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TREERE, FHREAR, . RizWiEd
\ZBT DR ) DRTRHM OB R v
vV 7 NRIEMEE S (CKD) O R K i
Rt L Bl h vt ) 7, BAEKG
Bkl v s 2018, 39(1), 31-36.
EIRAE, EWRESE, IR, AR,
@A, RS, NETTEE, [MHE 1,
HT P, ZREERE, f5—
Branchio-oto-renal JEGEHE LT AiE/IR &
A0, EYAL OFHAEREZHO- 1
B, R AN BN MRS, 2018, 31(1),
44-50.

FREERE, SR, FEEEERE R AT
(Volume 58) il H'& (BORVEMERE DR &
D OFEES, FIE LK, 2018, 67(4),
461-464.

2. FERFER

1.

KAT6B #EiarARIZEIVZE LT



Young-Simpson JEMEFED—H], WA KX —,
PR, ZREER, fs—k, 541 E AR
NREEFRTFINES, 2019/1/11, [EWN
OFD1 IZERAH T HEFB I 4 HlOBIE
TR LR, RAY—, ZREER, Fil5R
¥x, JHKIE, RAEHR, KBz,
HeE =, BT, FliE— BFERER, i)
B8k, 5 41 Bl A A/ NRE R T2 FINES,
2019/1/11, EWN

AERALMGIE 2 38D 72 NAA10 250 1 5
W, RAL—, EEEN, ZEEK, B
KEEKR, LT, BB, RS
5 41 [ A A/ NRBER PSP RS,
2019/1/11, EWN

OFD1 IZEBEZHTH L U AT —DEFR
BIR 3 B, KA, fEEx, REER, F
RRARER, AiiEd, REEIR, BN E,
WA, WEKIEH, FiHE =, AT, ¥
P —, BPEEOR, RS —aR, 40 BIAA
NS, 2018/11/8, [EA.
FERVERS R G B OR B L B TERD
BEEL:  HiffiEk 64 B OfENT, D8E, A F0F,
Ve, @7, W BRE, BEsEE,
WHER, Veli £, B —, (FEH—,
FREESR, BPEHEOR, S, AAREE],
75 40 Bl A AV NE B AR RSP E S,
2018/11/8, [EWN.

WDR35 BE A RIZ L 51 7 v R
U A AF—olEfaf, AEE, MERK, 4
Prigz, WERApESC, SFiRiEh, ai)llEEE, 2&
HERE, Sk, IRERE, MTER9L, 5
40 [F] A A/ N 22 i s,
2018/11/8, EWM.

3 R RIR 2 T FE L S 72 TTC21B 4
Bo—Fl, A8, AR, S,
#£42, RiniRosanti, B & AL, K, B
AYREOR, BRIk, ZREESR, O, KEP
ba L, 55 40 [8] B A/ N B AR 2Rt il iR 2,
2018/11/8, [EWN.

BRI HNF1B 25 2 [F7E L1z
S RMER RIS B o 1, HEE, AEMEAR
RS, =HfE—ER, #REE—RS, 5O, &
B, PR, AL, & FEAN, BAE
H, MR, AEE, KRR
—, ZREERE, fRE—a, IREBoCsE, &5 40
Bl A A/ NERE AR i E S, 2018/11/8,
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10.

11.

12.

13.

14.

15.

16.

17.

EA.

Frl PAX2 815 28 BN AE S 4Lz
non-syndromic CAKUT O %25, MEH,
HREE, MEE T8, EEHEE, 5H4HE,
R, BPETEOR, ZREEER, ARk,
FER7KJE— B, 26 40 B B A/ N R 2rpay:
2, 2018/11/8, [EMA.
ARV E MR R (ADTKD) OJi
G T & BRRG, DU, ZREERE, fills
F¥x, RBEHR, EIRE, [MBERE,
Tz, BETR, #E—, % 63 EIAARA
¥R F4, 2018/10/20, [EN.

PIK3CA DIFMfEY A 7 ERIZE D
CLOVES JEfERED 1 LR, RAZ—, 4
BN, ZREESE, TPATE, MEEFE, /MR
KIv, & &, BEEKR, FREHAN, 5
—ak, 25 63 [ A AR NFE{sF 42, 2018/10/19,
[EA.

GRIN1 75542 X 5 EEMEEIZTAD

41

Wb LRI, A S —, N,
HEEZNE, S, focH—, Wz,

BUBKAE, LTS, HREER, K5
W, 5 63 [H] A AR NFHIEIR T4, 2018/10/19,
EA.

WDR35 {5+ A RIZ L D37 1 LR
U A RF—DFEfaF, AAX—, FEiEkE
X, B e, MERK, SFRSHG, mi)llEE
W, ZREVERR, AR, IREBIIA, TTEAR
gL, £ 48 [A] B ARBMEFSvEE  K2,
2018/9/29, [EWA.

AR S BIG TR TR T R E
R D—fi], RNA L —, BRIFOGE, ZREEK,
RS ., IR VEEE, BA)IHTR, S,
Rk, HPAKE, 5 48 B B AR Y=
PEE AT RS, 2018/9/29, [EWN.
BRI TR L 2 72 ARPKD DRk A
B, RAZ—, KTTH, RHEH—, EH
XA, MBEHrR, REES, RS K 5
48 [B] A AR PRI K22, 2018/9/29,
[EAN.

KAT6B %512 & % Genitopatellar i it
O 1&hipl, NEH, ZREERE, HERE,
HsuIr, 22 B30, HHPEo, HFse 6,
Rk, & 275 [A] B AN R b R
#1754, 2018/9/29, [EW.

Copy Number Variations fi##7(Z & ¥ i&ix




LW EEIR W & B7p D RE R 2157 4
JEF ORGET, D8H, REAEIL, BHEER, &
HiE, R TEF, s, FEEK,
FRATIEM, 2 NE 7, LR, /)T,
B, 8RSk, 2 53[5l B AV B i
52, 2018/6/29, [EA.

18. kit —r7 =P —ic kb7 v L
WU A RF—OWFER B TR, P,
fill s 2, ZRE B, R, FEATIE,
i N, PSR, RS, IR,
R sk, BpEtsR, s —ak, 2 53 [BIH
AN R 72, 2018/6/29, [EA.

19. #i#l BICD2 #1517 R A F5o T I B A
YRR T ERE DO — AARANFE
%, DA, &M =E1, ZREER, BIBRE,
PR, Bk, TTEZenl, BIRARF,
AN RER B, 55 60 [B] H AN R fi a2y,
2018/6/2, [EWN.

20. /NEEBMERBIZRT D 7 L EFEAREH] O
MEELIZ A C, HE, REERE, 5274 [
H A/ NER 2 e R T 2, 2018/5/19,
EH

H. A PEMED HFE « eIk
(FPEEET. )
1. FFRFEUS
L
2. FERHT G
L
3.7 D1,
FrtEmER L
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JEA T @R AR e (AR S ECRITITE S 2E (R MR B BORIT T 3E) )

SriamtIeE s &
IN—=Z—JEGERE X v TV~ IEEIE O R FEEFKEED [ LD 720 ORI F5 1 E OERRIZ B D k58
WHFE s B R A RFR B E AR BRI NAR A0 B - R %

IS
[#F7E H Y]

ARNEH BT DRV FF DI 21T
[#F7E714]

HERE IR T DERR AR IS B D AT 2175,
[t R ]

BEFE 2SN LT
[5%2]

RIZHeNTL TRV Bartter SR/ Gitelman JEGRED

EB L T2/ UL, Target sequence % =85

W EEHEDER B LR R T2 W A O3 i, H

ZWHATl 2RI 95, HARAN Gitelman JEE

H AN 38HIIC BT A I F2Wia1T-7-. Gitelman JEGEREDFERAVEHMZMRITL, U EEIT-1
(Kidney Int Rep. 2018 Sep 28;4(1):119-125.) . Gitelman SEMEREIZIS 1T D2 T 2K, BRIRDVFEE, BAA OHESIE

Gitelman JSEEREIZRBWL T, 1FEAEPMBIRO MR 22 W SNDZENBALINE o7 Fi, 1K
BEIE, BWET WA, TAD A, FURIERE B E/R S 2 @M IR A LB L-. 2RISR T
DIRAL NI THZENTE. FEROZIIZBWT, FEFICEE R ERERM T DN T,

A, WHEEH)

Bartter JE/ERE/Gitelman JEMEREI 2 M K HEDNELE
BT, ZOZWNTIEERKR OB CIIRE iREL%Z
LTz, AR, FAEBITREELL T2
W EEED R L ONRAR 72 WA %, H
ANBEIZEBT DR OB 2179 Z & 1T
X0, BRBGTOZK L~ Lvom a2 BT 2
EERHBE LT

B. #Fgtik

EE s % 73Ul L, Target sequence % f\»
- FERZWTIRH] 22T 5. G e 3o 8I5 1
1 XL F# 112779 Bartter SE R/ Gitelman JEMERE

ZRRICERN 2 ET 2T X TOBLTFEG DT,

BRI Gitelman JEERE S ZW L7 HANR
#0185 BTk 2 2R, ERIRAURHE, B
PHEICEI T AT 21TV, Z ORRIKRE S 2 &

7 | CASR 5 7 Bartter JEf%#E
NM_000388.3 (K~ 7% o ™ A

8 | MAGED2 #E R —iE 4 Bartter
NM_177433.2 SRt

9 | CLDN10 Salt-losing
NM_006984.4 tubulopathy

10 | CFTR Cystic fibrosis
NM_000492.3

11 | CLCN5 Dent-1
NM_000084.4

12 | OCRL Dent-2
NM_000276.3

13 | SLC26A3 7 v )LV R HFE
NM_000111.2

14 | KCNJ10 EAST JEfs#E
NM_002241.4

(fER i~ D ELE)

meT 5.

1 | SLC12A1 1 7 Bartter JEfERE
NM_000338.2

2 | KCNJ1 2 7! Bartter JiE {Fht
NM_000220.4

3 CLCNKB 3 7 Bartter JiE it
NM_000085.4 e~ 7 %3 ™ AMLE

4 | BSND 4 7 Bartter JEMERE
NM_057176.2

5 | CLCNKA 4b 7! Bartter JEBERE
NM_004070.3

6 | SLC12A3 Gitelman JEfERE K
NM_000339.2 ~ 7% MLE

BARF BT I3 P REEMEEE B 2TV TR
Mo geat g, BEZ AV CERA 217720,
HHIC L DFEELIUS L ETHifT L7z

C. WroohkER

AR AN Gitelman SEGEREBF T 2 EERAIRE
ZRRET LToRE R, WG & - 72 181 fil
IZBWT, WK MEMRA S 25 99 #] (54.7%),
T X =—JEIRD 59 B (32.6%), -2.0SD LLF DK
HEMN 136 (7.2%) Tho7-. £z, BIEOHE
IR E2Y 178 B 29 il (16.3%), EET Vi
AD 124 I 17 il (18.7%), FLIRIREERE S H A3
94 1| 4 451 (4.3%) , TADAH 121 611 361 (2.5%)


http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_000338.2
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_000220.4
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_000085.4
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_057176.2
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_004070.3
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_000339.2
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_000388.3
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_177433.2
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_000492.3
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_000084.4
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_000276.3
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_000111.2
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?val=NM_002241.4

T bz, F, 10 B TITAMBRIZ XY AL
%T}I/%/ (GH) A4 & 2l S 4 GH Al
ERB I bivTwz, £72 1 HICIEBSER A
IRCTH 2 QT IERIEMREZFRDT=NN, 7Y v LAfiFe
IR E LT,

D. B%

AE ORI T C Gitelman JEFEREBRE 2R
T D2 MR X OGS IHEDRIESE R &0 &
oo T ARIRO MEHRAE R TR W S D EFIN
PELLEE EDERENOIT ERGERCE R L
DKPIERBFEORENIZTLEALETH Y,
Gitelman JEMEREEE 2B W TS RIS XM
MREZHTHIEEOEIEDIEIREZRBDLT UV EHE
M. ERRE#ERY, KYROA0%
PR D Z & iEa Ei’L’Cb\fJb) ﬁﬂif’:@ﬂﬁ AR
AR TANAIREDEPFL BEEICRO D Z LR
HOE o7, QT ERIEMEREIIER (A 72 & 0F
JECH DD, BFEATHS., LrL, BV TLD
FHFE CHCPICEET D Z RS,

Gitelmanfﬂ?%ﬁﬁlio‘b "C IIERE 2 BT ‘f:u
_W%/\{aﬁcr%ﬁ: ZEnHY, SRlIOFHEIC
H &) Téi%foi'ﬁ’%%%ﬁ 2752 &
75“(%71

F. fERefabRin
L

G. MHEREDRAFR

1. FwSCRE

1. EEMERAERE FEER 4 BORER
B WWE BIHRE EAB PHEK
ErEPT 614- 615 2019

2. KFEZZEITZHIZE >7- Gitelman N&
B 2 Bl R ||Em, FEEA, B OEAL,
filJs Ex, P OEKR, 2N BT, UJH
Bz, m)l s, BE sk, e —# H
A/NRIRIGIFFE45E 10 & Page67-72. 2018

3. N—HX iR - X v TV~ USERERE B
AR /NEEZE  vol8l No.12, 2018

4. [/J\LE'%} WIRBRZE R update]  EAGMEIRAM
BRI Ml NS, BEER, S
— ik /J\ ¢ B} (0037- 4121)59 & 10 &
Page1409-1417(2018.09)

5. K~ 7 32U AMEE 2T 5 RMEBKR
PSRk B LEBHT vol86 No2, 195-199,
2019

6. EEMEEREE FEERK  HAPEESHEE
vol61 Nol, 18-22, 2019

7. Fuyjimura J, Nozu K, Yamamura T,

Minamikawa S, Nakanishi K, Horinouchi T,

Nagano C, Sakakibara N, Nakanishi K,
Shima Y, Miyako K, Nozu Y, Morisada N,
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Nagase H, Ninchoji T, Kaito H, Iijima K:
Clinical and Genetic Characteristics in
Patients With Gitelman Syndrome. Kidney
Int Rep, 4: 119-125, 2019

2. FRER
L

H. i pErE o kg -
(FEZ&ETe. )
1. ¥ ius
L
2. ERHFT 8
L
3.F D
L

HRERARTL



JEA T @R AR e (AR S ECRITITE S 2E (R MR B BORIT T 3E) )

SriamtIeE s &
A NRT TIEIE OB - REVRARBIIZBY3 54858
WHFE o HE

SR & BORRT: - EEET R - R

=
[#F7E H ]

RA NRT FHEERE VRS EIERERE, nail-patella JEGRDITTUB AL, BEB ORI, BEOMA
WZEk, FMEEEiORERE 4 M E T I2EEBEWERETHD. LMXIBOBE T RENFENTH 5.

A NVRT TIEGRERE OFPEEUTE ARCMIR 2 B2 BHEZ FIE L, — iSRRI A RICHETT 5.
T4 QOL ICH KRB E KIET ), BIEOHER & BT 5 N2V TI RSN Z ). AFRO
RANST FHEBEREEFNCONT, BHERE S IR FH DU IR BIB AR LR DIER OB 36 L O G T-45 R
DRI AR L.

[F5E714]

FIRE IR SN IR B AR E TG T — 2D DI BB MG LTz, &7 LMXI1B Bin D% Bfiffrz
T2, RIESHIZERICONWTLR—Z—T v A% T B RE T 2 i LT~
55 ]

AEAGE R B E | R 70 FE T IR LI B RE AR T E B2 O MBI A 3R D e o i, BHER R LTZRANT T
SEWERE BT (TR E RA S DEROLE REZRIE L. BB HRER TEMTRONEBITRATRA D
—IICEBEL Qe ZNHOE BITHREIEM 2 Z IR TSR0, RIT UM T T4 7 RIT5R O 10

7.
[&4]

RAF R AL LD
Lk

HTHD.

BRI oNT R ENEIEEE DR THLHEE b

FRERED OB A RE ST AR T, BHIRATRAL L DO BN R ENAEAITIEBHAEOR Rl EE N4

A. WFEER

XA NNT FEfERE (T 25 E R, nail-patell
AEEEOIITE R A2, BET OREK, WiEOf
RZEE, FEEET D RIEK A 4 F L T 2 BintERE A
ThD. HEITS TN ANRE L Wb TN 523,
AHOBEEIIHA ST, JRIRIE LMX1BO &
IR RETHD.

XA NXT TIEAERERSE ORI E AR R0
JR%E BT DEIEERIE L, £ O—EBIX R R4
HEITT 5. BARICELEF ORI <TG
DD, B TRIIANEBEREDOQOLIZ S Kir 2% K
9. BRREDN S B IR R RER B D W AN EE B
DHEITRGNATEY, BRFRTIXED X D /T
DNBEFRIE & BIRT 2 MOV IR SR8 S
A

AIFTETIEARIRD R A VT FIEGEREREFIZ D
W, BHERER R T 5 2 VIR R L 2 BIE
Bl OB L OEE A RO AR5 5 Z
Ex AL L.
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B. #WFETE
1) A NNT T IREAGREBE O BRI TR B 7 AT
H26-27 £ J2A @R F R E M E Hin
P FREUR I e FHE(LMX 1B B REE O FEREFR A &
PZWrEHEDfENT) I LN OBAFREE CHEE L7 &
FIZHONWT, ERE~D RHBE O 21T~ 1=,
FEERIE I, BT XA T 72,
2) LMX1B %n1- 78 ST
BEBIOCEBREIVHERNA-THAIC
LMXIB &fa{##& % %M L7-. QlAamp DNA
Blood Midi Kit (Qiagen, Hilden, Germany)%
WORIM S 4 7 5 DNA i L7z, LMXI1B
DEa— NEEB L7 VoA v b U HEAH
k% PCR (ZL VMR L7=. PCR HEgEIZHW =7
74 ~—& PCR OFMFIIEEHROEY Th H(Sato
U et al. PediatrRes 2005). PCR FE# % H\W\ T4
A V7 hy—7 2 AR X0 EHEES & RE L
7-.



(fi PR~ DFECIE)

AR, [ANERSRE T 5 EFRIICICET D
fBR4EEt) Te Mo Lo - B FMATIFZEICEET 5
fERFREE) My L, TEER O BE R & BRE R
RO OOREE R~ =27 V] 2> T
ITo 7z, FERERAEGEFIG), B L OB ¢
NENIZ O W TR KR E B Z B2 0 KR
1R,

BARFRATIC OV TR B BRI TR A LR T
ZEERER LY LMX1B BhEEER VO BE 22
WrL, KA, FEORENGONTSEEIT, T
DIEE 25T L CRIARIEIT - 72
3) Western Blot 53X O LMXIB Vi R—4%—7 v
A1
5B LMXIB 8L 77 A X R, shPanl 387
Z % 2 R(shPanl-BAT14), V37 =5 —F LAR—
X —7 7 A3 K(5xFar/FLAT-pFOXlucl.prl) i3 B
# (German MS. et al. Genes Dev, 1992 pg.
2165-2176) LA U b D&M L7z,
BEMBEA~DO N T AT 2 va rBEIW
Western blot (X Udagawa et al. Sci Rep 8:2351,
2018 L[ABED FIEE AW T o, £ LR—4
—7 v A IIBEHRO S0 v FEhi L 72 (Isojima
et al. Nephrol Dial Transplant 29:81-88, 2014).

C. WFoehER

1) A NNT FIEGERERAE O PG D AT

WRFZEBE TR L7224 EB O BIE A2 A3 5 %A
NoRT ZIEERED 5 B, 14BN MDA THh T
7. 0O BREGRE AT T H T LN TE 78I
DUNVTHRET L 72 ().

8BID 5 B, 201 E B HEREIL T (CKD staged),
NI RAB AR BICE S TERI TH - 72, ZDIEN
DSEFNTE AR D HVITMRE AR Z Z L TW=
2, BRI T,

HERE DN IR 72 551 TIL 151 2 B3 & G BAMREE 1)
FITIEH TH o7, 1HITA2 THIO CREMRE %
F7RETH Y, ORI LIEE L2 7R
oW, IEFREREDERTH-T-. 2 DIEFITIL,
R L & U CIIAE I (SRR 7 BRI 0O
BV, R E DTS 2RO T- (K1 A, B).

i RS REIR T (CKD staged) D241 & REIEAR
BIZE S - VEFNZE W T HERAT A TR
ZALI L BB RE IE & 22 ASE BERRIE S & RARIZAE U C
W=(K2 C, D). £7-Z 6 OFEFITIZHERELLE
DEARDEHE L T,
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A (155% ) CAR IR A 2T HEST L7 EF D011
% IR R CIE— O SR BR IR T RFIERELIR A 2 580
7= (X2 E, F).

2) mIEBREA R A VT TR ERE OB AN R
DfFHT
2UEB D 5 B, [FEDGF O 14EFNC LMX1B
BT 21772~ 7.

15 CIEEr A2 #(c.783_784insC, p.V626fs), 10
BICBEI®D I A& v A2 B (p,R223Q, p.V265L, p.
V265F, p.E57TX)& 2\ MIEEH D A7 F A AERALD
EH(c.819+1G>A) Z [AIF L 7=(X12). 245% CAREIE
AA L 2o T B TR 22 R0 A VX T T IEGRE
OEIMEROMEIE R, I BIMiHHE, IEE 28t % &
LTCWzbDD, B H—ikTIEILMXIBE&E 1D
Bt Lo,

3) EIERIEABERA N ST FREGEREDIFIA & 72 %
LMX 1B B OFSRERAT

BIHLAR B 25 e BE AR R MIE A d K ORI
EAREIER] TH DN ERIZOWT, IEETEE~D
WARELZMTLIZ(K3). ZTOfEE, b4 T
DOERCEHEETEENZERNIIK T2 Z EBH LN
\Z7p oz, — 7 CEPAER b R BRI B 1 3 B A= 7Y
2 R DIEETEMEO IR A NE L o7z, 2D &
DOFFICRIB A 2E2 BT 5 & ) e diE KB
ERDERTHSTHLRIFT Y MR T 4 7%
Tl <, N RAERRIEICEAET 5 Z ENHL
IRy

i

..l

D. &%

A NST FZIEGREEDFT 2 EIEDOH THRFITH
BEEEDS R EE LK T 9 B AEBNIZ DV T D g R L
FHH D WITEBH R I OWTIZE L E o7
WENGE LRV, ZIUIAREREERC B W TRIEZ
EOFT 2 HEMNMEL, ZOEBBRE 2720 L& 2
bND. KR TIIARIICB W TIE A A0 5 %
A NST FIEGREBE OEFEIC LV, BHEOIK T
& B 2 LAY F T s R LR o T
WraeiTolz.

SR B AAITITOEEE L~V TIRH B A il bR 48
EEDROWUNE L DRI E AL ETH -T2, L
2 LB & 20N ERERE DM U 72 SE B C IR A8
BOENMNERTH T, F-B ML LT
IR 7 FEJECIEE OO 28 (I X B A RE 03 IE 3 72 B JEESE
FICHEED DAL, WITEERENME T L7EFNZ B
TEDRBD WA Lo T2, ZD72, KK
DOEAITRBEREZ ST, 7Rk OBHSHEIR T



EYHTH b TERVWEEZ LN

— 5T, mE SRR TESd L ORIIE AR AE
Bl THONIZERITHRALT R AL ORI EM
LTV, T E THRA ST FREBRE TR R
N h o T FEF TBAR T RN FE STV DI
NI DN b DD, FriZp.C59Y Z B\ T2 1
(p.A236P, c.741+1G>A, p.V263D)ITW\ 1 b 7R
A A R AA NAFHE LTz, FRCAEIEE S - AR
3B L OFEANY v 7 AZEEL TR Y (X2),
#3~U v 7 Z1ZDNA OB % F A9 I12 38
T o LTI EEE R T L ST D E
BRI 72 72 B IR B E 2 1 & A SR 70 0Bk
RREARERCTHST-.

FI-BHIEOBIE A S 7o FREME & L T RERE L
P TIER RIF U "2 T 4 7R EFo0
EOMERRILIZE ZA, 2D OB RIK T AR
LMX1B\Z X D855 LA 2 Ila3, ~7'r R
RIZKVIEBPIET H Z & DR I 7.

— 5T, A—EREHT HFEBENCBNT S EE
DEJEFEIIRRD Z ERMONTERY, bHER%E
BT 57T CTHTRIENEEIC/RD ETRITSZ
LITREETH 5. 4 BIOFHA T s B R AR TE &
HUWVIERBIB AR SER TV b EmEEARZ
Tl TWeZ b, PEEU FOEBRRE 2T
HIEBITC, FFICHR AL RAAL VOERNRONDE;
AICITEHEORTICHEREZTH2RE LB bR
7.

KIRDRA NVXT ZIEFNZ BN T, 5B REIL
T 5 WITRBE R E - I=EG R EY, &
R A A SN LT, BHEEREIR MERI CIXL
MXIBDHRAF RAA L AZEDFEINY v I A
DN ERNE L, 25 OERTIILMX1BO
HRBIE M 2 FHCANE] L7z, & R R FHBEIE 1,
FRZLMXIBDR A A R A A NEREHT DHIEH]
TIXEIEIR T O RTBEMEZ B £ 2 72 O LBk
BhHHEEZHND.

F. fEREfERlE®

L

G. WHEHCRD R

1. fmCFEE

1. Harita Y. Application of next-generation s
equencing technology to diagnosis and tre
atment of focal segmental glomerulosclero
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sis. Clinical and experimental nephrology
221 491-500, 2018

2. RS BRBICHT DB 2
59: 1379-1385, 2018

3. IRHEE /NEBREEBIZE T 28E TR O FE
HAVNEBE A A2 2GS 380 28-33, 2018

4. REE . UNRRBOBZWIRREERE] K- E
R - Pt B ARV R S RE /)
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Health Labour Sciences Research Grant  Research project on intractable diseases ~ Establishment of management
and research system for rare and intractable diseases in the kidney area of children Principal investigator Kenji

Ishikura

2. /N IO MR IF AR B O FEC A b

diseases

Research project on
intractable diseases

In order to promts messures against
ntisctabls diesses and  ehidbood
chronk: diseases, tha research team of
s projsct has estabiished & rsssarch
system  covsring il Intractable

children

Intractable diseases in
the kidney area of
children

This research growp Is tn cooparation
with the Japansse Socisty of Pediatric

% Ustat

diseases

Conservative
management of CKD

Chrenic kidnsy disease (CKD) 1= & new
disezse cohcapt sstablished n the
20005, Iirespective of the cause of the
disgsse, 1t refers to @ condifion In
which thera fa an sbnormality n the

Kidney Diseases and the Pediatrlcs

! @ Jopancse "
Health Labour Sciences Research Grant Research project on intractable diseases - Establishmert of management
&nd research system for rare and intractable diseases in the Kidney area of children  Principal investigator  Kenii
Iahikura
u & Listal
disssses ehildren cxp disenses

Method of measuring head circumference

Head clreumferance Is measured using a tage measure from batween
the eyebrows (o the frontal bone Migher than the root of nose) around
to the most prominent part of the occlpital bone on the back of the.
hesd, Measuiement shoukd be mads to the milimetsr.

3.Symptoms

Microzaphely, heavy pioteinuria, and facls| morphalogical abnaimenties such 3 malformad &ars
occur 3t Wigh frequencies, Many gatients have concurrent psychamotar retardation or Tntractable
spllepsy In sddition fo microsephay. Dysplesia of the cersbial cortax (convalutions!
abnormalities, whits matter dysmysiization) and carabeliar hypopiasia may be found on CT/MRL
Hasuy protsinuria rasistant or flksly to ba raslstant to traatmant (urine protain/craatinin ratio =
1.0 &/gCr o1 wrine protein = 1,0 g/day) occurs, causing a large amount of proteinurta (pephrotic
syndremel by 3 months aftsr Bith &nd In typlcs] and sevare cases. Although Kidney demage s
progressive and often leads to renal fallure, the age al which end-stage s reached anges
whdlaly, from 3 to LD years oid or avan oldar. On the other hand, there ars patients with miid
Mdney damage (proteinuris) and miceocaphaly (splepsy, growth retardation) who reach
adulthaod after a relatively favorable course of disease. In miid ceses, In which nephrasis
becomes appaent from pproximately | o 3 years old, epileptic symptoms may precede. There
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