#&=X C-19
HEMREMHBIEHRRRBREE

Rk 21 4 6 H 1 HEE

HMEER : HFHAE (B)

I HARE : 2007~2008

REEES - 19790720

MEREL (FIN) FOECFEITHMEERELZRKAEHEAESEORENECTE
D fiE B

HEEEL (EX) Molecular analysis for inherited tubulopathies.

MERKRE

g2 BEK (KANDAI NOZU)
HPEKXE - EEEHMERRE - B13
MEEES : 70362796

WFEERRR OBEE -

Bartter JEMERE (BS). Gitelman JEMERE (GS) X Yt R MR HERER FIET, BH U 7 A
MiE, REMET LI — 2, ml=v, 7V RAT o UfER E2EEE 45, AARANC
B INOLOEBEHETLREICEBWNT, BANE X OBEBEFIRGFHIZNE TfIThhvTZ
RInoT-n, R HIXAEIOMZE T, BIfEE T2 5 34 Cltfs TR IC L A EEZW 21T > T
&, TORER, G CIIZDIEE AL TERIETAEREZRIET S Z LN TE, AEBEIZBW
TIIEGTF2MEBENEVEBR THLZ NS oT-, -, N TEICET 5 LRE2TV. R
Y RAIIEAY S mRNA Z 5 L. RT-PCR Z N TRENT 21T 5 &\ 5 R BER )l i 72 1k %
MATHZ LT, EEFZ2HRZA LI LICHESIL, SHIZ, INETINSHDHEAT
AT NMEN - TR IR & LT, /ERDERE Y — 7 =2 AR X DT ClIAEEH O~T
DA RRIEOBMHIZTE T, BS BBV TUIZOERENRZ WD THDHZ EEHLMMT L
2o £ T, PR PLEREIEZEANTDHZ LT, TNLOERORHIZKIN LTz, BEE TR
HIZ9 0% EOBFIZBW CEIE FEROBHEICHKT) LT,

A HE
(BHHEAL - 1)
[ERET ST MR & it
2007 4 900, 000 0 900, 000
2008 4 900, 000 270, 000 1, 170, 000
R
R
R
o Et 1, 800, 000 270, 000 2,070, 000

W5y EF « KSR

BfFE O - M E - WRSREGIRES: - NERE

X —U— K : (1)Bartter SEfERE (2)Gitelman FEMERE Q) RHE THIlE DT rvxrL - T
ATR—H —

1. WFFEBRMBLSAIDLE & DOIY¥E, FIEMT. SR, BISTBE & O

M —URATH -7, FICAERAICEN

Bartter FEGRHE, Gitelman SEGRHCBIL. €1 cpmia v a7 5 s o < . BoFRaSH



bEFEROLRWIRITH -T2,

2. MEDEM

AHFZE TIE mRNA <2 PCR a7 Byk & V- 1
{BFRNT 70 &0y FIBARFHFIEIC B T 2 &
B OB A BE LT, 9T O JRAME A
FLEIE DIER TR T ORFE 2R L, D
ST HEER O ET D2 BRT

3. WHEDFHIE

PRABE ERGMIADTF ¥ b« BT AR—H
—REIE DT X TOREF TEIE T O RE &
ST 2T L LT, RPE FHIIED
FhH U 72 mRNA % BN 7= 385 AT 5157 &
PERAT DAL T Z 720> o T Wi BT 72 AT 5 1550
EHEBRIKENEE V=4 7 2 DNA @ PCR
PEREWVIFEFITH LW AEEZHWS Z
& THERI & 20T T & R Do To i [ D~
TRBEGERORKERRLT 5,

4. BERE

Bartter JEfERE (BS). Gitelman JEERE (GS)
ARSI E R RE R FE T, BV Y
v LIGE, REMET LI r— A EmL =,
TV RATa CMSER E AR E TS, Bl
FEFETIT TR D VALBS 38 L OGS DK E
BFMBECH LM SR TWD, BARANCE
T2 INn6DREEZATLEEIZBNT,
KRB E X OEAR PR EHE 2 E TITbh
TIRdo T2, BB A RomE T, 8
£ % TIZ 5 3 TEBTMITIC K D EED
WradT>CT&7z, WRIZTAL T 241, TT43
B, T8 1 841, IVEL 16, GS2 96 TH
S>lc, ZOREER, ARG TIXZDIZEALET
BETEREFRET DI ENTE, RKERIC

BOWTEHERBRTFEZHEAEHEWVELTHD Z
EWgInoTo, Eio, RIS 5 1Tk
AT, SR TR D mRNA Al L,
RT-PCR % HWNTHEAT 24T 5 & 9 R Y
INOWEH R HIEAEAT H 2 LT, BIE 2
Wise (i) b S® 25 Z LICaEh L, B0l
(I H&1T > 7=  (Pediatr Res 2007, Am J
Kidney Dis, 2008), =HIT, ZNETIN
O DBBTEBAZFZ WD - T2 JRIK &
LT, WERDEREY — 7 = ZEI X DT
TIHRFHDOANT AR RO HILT
TP UBS BEICB W TUIZOERENZ W=D
ThirZEEWLMN Lz, £Z T, PCR ¥
EREEZBANTHI LT, ZNHOEROM
HIZAZh L7= (Pediatr Res. 2007), F7=.
HARNIBW T 28 BS OMEFNITZnE
T1HIE 22 oTehy, 28BS TIHEA U U
LSE ZFE D IR WVIER &\ D Z & 2B B
&L, BB OWTWRUVWEF D FTED A HE
P& 5 & L7z (Pediatr Nephrol 2007),
F7-. AR late—onset @ 1 I BS FBE D
#i (Pediatr Nephrol 2008) 35 J TX CLCNKA
F L CLONKB DM FIcERE2HT D
Z X AHEER AR BS JEFNCEI L TH
L7 (J. Med. Genet 2009), HfEE THA
72H1E9 0% EOBFICE W CEETE
BORHIZHEI LTS, 72 HIER O
ATV, BARANCZBIT 2 2 ORBOBRE
DRFEEHOLNE LT TETH 5,

5. ERERRXF
(WFFeFA . WHIEo 48 e O IE48 1
(=S I)

CMERGRmSC) GBE o 114F)

1, Nozu K, Krol RP, Nakanishi K, Yoshikawa
N, Nozu Y, Ohtsuka Y, Iijima K, Matsuo M.
Detection by multiplex ligation—dependent

probe amplification of large deletion


http://www.ncbi.nlm.nih.gov/pubmed/19169714?ordinalpos=1&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_DefaultReportPanel.Pubmed_RVDocSum
http://www.ncbi.nlm.nih.gov/pubmed/19169714?ordinalpos=1&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_DefaultReportPanel.Pubmed_RVDocSum

mutations in the COL4A5 gene in female
patients with Alport syndrome. Pediatr

Nephrol. 2009 Jan 24. [Epub ahead of print]
e

2, Nozu K, Inagaki T, Fu XJ, Nozu Y, Kaito
H, Kanda K, Sekine T, Igarashi T, Nakanishi
K, Yoshikawa N, Iijima K, Matsuo M,

Molecular analysis of digenic inheritance
in Bartter syndrome with sensorineural

deafness. J Med Genet, 45:182-6, 2008

3, Krol RP, Nozu K, Nakanishi K, Iijima K,
Takeshima Y, Fu XJ, Nozu Y, Kaito H, Kanda
K, Matsuo M, Yoshikawa N. Somatic
mosaicism for a mutation of the COL4A5 gene
is a cause of mild phenotype male Alport
Nephrol  Dial

B

syndrome. Transplant.

23(8) :2525-30, 2008

4, Tida K, Nozu K, Takahashi Y, Okimura Y,

Kaji H, Matsuo M, Chihara K. Diverse
splicing  abnormality caused by a
homozygous mutation in the

thiazide—sensitive sodiumchloride

cotransporter gene in a patient with

Gitelman s syndrome. Am J Kidney Dis, 2008
51:1077-8 #&Hi

5, Nozu K, Przybyslaw Krol R, Ohtsuka Y,
Nakanishi K, Yoshikawa N, Nozu Y, Kaito H,
Kanda K, Hashimura Y, Hamasaki Y, Iijima K,
Matsuo M. Detection of large deletion
mutations in the COL4A5 gene of female
Alport syndrome patients. Pediatr Nephrol.

2008 23: 2085-90 A

6, Kaneko K, Taniguchi N, Tanabe Y, Nakano
T, Hasui M, Nozu K. Oxidative imbalance in
idiopathic renal hypouricemia. Pediatr
Nephrol. 2008 Oct 21. [Epub ahead of print]
HA

7, Yamazaki H, Nozu K, Narita I, Nagata M,
Nozu Y, Fu XJ, Matsuo M, Iijima K, Gejyo F.
Atypical phenotype of type I Bartter
syndrome accompanied by focal segmental
glomerulosclerosis. Pediatr Nephrol. 2008

Oct 2. [Epub ahead of print] HEHA

8, Kaito H, Nozu K, Fu XJ, Kamioka I,
Fujita T, Kanda K, Krol RP, Suminaga R,
Ishida A, Iijima K, Matsuo M Detection of
a transcript abnormality in mRNA of the
SLC12A3 gene extracted from urinary
sediment cells of a patient with Gitelman’
s syndrome. Pediatric Research 61, 4:

502-505, 2007 ALHi

9, Sekine T, Nozu K, Iyengar R, Fu XJ,
Matsuo M, Tanaka R, Iijima K, Matsui M,
Harita Y, Inatomi J, Igarashi T OCRL1
mutations in patients with Dent phenotype
in Japan. Pediatr Nephrol, 22: 975-80,

2007 EFHA

10, Nozu K, Fu XJ, Kaito H, Kanda K,
Yokoyama N, Krol PR, Nakajima T, Kajiyama
M, Iijima K, and Matsuo M A novel mutation
in ACNJI in a Bartter syndrome case
diagnosed as pseudohypoaldosteronism.

Pediatr Nephrol, 22: 1219-23, 2007 &t
H

11, Nozu K, Fu XJ, Nakanishi K, Yoshikawa


http://www.ncbi.nlm.nih.gov/pubmed/19169714?ordinalpos=1&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_DefaultReportPanel.Pubmed_RVDocSum
http://www.ncbi.nlm.nih.gov/pubmed/19169714?ordinalpos=1&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_DefaultReportPanel.Pubmed_RVDocSum
http://www.ncbi.nlm.nih.gov/pubmed/18936980?ordinalpos=1&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_DefaultReportPanel.Pubmed_RVDocSum
http://www.ncbi.nlm.nih.gov/pubmed/18936980?ordinalpos=1&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_DefaultReportPanel.Pubmed_RVDocSum
http://www.ncbi.nlm.nih.gov/pubmed/18830715?ordinalpos=2&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_DefaultReportPanel.Pubmed_RVDocSum
http://www.ncbi.nlm.nih.gov/pubmed/18830715?ordinalpos=2&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_DefaultReportPanel.Pubmed_RVDocSum
http://www.ncbi.nlm.nih.gov/pubmed/18830715?ordinalpos=2&itool=EntrezSystem2.PEntrez.Pubmed.Pubmed_ResultsPanel.Pubmed_DefaultReportPanel.Pubmed_RVDocSum

N, Kaito H, Kanda K, Krol RP, Miyashita R,
Kamitsuji H, Kanda S, Hayashi Y, Satomura
K, Shimizu N, Iijima K, Matsuo M. Molecular
Analysis of Patients With Type 111 Bartter
Syndrome: Picking Up Large Heterozygous
Deletions With Semiquantitative PCR.
Pediatr Res. 2007, 62, 364-9. HFHifT

(Fx¥®R) Gt 110

OB EE KR BartterJEMRE & GitelmaniE &
FEOA & ERIRIEIR 554 3[R A A/NLE
figidp = R

2008. 6. 13~14 &

6. WFIERHAK

(D) BFFe s

Fpgr EoR (NOZU KANDAI)
PRS- EFEMH BRI - Bh#
W78 &5 70362796

(2) WHFE55 14
£z,

(3) EHEENFFEA
£z,




