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Recent findings of nephronophthisis-related ciliopathy
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% 7 1 v (nephronophthisis : NPHP) |3 B i E ¢ D FEfi
TERR & VB RS %2 L3 28T oE BB RE T, /D
TRIAZKR BB A 4 (end-stage renal disease : ESRD) D 5~10%
BEZ D2 L b Twa Y, HSETOIEREZHE
AT, &KED S OWETH 50,0000 F5, 747
F) ~1,000,000 CKE) HAEIC 1T AEIE5DE4H 57,
NPHP O Jit (K IE M £E7E 9 % —RMEE (primary cilia) D%
HEFRESE (ciliopathy) C, T O —X#hTE I 1% 1,000 ML LD or+
PBHE L T\ %7 %, NPHP & J OVBE#ELE B o 5K E i T
BIERICE V(R D),

BRPRAEIR LK B 48

NPHP DHIHIREIR IFIRIRMFEE I X 2 2R E, Z Ut
VG, WIRTH %, ZOBREEEMET L, A, KR
fEL ENARSN S, BB ERSE, FEER
HEBEET H720, MIRBREIZIZEALERD N, 2
DIz D EBIIR PG L 72 ECEFKRTET, BARDIR
MRS ESRD 23T L TH ORI NG 2 E3% v, —i
DREBITIZA B PO R FEE L, RIEOBEEICX 2
K4 (Potter sequence) THREINDL Z 03D 5,

NPHP (% ESRD (2 % % #:{fi ¢ 7L NPHP (infantile NPHP,
17%), #4EVE NPHP (juvenile NPHP, 13 %), B4 NPHP
(adolescent NPHP, 19 j&) IC /78S 115 038, BE& 2 X P& 7¢
3, Online Mendelian Inheritance in Man (OMIM, https://www.
omim.org/) 12 X % &, BEFE TIZ NPHP & L C 20 fED#E

*URE ARG R AR FER N B R EE /N B2 7 Y,
LRI O &b bR S R

BTSN TV %, NPHP IZBAERD A Z T3, —X
WEIXIZE TR COMBUHEET 2 2 L0 5, BIMERD
BOLNBEIEDPLIELIZH B, ZDIERDIHAADEIC
Lo TSI EIE AEBIEAIC I NS (FR2), HBEITIE
FAEBERE DB H 0 F OIS IXT 2 2 LIk HEEC
Hd, DD, N6 x2ERFFL TNPHP BJ#is ) 4%
¥ — (nephronophthisis-related ciliopathy : NPHP-RC) & W53
lEbDH B,

1. Bardet-Biedl iE{ZE¥ (BBS)

BBS & NPHP (CHIRVREE, MG, 248, M2
ZEUET2EETH B, MINEFE I RICRETHD, £
$ DIEFICllits 1% 16 %2 58 ® % 2%, SDCCAGS IZ X % BBS
TR DRV, 2 E Tl 22 O -G T2 BBS
DFEREETE L THEINTED, 204 B -KBE
WD 72 AlE Bk A 5 BBSome ICHA{ET 5 Y,
N FE TOHETIE BBSI, BBS10, BBSI2 IZ X % BBS °
%%, —JT, OFDI %% > EHI<H BBS B
RERDZEDH DY,

2. Senior-Lgken fE{&E% (SLSN)

SLSN (& NPHP (ZH[E (a8 2 M0E 2 &0 4%, BBS & L
USRS 122, FHlE L CRINBEE TR 2w,
OMIM (23 7 M OB B FREH I N TW» 5, LI,
SCLTI D¥4 TH SLSN BRDER %2 B 2 2 & PG X
nTwa’,

3. Joubert fE{EEE (JBTS)

JBTS & NPHP (ZHIFREE, SBIFEEOEN, HERET
B L O MRI T /NG & KRR o R 72 T B R
(Molar-Tooth-Sign) % i8® 2P TH %, L5 L NPHP Z {1
bbby, NEMEREETEH I A6 %, B
i MRI O L 2> & BBS 72 £ OAtlid NPHP-RC 12 Fh K 1
PWHIAS TH 5, JRPEBEE T IXBIE £ I 27 RS
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Gene Inheritance | NPHP | NPHPL | ALMS | BBS | CED | JBTS | MKS | OFD | RHPD | SLSN | SRTD
AHII AR 3
ALMSI AR 1
ANKS6 AR 16
ARL3 AR 35
ARL6 AR 3
ARLI3B AR 8
ARMC9 AR 30
ATXNI0 AR like
B9DI AR 27
B9D2 AR 34 10
BBIP] AR 18
BBSI AR 1
BBS2 AR 2
BBS4 AR 4
BBS5 AR 5
BBS7 AR 7
BBS9 (PTHBI) AR 9
BBSI0 AR 10
BBSI2 AR 12
c2cD3 AR 14
CSorf42 (CPLANEI) AR 17
C8orf37 AR 21
CC2D2A AR 9 6
CCDC28B DR/AR 1
CEP41 AR 15
CEPS83 AR 18
CEP104 AR 25
CEPI20 AR 31 13
CEPI64 AR 15
CEP290 AR 14 5 4 6
CSPPI AR 21
DCDC2 AR 19
DDX59 AR 5
DYNC2HI DR/ AR
DYNC2LI1 AR 15
GLIS2 AR 7
IFT27 AR 19
IFT43 AR 3 18
IFTS2 AR 16
IFT57 AR 18
IFT74 AR 20
IFT80 AR
IFT81 AR 19
IFTI22 AR 1
IFT140 AR
IFTI72 AR 17 10
INPPSE AR 1
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# 1 NPHP OFEEEGF LRKARE (HRE)
Gene Inheritance | NPHP | NPHPL | ALMS | BBS | CED | JBTS | MKS | OFD | RHPD | SLSN | SRTD
INTU AR 17 20
INVS AR
1QCBI AR 5
KATNIP (KIAA0556) AR 26
KIAA0586 AR 23 14
KIAA0753 AR 15
KIF7 AR 12
KIF14 AR 12
LZTFLI AR 17
MAPKBPI AR 20
MKKS AR
MKSI AR 13 28 1
NEKI DR/AR 6
NEKS AR 9 2
NPHPI AR 1 4 1
NPHP3 AR 3 7 1
NPHP4 AR 4 4
OFDI XL 10 1
PDE6D AR 22
PIBFI AR 33
RPGRIPIL AR 8 7 5
SCLTI AR 9? *
SDCCAGS AR 10 16 7
SUFU AR 32
TCTEX1D2 AR 17
TCTNI (TECTI) AR 13
TCTN2 AR 24 8
TCTN3 AR 18 4
TMEM67 AR 11 14 6
TMEM107 AR 29 13 16
TMEM138 AR 16
TMEM216 AR 2 2
TMEM231 AR 20 11
TMEM237 AR 14
TRAF3IPI AR 9
TRIM32 AR 11
TTC8 AR 8
TTC21B AD/AR 12 11 4
WDPCP AR 15
WDR19 AR 13 4 8 5
WDR34 AR 11
WDR35 AR 2
WDR60 AR
XPNPEP3 AR 1
ZNF423 AR 14 19

NPHP: nephronophthisis, NPHPL: nephronophthisis-like nephropathy, ALMS: Alstrdom syndrome, BBS: Bardet-Biedl syndrome,
CED: cranioectodermal dysplasia, JBTS: Joubert syndrome, MKS: Meckel syndrome, OFD: oral facial digital syndrome, RHPD:
renal-hepatic-pancreatic dysplasia, SLSN: Senior-Lgken syndrome, SRTD: short-rib thoracic dysplasia, AR: autosomal recessive,

DR: digenic recessive, XL: X-linked, AD: autosomal dominant

(xXmk 7 & 31H)
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R2 R7OVBOEREREBEERS

NPHP BBS SLSN JBTS OFD1 CED MKS ALMS
BRE O O O O O @) O O
FFIEERES O O O O O O O O
PRI (3 O O
%15 O O O O O
BT RY O O O O O
MpkEE O O O O O
HIRE R O O O O O O
RIEREEERE O O O
BREE O O
BESi O O O
Molar-Tooth-Sign O
AREREERAE O

NPHP: nephronophthisis, NPHPL: nephronophthisis-like nephropathy, ALMS: Alstrdm syndrome, BBS: Bar-
det-Biedl syndrome, CED: cranioectodermal dysplasia, JBTS: Joubert syndrome, MKS: Meckel syndrome,
OFD: oral facial digital syndrome, RHPD: renal-hepatic-pancreatic dysplasia, SLSN: Senior-Loken syndrome,

SRTD: short-rib thoracic dysplasia

XN, HHETIE TMEM67, CEP290 12 X % b D D%\ L3R
HEnTws?y,

4. OEAISIE(REF (oral facial digital syndrome : OFD)

OFD |3 M % B%, MENO@INE, X% ELR L0

DHEF 2GR0 ZREDRIFTH %, OFD IFZNFTIT 16
FEEHE SN T 223, BIE £ TICFRERE FH3RE X
NTVREDRFIMBITHZ, KOL DT 1HT, ZDJ
HH#IE & OFDI T %, OFDI & X Ef#E{ImTH D, i
ATE LTS 2, SRHICIERABIC ESRD & &
52 %Y, BRIZRS CIREBIE L Wb T,
OB OB B RE S, Z DERKRE I geno-
type ICHIBIT 2 £ Z2 50 TWw 39,

5. Cranioectodermal dysplasia (CED)

CED (& Sensenbrenner fEfERE & HIFIXN 5, FIEFRDOR
W29 NPHP-RC TdH %, HI&OEE IZHEF O RHEH P
MEE L LTHaGNS, MNEEZEILAED H 5,
CED I3HIfE £ CIC 4 OB IEFIREI N TV 2,

6. Meckel fE{REf (MKS)

Meckel-Gruber SEBERE & b FIXN T W PEE T, HRIEE
IBEIRE 2 FE Vs, 12 & A EDFEBNZ AR T CIHE T %,
ZOfl, #hieMELiE2#EO 5 2 LD 5, MKS IEBIEE T
I 13 FEEHOBEEFORE I N TV 5,

7. F0Dfth

NPHP3 O %412 & % renal-hepatic-pancreatic dysplasia
(RHPD) TREELFFA22RD2 2 L0520, 20
ftll, Alstrom EREHEE, Short-rib thoracic dysplasia 7% £ 23%1 5
1L CV> 5, Elis-van-Creveld JEfERED &) A 8F —D—FHT
&b 2%, —MI NPHP 13 fEb %\,

NPHP-RC D RFEE(-FIRR

1. NPHP-RC FREE{EF DA

NPHP-RC OJREIZ, b X ) IcildicEAET 5 —X
#4E (primary cilia) DFERERE (ciliopathy) TdH %, —XKiBTE
DFEM BB XA CH 228, MlINDO I S E % /)
Ve i sy g4z Eﬁ%tﬂ% EEZLNTVS, Z2O—X
B Db 2B FICREDIEET 5 L NPHP-RC % ¥
E?5oﬁ%@NH@@E.EE?iﬁEiTuN@@
HSITW 52 BBS 7% £ D NPHP-RC % &% % &, 100 i
BOE OBEBETPWMESNTED, ZDIFELEALITHRM
A% V& {5 (autosomal recessive : AR) ¥ THIE T 5,
NPHP-RC TRBIED & T 5 OFDI O A5 X P&
(X-linked : XL) %7~ 7,

HiB D & 912, NPHP-RC 13 X £ S RiEE#E 2 &8T5
DZNZNOMREANIE I IZH L v, e, IS



1106 370 VEDOREDAIR

F 0BG T D BET A BBS % SLSN 72 & D@ [ RIEIR %
BL, ~HCTHEBETFRIIFTIEAHEHAZ LS, HlzE
CEP290 | NPHP 6 LD FKEIZTTH D, 2> BBS D 14
B, JBTS @ 5, MKS @ 4, SLSND 670 9H 3
(1), TD &I, BKREERD & NPHP-RC O 5 KE A1
ZHRT 2DI3ELOTHEETH 5, & 512, digenic reces-
sive D X 9 12, BH D 2 NPHP-RC Bl G T O~ T 1
HOERDFIET % &, NPHP-RC DIEIRZFIEL 5 5 2 &
BEISNTEYY, 20 L, FEBOFERELETD
FiHZ S SICEHMEIC L Tw 5,
ZNFNOBE T OBER & RBOMHBIIIIA S 2T
WIZ ERS, 7L, WL OhDOBEIE TGRS B,
NPHP3 X NPHP3 &I, MKS @ 7 F1E X O'RHPD O 1 BIDJ5
KB TH B, N7V EDOMERY A 71k > TH
FHHHRL D 2 EDBHEN X NT V2P, YR TR T
bAEBRT CIREL o EWL S, 30fRTCKD AT —3
3FTEEEETH B, OFDI THEMEM & REARIDEIR
PRGN T2,

2. NPHP-RC FEEECF AT EEE

NPHP-RC D% O i K513 NPHPI TH %, ZDs
2>Th NPHPI D HEEAMEER K IZIRS% {, NPHP %
FEo e, FRICHEEPEBFNPHP O 5 E1E T
NPHPI ® PCR %2179 £ A7) —= v I & B HEAMS
REDE D D305, KRMD S XL BEEbNIEGET
OFDI DI %ATH T EVHEHTH %, FEFETIEXIA
> — 7 L ¥ — (next generation sequencing : NGS) IZ & % £l
BB TR E 2o 2 e, %< DfiET
Z UL L ONGS T 2479 2 3% v, YRTIEE T
HERIN 225 2 £7v>, RIS NPHPI A7) — = 7 CHEE
BROW S I dp - 725412 NGS TOENT 21> T3,

NPHP Qe EBTHAV UV

BILE D NPHP-RC DIGH I AERIETH 5, PEERFRMN
RIGHE LTS 2 alABRE SN TV R, B
F IR THEH &R EHE SN Tw 2w, ESRD &
%o TG I B RERIE LTI . BRMOME LRI T
HrranTtnz,

INE TR TE & I, NPHP-RC I3 EGBHERETH
D, ZoloRla P FE RS 5, Lo T,
NPHP-RC % ZWi L % BAICIBIEA Y v U v 7 NAHE
THD, MEAITVRY VL, BE - REO=— X
WG 2B EAERE X TR COBEERE L,

B - RIEDZ O =— X - flifti - PHELEZIFEL72H 2
THEERENTES L) BT 2ERTATH S,
NPHP-RC /& OFDI ZR\ Tl & A I3 Bl h AR TH
2 7%, BEOFANFEREIL 25% TH 5, B o T~DM
BOTHEMEIZ & D & TR, — 4T, NPHP-RC 1 LIZ L IE
BRI 7 & D e K 1 B IR #% 24 (congenital anomalies of
the kidney and urinary tract : CAKUT) LR & 1%, PAX2 %
EYAI 72 %A & § % CAKUT &% B0k B8 cd
270, BABIDHET 5, BIBANZWI PEIEE PR
IGEHEIC b K E ST 2,

Bbbhic

NPHP-RC DER2MZ W, 2 D PHPLK T HFELEN
HECTELZILDLOHMTHELEEZEZTVSE, ~HT
NPHP-RC (3B i TIE R RN IAR 2, I 512I3F
223 ESRD & 7% 5729, ZWindo L BERGOLEN
BREHEDKREL RS, v»o, ED X RIEFICH Ll
TN 2 AT 9 2 000%, ZNZTNOBFITKNT 2 T840
Bho ) v IRRNETH S, F7, NPHP-RC 1Kk
TBOBRFETH 2 LFERPFFEIN TV 70, SHDOIRE
HRRERWIRE S 5, BIEEME, WHOEEHMEE, HiE
788 OEHEED B TH 5,

T4 (7 2 7 5 A BHR)
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