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[ Abstract] Rare kidney diseases constitute a significant factor leading to kidney failure with many having
a hereditary basis. The incidence of inherited disorders contributing to adult chronic kidney disease is lower
compared to that in children; however, up to 10% of adult patients with chronic kidney disease are affected by
a single-gene pathogenic variant. Over the past decade, sequencing technologies have become widely utilized in
clinical settings, undergoing continuous iterations and updates to enhance the diagnosis of rare kidney diseases.
Simultaneously, the field confronts numerous challenges, particularly in the development and application of no-
vel therapeutic drugs. In an era crucial development, China is set to publish rare disease catalogs in 2018 and
2023, a move that holds the promise of comprehensively advancing the diagnosis, treatment, and research of
rare kidney diseases in the country.
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2018 4 5 HE R W B A LM (BH—HtF W
o H SR, 2019 4F [ 5K TL8Ze A 1 4t 121 Fh = s
H3, Hi, A& EmER. Alport ZEAAE . AR LAY
RINPERFEAE . Gitelman 235 AF . 18 4% P AR 5 ILE
BB A 456 25 25 UL B E 5, 20 A% Ff T s Al A 44
it LA SECR AT R FH i i e T B BRI 1Y
PR, 2023 4F 9 H R T2 55T A K
CEHF WP H Y, LA 86 MF WEH, &
b, HEBA 207 R B U A B R 5 0% H
F

—HLPOR, FIWRE AN SRR UTE U,
(] -t 2 AR B 7 iR 5 O ) KM — UL
RS 1k e H A A 4, TR e PR R B2 K
BRMERS R A A, — Bz, KRR
WITC L, A BT A 28 P O R ek A T R
i, AR, ZREXSRIT I R IEAEAR W &
WA T RS B R, B, ASGRE R
2L E SR P BB A YT I A — I

1 BNREE

L1 FHEFR— (E—HFEARER) 275

Ve —Fh 2 DL A X 3 4038 1% 10 U I 1 2 R
B R GLA SR RAEGIE, ZIE N HS o 7L
WETF B A (a-galactosidase, o-Gal A), XFRZAF S
a-Gal A TEVE R REELEEZ | FH IV AYJIE M) = O W It ik 5
fgEE  ( globotriaosylceramide, GL3) M HACIHHIERIE =
MG Bk 56 ¥ #% B ( globotriaosylsphingosine, Lyso-GL3)
TR AR P ER, RAFREZMHRER" &
I RIS v, 2 W B Gl R R I
SHREAE o-Gal A BEIETE. TS GL3/Lyso-GL3 7K
o GLA FERIRIN | i B (PR e BLRR A P R R /N
1K) LW TS, Hob, GLA JEIRG 5822
B RAE

F 2000 4F42, |- 1 S0 R 2 B 2 B i U il 42 B2
Be (LANRiAREG e PEbe) WAERL Rz, TEZ
ANENE U E U A T AR R A T
BT a-Gal A BEIEPERN ; 2000 4, 42 AE 1
12 BN P i 1662 BIENT %, 45 R BN kA
TR RN 0. 12% 5 2013 48, 42k EH LA B
i UM AL K R R b kA B R R R
Wt 7 R o i O e 3R v I i DR L 19 A i BA BT i
5 2018 45, [ A VRN YRR 5 - S KR R

MEAEI Lyso-GL3'! A0 G B J55 4 4 ) 1
Wifit, HIRRCOHE 1814, JFE 716 IR-5 IE
TRE-S A (B, DT IRY)) SEERIZ T
GOV 2019 4F, Hit4r 2 BE B MERHF ok E R A
BITAL)T, BRI, B, 254
W2 g, R A Sk R A RO T R UMEA T
2021 4F BT S 3 I vk A R o R K B IR (2021
R, DA K 2023 4R R IR R R T EE A R £ R
EHIGIREAE (2023 WO, SR RIRIRIZH.
A TR AT B AR By 1k AN AT 5 2 41
Wi, e A AT WIS A fE R, H
RVAYT SR 43 R I T8 R AR TR B R4
FEHE S VRGN L TR R XL O R AR Y
(TR ) . B B MR X AE AL B 5 S
PR OT, BER AR YT T A R R R
PRI GL3, SEZEpAe it e, HeAbh, WS IRIG T/
e FARIR YT AT WP 4 5 SR B L AT PEALR, AR
SEEAWER, HBIERITE, (REH AR 2 2
REZE, LAV BRIEY ., HREEH sRIB 7 Rl G 3l
PGS REUR RN B RR . BHIR T W)
WP S ANREERAGRYT | BERNAYT CAEIR R
i, Hdr, ZEPRNAY RN o-Gal A B 3
LR (1 DNA B A 40 b AR L ARA
7, FEPNAYY BB ik fhy A8 BEIH G (R R,
HAMN GL3 PIR, BEE Fr S MR T M B N ROR B
PR, BAEIRIT IR SR A R
1.2 Alport ZHIif— (F—HENHFER) 35
Alport ZEEAESe—F LU DI RESEAT PEGR | B /)
BRIL ( glomerular basement membrane, GBM) zk
Py S, PR i e H 2 IR AR S O i PRARR 1 1
BB RS . Alport ZEAIEIY & 5 GBM &
BT VR o3 o4, o5 HE 0 G BRI 2 A
K, A 3T XGEB RIEEE (X-linked Al-
port syndrome, XLAS) #Jdi Alport ZEA1ERY 85%,
Gy IV I o5 §EHE D COLAAS 278 FRB0; Hk
Yo R PEB L (autosomal recessive Alport syndrome,
ARAS) ,  COL4A3 5% COL4A4 LR 275 FIr 5, 6 4
R B PER AL E D W FRIE TR By GBM 5k
PENG S B R S AR A ], BRI )2 M
AR, Alport Z54 1E 1Y 8% A5 1129 1/10 000,
N R 2R W R 0.5% "7 AL
12.9%"" ) J2AkHE Y Ok B 2R B IR Z G 8T S
U 1) 55 — R DL B DRI g
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1997 48, Hi 4 B2 B B EFHE 5 e N B
NG A, A P ST R R IV Y o i Y
W Oy ik, BB AT B, Ao
Alport ZEAEZE ZR A6 400 4>, H AT E N LA 12 Wi bs
WEGR O I PR S R IO R SR B /INER VR 1M PR
SR FEE F R B, BA LT AT T2
FEHABER GBM BUE 2 73 )2 | R A E
WERRRE ;. EREHLUERIE IV B o3, a4, o5
HESIE DO Y 0 5 B IR BL IR IV B I o5 S A
PEPOCY K FEFRNR COL4A3 | COL4A4 B
COLAAS JER BABURTEAE 5 (446 96 [ b= 2 sl 2
5 2R 2 ACMG /R T REEURMEAE S ) |

Alport £ IE i Gl AR AT 5 1y FH 6% AR VA 5 it
— H R ALK R B B, DU 5 255 1 A
Fott . HHT— 283677 85 25 i /E AL A] BB £ %) GBM
AUTIRE O | /NG A0 I B B4R E 45, 4 ELX-02
(FFE W) | atrasentan (N X R A Z1KHE
PUA) . sparsentan (ML EKZZIK T ALK A 2
PRXUESSHT) . R3RO1 (FRBTIY) A5 C Al R I
B SRS, RS T RO R AR N A
LIRBUE A R I R AR £ . i PR YT 50 1 B s
MR A 6, T RER A SUAGIA T, AR Tk
I, TTRESE B XLAS AU 28 748 90 9 A i 5 1936
7Ok, AR B R RA T A5 B AR I A I
Diogii]1d="a8
1.3 FHRBAMEREE—(E—HERKE
x) 85

I A2 M M % 9% ( thrombotic microangiopathy ,
TMA) J&— FR I LA LA A B 458 105 S 5 ik A 0
e AR 2 30y 5 L A5 9 A 9 O P 22 ot R 70 Al 98 /D
JUE IR RRIAREL, (AR 24, Hh 55 e e
ARAGPERMMA 55 B 5 B WO0E AH DG TMA FR Sk F 70 335
L PR 7 4 2% A 1iE - (atypical hemolytic uremic syndr-
ome, aHUS)'®'_ aHUS #7775 A 3k R 28 45 o #h
WEAPUA, 7E—2iFR ML T (ARG s R) ,
g EAMASS BR R RS . WEE G WIE AL, #Eim
SECENEA BB TR RN E KR AT
P RN, aHUS 1R 2 4F I8 BE R &R R 1E (0.23~
1.90) /100 77 N H; BFEHR (2~10) /100 T
ARt

aHUS AYIZWTEE T U8 =JRAE . SO s v 1 45 7
VI (BERELTANM T, MZrE T, LDH T, MLl
M1, S5EEREMA |, Coomb’s IR BAME) | ML/ MK
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B (MR $< 100x 10°/mL) 1 20k B 40 4502
(P EDLEAR A MRS IESIR TR (2023
W) ) R — D 4 ROR AR OGRS M,
HaIiZ Kdiz 2 SR e R N B /INER P R 4 i
ik, A HEPAE B ZE A N 214 AR sl A T
B DR/ INEIRAE B TR T A I A AR
A E - NER AR B E N BUS A 18 TR L, [HARRE
YA SR TMA, DR G, 58 385 AR A0 1L 375 27 G 1
Jo i BRI A B T iE — 2 B R R I o]
ADAMTS-13 {EPERBTIR | 2R B R A ol 5 5
ftb TMA AHZE5

TRYT AR S RV T RO RE SCRARYT , R ETR
7 AL 5 BT AMATS AL A2 R e B e, I 2R B e 2
N T TMA, AT B K B ol 38 6 9 T s, fH H:
aHUS R Y I 3K B 45 S N R A B A R it €5
HPrE T e A CS 5 CS HALIESS G, W C5a
1 C5b BIERL, ZeabAMATEARLN , JRFRE i €5
PUityr, R B aHUS JL# KA B B0 I3 2 5
WL OBEE RS R, o, IKREBREHT (eculizumab )
H 2011 45 FIRYT aHUS, 46 2 A — Wbk i
2 TR RAER BB K kM A C5 M, 2
FEDRARPEBRAPTRY 4 £, FCER kiR hy 4 8 A
— RS AN, R AR T Y A 4T,
B HFMfIF . D E-FEIF . MASP-2 #IH, C3
TR S5 25 A A I AR B B

2 BINE/BEREE

2.1 EBiEAEFE— (E—#HELRER) 515

VR — 20 FR A st A% P AR R TR 5 R il 4§
R TR, M (2 1) 5 SRR 2 (K A 1
BT ILRERT , Zpahs e )L 3 10 2 3 490
FERI B HEIE | ERKBZSER; ERANZ
KHE AL, ERERNZLET. B, &
FEA T ) 52 AN SR IR

X AR AR 0 2 3 U B ) B e 3 DL
AL, 2 st M R M A 6 1) 80% . I AMEK
PRI, AL VAR AR 1 R R e B Lol
(3.9~5.0) /100 000 A% i T X Yt ik
PR TR il [ VP P B R R L DR 52, T BT 4 4 M
HK P F 23 (fibroblast growth factor 23, FGF23, H
SR A MR A s, RN ) MR, SE
FGF23 751K 8 5 BUR 3 B B A Y
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WEAE 1220 3 oo 0 7T 11 R i R 48 AN TS ME 4 4 R D
R SR AT IR YT, AT DR R R R L
TR, FREATOR: B o il P Bl B O s T A B R L
Pt (burosumab) £ 25038 ML K Aa) P95 T 1D 7 R0 A
BRI ATAE I EAE X FGF23 194 N4k 161
HTCREDLIR, REREMI 45 G T %] FCF23 RYTE M, HH
JUR w8 i, 10 IO i sl B o 37 0% P A A
2 DA, (RHEI X BERRER FES AW, B I
KT, B R R B R
2.2 Gitelman 2 & fE/Bm A MR E ME— (F—
HERFEE) 33/41 5

Gitelman ZEG1E (XA FKIEPEMCAMIRER %) 1R
NECE DWW BN E R —, RIWRA N
1/40 000, ZEHEE 4 Gitelman T 1966 4F 1 W47 8 %
Wi, BEIEESEE TR BILEOR LKl SLCI2A3, %%
RFLBA “ HAK— " AR 2, RO
B AE | A A, ARSI R R -
B R - R RGeS R R AR B AR R A
X2 Wi Gitelman ZE 5L A HEMNE, B ENA,
CLCNKB . KCNJI10. FXYD2. HNFIB %35 3 P 9¢ A5
Al S8 Gitelman BEFR RIS H 2000 4E82, Hi4e BE B
HUIT Gitelman ZEAIEMIGIRIZIGR, HATC A 160 Filf
LHRE, IR SLCI2A3 JEF T & A8 | FAREHE
HEATHR BT T 2017 4E #2021 fR A B Gitelman
AR IR R ISR AR

FBH T S I R 26 RN 5 6 2 K A AR A I R 12
Wi, T 2B WA T S A o SR T
Fiat 50 PR R 1 52 2 EL AP AR I E AR I AR RS, 515 0
HH, AHELBI N F R A 3697 DL TR
HME, HEr MM =3.0 mmol/L, Iil5=0.6 mmol/L,
R I A T S8 IR AR AR R R, 5 1 IRYY
MORAE, MBLOEKRFR, W% EFIKAZ, Lo,
FEANER DT I, & 0 0 FOR BRI IR, B R -1l A8 R K
R GG FHT S AR R G BRI R, A BT
RN LT UG ARE, (HFS TR R A DG 25 )
RIVER,

Bk Gitelman ZEGEZ 40, BFH 10 A Fp3EH &AL
AR T R A REE AT, AFEElAS B A F A A
SR, SRR MERBE AT, IR AR W EAREE R
s (R Y AR PR A R Y iR AT ) | I
PRFEIANMPRAEACKE I, B2 T ZESL A, AS[F) 28
T st A A B ME H TR ORI T, AT AR AN [
AR R R I PR R B0, P LAXERE IR 7, 4k 45 L A IO °F

i, DABIREIZEMpAEIR | 8w A s | ke E
KAER) AR

3 Hfty

IR AL G ATT AL W H 5, i R = R R
R AE G RRE , WA IR LRE, B2, 13
T2 RYh . HRRALE R JE R 548 S BUFE = Az i
BEER, SRR SR T Tife s, Hit—%
DURUE SRR . & IR SO RS b A K R, B
FERE I AAE MR, I R 2 30 B PR/ MM R R AH AR 9
TR B2, BUa RIS, HARYE 2 A I
PN =I . 1 BUE AGXT BEHSAE (415 80%), 2
13 B4 50 J& GRHPR 3£ R 28 78 Ml HOGA Fk [H] %8 7%
(%507 10%) . —M3A YT SR & 75 R B & FER Y
Y, MAER 3. 5~4.0 LIKOKEMEKL; FH O
RAGRE R4 0. 10~ 0. 15 g/kg; 4EE & B, H TiA)7
1 BIEE, A, lumasiran M nedosiran /F 5 RNA T
PRI 25, A ) 2 BE PR S AL Bl R 08D I E B 1
FREL, AT E AL 1 AR R, HET oREA
Eil |j‘] [40] N

4 RE

AT AR A X L A R RN W B 5, e PRA2
BT ARG HEZ WA, 3 PRSI ATS A S 12 I A
e, (H AT RPPAG | 31 58 5 8 A i o5 i
TG TE 2B AP, A V2 TAER ZA ST . B
e, BEXT AN B B 5 L S EOR eI, S
ARSI, PR 7T L] TR R 7
sy K, R G BRHOR O 2 RR T 1B AL R HE B
WK THMAE,; RE, BE . WKEIR, 5Ptk
LA FIBORT AN [0 ] i B 32 % DM 3 ] e i ot
T i R L FH PR PRI AL o AR R Bk 2B k25 A
BRTT BUR IR IBT o235 | BOR 2 1 57 DL B JE K 52 31
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