4,
WD ILEATIRAIEAG 2 A % o PR (3AHRYIC R <, convo-
lution 23KU1 L, papillary ductal pore DDA D3A4 5 4
%, TRXTOIRME I, epithelial membrane antigen (EMA)
DFBEH DL, FIEFKE LT, W OhDBIETOFRE
BE, 5\ compound ~NT R EFEPIWE SN TV,
BIUESRE DI E S T 2385121, renin(REN), angi-
otensinogen (AGT), angiotensin converting enzyme (ACE),
angiotensin II receptor type 1(AGTRI) % E03% %,

MR DT AT v v ERRIERILERS T Y A T
Yo v I ZERIIERO NI, RTD FLDRZ 3 FEhE
L, WBRDOENKME Dl nZikE D, RO
TENFEEAS, RIGC, Kk, BAez842, &
FITIE, EIREREREE & BHEIRABEDN R 2560 H %,
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