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[ Abstract] As an important category of rare diseases, rare genetic kidney diseases have many types. In
recent years, their diagnosis, treatment, research and management strategies have made great progress. Con-
tinuously more new genes and mechanisms have been discovered, giving rise to new technologies and drugs for
precision medicine and clinical applications. This article systematically analyzes rare diseases involving the uri-
nary system listed in the catalog of rare diseases in China, gives examples to illustrate the research and man-
agement methods for the diagnosis and treatment of rare genetic kidney diseases, promotes clinical applications
of new drugs by expanding physiological mechanisms, introduces the application of special blood purification in
the field of critical rare diseases, and provides an outlook forward to the future prospects of precise diagnosis
and treatment of rare kidney diseases in China.
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o, SR — A TS W H Sl 20%
PR U T AR R G R e, Pt k5 L
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SRR 52 60, DRI AR BRI 1T A%t
A B RESS AT RERI IR, RSB~ 20 R
FH B B E G BRI 5, 34 R A4 Y
MR AT, ANWREET X 5 WA 2 TR . BEE
RS ARAHEAC I TI] , AR SORE fiy o i 12 1 5 DL 1 e
LRV N SN PN N T ()7 SIVA EINE 2 SN R
FEEENIN T, BRAREPHY, WAEXEy
EREM R — LR,

1 BEEREFEREREFRETRMERGEHEEER
15 1% 5 B m

18 P VBT Jo BLAT B s T, i8R AR 19% ~
54% "), PRI A AR 54y O L AR SR AR L AR S
HIE T e TR AR 19 M5 07 36 [ IR BRSO
FLIR g % (minor allele frequency, MAF)>0.01], i}
FILESI MAF<0. 011400 2% LB A48 53 2 R 248
WAER (B PR MR R, HETC MRS
TEIRIBAL L B0 B B 8 PR AR B 2R B i 600 il
(£1), ZHEHFEIWR, WT 50% 1 L2 B IR Fl
10% f N ES , Jci IR e RIER & v, H
YOR AR BRI ERTL . B NBROR AT hE S
J 5 A5 DL H SRl s 8 9 Hh B AR DG ¢ s et ot
40 Bl, 73. 3% BRI AR (R 2) o IR,

R IED B B PR A BB SN AR AE T
Tab. 1 Characteristics of the genes associated with mendelian

kidney and genitourinary disorders'”

FFEC (%)
ERLEES Katkisfe  WhElfE Bk SRR
(n=409) (n=172)  #fEJis0 (n=44)
RRUEEFTFH 201 (49.14) 105 (61.05) 12 (27.27)
HURI RIS % 116 (28.36) 17 (9.88) 17 (38.64)
B/ INEREERG 53 (12.96) 24 (13.95) 6 (13.64)
ARR P MEACER 18 (4.40) 9 (5.23) 1 (2.27)
A B SR PER 14 (3.42) 8 (4.65) 1 (2.27)
SEAE 4 (0.98) 7 (4.07) 6 (13.64)
B /N ] T 05 3 (0.73) 2 (1.16) 1 (2.27)
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Tab. 2 Kidney-related rare diseases in the first and second

batch of rare diseases catalogs in China

N

P2 Pk

A 5 DL

A3 B 2R G 5 L
st 4
firdiegds

Alport ZEAAE
Gitelman £ A1

IR TEAREER ifLAE
IR BRI BUE
AR

<Al AL i M DR BEAE
ST HERE AL AE
iRwrEf 0

37 T 200 L 1A

TgG4 HHAEBR

BN ST

A [ FLBR AR 11 ILE /I 3 20 T L 0
A 5 P R MR P 1L £ 2 1 R

ANCA S M4 %

F R/ DU D)L B AE
REkIe, 2 RAEBIK AR

R AL AE

Castleman &

POEMS £i4 A

JER VR R TE R RE AR
Erdheim-Chester Jj&
BRI R fiE

] JE A I

Se RN LT 20 W A B A 2 1
RIRELATE

LRI A A iE
Noonan 254 1iF

Silver-Russell ZE&1F

Bardet-Biedl Z5 & HF

AR LB R

PIAZEGIE (= BN FRIE)
B'aLibT

A i N 5
PR R 6 1L

MR RPN (L&, I8

AT SR AR
AL RBE AN Z A

L TR R I AE

FEHDIRIRR & e R
FRMNE vl A

TSR IRBE IR T 32 VR AR DG SR I M5 B AE
VRREME (Ve HEER) AHOCRIMELE AR/
NLRP3 #¢ [ £ SRS
LA L
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SRR L B AR - N o A ) 7 1

EEREB TR el Ib ey NN S 1Pt N A e e 3 S EAE
FERi AR B e, BRRAN TR R BRI 5

TS WRRARA AL, B 22 19 7 I B 5 3 1 ik Ak
BN, BB S R EOL AL & A RE SRR, B
Rz, BT, s T B SR RE AR
WA, T B AN R R BRI RS, B
BRI IRZEBIE (R 3),

TSR 22 R BIF 5 B2 7 B 1) B 56 P 33 A9 ]

ERAGS R R R 9 [ 4 B 55 4 /s T DR AS B 1 38
BB T 16% ~20% AT B2 B L s AL, J& F% AE il

JER R BB S AR A RS AR R o8 R A
Fe [l 1 ke = RECH AT Bl , AL aTH AR Be A Sk
(5 WL 12 97 K P RE 1 #2715 H - (PUMCH Public
Welfare Project for Rare Disease Service Improvement,

UPWARDS) % %% A 4 J7 4 5% UL s B8 & 5¢ itk 74 46

W, HareHBh 2 AARFEWWREEE; 2B K=& L
RHERER < EEr A LR AR pu KR

BEBE 10 J3 1 v [ 2 D0 o RB A 4 i DR A 5 o)
(GSRD-100Kwch) “5E#F5y 5 H A0 4k 4, KA
Bl 2 3 2 UL R B AR A A R

R3O REFUNE E P EEILE R EE R R, B T s AL

Tab. 3 The main clinical manifestation,

inheritance pattern and common mechanism of rare kidney diseases in China’s rare disease catalogs

IR A TR WA LRI wiE LML
AT 2 L
Alport ZEAE Alport Syndrome B REEAIE XLD, AD, AR T SR LA
Gitelman £ 4 fiF Gitelman Syndrome BT EE M5 AR BRI
AL HEAREE AR Hereditary Hypomagnesemia IREE I AE AD, AR s B AR R
e =\llagiatna Cystinosis B/ NEDE AR s B AT N
AT Fabry Discase HHR, BUREAL XL B P2
A HIRL I i 1 R 2 Atypical Hemolytic Uremic Syndrome AE B AD, AR FMA S S
S5 PR AT Tuberous Sclerosis Complex M5 F-3 WUAR D798 AD mTOR 33 & 71k
B B Hypophosphatemic Rickets B HE R 2 XLD, AD, AR HisEAYeeT R
M 375 40 L 1A 988 Clear Cell Sarcoma of Kidney 1 e - PR R A
20; 3 e Williams Syndrome o 45 PRAE AD KA BB
WA B A I Fanconi Anemia WIRRGRE S, M AR AR I R
Se RVEARLL AN A BE ST I Diamond-Blackfan Anemia WIRRGRE R AD AR IS
RIRBLAIE Kallmann Syndrome WIRAKEE R XLR, AD, AR AR R EEERE
LR ILIHEE A U EBELZAE  Multiple Acyl-CoA Dehydrogenase WRRGELEFH AR R EF RS
Deficiency
Noonan 454 iE Noonan Syndrome WIRRGERE S5 AD AR K E RS
Silver-Russell Z& &1iF Silver-Russell Syndrome WIRRGKE W AD, DNA HUEAE S ARKEWER W
Bardet-Biedl Z8 45 1iF Bardet-Bied] Syndrome WRRGKE W AR EREF RS
W LR IR Neonatal Diabetes Mellitus WIR ARG E St AD EREERES R
INLESME (BN Asphyxiating Thoracic Dystrophy ZR, EAK, BUHEA AR AREEMESE
FHAE ) &, HEEER
B Gaucher Disease HAR, BFMK, B3 AR FHG PR Z
([N

LR P L AR/ Thrombotic Thrombocytopenic Purpura 2P 454 AR (2303772
AR E B2 M 1 RE Hypophosphatasia o 4 PR AD, AR i3 e e =
WEEREE (T8, TR Glycogen Storage Disease (Type I, 1) PIHRILIR AR JiE M=
JE S AR A Hepatolenticular Degeneration ( Wilson L%, &R AR RSP 2

Disease )
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(%) x3 PEFEILRHE DAL E IR ERIGEREI, 87 2R

LI 532 KA B BT TREAERM 8L 5= LR
FAG RN 57 E Hereditary Fructose Intolerance B REAN 4 AR G P =
L TR R I A Methylmalonic Academia MR, HEHEK, B AR FiE e =

A4
S HUIRIR R MR AR Transthyretin Amyloidosis HIR, BUREAL AD S EITUR
NG b P A Familial Mediterranean Fever EHR, BURERE AR SH R A TR
RRFE R T2 (R AREBIIPE  Tumor Necrosis Factor Receptor Associ- R, HIIREAR 4 AD SR R U
ZEATE ated Periodic Syndrome
VUL (B 4E) AXESAMITE  Cryopyrin Associated Periodic Syndrome/ #5158, W INFER 4 AD R E =M
A 1T/NLRP3 AHK [ B % NLRP3-Associated Systemic Autoinflam-
i MR matory Disease
= RN IR Mitochodrial Encephalomyopathy BERiE, AD, LR ASE ) RE
AR, XLR S
Von-Hippel-Lindau 2431 Von-Hippel-Lindau Sydrome 5 fir e AD VHL #0988 2L A 6 1
gfﬁ*ﬁm»ﬁ%ﬁﬂ% Wiskott-Aldrich Syndrome GRER L T XIR Jee AN
1gG4 FH PR IgG4 Related Disease B4 - PRAE 20 M
DYN TN Adult-Onset Still Disease HAHR, BUREAS - SERE AR LR
A IR BR AR 1 IMAE/ R Waldenstrom Macroglobulinemia/ HAR, BUfAL - bnt) usealk]
2 6 4k LR Lymphoplasmacytic Lymphoma
5 2 P e R o 21 8, P R Paroxysmal Nocturnal Hemoglobinuria B IIfE R4, ARSI - M R
ANCA HHIGHE M A 58 ANCA-Associated Vasculitides LR NER B 52 - mAg %R
LIS/ DR DIRF 45 B AIE Behget Syndrome EAR, BEFILR, B2 - MmAg %
(%0

Kbk, 2 BVER SNk % Takayasu Arleritis B B kA - mAg %
e il iR Systemic Sclerosis SR B - AR
Castleman Castleman Disease HHIK, BoEAe - P9 4 g
POEMS Zi &1 POEMS Syndrome AR, BUmera - P Bz 24
J5 Ve e AR R R Primary Light Chain Amyloidosis HAR, HIREAL - FEEATOR
Erdheim-Chester 5 Erdheim-Chester Disease B g, BFE - AN E

Pk, HRUK

AD: EROEREIEEE; AR BROKEIEEE; XL XS8R, XLD: XS8Rk, XIR: X-Egikarksfl; — AP &

2 EEEERERESTHRE R

LR IR IZ W 5 L 2 Wy | I IR2 W | e
B WA DI RESIE S AN RR G, LA UL Y g
S PO —— R PR ER TR R D ], R LR B 3
fifk P 12 T WE ST SE B o B G R W i —
KRGt B/ NE R IE T RAHKE AN 5, S8
B (HEE) DIRERERE ., bR A R 5T e R
WAk, Ho Gitelman 28 5 fiF ( Gitelman syndrome,
GS, OMIM#263800) & i UL Y Jit & P B /NS i
R e 1 S g /A R 2K A PR R - S
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[M%%i2 8 H (Na-Cl co-transporter, NCC) [ SLCI2A3
FERAR SRS, I R F A B A el
R BERIC PR ES , 'F ZE -1 Bk E RS (renin an-
giotensin system, RAS) {4k Il 1E % s fm K, Jt
5PN 5t 27 6 P BN ST T 3 35k S22 2y F
FEBEAR, EZESCHRAR 5 AT 19 338 B T E GS B AR
FNG PR FAVES A, WLEEH 6 AT i A3 1Y) AR S 2
T60M . T163M. D486N. R913Q. R928C FlI R959fs;
BT RS NCC S5 mi, Wi %% 2 1E &
NCC A 1Y B-H 245 0284k 3 i K b JTCHE B
BRI SLCI2A3 BN E iR AL, AR 7 7
FNCC RN (i ThfE 225" fEE PRI T



SRR L B AR - N o A ) 7 1

NCC A= Fy eI 50 1y h BN IE W, f ok R 4
T BRI T Rk % 32§ (NCC Al NKCC2)
PG E L AE B2 W, H% GS B I RS WUk ik
M 72.4% 42 & B 93. 1%, FF 5 LM 87.5% 2w £
100%" ">, RRYH Bartter ZEAAEFR RIS Flh
[ GS BFH RIS T B, MBe . JRASKF-AI T
DA AR 1 T R, AR GS R IE R M Bk
WAL, JFAIG IR . NCC AEFRTIRIR s &8 i bR
R U ONE B B F 5% 2 8 1 (transient receptor
potential channel melastatin subtype 6, TRPM6) Zik7K
Y 2ES, BIRRIZON AL (S5 R A AR A AR
PREGTFIVIEZE EACE =% (prostaglandin E2 metabolites,
PGEM) 7KF-esE &4 nl LU SR & LR ( cyclooxygen-
ase, COX) MIFIMIMESEE /YT WX HhE GS
MAEHURFG IR | IR . W& 59 | IR . RAS ¥
PEBLD . 5 I B /NER B e R B 14 28 910 1l R T 5T,
NRERRE 7S GS A KA ERE, &V 7L
W E GS B I IE R (RS Wi R A E N
ZERL R, BRHE T (Gitelman Z5 5 11297 HE
LR ICP (2021 f) YV, HWMAT 23 I
(29.9%) "EMFEIRIC, A, Jbut P FIEE 7 B Ak
il =~ W0 58 BT 2065 16 A 7 1 5l Dk ok R A A BE B o
NCC YEH v 2K -18 45 54 [H 1~ 52 A i A 48 4 T,
R T X NCC P BE A > in A0 AT BA 5 0 6 K
FIRE B EBE AR, @ P s B APP SEBLT GS
BT AT B SRR AR TR &
& 3CHF T IT RGP R R . COX i 77 A9 1l
RS, IS5 254 VRO & 11 R S8 A 0 ROk 15 % 57
T, 2023 ARAEE S FE W RO AE = N, BT
2018—2022 442 [H 5800 K B& B fE Bt GS M4 X151
A, T 5 W7 IMER B T 12 A B
AT T E GS AR B R HAERER T E
ABERFEF SR BAEE  ( Chinese millionome database
CMDB) HIBAEAEL ] 12T NCC 5 WLAR S 19 X S 7y
A, TF IR A OCH AR AL 05T

GS 1Y ZRF RIS BT Hb 5 7s 352 4% 1 B JUE 5 1 IR 12
I7 . WS ANEE A SR, M 22 T A 7 I VM B R 1Y
SrrPC I RBAS | I i PR s RS A LR AIF 5T,
SE BT R 7 SRS DI B ek R A A A B R R
W, I RERASILEIBTST; RN A
BB R A= 0 br S AT AL AR OF 9T . i B
JFHGES A e T R RE R p%i2yT . 2%
WIRSIFUMEM AAE, 16 17 A8 P57 o 45 o

e HEAIZYT W v R R A R S |
DRI AR A1 PR R R 14 3t k3 A e s A2 R 1284k T
JE 2R A T M2k

3 IRGHBAEING, REFHMEMIGRK
i FH

AR W FIE AF 5 i A2 MR A PR A B R LA 5
TR A RIS Rz —, R BT LUGE B
)L ] 1527 X6F DR YA R, B4 W AT 40 4 AR 6 DRV,
SRR, v EE AR R A S R A BRI Y
J& 1920 4k AL SUPHIEE 27 BE 8 3% B PR VR 1)1
WEgE” 24 f 2% 30 AR SRAL 2 AN B R, — K
ok B 38 A% 2 DL B 1 Bk IR 43 IR B B
(Kir2.3, NKCC1/2, NCC, NBCE, ROMKI1, eNAC,
Nephrin, HIF, Klotho, FSGS, NHE2/3. Polycystin,
Aquaporin2, CHiP-28, NGAL, NOS, ANP., FGF23.
KIM-1 I APOLL 4§) , #E3l T X IR 2 Ge 45 #4 F1 1) g
FIRABINR, DLRXT GS| Bartter Z5 5 1E, Z M
PR A K . 3 PR PR B AE ((hemolytic uremic syndr-
ome, HUS) ., stf&fakt 5 Bobk B /N sk AL Fnidk A1
o 5 27 DL VB U 1 L2 AL ) B, A T —
At AR R AT 2h, Aneh- A WE B[R] R s HE 2
( sodium-glucose cotransporter 2, SGLT2) Il 7], Hk
A5 I Il 2= 2 AL B A ) 7] (hypoxia-inducible
factor prolyl hydroxylase inhibitor, HIF PHI) | FMA ]
YRR D Z AR 8 R PR Sl R A
LU IS TN AE, JFAE R IR IR T7 T IS )

KGR (familial renal glucosuria, FRG),
R BOS W 20 20 20 4R, HH RN SR
It 4 TE B i PR A BH PE, 2002 4E, van den Heuvel
AUV UGE S BORS AE SOk 1 i B 30T S N AR
& B SLC5SA2 JEIH BRI % 2 5 n] Lo aof
W SGLT2, S PRBEHEWE AP M, 2013 4F K 4%
5| 15 ( canagliflozin) YERE A0S H A2 B
PR AEAE BT R SGLT2 H0 i 50 FH TIR T2 AUE IR
o AT 2 PR HEERCR 7 B2 FRG I R 3%
RIFIHE DRI OC 2, M5 B E i PRV R 22 %, T
BT /N R g (0 70 A /DN R R
FRGEHY 24 h JRBEHEE > B2 B BRI IR 2% ROBE ik 1)
SO, 2015 4F Aires 2520 B YORF I IR A8 ) B Tt 42k
I (oral glucose tolerance test, OGTT) Ay "B 4 B {5
TIRE S T FRG 3%, 2016 4EdL At P RIS e % e
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TR N EESE TR OGO v (B W B TR 2 T
https://1tg. renaltubule. com/) , #t & T 12 A~ H &4
5, HREH T E FRG BE L RAH, KR X
W aih (E) SEAYA SGLT2 MkE (FhE
) AxER R

DR 3B/ R R s, M B
PEIRARAE BRSBTS, J2 RAS #5036 77 b
R B T A BRR A, SR 5K R R B BROR R AIRIR N
T3, WEARER DR 0 SE 22 5 M E Ji% . 2015 4F- B3 A1l
VA BAHEDN SGLT2 1 f] 78] WT LA e 3o Ji 7 32 1A e 4 A 3K
S BRI B S, PR AR R BT g
HAEAE e U I W PR R 1) 2 P PR S RE Y DR AR
gk, HETA BT HE S PR B RN U )
J&, 5 RAS $0 0 5 HAT B R A, (E R 1 S 3
B /RS I AR — DT R OR Y S B A KR, i
— S L 25 AP HTAS BIUESE Y, 2019 45 4- 7 25 B
hirfizdEE 1- 1 BT — S A G (sodium-
glucose cotransporter 1-neuronal nitric oxide synthase 1,
SGLT1-NOS1) Z 54 BR K15t A LA B 5€ [ p 29 HL ik
R B X0 T A= A BA P S A 2 ) R S Gl 1 L IR
S —Jr 1 % SR E] FRG £E & v /N H A B
B 5 AR 2, i A AT BAE S 0 I R BIF Y
ZEREONHT I WAIE S SGLT2 461 571 A B MG IR R 7,
PAFB R IIHER (KT 200 K%), HE 2023 4, £
Bl SGLT2 RFN M MARHT A E7li, FFAER ML | O
TE L WE DR I A0 U IS R R A AL X IR
(Y PR ZE R AR A B E 0 S PR ' s R
BRI T AR AR 25, Wil 20 fiE4 70 4R 4K
Schnerman %545 H - 56 iF 1 250 %5 BE A BR 45 AL
FROCR AR I PREDIIE, S il PR B8 A BT 3426 T T 45 558
2l R

4 RIVIAHLE, HEIFRBERTT R

TETAL 1 2 UL B U 112 WA (U RT LA sk f st A% 1
TRERBAE . SRR Rk Bt B /N R BE AL R Gt AR
B /NE 8] % (autosomal dominant tubulointerstitial
kidney disease, ADTKD) Z5EFfR AL EIG YT+ K 1Y
BIFER, & HHEAEZ) 75T L RS S T HoR
s S R

M S O R AR MRS I PR IR #EE - (atypical
hemolytic uremic syndrome, aHUS) ., HUS. [ % 4 i
AR MEMZLE F R (paroxysmal nocturnal hemoglobinuria,

6 January, 2024

PNH) . ANCA FHICHE A8 4 A B A8 IS I 1 ff i
W (thrombotic microangiopathy, TMA) % £ fff
LB RS9 2 3 Hh A S S B A A T, LU
e b Z2 B0 F BN N S I I S 1 S
Horp aHUS J&— 4 R 2 30 0 S 38 5 4 375 il 4 2%
I, /N S B e | R B ™ SR I R 25
BAE, BTGB ILEE 2, 90% 84 2 FNEA
LRI B, 2009 4E NEJM 8 AR & T HMEE B
CS5 BT AL PR 7 3 4 G Rk B L aHUS Y |
2011 AFFEE % A 14k & T 77 35 B8 R KB AT I HUS
3 i EOIE R R JLE R R €5 biikes Y,
[Fi) 4 5 [ RN RO AIE 1 1Z 257697 aHUS, 2018 4R 7 Hr [E
P I T aHUS 1 PNH, {HIfAR FTi, 2023 4E[E 5
7 UL AR O AR RS R, 2018—2022 4R
fEBE A aHUS il TMA B2 WiKF . B SRR 77
(RZZIMIE . M3 &4 FRWIRIT) HAKE#
B, ARRAEBEIET I LREAL, R T I R Al 2
Yyol Ve T B, 2022 4F 12 7 BE G 4K P R B BT
(eculizumab) AF AL =Mk A ET Y, HETC £
AL 300 B aHUS FR 35 38 2o i 3% 24 1 3% 45,
2024 4F 1 H 1 H 2 B R 0 A% B AR 2 Rk 19
15.4% , H[E aHUS B AMAAHC TMA F8 35 Ts 206
(CEIL NSV

AEABLAR 8] A0 UL b 3 B R = B [ P 38 50 0 P il
AP EMNE ZHEH  (mammalian target of rapamy-
cin, mTOR) #HIFIGYT &5 W MEdfLAE, b IERAF B
B 1 U A [ P AR G A AT R 2 R R B 28 )
FH W Je ok B et 2 RS (‘autosomal dominant
polycystic kidney disease, ADPKD) Z s F K jit 1% 55
SURAIERE . W 4 R, NCC D RERTS A9 5 ok
I E A Z5E T (Gorden ZEG1E) 5 Gitelman 255
fiE G R 26 B 58 M i, RBh m AR b 7 . 5 I
JE . RAS W, PRIt i 2 ) BR 590 BELIBT NCC ) R,
RESESETRYT IR . [RVRE b 78 e 71 S Sl A Q10 W] LUYA
S Q10 W% (C0Q2, COQ6, ADCK2/COQS8B,
PDSS2, MTTLL) 54 ¥, A0 B0 2 2 AL 7
oy e i 2 SN T Mg R A BE
2 RGBT, T AEYFEE ARG R
MR BRI IT B &) A TR IR, JFiEA
TR BE IR, T I AH O B 4 ) JE I S e A
PO L PR A7t B 2t A I ARG, A vl L0 )
AR, B E 22 1) 7 UL A Bk R RS A
VIR SR



SRR L B AR - N o A ) 7 1

T4 HULPRR AR T LB ERG RS IR T O

Tab. 4 Examples of specific treatments for monogenic rare kidney diseases

[9]

I RER & 1E HOR AR RI7
Liddle £5 A 1iF SCNNIA, SCNNIB, SCNNIG B K 38 )
AR o 484 22 1 2 KCNJ5 WE IS ) B 77
R TS [ B P I VS R RS 25 CYP11B2/CYP1IBI JEH AV G Wl B SRR
SR TS i i g 229 T 2 CLCN2 TR [ 35 7
SR T (8 L 2 i 175 KCNJ5 T I )
AT T GIA o BRI R AU, A FAETRT T, BEIRYT
i Q10 Bz C0Q2, COQ6, PDSS2, MTTLI, ADCK2/COQ8B il Q10 ZXyvik:
JEAVE 5 B R IRAE 1 5 AGXT RNAi J7Ik
APOLI AH & B At APOLI ANGFFIHIF], RNAI

BAEVER HURIRR EAHEMEEL  TTR

RNAi, CRISPR-Cas 9 571"

AN TR Yk R SR R FRAY DI RE ;IS

5 MBS ERER LR P E KRB

IR A AR R, DR R AR
I H 1 ) B 1) B 1) T R O ) B SR SEVA B (L
), HEFRHUARN RS R E, JLF aHUS 3% BUAMA
SEH, WS IREAMA H ¥ (complement factor H,
CFH) 1 H SPUARmRe, ol dishMARE RS [H
FL.IHEF, BHF, C3 MBI A ( membrane
cofactor protein, MCP) %51 S8, 7EPIAMAIGIT H L
AP, MK & (therapeutic plasma exchange, TPE)
aHUS I —ZRIAY7 TR, A BTl R E0R Y
Bt, WAMAE H PR, IR SEA 45 B IR MR
F, T R, 2010 AF () — 000 5% M 5T
WA 273 BRSO aHUS 182, ol a4
(55%~80%) H# 78 % TPE & JT J5 I A KE R 2
20702019 4E S5 [ I 3 B #L 2 4 ( American Society
for Apheresis, ASFA) FRRI#ER, WEE A H KT
Yo, W TPE A T 238 REE . 20 55 WL A £
5 A SRt g . A SR K2 M . &5
RIEAENLTE S . 2 R VEREfL . A2 H BB . ANCA
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Tab. 5 List of rare diseases that can be treated with the aid of blood purification
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