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In this research, to clarify the genetic background of patients with
end-stage kidney disease (ESKD), we set up a joint study with multiple dialysis hospitals and
collected blood samples with the consent of more than 100 people with ESKD. We proceeded with
preparations for comprehensive genetic analysis using the next-generation sequencing. Additionally,
by histological examination of the kidney, blood samples were collected from all over the country of

adult patients suspected of having nephronophthisis, which is thought to lead to ESKD in children,
and comprehensive genetic analysis was performed. The results revealed the clinical and pathological
characteristics of adult patients genetically diagnosed nephronophthisis. The results of this study
were published in Kidney International Reports, an international scientific journal published by
the International Society of Nephrology.



5606

NPHP1
Nephrol. 2018
10%
20
NPHP1
NGS

RNA

25

NPHP1

iPS

J Am Soc

(Fujimaru T, et al. Clin Genet. 2018, Sekine A, Fujimaru

T, et al. Am J Nephrol. 2019)

NPHP1

NPHP1 iPS

NPHP1
iPS

20 % ~49

NPHP1 PCR

PCR

NPHP1

NPHP1

1000
100

1/4



1. NPHP1REDEHPCRAV—=27

............

Hilderbrandt F. K/ 2001

Exon 1 Exon 10 Exon 20

PCR product size: 209 bp 422 bp

PCR product size: 258 bp

Q2 3&6 6

D@  A7OUEERE(NPHPIRERSHSXE)

frEE
® #EBK
30
12 40%
18
Kidney International Reports
B4ER)ICT
RIO>BhEDONIEZ BHETFERSD
AR 7 # 26 = 4.5 @
. = EEBD
EBEULW_E{t®
18 s BERE  oinmen
v DL (thshf@)
(thoafE) @
RS —o T H—
>10 pm
ﬁ BEFERRL
e 11 63 = 0 @
Bt ERERESETF
2. BEENICRIOVBESHMENIZRAZED

ERPK - IR 45N

’ e

NPHP1 iPS
iPS



8 7 0 4

Fujimaru Takuya, Kawanishi Kunio, Mori Takayasu, et al. 6

Genetic Background and Clinicopathologic Features of Adult-onset Nephronophthisis 2021

Kidney International Reports 1346 1354
DOl

10.1016/j .ekir.2021.02.005

Morimoto Nobuhisa Nagahama Kiyotaka Mori Takayasu Fujimaru Takuya Tsuura Yukio Terai 145

Ayumi  Tanabe Madoka Otani Megumi Shioji Shingo Hirasawa Suguru Aki Shota Aoyagi Makoto

Sohara Eisei Uchida Shinichi Tanaka Hiroyuki

novel LMX1B variant identified in a patient presenting with severe renal involvement and thin 2021

glomerular basement membrane

Nephron 776 782
DOl

10.1159/000518423

Miyamoto Ryohei Sekine Akinari Fujimaru Takuya Suwabe Tatsuya Mizuno Hiroki Hasegawa 8

Eiko Yamanouchi Masayuki Chiga Motoko Mori Takayasu Sohara Eisei Uchida Shinichi Sawa

Naoki Ubara Yoshifumi Hoshino Junichi

Echocardiographic Findings and Genotypes in Autosomal Dominant Polycystic Kidney Disease 2021

Kidney Diseases 246 252
DOl

10.1159/000520300

Fujimaru Takuya Sohara Eisei 5

Copy Number Variation: A New Genetic Form of Polycystic Kidney and Liver Disease 2020

Kidney International Reports 575 576

DOl
10.1016/j .ekir.2020.03.007




Mori Takayasu Chiga Motoko Fujimaru Takuya Kawamoto Ryosuke Mandai Shintaro Nanamatsu 42

Azuma Nomura Naohiro Ando Fumiaki Susa Koichiro Sohara Eisei Rai Tatemitsu Uchida

Shinichi

Phenotypic differences of mutation- negative cases in Gitelman syndrome clinically diagnosed in 2020

adulthood

Human Mutation 300 309
DOl

10.1002/humu . 24159

Sekine Akinari Hoshino Junichi Fujimaru Takuya Suwabe Tatsuya Mizuno Hiroki Kawada 51

Masahiro Hiramatsu Rikako Hasegawa Eiko Yamanouchi Masayuki Hayami Noriko Mandai

Shintaro Chiga Motoko Kikuchi Hiroaki Ando Fumiaki Mori Takayasu Sohara Eisei Uchida

Shinichi Sawa Naoki Takaichi Kenmei Ubara Yoshifumi

Genetics May Predict Effectiveness of Tolvaptan in Autosomal Dominant Polycystic Kidney Disease 2020

American Journal of Nephrology 745 751
DOl

10.1159/000509817

Takahashi Naohiro Kikuchi Hiroaki Usui Ayaka Furusho Taisuke Fujimaru Takuya Fujiki 25

Tamami Yanagi Tomoki Matsuura Yoshiaki Asano Kenichi Yamamoto Kouhei Ando Fumiaki Susa

Koichiro Mandai Shintaro Mori Takayasu Rai Tatemitsu Uchida Shinichi Arita Makoto Sohara

Eisei

Deletion of Alox15 improves kidney dysfunction and inhibits fibrosis by increased PGD2 in the 2021

kidney

Clinical and Experimental Nephrology 445 455

DOl
10.1007/s10157-021-02021-y

11 2 0

PKD1

56

2021




64

2021

ADTKD

64

2021

ADPKD

64

2021

PKD2

51

2021




PKD1/2

63

2020

ADPKD

63

2020

63

2020

Gitelman

63

2020




NPHP1

50

2020

ADTKD

63

2020

2020

620




