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Neild GH: Congenital anomalies of the kidney and urinary tract. In: Johnson R, Feehally J, Floege J (eds), Comprehensive Clinical Ne-
phrology, 5" ed. Elsevier, 614, 2015 X 1) 84%)
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BEREDORE L HkER

BIROFEAEL, ME 4 EICREFVRERENICRALTHEE S, BERESRESF O
- ﬁﬂﬁ%%_t REFEDREHEO AR T HEFEEAIC L ) BB RS ERT 5.
FREFOFumITHE Y R Lo LESE 2T 5. Bohrh L72EEEIFILREE L TRE
Mz, El’a%ﬁ \Ezu‘ FEEEIBE L OUNENEERT 5.

=0, REFICHFES N BT MREEMBE - EREEIC X o T R L LRI S % RS
L. FIIBEN, CTE, S THRANCEA A S, EAImIERRM L, PRI B A
A LRI S, —F, ®mmIEGELMET 5. 29 LGRERE, G RME
HARAE, EEENPOLLATH VDI NG, SREREEIIEA 10 ~ 18 HOM IR~
WZHnL, 32i@ifv%@i&ti%ﬁc:ﬁbnLTLBEM%@L%. AL O & D DB 12
&40 77~200 DA 70 > 2T HIZ

5 V2 O R i 3 T M ;ofH%IUS WG SBSESREL 2 ), faE 20 BICIEE
FENT O HBR ISR SN L. JREEGIRE BB E 525, J54 16 8 F TIHRDFEK
FEAEIIZE AL Lo, FREVERKELY LT 5 DI13GE 16 HLUBETH 5.

AR, BRI IRE OME & BEORAIZ X ) IZIFERIHENT 5. #id
WDKK A4 X1E 65 ~70 yum TH A%, 17T 90 ~ 110 um, KA T 130 ~ 170 ym & K
EL 5.

BEROMEZL

PR ER MR & RN M I 2SR L A IR RN s D . IS R o R I
HEo TEPEAYKY 90° N [z L 72 25 S A B IR~ B L, Ja4E 9 8 F T IRIEEINE
WZALES 5.

BBt & PRE D FEE

MPEMRE A B O & M O JRAFEF 08 S, JRAGET A S BT S s, IR
PR BB O 5 NS T BE LSRR & B IR R E DY, KBTI ERKEPTER SN L. P
FoRMmIBNR= AL, TEE ORI O TREPBEIZHITT 5.

BRI DR DI T AT T LY oo ee ettt .
PR3 & B M ZEOM B FHEEMIC X D’“éiﬁ“ SERT 5. REMZEED S GDNF (glial
cell line-derived neurotrophic factor) 2377#s & 41, HEEIZ5I T 5 RET I/EH LVCWE% %
REHENICHFE L OB - HES¥ 5. GDNF @%é‘fﬂ ¥, EYAL, PAX2 7% & OHE R T2
THRAEMIZ, BMP4 12 K o THPRIFICHIE S L, 2 ORR, REF 05 'ﬁbﬂ%
=k, A 70 5T A BRI IEMEE - PRSP EETH L. REHIEICEBT S
WNT4 2HMEHERIIZ, SIX2 2SI ICE) < 2 & TR R ST b

CAKUTU),ﬁ ........................................................................
CAKUT OJFRITH—Tld 7% <, Jetofk B % & Ll R R BB T 72 & 5-
LTwaEasns’ ™" (RIEK - BREED 15% EEFRE 2 HEE T 50, Koo
CAKUT OFFHIEAHTH 5. BEORERFL LT, asfy, =¥/ =N, rry<A
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v IERATFOL FHPIRESE, L=v 7o F T v R COERNI L AR
HREDSH T 5N, FRNEGRAED T2, FIERT OB RIE T CAKUT 2845058 <7, 1FIE
NI RIRICS S SN EDY AZBHEI N TWLEY,

g -
CAKUT TiZ, BIREEDIFEEBILIRT 2 E LR ZOHREIZE D, W{OhDEE
BEFETET L.

LU L’\%TRﬂf/EEEZtibﬁ/EEEXCi FEAE AR TH U A REDSE 7 2 i CHIE OB E & 3
RSB, FEEZH uifﬁ]&fﬂfﬁk%ﬂ’]*ﬁﬁﬁ‘%%f FER Ry 28I 2z v, L
7ohs o TiEM lﬂlﬁwﬁ(chmmc kidney disease : CKD) #2128\ T, ﬁﬂ?ﬁk‘ﬁ SR

BIRELCIX B3 2 2 & 2 SRR - BIZRKE (renal hypodysplasm) LT LTilbit, B4t
APHER TERIREE S & & D ICEiEICEH IN S,

1| BEH (renal agenesis)

a) EX

—H F 72 1T E O AL A RO 7w,

b) WK

BT ROE, BBAE 4 BICE DD HBERE T, REFORBERIREFEILIEMR T, L1
LoTRIL, F/o, REFPBREMECRBALRVE R 7T Y ORENFE S N EER
kb,
o) EiEG

—HBHETZ ST A2 Y AT < T 4 v 7 LE 22—, 1,000 ~ 2,000 B 1 FIOHEE TI

RISV LR HME LTV A, X OB REEYE % 32% OEFNZFED, BER

%@ﬁﬁ%%f%%@f@’&%hé’t BEEL LTHMAT VT I VIRE 21% 12, &

M E % 16% 12, HE 52 5 Bk 1K )8 i & (estimated glomerular filtration rate : eGFR) < 60 mL/
nmnnﬁ%m%uﬁbéu.Ww%ﬁ%mfi1MMr%ﬁ%£L%ﬁR&®tbiﬁ
3RO THEETH 5.

FHOREEIRIBL T2 20Ema 2T 4. BRTIIHBERERLMNE) 296N, K
BOWENRBTA6LH LY. WO AFIT 4 v LY 2—1d, FEREOFEOE
e 11% L@ LY, EREO-OEDMEZ 2328055, 72, BWEEZS-
oA RS 2 CORTMEE 2 &S 2 0ENH 5.

2 | BB
a) E#H
WE%ﬁi#ﬁ%wme%ﬁmﬁwm.%7nyﬁﬁ%%# 27 CHUBRTATIC BB
CEEEORSEIIIER TREBRE S 2 S VY. BEE S E S REOBANE IR &SR
L. AREEE L, 79 O AIEE 7% simple hypoplasia &, B AR A 70y
GrAT BT R L 725k Bk - )Tﬁ"lﬂ’b’ﬁp_]‘ﬁ % W6 D B K AR ER A E (oligomeganephronia,
oligomeganephronic-hypoplasia) |12 [X 4> £ 1L % 2% W% % [X31§ 2 K Lo EsgidZz L <,
F—EEDOTREED H 5.



b) JEA

HERMIEMIL SO 4% 70 Y OFREMIEEL R TEIET 2 2 L 2REET 27,
o) EiRE

IERE & T3 5 72 DICIE RT3 750\ 2 & RN ORT LB D 5720, 5
TERE & DFERNEHEETH 225, BEEEDOEILEUE (X BB S A CR B R 2 320 5 1T
B L85, —RIEIZE T RIEEE & B2 ) TERIEOMZE L & QR &
bhwnk anTwns, RERE ORI IWEEICHEEL, LIXLIXERAGAERE,
Down JEERE, MM IC AT 217

oligomeganephronia (&, FLIEFIYIZ A 70 ¥ DA MBT, 1IEH O 2 5L R SR ERE
MERZ M E 32", @BRIERO - ORFEIIR L, SEEELZ R, FH$ &AL
EOFWIN X0 RS D IEAIEE L T (B2). FEER™ % small for gestational age
(SGA) 13 4 7 11 » $D47 \» oligonephropathy T L, FLiE B OIBIE 38 JEDE 45
IZ oligonephropathy % St L C, IEMIEROMAERER= L) /S <, RIRAEERR DK
TLTWDZ EDBHESN TS, oligonephropathy 285 A CKD, & IiLE X L H D
VAZZOBRNH I EDER SN TS,

E3i704 1
a) EH
REFRLBBFHEMBORMLIZ LY, e, )E, TEHZ SEEEIIIEREEL
HTWHERHBEEZELLOTHL., —HoZ L WMEAEDZ L H Y, BIHE R & RED
BN LZXBIE NS,
b) Wil - ik

—MRICHEMR IS o ie A L, &, i, BRI W, BRc el ) 5. L
L, &70 BBBETIE, MEMEOSEIZEE - ElziEiic X o THIf S, R
POFRHENTERENDE S Lidhv. b MOREREORKRIIAHTSH L5, siET I
TIREBRRHICEORE L FBET 2 L BERELET L2 &, BRMIZD LIZLIZPAZESER
BEEEZED) 2 &5, BRIERFORAEICIRBEHEIECEHS LTV EEZHNE".

wArR

ABBR U Z=RBREP RS ICA L, BBAHGR L ZRMEZ - T3, 2L UER L ARG (D) »E
Rahs.

B : BBA L 7= RBRfR. (RERIC 3 DETEREIL (=) £33 3.
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HMRA091213, 25N OIER, primitive duct 2 HLY) %  [FLOPIROMBAMEIL, BE R Fig
BoOBFETZH SN (B3). A 70 Bidd i<, BEBEORIHRERECIRME, 7l
D PR L 72 A F IR R R 51
c) MR

RIPHE L, BANER, DI eBEEIESHEMER Lo 2BREREE I, LIFLITR
HREFGHELC, e 2 BRBPEREE* 27 2. BEESEERE T, BEESARET
boHI L, BEUNVEMEECEMBERSAHE: 2 & 2R E 35

B e BFIRBIERERE 2 BT 2 BPKE L LT, LERMERIZRE (multicystic dysplas-
tic kidney : MCDK) % F 5414, MCDK (&, BT DRI & 2> O BLH TR EE A5
ENZFITAIICHE L CRETL200LEZONTWE. ZRUMIIER SN 70
Y BHRES B IRSFHIHDS ) ol LT, REFOSERLMEORELRI &L IR
MUEASIER LB 2Bk s 23 2. HiE 3,000 G123 1 BloMET, BIEICLL
ZD% L HF—ETH 2 HWENED# 20% F1ET 5. WIRIICHE A ORE S OZER[BHSHS
NDEPFEBEIALNTERETH L 2 LHEW(E4). BREHWT20EACH Y, BFEE
LB ENEZ LR, EREERIERSNTIRELROONLWVHHELT
Wh . S OB IR RS E 1/3 12580, BREERAS VY. Zofh, KEE, REHE
BB RO b D, OB IEE THhIUTFKE D RN, EGTRIIRITTH S
7%, Wil MCDK T Potter JEEHE % & LA 13D CTHRETH 5.

N

4 | renal tubular dysgenesis (RTD)
RTD (& LIE LIE CAKUT FEOHEBR L IWbN TV 2205, BUSOIREE RO RE &b 2

r B OMBRAR
A : BB AR TRRIMRIC LR U 7 PRI £ TR AT
L TERBE(P)ERD B

= B HEWHREEDB.
3 C : primitive duct, —BD L EMIETHER SN 2 E/E
BB % BOMR IS LRGP RV E A TWS.



EZSERRMERRBOEGAR

A BEBEREEMR  £B /NS, DB TETHD. BEHEIE SEE CEBRERPT
BB THs BHOEREDD .

B: B MRl T2ifE&  £B /NS EEERDH V. BHOEREZD 3.

W EHENPLARTA KT 4 2 Tld CAKUT LiZFIo& s LTEHRT S, Lo LERCEE
- RERHERFAINTHE I Z 0L b b 720, RIHTRFIL THL
a)

RTD (AR E DT A 4 2 R & L, 7 IREVIR A & iy A B AR £ T O B PREEIEIE %
PO FNLBIEREFRETH 5.
b) kA - Wi

L=r - 7oV T vy Y ROBEEIL L SEMTOETIC &) S RME RS2 25
52 ENEZSHNTW 5", JEHIL renin, angiotensinogen, angiotensin converting enzyme,
angiotensin II receptor typel D Efn T (ZILFI REN, AGT, ACE, AGTRI)|ZHEF %385 2
LB I BRI BRIE R, ERMEAT O b=V AR LY - T YU 4T ¥
VRIS O RIS X D RRET A 2 2 STV A RTD IFMREF0 12T
FRAE DR Z LW & TR E NS, IRMETERAED720, R KE R L%
AR LS HEE L CoAi 9 5. BB m AR IZAUE R ICIER L, #iRs o~V LIV —
TIEEM L, BB LSS T I TV A,
o) ARG

% { DYEJEP] T Potter FEMBERE % 52 LHAERINICR TS 5. BB & HeIE 1% RTD O KRG
UL, WBAEMOFEKEAD, MAROEAS, BEIREIZE OGRMEEKR), #rEEHo
EELRINELZNEE T 5. £/, HrAaBLIEEC, SEREIIR - MBIRKEZE O 7- OB I
PEBSIIE & 23 B HER D & 27

FARDOERGDIGEIRIR & 72 5 20 FLFEIZFE L 72 FKEP T, BORKES - BEIZKE
ERERBORVEAIZIERTID 2489 . #{alk RTD TEKIEOMEIZIER T, —7F, 5k
HTREERLELXROL I ENL V. BEIO FEEOMKEE T4 RN Z BT L7
RTD O 7% P2 IHERIER - BIZKE LRFE SN TORERND R hnEEZ 5N,
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\

CAKUT g),;@ﬁ; .................................................................

56 R B IR 6 5% (congenital anomalies of the kidney and urinary tract : CAKUT) (3K & <,
IR R O EE O B & & 723 non-syndromic CAKUT &, HIREAUANOEE LFEO LD
syndromic CAKUT (2577 6%,

non-syndromic CAKUT
H ALK @ 72 » non-syndromic CAKUT O R [ ER T & L THE SN TWw5 b 0l

PAX2, HNFIB, CHDIL, RET, ROBO2, SALLI, SOX17 % DSTYK 7z 7% %", T 51t
H G B A (S (autosomal dominant © AD)BEFIC X DV IET S, 2 D) b, LEAHEEDS
B\ DIE HNFIB B8 X U PAX2 C, Weber 5 ilzkd‘l‘lw ESCAPE R % 7 1 CTHEHT L 72 99 Bl DA%
JER - BB DS B, 86T HNFIB D (8%) %, 6 51T PAX2 25 (6%) % FR& 7= L R
HL7Y. 2oz b REEEDH BH, T0 2 DOBET IR - BRREOSE X
Z10% BEICHES LTwa L HE SN TWEY. 2 oMz i CEBOBET VKL T
VBRI EPRESINTVEY, WELEFIHHEINTBHT, 4% b #HH CAKUT ERK#
TR SN LR D 5.

syndromic CAKUT
CAKUT IZBAMEIRZ 1) ERIEBEFEDO ) b, H—RIZTICL 5 0nEHME S Tn
BT BAMERE b L ICRREET 2N A 2 L3S TEETH S, PAX2 R SALLI 72
EOEETIE, BIMEREZ G T AGEL LWV EDTH IO TEEVPLETH L. F/o4
EARERE 21X CAKUT 280 L3V I A5 TV A, HEE DR Down FEREEE %
WL F 7z 4p RRSEMRRE (Wolf—leschhorn FEMERE)? 72 ¥ TR 4 72 CAKUT @/E;\@T“ﬁ‘%k%
N5, FOEREFEELDELIE, —HEIBREOFEIIOVWTHRFETRETH 5.

Z DOt

##k =€ 9% (ciliopathy) 13 5 4% € 14 18 14 £ 38 14 2€ i & (autosomal dominant polycystic kidney
disease : ADPKD), ‘B 4+fufh 144 5614 2810 (autosomal recessive polycystic kidney disease :
ARPKD), ® 70 Yk x &, 70 #HHE ) 4 7%F — (nephronophthisis-related
ciliopathy : NPHP-RC) L #r &5 Z & b 5. NPHP-RC OB JFHIFT R & L CIdE#Ld %
VIZIBTER MR £ & 0 . ZUZiE PKDI, PKHDI, NPHPI, WDRI9, OFDI 7; &%
BOBETHHME SN CTWw5D, F 72, renal tubular dysgenesis (RTD) (X STz fRAME 0 56 A= i 5
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XD, BREM2SEEOBEEREZ RO 2EETH L. RTD O JFE K #5113 AGT,
AGTRI, REN7Z: DL = - 7 V%5 ¥ % (RAS) ICB# S 5 #I5F T, Hi@Khg
P17 (autosomal recessive © AR)HEFIZ & 0 FET 5. BHKAMEIEH 12 RAS 3] R R 58
(7o o7 vy yEWESR(ACE) HESR, 7247 vy v N2 AR (ARB) ) % ik
HALTWZHEICb RID 2 FIET L 2 E03H 1), BEEHOMEOMINAEE T %S, NPHP-
RC, RTD &RIER - BIZBE R EAICENTE 22 L b H 2, RESNLZ LD
% 7RV,

CAKUT DIBIGTFBBAR -+ vovverrrromnreanne e eae ettt et eaeaens,

1| CAKUT BIEFRIFOMHE

3

CAKUT DG K@ (R TN I EBIED & 2AMREHNTORTONTNWE I LICHET 5.
OA%T <, b L NEINIIE E 2 ERAHOE R &S L OFIREBOEREZ >
bo.
QEAHERDE I, FIREOH BIZR D4,

BRSL X S

OB S MO JE R 2FEDI D b . ] FEWNEAE, JEEN O RIN, KEREEEE 2 &
QOFRN, FHEPBIETHEMEHLL VL0,

O/EFHDRIHEDRBAE L (REFEZWT, FEERZIIZEI L L TiTb ).

BIEFHEAONR - Ra

FRIZLUT oA 2R I, CAKUT BE Clifzldh 2 WiE[ @I MEE b L E2 5
n5.

QBTH, B & ORBERD D 551
B REFEBERED 1 EIRE LT CAKUT AT 2 B
© CAKUT & NPHP-RC 7 &Ml B & D

AT, CAKUT BRBEETOREZEERI Y V) Y 72479 )X THHATH %.
CAKUT O FERBEET D% CIFHED L HIZAD TH Y, 20720 BEARNOTHHEET S
MERIIBBL 212 THA. 72721, NPHP-RC R° RTD (&IZ & A EDYAR % D TEEBEARAND
TFHRRIETLHLZ EITENTH S,

®i%, FIREEERLRERE, O SMMORE I D BESHFIET 5 B REFIEBETEY] T,
B m T ORERLROMEEREPERE 22560555, FREET*RAETSILT
ZWroOMEE, BIMEROFER (auR—~, BIEZR L), PHROTFUDSTREE 225605 5.
©I13 NPHP-RC R RTD 2" RIZ 7% 5. SIS IXEIRFEMICEN TE D 2 L0 575,
EBIIEBERD WS TR E SN W L DR v, 2O L) i, #BiEd
BN T 5 2 LB &3 5.
QAR FEHT DR HL

ZOIEHBEET RO R ERIIBIEO L 2AI1ZEA LR, LD > T, BEAANCIZ
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ERFED 2V E LS. T, BETTTEARP LT TOREZTET A2 LIS
BB, REORNEBIETFREN W L2l d %) BN TEEFHITZ1T) 2
CAIHERE S N,

.E'i@@%ﬁ?ﬁﬁﬁ%%wﬁitﬁﬁim .......................................... .

O CAKUT O, BHEEREIZ OV TRETY 5.

(2 CAKUT DS O ESMEIRDO A 2 54T 5.

Bl FEOEBNIZ VY HEE RV ROBRFEI VA ? SROFMHIEIT R

P BHROREIRV»? Rl

OFMEEZML, ZRMEERT 5. BEEA(AD, AR, X #EHMEZR &) 2HEET 5.

OO~ 1EHN S, FRBETZHET 5.

OFEDOEIN GRIZT T2 HEST 270) 2R T 5. TOB UTORICEETRETHS.

AT Z T 508 DIFTRCEFREOBRNERICIL230TH Y, RLTHEHALT
(ESA =R/ A%)

®EEFHRIZLT O3 OORMENH L 2 LIZHET 5.

AN REED L, BERERTEZHRTAZ LI TE 20,
T - SHOEEEFNT L. BTFONEVWHEL LK ITLZ L0 5.
HHEN  RANDOATIERC, W, FiE, BURIZbREE L.

OHAREZZERICB T 2 BIZFHRA - BINCET 2014 74 Y R HANEREED

Qand A ZJHFTRETH 5.
H 2R [ 424% (http://jams.med.or.jp/guideline/genetics-diagnosis.html)
H /N B AF4% (https://www.jpeds.or.jp/modules/guidelines/index.php?content_id=30)

OFF I ZHERER 72 BIL TN 2 M 2 58 3SR IS B W TMBERROBEE T, &5
ZHRREEEME, @Rh Y 2T -l 558, MHEMICHOERET 52 & 2 <
229 5. BWREMLEME) A ML, BWREEEMERMEZERY = 791 b (htp//
www.jbmg.jp/) " H AFTEX 5.

BIETFERIFDTME(E 1) v vvevvveornremnneeanneeiee ittt iieeaaens

1| BREKEKD > FRBEFIrHATEIEE
FNENDOBIET 2 EHE Y — 27 T~ AP, MLPA® (Multiplex Ligation-dependent Probe
Amplification) 72 & % i\ THENT T 5.

2 | FRSEFIHETZLEVE X  RBNERTFRIFZIT
a) SEREWIEREOLG
JERAH OISR EEREBERETIE, 790K Gband Ex 173 5. REDPZWIEE, 7
L 4 CGH (comparative genomic hybridization) {i2HH & %5 Z & H»H 4. 7 L A CGH i1
ol e Ge AR R 2 L T 2 7Y Y VR RETE TH B, T L A CGH LIt IE B
DICHIAEE 2 ) EREFIEREFETH ), FEEAHOMMEE TIEIBB L L 10~ 15% @
BETREDPAROPL EINTWES, MEESLHMAREZ ) CAKUT BE TIIHEALE
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| SangerEMLPASE !
| BERNEETORN |

________________

= HO RNEEDD
— U RNEELL

| _ CAKUT/CRILEHT 1 J L
————————— &0

&b l ! PLACGH !

ZRARE L 5
_______________ TREE
VORERY—oTo—

: eI il :
L RToVVER
| i HERA

__________________

REETFDHETE

CAKUTEZ | CAKUT‘U)EﬁE(i? :
| L BRI |

| RIEpE? .

! I

! |

OBEGTFETOEIND'?

__________________

_____________

____________

N9

________________

U ORER S~ T — !

______________

_________________

BEIEFHERTOFIE

TiETH%.

b) KRS —27 LY —2 I
WAL > — 7 = > — (next generation sequencing : NGS) Tl%, 4% / 4 (whole genome

sequencing : WGS), 4TI~ » (whole exome sequencing : WES), #—%7v h) ¥ —27 TV

A (S IVIRHT) DSUTRETdH B, WGS, WES HHETH 2 5%,

INBIEEiT, 7— % LM

YEMTH L., TTENOBMLEFEREROT LI ENHLIOBENY 22 ¥ THE
e D, ZOROTELMMELTTFIZBNT, BETHEIZTE2HOHEIRL, 7S5k
LT 25 —7y M) =0 T AHThbN T 5.

CAKUT SBIEF AT ICE T BRIEEEST -+ vvvvvrerrrerneeineeiteeineeieeiae e, :
1| BEFEERAEENIEL

KE D Hwang 51, CAKUT EHE 650 4120 LAZEN % 17 O CAKUT #{& T DM %

fFo 7,
RS E 2 O,

ZERFEFIEDTHIZ63% ThHo 72",

BRI ENTE R VHEHA, T

BB EFX ) AOBRETIILVOPIIAHTH L.

BEAI ) TEED TS TIREWN

BIEA DT ) 2 THEEID TS TO B RIRIEE LR EZERObNL. FIZKT
IO RN D 2 REIZ OV TE, BRBEEEME & OHEEPUIHTSH 5.
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3| #AaEOME
BUEIZ & A EO CAKUT BIZF T EHIZREZR E 132> THE 567, MIRETH->Tw
LEEZOND, WL THENMZTIICIRED L) RAERHN L VD, BEPLETH 5.
NGS TIIMEEZEH LTI TAZETIA N I TELID, BEOEBMHPVETH 5.

— 37 ik

1) Vivante A, Kohl S, Hwang DY, Dworschak GC, Hildebrandt F: Single-gene causes of congenital anomalies of the kidney and urinary tract (CAKUT)
in humans. Pediatr Nephrol 29:695-704, 2014

2) Weber S, Moriniere V, Kniippel T, Charbit M, Dusek J, Ghiggeri GM, Jankauskiené A, Mir S, Montini G, Peco-Antic A, Wiihl E, Zurowska AM, Me-
hls O, Antignac C, Schaefer F, Salomon R: Prevalence of mutations in renal developmental genes in children with renal hypodysplasia: results of the
ESCAPE study. J Am Soc Nephrol 17:2864-2870, 2006

3) Renkema KY, Winyard PJ, Skovorodkin IN, Levtchenko E, Hindryckx A, Jeanpierre C, Weber S, Salomon R, Antignac C, Vainio S, Schedl A, Schae-
fer F, Knoers NV, Bongers EM; EUCAKUT consortium: Novel perspectives for investigating congenital anomalies of the kidney and urinary tract
(CAKUT). Nephrol Dial Transplant 26:3843-3851, 2011

4) LER K@ ERE T — % X — A (UR-DBMS). (http://becomerich.lab.u-ryukyu.ac.jp/top.html)

5) OMIM (Online Mendelian Inheritance in Man) (http://www.omim.org/)

6) BT E ASERIR BFRRE SR (55 2 RO . H ARERiRAE, 2012

7) M IR, BUREAL FIERE ) - BOCRGIERRET b7 A% 2 ML #ILE, 2015

8) Ariel I, Wells TR, Landing BH, Singer DB: The urinary system in Down syndrome: a study of 124 autopsy cases. Peditr Pathol 11:879-888, 1991
)

9) Boog G, Le Vaillant C, Collet M, Dupré PF, Parent P, Bongain A, Benoit B, Trastour C: Prenatal sonographic patterns in six cases of Wolf-Hirschhorn
(4p-) syndrome. Fetal Diagn Ther 19:421-430, 2004

10) Yosypiv IV: Renin-angiotensin system in ureteric bud branching morphogenesis: implications for kidney disease. Pediatr Nephrol 29:609-620, 2014

1) Hwang DY, Dworschak GC, Kohl S, Saisawat P, Vivante A, Hilger AC, Reutter HM, Soliman NA, Bogdanovic R, Kehinde EO, Tasic V, Hildebrandt F:
Mutations in 12 known dominant disease-causing genes clarify many congenital anomalies of the kidney and urinary tract. Kidney Int 85:1429-1433,
2014
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CAKUT o' repads « gk
Pz A4y « Na fili 13455 ?

- ZR7ZED CAKUT (FITIEFERL - ZEE) TlE, K9 - Na DT O BHEEEREEDOES TN
P, REREEDNEZZRDHDAEEMENDDDTITO CEZRETD. #RIL—FK 2D
- CAKUT [CBWTH CKD AT —IDETEEDICERMERRKZHEDBEICIE, KD - Na
DHFPRZEITD T EZIRET D. #RIL—FK 2D

R IR PR % FL 8 (congenital anomalies of the kidney and urinary tract : CAKUT) Tl Na FFI%
S IUEE RIS X BRI DK - Na DL & B L LY, KRR - RIS
/ TIEBE AR EAEST L T O ) Na - AKOPEIEA R 72 5. @8 2 g/ o BREFIE
WOBREICLETH DY, Na ORERFBKZF TR, HERELT SR,

SCHRRE DGR, 2 E T CAKUT OB AR E - MR EEAT IR § 2 K55 - Na
TN WT T ¥ ¥ ALHEEEBIEITHONLTE ST, Ko - NafliFEIZ 2> W T oW IE
Parekh 5 DG DIHIHIE LR T 7 23BN o 72,

MDA F T4 2 I2BWTiE, £REME) CAKUT DRIZBWT, 37 L — P
WK - Na DT A EET RE & ST b, K/DOQI(Kidney Disease Outcomes Quality
Initiative) T Z IR % #£9 CKD (I8 EW) A7 —2 2~5, 5D OEFIIBNT, BIENZ
PRkt - BREEOMETIIR O 720127K5 - Na OHIFEEATH LRSI T 57,
CARI(Caring for Australians with Renal Impairment) ® %' 4 K5 A > T % NaCl 4 ~ 7 mmol/kg/
day ORFAIKEREEDOLED-DIZLETH Y, Na OFFTAHER STV BY.

INSDOHARFITA L OBIE 75> TWD DI, Parekh b5 OWMETH B, 1AM TEIR
ZfE9) CKD A7 =22~ 5D 24 BIIIIKS - NaflfiFe 2 ATV, EREOUEERR 2 ME L
TWh, HHEEIZBWT, Nat & L2~ 4 mEg/kg/day (BEH & LT 0.12 ~ 0.24 g/kg/day) &
K43 (2.0 ~ 3.3 mL/cal) D T % f7Vv>, I ¥ M U — L # % National Pediatric Growth Special
Study of the US Renal Data System (USRDS) |28 4§k & 1172 1 AT O KB AR &R E 41 fl &
Abitbol 512 & o THedy 27z 12 BlOFLRB A4 B4 (literature control #) & LT, 7K4) - Na
TN & 2 i REE - BREREOETOBRELZ B L2, K5 - NafifhElZB\WT 14
%D & K75 USRDS B EHETEL I L, + 1.37SD(p=0.017), 2 414D &H A literature con-
trol # & LB L T+ 1.83SD(p=0.003) DLFEN A Sz, T2, AEEIELNL D572,
K43+ Na i FCHE TIHEFIIA 2 4F 2 O ¥ %8 5 ERAK I 38 & (estimated glomerular filtration rate
eGFR) (Schwartz DRI DY/ A LNz, ZTHUZ LY, CAKUT DBEHIZB VT Na D
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MFIL, MEREOUEZ D, BREREOETZESE ) 2WRMENHH L ERL

74
Naf8LDH 55 EICBVT, BARPEBEI NV ZICENaBITEAEET N TRV E
c:ifﬁﬁ‘&gf%é(5~8mEq/L). L722557C, NafRNEZRBOLLEICE, BAEH IV

7 ELTHERAY YA - ) Y7 4 — 3 25 (BEHEEE 15% < Na 27 mEq/L) O BEH % i
ATA NaBAEPLWIEL, KB —HALID A 5N TEY), CAKUT IZ L 22 H5%E
ARERINVZ ELTHERALR TV, MENa KT 20 %TH, NaREXBEITE W
CEICHEEBEL, RERA - ME Cr il BA - MR EOBEN DL, K - BIIEA
HLWIEERMERELT, NaBLUOKGEMAT LI ENEE L\,

F7o, AR S BEUEBEAREOREICH Z/NETITERPKT LT, Fa—7%
7 EOREIHRAETKS - Na ORI UL R S,

—J5 181 B JiE (chronic kidney disease : CKD) (2 9 7K 0 AN 6] 72 I 2 B O S R
i (cardiovascular disease : CVD) JSIED ) A 7 L A 720, MIEOEHITEETH L. K/
DOQI A FF 4 Tl - B& - I L o> THRE SN TV AIED 90% LLT 125
THILREIEL TVDL, TD72H, CAKUT IZBWT S CKD A7 — Y O#EfT L & b IZE
IME R A % D B a3 121d, WIS U 72K - Na OBIRA LT L 6 2 D 577

— (R
+ PubMed

((((("Cakut"[Supplementary Concept] OR ("Congenital Anomalies"[TIAB] AND "Kidney"[TIAB] AND "Urinary Tract"[TIAB])) OR ("Bran-
chio-Oto-Renal Syndrome"[Mesh] OR branchio-oto-renal[TIAB] OR branchio-otorenal[TIAB] OR branchiootorenal[TIAB] OR Melnick-Fraser[TIAB]
OR "BOR Syndrome"[TIAB] OR Branchio-Oculo-Facial[TIAB]) OR ("Papillorenal syndrome"[TW] OR "optic coloboma"[TIAB] OR "renal colo-
boma"[TIAB] OR "isolated renal hypoplasia"[TIAB]) OR ("Townes-Brocks syndrome"[TW] OR "Townes Syndrome"[TIAB] OR Townes-Brocks[-
TIAB])) OR (oligomeganephronia[ TIAB]) OR ("renal dysplasia”[TIAB]) OR ("renal hypoplasia"[TIAB]) OR ("kidney dysplasia"[TIAB]) OR ("kid-
ney hypoplasia"[TIAB]) OR ("scarred kidney"[TIAB]) OR ("renal agenesis"[TIAB]) OR ("Hereditary renal agenesis"[Supplementary Concept]) OR
(pelviectasis[TIAB]) OR ("fusion anomalies"[TIAB]) OR ((("Kidney Diseases/congenital”[MH]) OR (”Kidney/abnormalities"[MH])) AND (((hypo-
plasia[ TIAB] OR hypoplasic[TIAB]) OR (dysplasia[TIAB] OR dysplasic[TIAB])) OR (ectopia[TIAB]))) OR ("reflux nephropathy"[TIAB])) AND
Humans[MH]) AND English[LA]) AND (("Sodium Chloride"[MH]) OR (salt{TW]) OR (sodium[TW]) OR (saline[TW])) OR (("Body Flu-
ids"[Mesh]) OR (water[TW])) OR ("Growth Disorders"[MH] OR "short stature"[TIAB] OR "Body Height"[MH] OR dwarfism[TW]) )

PRI A TRE QM TEE L HWT L 725 e mA 7.

+ EHREE Web
((((((CAKUT/AL) or (Branchio-oto- renal/AL) or ((f# - H - ¥ B:HE /TH or bor JEMEERE /AL)) or (817 H¥ /AL) or (e RVEE RIS TAE B R
/AL) or (% = 1K — < HEMERE /AL) or (townes-brocks/AL) or (¥ %7 > X /AL and 7' v 7 A JAL) or ((EILHIA 4 /TH or IIZHE /AL)) or

(FIZRE /AL) or ((EHEIE /TH or BHHEIE /AL)) or ((EFIZBEASN4S /TH or #/NE /AL)) or ((EHE - 3 14E /TH or L«ﬁ’]ﬁ%"ﬁ /AL)) or (IR
#/AL))) and (PT= x7k$#Ex < and CK= & 1)) and (((K /TH or k%3 /AL)) or (£ /TH or 355 /AL)) or ((IEE /TH or i1 /AL)) or
((f¥ /TH or £ /AL) ) or ((JBE/KSE /TH or 7K /AL)) or (#7K /AL) or ((Sodium/THor 7 F 1 %7 4 /AL)))) ) and (PT= &5 <)

mmo 2E (2L - ZTRER

a) K/DOQI Clinical Practice Guideline for Nutrition in Children with CKD: 2008 update RECOMMENDATION 8: fluid and electrolyte requirements
and therapy.

b) Hodson E: Sodium chloride and water intake in children. Nephrology 10 (Suppl 5):5211-S2, 2005

37 ik

1) Rodriguez-Soriano J, Arant BS, Brodehl J, Norman ME: Fluid and electrolyte imbalances in children with chronic renal failure. Am J Kidney Dis
7:268-274, 1986

2) Ray PE, Lyon RC, Ruley EJ, Holliday MA: Sodium or chloride deficiency lowers muscle intracellular pH in growing rats. Pediatr Nephrol 10:33-37, 1996
3) Wassner SJ, Kulin HE: Diminished linear growth associated with chronic salt depletion. Clin Pediatr (Phila) 29:719-721, 1990

4) Parekh RS, Flynn JT, Smoyer WE, Milne JL, Kershaw DB, Bunchman TE, Sedman AB: Improved growth in young children with severe chronic renal
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insufficiency who use specified nutritional therapy. J Am Soc Nephrol 12:2418-2426, 2001

5) Krautzig S, Janssen U, Koch KM, Granolleras C, Shaldon S: Dietary salt restriction and reduction of dialysate sodium to control hypertension in main-
tenance haemodialysis patients. Nephrol Dial Transplant 13:552-553, 1998

6) Maduell F, Navarro V: Dietary salt intake and blood pressure control in haemodialysis patients. Nephrol Dial Transplant 15:2063, 2000

7) Shaldon S: Dietary salt restriction and drug-free treatment of hypertension in ESRD patients: A largely abandoned therapy. Nephrol Dial Transplant

17:1163-1165, 2002

O RTXT 4y 7LEL-DFMIOVWTE, EEFBRFZMEEMHS HAMKESRRMAEE @AMREZIRMREE (84
EREBRMAESE)) [B - WRHFROAHD - BAREHICAT 22U EE - 2EH 1 K I 1 > ORLIMRE MRRRE  RE—H)
Dk 28 FEMIEHEMERES ICRH L .
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BTBIR - SBIRE = B L C M 1%
B 325 A7 1= 45 P e 9

=T i

- BIEZHD CKD AT —J 2~ 4 DR - BEEMBONETIE, BRERESETIIHRY

ROEFCEDID, ACERREEZRIDE UTCERICKLDEEREZIRET D.
#EI/L—R 2D

B BE CIIBRERESETIIFINROMF CEDIcSHD, HKEMERDERZ

\\

B - 2R

=TS
. v,

COCQUENTEYATITA Y7 LEA—ZT)IIH2), THENDOLIIZE W TE
R FMSNT T NI ATH D EREEEETIHRIR N OV TRE T 2 L% R H 5. ik
/ EROICHEEFRE T ML E L TR LEIBED A7 53, EERBARIE % HFEI2
HRERS R L2 DD HHET L7720 TH 5. 7272 LIKEK - BRI, 205 ER
(chronic kidney disease : CKD) D J5[H & L CT— Ay 2 ARERAEMERE L D S EHIRZ 720 5 4
BRI, F&EAREREO-E L TOREEAREIIZVWESING. o THEEHKRE
RO WRIEIL - FIERE BT, BEERBEDMR 2 BRENR EFo T wpizon
TITHERORMD D 5. FIAGEICEL T, HEWMREE T HHEAIIOWTIE, BikiE
MEEETHIMAI R 2 L 720 T 2N ENOWF I L THRE T A LE N H 5. BRNIZHRS
&, BRI R R R B ARAER aRRE EAE AT 2 TR T 2 DA 6, BRI DR
MICE R EOEITZIHF T2, 2F ) 2O CQIZREME L/2WgE s L T B tkneki
THHOFE L L TEARBARIELED b h s, Filod ) [E&ERBIRERET T

T IALELTRDLD|EFTELALET 720, TNENOETTOFHIASVLETH 5.
DB X ARITE, F 93l R 2 BEESE & 2 otliod 2 212507, BEESEICB L T
S ORI L BRI EH 2 2 D20 T THRET 2 2 & & L7z, BARRICIE, (ETH
HHZ OB EFEONE &L QEARBAZTIGT, 5iE 1B L CXEFERHR  OFE 3 (I

JEE B & QTR DA EERIEA TR B ORGERR) D 2 212551 F TR L 72,

1| BEFEoHE
a) RRIERDE (e BE)
ESCAPE trial |3EFRL - BEIHE (69% ; 2647385 ) % &6 72/NE CKD A5 — 3 2 ~ 412
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LT, —EBmOT I T v R (ACE) HESE & 2 0o FEIESE % v Il e
ATV, BEHEOSIREERZED 50 /85—t > ¥ A VL 99 75—tk > & 1 V) TEHE
RERE EAEATHIRIZN R A ME L7277 v ¥ LR CTH 5. ZOMETIE, KIEK - B
BBV T OB MEEIIC L) BOBAEFEIEONL 2 LAVRENY, CThIZEAR
BEVEEIZEHETH 572 LoD > THREROHEEIC 2D 5T, ToRlEEHZAT
) L TIRIERK - BIERBICBWTLBFEROUESYFTE S,

b) REHERIRPSE (RPN, B O )

ItalKid Project (J{ERJERL - RILRE BHICB W T, ACE HEHMHAM L FRRNT%#EE S
7RG % i L, ACE B3R OB RER 2 Mt L - 2 TRBIEmETH 2Y. 2
DfFETIE ACE HERMHOA M TEEGRICABEEZRO L7z, L LEREICEBT
B EFROBMERMIE, FHREREOEMHER L, BRREELERKEFIZOVWTIIRS N
TELT, INOEELATREEIRETCE 2V, TN THEPEK - BEKE CIEEHIR
PLEMEDOAHEIE LI HBNTHA ) T EEFEETE, o266 L AVEEK - 2
JERE Tl ACE THESRIZ X 2 B HRES R IIMF LI wWEEZLNL, — T, 62%
(278/447) % CAKUT 2356 % HARD/NE CKD BEE G L LB RS L, EHK
IB R RERE EHET ORI TH o 72Y. Lo THELREARZ RO L HE12IE, BRI
DRHRNC L) BREREREEOMETIHIINAETE 2. RBEART AT A - BIEKEIC
BRE L7z, BEEOEARBARN RSB RENRIC L 2 BEAEFROYEE LG Lo U4 o
WD o 72,

EBRED

—fEm e LC, BIMEDUEEIRERENERTICOR2) BEHR AWM S LEZ BN
B0, ARTERL - BB IRE L CE N E ERERIR L72FgEid 2 v, /hE CKD B3 % &
Hb L7t RNBIEIZE CTdH 5 CKID study Tld, HERBIINO fERA T 13 5% BR A 88 =
(glomerular filtration rate : GFR), Aff (F ALDAY), S GRERMEMERE) LimoFTi b,
BB - BT » GhIERBRAMRETEIL = - T U4 7 v v Y R (RAS) lHEHEO &K
FURBA R Z RE R ro 72" L LIBREREMEBRERORHRTEY#EITE 2, &
BEERAR AT 5IFREREMER BB 5 RAS HEHOERIMEIZ OV TR S Tw i
W72, RAS HEROAMEZRET S DD TIE R,

* * *

DEXY, BAEGEOUHEICEBMEDORENRIEETH L. Lo LOREIMEEZMED
CKD A7 — 3 2 ~ 4 OIIERL - BIEEO/NETIE, B EETHIH O 72012 RAS [
FHE, FFICACEMHEREZHPLE LT BERESZUEEZONL. T LTIOHE
21X, TTRETH IUTER - R bR MEREED 50 3 —L > ¥ A VLT 2 HEE L
ZMEEEFZE L., Lo L, MEERTICHEVSESDE % EOREREZ RS 25481320
DTEZRL, 90/8—try AR E TOMEERTH L weEZoh5.

—HCHERZZE T Y ARFEEL R WD, CKD AT — Y 11I2BWTHEIEZ&63h
EHaaBEEPLE L wEEZ LN, BEEOHHPHERIND (EBIZCKD AT —3 1
DI - BERBE ST 23 2 REEIEVEZZ SN, EBROBEICH2-> TIEE
MEDFERRBEDLIETH 5). 723 RAS BLEF IR ERMA S AR TIC X 2 Ry 7% B hae
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BEEMEATIER T RET, /B THEICHH S NS Ca TBMAIEDEE (CCB) 0% < 134
RAENEL FA SEHERARZ NS 2WEELSH D, EHEFUCBWCTH—WIZE S 598
LFELWEWILDOTIE RV, A% & RAS HESES CCB = HU T L FERNE & &
AAEE % A L 72 WFZE 3 AEE T, PR3 0B RIS B L CUd Ml & R & & IR R & T
&5 (LI RAS BHESE & #6101 CCB 0B £ 5B %R 1" I/RT). CKD A7 — ¥ 5 F#k
IZOWTIE, FIERDZRE S LUBREEE Y ET 2 F TN 205 2 L 2 ZET
bl BIEZZOLHEEIIGTLPENS THIUSRTELBIGT 5 2 L 3245055 5
EEZ A, LAY, RAS BHESE, CCB DWW d BirEmEMARICFS T 50
REMEIZ D ‘{fé@“«"é ThbH. FRCHAL S CROERAZES THKOEREO R /REIC
BWT S F R RREESHET T2V A S EEETL L, CKD AT — YV 5HEERD
RAS I’H?—%méﬁiﬁz?)\ TSI N,

PREFAIMA R RICOWTIE, KAl E L TRIZK - BIZHE ISR % ACE [HESEO W —1Y
A HESE S N s, — MY % CKD Tl RAS FHESRIG R ERIAPIE A S B B R

2O RAS FHES: (ACE FEE%, ARB) &#2[0 Ca TBMIEHIE (CCB)DBEBRSE

%5 | e == {EM FmE
ik ‘ B2 | mee |BW| (@xmeD
U/ < ® & 0.07mg/kg/day 0.6mg/kg/day 10~20| 6% N
Ul ¥ A IE:% (5mg/day) (20mg/day) mg/day | Bk Al
A
C — 4t
E Ir> - - ® & 0.08mg/kg/day 0.3mg/kg/day 5~10
LZXR—X S 1 h > 1
% UL F;% (5mg/day) (10mg/day) mg/day uE 2
= _
AT~ o | 22 N 6mg/kg/day | 37.5~75| 1Rk |
S AT KUV %} 0.9~1.5mg/kg/day (150mg/day) mg/day | RIS 73
= 20mg/day 40mg/day
AVIV25 2 - o~ 0 (K5 35kg Riit5) | (1AEE 35kg i) | 40~160 | 6 7%
ey | 77 3 E\;%} 40mg/day 80mg/day mg/day | BIE 71
(1FE 35kg BLE) | (fAE 35kg BLE)
BeEz
é YT 5o, 70 E o amekald O4mgkgday | 4~12 | & | & B sBAl
B | Ly FEﬂ <mesecay (12mg/day) mg/day | B [1~2| 8Smg/day &
FRRETD
oY Za-— & 14mg/kg/day | 25~100 | 1288 | .
NV mESAA lg;} 0.7mg/kg/day (100mg/day) mg/day | BAN 71
FLOY | /LIRS HE% 0.06mg/kg/day 03mghg/day | 25~10 | 65F | o
e rLAOIY R (2.5mg/day) (5mg/day) mg/day | Bk
C — ~3 0 — ® =)
—JxY| wl=v b 1 N 10mg/ [E] 30 1RER N
% e TES—K® E':% 025~0.5mg/kg/ [ (30mg/day) mg/day | B 23
_ o o WA
iy R AR TN ESVN N L = _ 3mg/kg/day | 20~80 | & | 9 | N
PUst | 79S5—kL® %} 0.25~0.5mg/kg/day (SOmg/day) me/day EESN |1~ 2 10 D\g)%%gj 1

BHRERT 2B 2154
IR 61 5 RAS BAEEDOEA L, B

. RAS BHEZIZF

=)
=[5

REESOICRETBVENHB.

(ZWEHa ~ ¢ XD EANRACE R HARO R % & OBURIZ A DT LIFK)

@ renal tubular dysgenesis DEE &L 3 7-HZEZTH 5.
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BARBEE AT HOFOMHIEHERESNTE )Y, HELEART 0 5841213 ACE
EHOMFEZEZEBLTL L. 7oV F 7 v ¥ v N ZEEREDEE (ARB) 122V T, IR -
B E R T H2E/EO LT v Ak ACE HEIELL LIZHFEEE T, A% %2/ CKD &
BHICHRLTHZET Y ARA TS TH L. SEEAREAET H/NE CKD BHITHT S
ARB DHEEW T ¥ ¥ LML TR A E R RERBAMEIR SN, 203 NE
DO—iBERRE L TITbIL/ ACE IESE L ARB # WK L /- ZEHEM T » ¥ 2L # R
Tld, ACE [H%3 & ARB RSO EARBOMNEEHT 2 2 LARENLYD, FRED
KFZARREERESEDTEY, ZOMBEEIEK - BERFICZ0FEFHEHTLI L
WEETh 5. Lo LK - BIZEE IS L ARB 28MEMH 2 WIZERIEICZ L& T 53
HLREOT, BEMEAD7-9IZ ACE BIESEZ V2 WHAIZIE, ARB B L LT
WL EIEEEL T IWnEEZLNS, 7272 L RAS FHEZEOHRHICH 2> Tlx, [ME
ETFRHEMAE T 25 S UBHRERESETT 2 WREDZEEIRETHY, HFHT
AT eEEEET 5. SHICEHARBAMAZ M > TO ACE FESE L ARB OHFH
WZOWTUE, AR 2 7R L 72 RS ST 2 052 08idd % <, BIfERHE LT
% K EFO#E%B0 57, 72880 ACE [HES L ARB Z LB L - —HEWRT > ¥
AL EEERY T, PRI LAY 24 112 ACE FHE S & ARB 2 0FH L7228, 9
L4 (17%) 12 B CTEREREEDS L CIEEEORME X RO/, T1ILACE HEED L
CIZ ARB TOHANRE L ) DA RIHENSGPo/2L b, S HIZMATIE ACE FH5ESE
Hdt e ARB Hifl, ACE FHE 3 & ARB O B H#HE LD 3 D12 $ 5 KHEE 2 L BAR G Bk
(ONTARGET study) b & 0¥, SEFBEIZ FHREPWEL 2V EZ A0, RIAE R B H e &
EVio B Z BT BB H 5 Lo T0 b, BIEEK - BIERESIMAENBIKE &
LR TWERATHLZ L 2EET L, AMEHORBRIEIAREERE L) bR EER
S, RIER - BIEEEICB VT ACEHESE L ARB O HIZHERE S v, 72720
RAS HER % &L HEBOBEER Y HHH L CH MEEEIAT IR HEIEZORY) Tldk
<, RIS U CHEHIBTNETH L. FLEATIR, TV AT O Y SHEEETEEC L
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