EIEMEBERREEAR

BEE:jpn

HhRE
~EH:2017-10-05
*F—7— K (Ja):
*—7— K (En):
YER

A—=ILT7 KL R:
FilE:

http://hdl.handle.net/2297/46777




ENT &L 49(10)  645~648, 2016

BIEEERREETE

aMm BE

1 H EF

'EIRKEME R MBE LREE *EIRKFERF TR AR 2

F—T—K:PAX2, BauKRK—<fEER, KIF26B

[=407.5]

EHIEBNZ 2014 FEROMEHIB VTR HFAEZBA
TWb., BIMEAOFRBE LTI, HERFEEBED
40% % B2 THE—NM, DWVTH 20% DIBM % IKEKE
%, K 10%DOBRILIEETH B, —F, EHTNEIG,
AP 10% 8% SO, FLHEMLTWAEHETHS. D
0, EAEAEFI DK 10 A1 A, 4,000 AL EIE,
FRENDLIL L WE FENBALIRTVE LW B
KTHoD. BYARIREE R L 2ENTER AR EN
ERTEY, BERFEEBEICE 2BHEAODOTY
BXVE 2o TETWAIURT, Nl s B
FENORIG & FERAHEF OFEHIZ, EETHS. £
OFIZIE, BEICERT 2 B8IZHEBFETIATVHS
RS H S, Lo L, —EBEEMEERRICEL T,
EREODHEINTEY, BHBLOHEEBEIEETD
5. F7:, EMEBABRIEEILELRELH L. £
HHTIE, RABICBASICEET 5 Z L2% V&R
HERBEERLICEARSICELFRBIZ OV TS T
5.

1. ZRERRE

BEEFREVERCTEARSICELRBLLT, %
EUBERE S 5. LRUERE I, BLAEIIELE
BlITId, BREAEXRLL TSI A%, Hikmzs
B SR T VRETH L. bHPEOEREETREOR
MTHLEMERTIENOEB D, BITEAD
25% % EHBHIEIRENTWS. PKDI BIEFOR
EHHK 8 E, PKD2 BIZFREVH2EICALRS.
EMBEAINHY, ERZERIZLZ2EMEHCE
Rk, 52 VIERBRB~OEFEEILETHY,

BIREEETHD. 014FEIZDNNT Y VAVERME
AENL BERE N L GEISIEAY RO S h:. #
BMOWBAAE - FERERSE, BHREELAE—- %
T2 Lo REITRENRTWBY, &E, 1445
Blarg e LSk —EEMRAERO 3 EICRSRE
WHERIHRE SN, CKDL 5 30EFEICETH S
LD TRENTWVSY | REHIHE et BT
SRERGEGOBNMEARN*ESE- DS L
DT HRMEVHENDLZEDPHF NS, 2015 FELIBE,
FORFEETD b7y O ERIES Nz, ML
N7 UHERICHETAHERIA Y PHREATY
29, SHINELDIEF U AIREND S LA
Fehs.

. 777)—%%

T7 7 —IRBBARICELEENEERARL LTE
HThHsH. MAMLEFRT TIIREENI- &) L
TV AERTIX, BERFT R 2 O RBENZH LT W
B, IREBIRFERATBE B TR WEFN, ZWi2SH
THYFERAHOFE FHEREIIES>TW LIRS D
5. 77 7)=E, AV —LAIBITBa AT
M —BHEEETT57-0ICEC2EETHD,
WRREA BN, FHEmile, mEMins SIcER
T5. X FBEESHEEETHY, £ 0BFIRBHEIC
RIET DA, X FBEORNFELLOBYICLY, KH
TLEREET LMD L. BAREnIs, WEEH,
RiFEE, EMoBAmEE ERK2LEE2ETS @
Wiz, BMERZEDa-45 7 b3 ¥ —BigEkz il
EL, 0%V TFToOEETHLZLERT. KEDOANT
OHREFNY, BEREEIIETAERSZVWIELEL, &
Wiy, BIETOFEILETH L. BAMLERE
ET5BEMORITIE, 43T TIC, BiERELE

it BE SRR R

T 920-8641 AR EIRATEH 13-1

Kengo Furuichi Tel : 076-265-2030 Fax @ 076-234-4250 E-mail : kfuruichi@m-kanazawa.jp



646 HiiEy  BEUHRELEAE

L, S3ECIUKRMBALII R L0HELH B,
EEORUEREFITIE, REEZSHEICBLED
HbH. BAEENIKLTIZ, BB ZEINDLD,
BREEFETHo THRMEOANT UERIH L OBHHIL
W ERETHD. BEMABENTETHY, A
TH20044E L D IEEUEE 2o TV 5. BAREHETH
HOEETHLD, EIMEAZLLEEZIILDELL
B B~ DB RS CE MRS L H ), T
OAfiftiAsdH 5.

m. 7JUR— MEES

BREEICMA T, B IRABHEX 2T A IEREMT,
LIFLITRIBEARENLEHEITT B, RIIBIT 5 ZH
EZHREORBETIZ, 1200 FIREOEFIVEZ L
AR SN0, REKEEZEBR T 4857
Da3fll, dsiEF/IZSHEEI-FLTVEERT
COL4A3, COL4A4, COL4A5 BIZFOWFhHhIiR
ENRHLBERET S, BEERIHEEOBVL O
O X JetfE R, FREASER, BREFEER
Mdhb, X EEAEHEENT, K08 80%% o, B
BT PR TRKIEARICEL L INTVS. —
Ji, THETHH 10% 5840 REIZEALEIE B W g
Mhb, EHEEIREROBHMNRBINHRED—D
ThoHH, ETFTEHRLHVHICIIRE 22052 8130
2, I0MUBEICRIET 5 2 0%\, RIRAYICIE,
80% DIEFN REVEHERE % 320, REXEE) HAITIE
BEHREDPLETHS. T2, ANELHMEKREZ
EORAPED, BHEOH1/3IBDLNLLEINT
BY, BHO—BEi s BEOLDITIE, RERE
BERTHA. BAREEIMZ T, REXEEORE
bERTHA. XRBEAREHMOMBRGITIL, Hla5H
Pfkdyim s hizwy, L L, JRBBEZz vy — 2
FIEL. BEBEO—IHsgEmshzh, (ZIZEFICH
BINLEILLDHY, FENF—VBEETHH2T
Tk, AEBRBRISETE v, &REMNITIE,
COL4A3, COL4A4, COL4A5 DBIZFRENLET
H5.

V. x70V%

HE, BEHOBAREOFENTHS L 70 VBOR
RERZFELT X7 ATTLEEEATH S
SLC4IAl THDH I A shiy. ZhETiz, %
7urBORREEFE L TRERRESh TV
P, PHUESEEFREENZO O TH Aoz,

SEOHEIL, ZhOBIEFRENA LN VIR H
LOENBEFORETHL. ERBYWTORIED &
NTEY, SHRODME HEREREVPFING.
270 BRIEREASEEETHY, MEBIUE
FERANOEALOFEHRE LTERTHL. HFE, I
RAE, BEHMIESA ZNEHICBI SR
5. LaL, BEHAEIZ, F95FEER 19 REICKEEAR
EIZEDD, NRHEBIE LTI LTRED S
5. MHFERE LTHAOLNDEEEK - HRE L RILE
R & o T REH R HFRRHEIE &\ o 72 BAVRE b 2
DBE| D, WEENIE, EEERTICEERS
VAT BECNERVPSEEO LN,

V. Ba0OR—VEREE

BALDRECEARAEZCELBIEMBFREL LT, B
R —<EFERRNH L. FauR—<iEER (renal-
coloboma syndrome) IBEDEEHRLEEEE &\ o
TRREFNEECHREREL, HiRaoR-<28
T HEBRBETH 5. 1977412 Reiger® HEBEE L2 optic
disc ®#£% (morning glory syndrome) #4£9 1 &%
EPOTHRE L. 20, BERE&ETFLLT, B
HICBE5 T 2EREHIHETF THh 5 PAX2 O RHE I HiE
2h7”. Lo L, PAX2OZEREZHATE 5013,
REBHOKVERTHS. /2, TOPAX2DERIZ
BIRGEHARIRAEROEFICL L AONL T L4
HETR TV BY,

PAX2 3RABRICEBTIBEERFTHY, HY
a2z TIIEIEEIIREINTYS. PAX BET
3R AT Ky 7 ABEZRFO—D2THY, BIEKOKET
BACEELREREHZR/-L TS, b FTIEPAX1~
PAXOD 9 DD BEFHEEINTEY (F1), 20
BIEFHEICL V4207V —-F ISR B, @i
TFOFTEBRERIZ, DNAKANAL Y THBER
T—FRy 7 2L, FEEAHBESETHLE 7 ¥ RS
FF, BLUBEOHEERIIHEAETEEALT FAL
YTHhH KEHERICEZLR A+ KRy 7 AFEETFT
H5PAX BEFOREIL, B4 0OBBERBEDE
HWEnsn BESKZEHME KBTS 1-9 0BIETF
OFMBEIZL > THESNS, BREIHES TS50
PAX2 BX U PAXSBIZFTHY, Zd) % PAX2 H
mfid, BEHOEDII,IC, B, B, £HEEL L
ERTHI LMo TWEY, PAX2 BIEFOKE
BE<y ATIEBERCRE, EMFICMAE B, &
MBER SIS, HAERT BT 50,

FIEBERF L, R EEMRBE ShTE:



mWIED  BEEBRE L BRE 647

%1 PAXEETOWE S BEFRERORRAL
+HERTFE

— TR | O

PAX-1 | = ACH#fk - #MHABORERR L 22 5 undulated DERERETF

PAX-2 | ERIZX W AR KIE BROEELS 2L EOERIBNS 20 R—<ERE

PAX-3 | fiif&Ht, HBEE %R~ 2D Splotch, HHRERLESL*RITL O H

Waardenburg SEME# O B R &R T

PAX-4 | BEpRIADREE

PAX-5 |PAX-5/ v 7 77 b= A TIXHMOFERE - B U ¥ ROGILDRE

PAX-6 | H & BAKIEBT 5~ A Small eye, HIF %K< & kO aniridia ®FREEF

PAX-7 | BB OIEE

PAX-8 | HRBROIEE

PAX-9 | B#&% - HOBE

P, bhvbhil, REOHEMEIT O R—<IRANED
IREMBEEUL TWE Z ERERAFHDBEBIER]
EHRLIIRELZE S, 26 BIOBRMIZE a0 R—
VIEMERE LB CE AEFITER LA 2 209
B 1161, PAX2 BETFREEXRZE LAY, MAT,
BIEBEHICBVT, BRTHHTKIF26B ERZHS
JER & s L7, BREEIERIC L D IRER, BEE,
ENL3, BERRENRZ COREZNEEL L UE
HRRLETEOBRERECLVEREEET 56 F
TEXIEETHD. BRE~DETRE-FKRIZBWV
TLH—TI3 %L, HEZIVELREZETS000
b, VR > TLOBALICMAERE THESL
TWwWa, 7, BEFRRICBI 2RI R—<13,
HHRAEOMRMEEM L TEY, FHE (BRICES
IRIERRNREE) & LThEIhTWwbHlbdH 5. EfER
ZWrizix, BREMEIZL 2FM2RERESLET
b5, Ghlbhbiid, BRHISRS Y e
Wricky, ZLoEFAEZBETE2E2 6, BERA
HOBAEFIOHRIZ, REBRFLBE S TRV
MRS EOTII R EEZTWE. REBRBEDRE
mE, AETHBICTE2MEZHIEOREL TV,
KRR REHEORENZI NS,

VI. PAX2 BEETRSE ; Alagille TEIEE#

—7., PAX2 B FLHEFRVEEZFRENLS, &
a0 R —<REGRNEEUORBA L 2T 2R ESHE
ENTw3 (XR2). 209 b, Alagille FEMEE I,
PAX2 ® EfIZALET % JAGL 2 NOTCH2 O &{5F
BRENENTH 5. Alagille FEEH I, FHREKE
Bl & BB oW R WEEIRE L, BHRLER B
REE, FHORE, ERMEOHEE CEAMEMEIIRE

% 2 BOOR—VERBERLIORS

JE R FRRAT R REBET
Duane-radial ray el BIEBRE
(acro-oculorenal ol 3% A SALL4
syndrome) R R
BrREiEE
: N JAGI
Alagille fEf&E#¥ ﬂﬂfik% & . NOTCHI
BT S o
Axenfeld-Rieger RAOkEE
SRR RIS FOXC1
oo R—=
. . CHD7
CHARGE fE &8 %%?LE&&M
=1HERE SEMASE
HGERR AT

%), BEEE BEREELRELEHTIERENTH
%. 2009 FE AT b EAE G BHARFEIIC & 2 £ER
EOMERTIE, R TILAROEFAIRE STV S,
JAGIDEHEIZX % Alagille iEfE#E % 18 &, NOTCH2
I2& % Alagille FEfEE 2 281 L LR BIEIZFEICILR
Wichh, FERTHHIHEBICIVERSINS., LIE
U XRE 8 PR SHAE 3 A SR IF 2658 5o & L TEET
B, EFNL-TIE, BEFZL, BREOEER
BEENTRILOHEND ), EEIFLETHA.

512, NOTCH21IZ & 3 2 RITIZEEBTEENIFHH L
sh, BREEFIOBW D) Z TEELRKRAETDH 5.

BbHIc

BEEEREE, REERLZORJAMN L, HEN
BEHIBMEIND DL L% 0H, ZOEHNKI
BpZ LWERTIR, ELLBHINT, ERAHD
FEBEAELELHEL VL avEERZLRD. R
AARAOEREFES A2 5E1213, ThoBEMER



648

BOLENDWICAN, WiERSE L ERI‘ITDONL C
LA EING.

Xk

1

4)

Torres VE, Chapman AB, Devuyst O, et al. Tolvaptan
in patiehts with autosomal dominant polycystic kid-
ney disease. N Engl ] Med 2012; 367: 2407-18.
Torres VE, Higashihara E, Devuyst O, et al. Effect of
Tolvaptan in Autosomal Dominant Polycystic Kidney
Disease by CKD Stage: Results from the TEMPO
3: 4 Trial. Clin ] Am Soc Nephrol 2016 11: 803-11.
Gansevoort RT, Arici M, Benzing T, et al. Recommen-
dations for the use of tolvaptan in autosomal domi-
nant polycystic kidney disease: a position statement
on behalf of the ERA-EDTA Working Groups on
Inherited Kidney Disorders and European Renal
Best Practice. Nephrol Dial Transplant 2016: 31:
337-48.

Branton M, Schiffmann R, Kopp JB. Natural history
and treatment of renal involvement in Fabry disease.
J Am Soc Nephrol 2002; 13(Suppl 2): S139-43.
Hurd TW, Otto EA, Mishima E, et al. Mutation of the
Mg2+ transporter SLC41A1 results in a nephro-
nophthisis-like phenotype. ] Am Soc Nephrol 2013:

6)

9)

10)

11)

HE RIENERE LELRE

24: 967-77.

Rieger G.[On the clinical picture of Handmann's
anomaly of the optic nerve Morning glory syn-
drome? (author’s transl)]. Klin Monbl Augenheilkd
1977: 170: 697-706.

Sanyanusin P, Schimmenti LA, McNoe LA, et al.
Mutation of the PAX2 gene in a family with optic
nerve colobomas, renal anomalies and vesicoureteral
reflux. Nat Genet 1995; 9: 358-64.

Barua M, Stellacci E, Stella L, et al. Mutations in
PAX2 associate with adult-onset FSGS. J] Am Soc
Nephrol 2014; 25: 1942-53.

Schimmenti LA, Cunliffe HE, McNoe LA, et al. Fur-
ther delineation of renal-coloboma syndrome in
patients with extreme variability of phenotype and
identical PAX2 mutations. Am J Hum Genet 1997:
60: 869-78.

Torres M, Gomez-Pardo E, Dressler GR, et al. Pax-2
controls multiple steps of urogenital development.
Development 1995; 121: 4057-65.

Okumura T, Furuichi K, Higashide T, et al. Associa-
tion of PAX2 and Other Gene Mutations with the
Clinical Manifestations of Renal Coloboma Syndrome.
PLoS One 2015: 10: e0142843.



