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Abstract: Hereditary nephritis (HN) is a group of inherited kidney disorders involving glomerulus and other
organs. A familial aggregation in some families suggested autosomal dominant inheritance, autosomal reces-
sive inheritance and X-linked inheritance. Non-Mendelian and Mitochondrial inheritance patterns also have
been observed in some families. Discussion of the clinical feature, the genetics and animal model of major
types of HN and further analyses of HN may lead to the identification of disease-causing mutations and a
better understanding of the molecular mechanisms in HN.
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12 AL VE ' 2 (hereditary nephritis, HN)J&—2H
BB M F 2 R ICENERE B, H R
A HE R E M, A5 Alport £5 & ik (Alport

1 ATS
ATS JELLGERIEFA THE R A E R . IREEAN

syndrome, ATS). 7 J&JiC B B )% (thin basement
membrane nephropathy, TBMN, X FR %% PE B 1
IMLPR) A& 1 S M B R Fabry i (Fabry disease,
FD). 5 KM B 25 A1k (congenital nephritic syn-
drome, CNS)FI A B 5 | 2 1) B 9 I B AESE.
OIB AL R FIR AN, RN H YO T
‘@iﬁ@b(autosomal dominant inheritance, AD), YL
O K 2 Pk 1% /% (autosomal recessive inheritance,
AR)AI X #4135t 4% (X-linked inhertance, XL). —4&
K FRIERI N AR B /R B AL AR g 1

ks B EA: 2013-02-28; f&E] HEA: 2013-05-07

HEBNFAE —Fhist &0, K20 1/5 000,
1927 4 Alprot H KRB %R, ZAPZREHEE
PUA AT PR M R A EL R, 5Pk R AR T IR
e, Lot R A I R P ATS B ZAE R —
B EREAR, L3 S SO0 3 M T e P R
PR, BAE B At B o R, g e Rkt
5 b 2 e R R . L R 3 4 A Sy O
LV ISR Tt oy e 2 (2 B TSR AN 2R, (H i
S AT BB AN 3] FB LB R A B AR, 4 B
SEPUHIS WY R — i MEREY. B ) RE I B S T,
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2 0.3%~2.3% 1) JE 35 e 23 e 2 AR ) 1 9 (end-
stage renal disease, ESRD). X £ 8{ ATS (X-linked
ATS, XL-ATS) /& &4 ESRD Hefl4m, 12% 4
PERRFAE 40 % Z i & & ESRD, 30%01) % Pk i
HAE 60 B HIR N ESRD, 115 1 % JLF- 400
RS ESRDY. R 240 ATS #1775 H- 200 IR,
DRI, 4 i R B2 B 07 5 B PR 5E ATS. 9%~82%
(4 R R A IR, 728 R A A bR AAR A0 D) S
FERRE, SR i DL 18 3R e A 2 TR TR A R A 1Y)
HERERE . RE LIRS S0 R o L, F B A 1 1 3
e, MR B RA 11 & A 0™ 3 B 4 ). A7 AR R
W R ) M FR 30 27 TS kA 1 I RETE IR
ATS J&— P L DR 35t A% 0, FR S i TV R
JE AR B PR S AR RS . s B PR 4 45 COL4A3 (the
collagen of basement membrane, alpha-3 chain gene).
COLAA4 F1 COLAAS. Bz '8 WL ATS A XL, 295
80%, HK K AR, 27 15%, B /DHUEF S AD.
XL-ATS i COL4AS F:H 2% & R 25 5],
COL4A 5 JEANLF Xq22.3, K 250 kb, & 51 4~4h
B, Fif 1 685 N FLIRTR I (oS (IV)EE). a5(1V)
Herh 26 MEILMRE S K. HZARR-X-Y —HEE5H
(Gly-Xaa-Yaa-repeat sequence, GXY) [z & 5B 1
B RE I DX (1 430 AN 22 ik 1) AR ik o A Jie Ji X
(carboxyl-terminal noncollagenous domain, NCI;
229 NEKEEMR) ZHAT, NC1 XXF i3 3h IV B R =
JREAR TR ZERA TR A EEE R VR ™. B ATE R B
COLAA 5 JEH R 7AF H 3 440 Fh, AS[a] b X A%
A MEF R, HALATEZRAR IO, 4K
T 5 A At AV, A 10%~15% 1Y 58 728 I B
RAM, BORIZIRAEER R EFEMS. | Tt
BEREA AR X Jelk, SEHEThREAR 743k
&K, B EE WA 5E X Qe Bk
T R — P b A e R R B R P I AR,
COLAA 5 FEIR 7% 53 257 55l RAE RAFAE— € I A
Kk, KA W], Jo X RABEMB RS /D
AR 5%, T BT I 8 2878 (GXY R E A
G ACTAL (R &AM B+ 1~20)8K o5 55 NCI1
X & LB AT & 30 % 5w ik JE S ESRDE,
— I X} 681 ] B Mk XL-ATS £ # Wf 55 & B
COLAA 5 JER A8 5355 ESRD [ & fi 4 16 AH ¢,
Fi§ SUZRAE BU BB P RO AR IS S 37 %, 514
PLEIAR Ty 28 4, WRIBT AR Ry 25 %, /NI B
N 22 %, MISET 5wy i SE R 28 A48 fB i LA o
T R R AR BY D) 28 AR RN AT 28 45 Lo A 28 A8

AR5 S BUR A R A MR S5 5. AN TR 4 X
A BEIE ) ESRD [ ELBIATR, 190~29% B %
1 2.3%36 [ 8 E P T 1B IERSAE, T 189%7% F i
HIAT T BN, B E R ESRD H B E T RE =
TRIB WA JE T ATS B35 HA A COL4AS JE
R0 7 B E A 4. % ik (R 5 AR i T M JR
A A g A IR ERRE AR, AE— ™ EREAR
M PR PR B L (X; 1)(q22.3; p36.32) Vi 5
i, SRR YL RS 7T e S B M FAE R
JRPRIMLATS (8 H Il R PIANRERR 1 Y, £
i ATS FEIRIE V- # AUE (Alport syndrome and
diffuse leiomyomatosis, ATS-DL) #1 ATS B ¥y
FIRGE ., TP AE A R RDJEZL 402 i
(Alport syndrome, mental retardation, midface hy-
poplasia and elliptocytosis, ATS-MR). 2%~5% 75 4F
A XL-ATS 47 DL. 240158 & B COL4AS il
COLAA6 JEDN 5"l 2R 5878 (5% W1l Jig 8§
BRI RESE ATS-DL (9 [N, ATS-DL T2 5 K
JEWUZ, SECEE SCRUE W IE M A E AR
PENUZAE . — 88 58 5 36 R B AR 2R 5l R E 7Y i
AR, 86% M HH BUAT WA IR 3, 27% ) (3 B
PSR o B B AR, — S BB O T IR R R
FE L SEAE AR . ATS FFR 18 M B 18 A BT
W PRIXEE, ATRER T B E e A U, ATS-MRAR
BERINER W 805 HE R T SR Ak
T A4 FING R P £L 40 L34 2 9E . 7 COL4AS .
FACL4 AMMECR1 .NXT2 .KCNE5 #1 GUCY2F &
A9 X e o (AR o e SR IR AIF 5 e B 5 | RS
KA, AH Rk e SRR X ATS-MR 1980 1E
EATERE, R S, 2 2 I Bk RN
YRR, 5 S — BT

WYL AREE IR PE ATS  (autosomal reces-
sive ATS, AR-ATS)H COL4A3 8 COL4A4 FE[H 2
GHEGREGRLGE. BFEEREEH, B
JoH . XKl —M&TE 30 & Aty & A ESRD.
BEBATEERIGRRE, BECREZ LRSS
1, TR W AORAFTE RS T PR AN B 32 AL 4G
Mk = a3~a5 brict™. ERBED 47 Ft COLAA3
JEIR 2875 F1 27 Bl COLAA4 FEH 275 5 AR-ATS
RIRAHI,

WY R PR PE ATS  (autosomal domi-
nant ATS, AD-ATS)EC UL, il 6 MK R, 3
AN COLAA3 SENRAZ G|, 3 1~ COL4A4 St
HIZEAB 5. AT RN AL B Tt L A =X, %
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FRAUFERAE RS, BRI IR, ESRD FIWT /)
P — R BIAE 50 % LU, JCHRF P s 1.

B & RASTNEE R it/ BR s Ay 2 0 1
HN B FEFIAI TR YR IR RRAY ).
BEEEAR AR R P X B R A%, 171E COLAAS J:
[RI 225, AD-HN 2|4 R A1 AR-HN 3£ = 7] R R 3l
IR SO L R R A . X B YRR WA
5Bl ATS Y ESE IR AN EIUS , U ESRD ANEF o6
IS, BRI EREARSE, HN R4 R R IBETI5 HE
R A, Hodx A & RABEARY 35 25 DL B JIE A ME RS,
ATS /B PIAR — B B COLAA 3 LRI 43 IX.
W (a3 BEE AR IX) . COL4A3 B, COLAA4 &
(K. Hr COL4A3 BE R AR /N BB B 8 O, 5
AERR AR AR-ATS, F 70 d 24 5EF B 3,
Gross 25 ) 8 DDR1/COL4A3 RS /N B HE 2R 5
Br COLAA 3 JER /N R AR IR, A0 ™,
X AZE COLAAS LR G5X T L FE4E ATS /)N FUB
RUFINEE PR RS IUAE B /BRI /NG i) S s
JEPESAS N Z RN L2 T, HREVE /D B P
INEUH RVETS L. COL4AS5 .COLAA3 F1 COL4A4
/N B DRSS 750 2 L B A9 B9 I A RE IR, — o
FEEHIZ T ATS fe BRI R A Y. At 35 R el i
N R 5 ATS R RIAAEAR, Mpo17 5L
/N ERERIN R L R A 7 /N B AL N B e 2
fiE, F+H B2 ooiifs. 5 A ATS R AL, AT
E Mpv /N EA 5 AZE ATS AL B AL, 7T
FHT ATS ‘BEREFNHICRHSE P CBA/Ca-kdkd
/N ER BN A AU A A U R G FRE 1) g B R,
BEJE YRR

2 TBMN

TBMN 2 — i e 6 (4 S P 8t A2 e, 1k
SR N L WIEE R IMLAR . — B Ta] Bk Y R
PR, 46 R ZHBFAUR A MR, 750 B EH R
AENIR, EIaE— M IEH . 40% TBMN 34
TEAE COLAA3 B} COLAA 4 JEN AR 578, %05
a5 AD-ATS A Ll 56 R LA, A5 — 25T
AR ATS F1 TBMN by WA AN [] (5 04, (3R AT
AN TBMN LAl ATS A— Rk I R, 78Sk
N E I AE X I L AR A 52 AD-ATS, TifEE
R Xk A8 55 TBMN.

3 1A HIBHF
lgA BB 2 f % LI B/ INER I 46, Rk

A ESRD ) FEZ R A, 2ERZ REEA N 1.3%.
lgA B SR () I PACIE AR Ay I R A ER F1IR, 40 %
SeEAT R, LA PRI I PR A BiEDRG P B Sl e R iR,
30%~40% 1) BB e 28k J' Sl ESRD. & B A
lgA 1532 2 A W DTBURI B /N ER R I IA 5 2%
FELEFNTG AN X 22 5, BT 55 1 58 8 R R A
R, T ] R A 2 AL 2 35 4 i X
T

BT = RGN K R A Bk}, 1gA FE
G — AN N e G . 56 [l R0 [ 0 0 4 795 2
P IR 4%~10%K0 1gA FE B 8 FAEAE B R 5
s WL H AR H A R BRI 2 A B
UL GRS AR 4R /R 1A% R R 7R R0 T Y
YEFL. 1gA FEE R —Fh S 2P0, A2 G
o PR A% e A, T RE H JE DR - DR RN /s -2
S E AR 80 ZHE 1gA BT RE e
KR PEEL SN BATE 2, HETRIZE D 74>
e ] A A5 (6q22-23.3p24-23 ,4q26-31,17q12-22
2q36.1q32.22q12) AIfES lgA FEEIRA G, (HE
A S R B0 R DR w7 SRR DRI P, o) B L B AR
FWHEBA & BLC ISR O o, 3275538 W] REAF
TE ARSI 7 527 B T A S D A e i SR N
R, — BB A S SE R L ATV 1A B B 1
i 36 B 5 T Bes R AL O F 9. B R 2 —
FES /INERFIVE /NG 11 At L SR S ARG B 40, WT g
5 1gA BB B 0 R A G . % £ SELES,
SELL10 1 SELLI &) TGT BAfARI 5 H A 1gA £
95 B R AR O, T P 2 IR S B 1 IX k-
825A/G A8 555 v [ S EAH OGS 2L BEFE R T C1402
1 C712 FIHEZ 1gAFE B & e i ESRD [ {3
TR Hg RN HLA-DRA .GNB3 IGHMBP2 .
TNFA .IFNG .TGFB1 .C1GALT1 .SCGBIA1 .SER-
PINB7 .CFH PIGR %5 {F R {53k 56 [ 647 T W92,
A= B, 252 1gA FE BRI EOR LN
oo IS A A R e — 2 WIF TR SR,

ddY /NEU2 LA BRI — > B & s
B, RIUONER, REGAEMEE RICEA ™ H
1B /NER 1gA DU, (HEIM R ™. UGB (the utero-
globin gene) JEPRIGIER/NECHEE T LK (1gA F1 C3
OB, 55N 1gA FEE RIS,

4 FD

FD J&—FP b1 XL e se s, gt
WS SEOEBHAR oL ZUBHTEE A ISPER A 2
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sz 518, AR 1/100 000, 20T 514
B R A B IR L AR TR
B D RE L O U O R R PN ki
PERIeR RS, B O R 0L, 174 S5 4EAT 110
kR R R B R, Sk S e Tk
K. FD BURFEK A GLA (the alpha-galactosidase A
gene), /0K 585 P REIR AR S, SRl i A TR
PON1 JE[N SSMM AIES FD B IEAEIRASS, (Hik
et —E IR T IESE )

S CNS

CNS — 48 H A Ja <3 S A & 4R B NS, & H
DRI R 25 22 R, 2452522 Ny 1/8 200, &
— R Gt AR BRI AR I PRI A5 R A B R
AR MR RAG#E B BRI A LR 3T v /N AR 11
Fmy ok, ARSI, PR AR © R
140 ZF NPHS1 ZER %78, 141£sX91 F1 R1109X
R2F24 CNS AERGR, 43050 i 78% 1 16%. 1Ah
NPHS2 PLCE1 1 WT1 R HIA R FT CNS AL

6 TINU

B /I T S5 R e 2 I R 2R B E (tubu-
lointerstitial nephritis and uveitis syndrome, TINU)
Je— Rl R LB FIR A ZRGHAE, 09 =3:1, Pk
TR 15 %2, BAE R A 7, BRI
Je BT, 38 R B SRR SR P 2 b 1 i
AR, AT A @R RERG ST B A] 2R R4
ARCR . TR A S P B/ NAE ) B B 4 BRIV R
M REENGRTT, WI2)5 6~9 DA Fil kRN
N BMERAE R BIIR. REARARITHYBRE T &
JE A8 B 58 L iR IR R A U ) e oy A
TINU 50, FRUARIE L 200 ). S50 XA T A5
W DU IHIR R FIRE TSR TINU AF7E—7E
B A RS, H T 2 AR G (human
leukocyte antigen, HLA) 5 TINU #H€, fF7E 1% 5+
JF 1k . HLA-B14 .HLA-DQA1°01 HLA-DQA1°0101 .
HLA-DQB1°05 .HLA-DQB1°0501 .HLA-DRB1°01 HI
HLA-DRB1°0102 25 HL /A  5 TINU B & AH 5GP
HLA-DQA1°01/DQB1'05/DRB1°01 #1 HLA-DRBI
0102 FRRILE TINU H R B AR,

7 MYHY B X%

MYH9
MYH9) FHOCER & —2E i MYH9 FE R 28748 5]

(myosin heavy chain 9, nonmuscle,

()1 Ye oA B PEBENR, 30%~T70%1 MYH9 15¢
P FR o B B (R A/ R, HiH Epstein
ZRGAIEFN Fechtner ZRAESE 5 LAY YL £ (4 S 1
B e, BB B 48 L B2 IR )N A ik
ARE L B/ EAE AT LA R 4. MY HO AH
PIR I E RS F AN —, v RBUEE T IR G
FEREE TR, T A TET AT L ESRD.
B SR A AL S S96L.K371N K373N \R1165C .
D1424N \E1841K \R1933X Fl R718W Z514- 41 Ep-
stein-Fechtner Z5-&1F B35 MYH9 3:[X R702 £ 4
W25 A G G Ak, 5 & A Rk B B Nk
692 Myh9™/INERIRBRIASET, Myh9"/NRICH- &
BURBREE R AR,

8 Papillorenal ZZ & {iE

Papillorenal Z¢-& fiFJ&— P LLR A1'E AE 2 RE S+
HH M e 6 R R B A, FOE AR S A
JB% 1D PR A IR AL, R ) T B, TR 2 R GE
SR B AR SR, BURIER Y PAX2 FERM
/0 12 MR AR 555 Papillorenal Z5&fEA K.

9 APL

RIS FR 14 I W 8 TR A K (acquired partial
lipodystrophy, APL)J&—FXJ x4 B B i 1 2% 19
PR, P 22% 10 58 R A G ARV 8. APL
FEA BB Al 1) AR B, i 2 R R I A
5. LMNB2 JE[H () TVS1AS-6C/T R215Q F1
A407T 75 5 55 B afi R APL(AS P BB A P B 48 A
IS APL PR RRIE A= P B A8 B0 SE R DT R M

10 SLE {#'S%

REPEL BRI (systemic lupus erythemato—
sus, SLE) TE—Fh e, AL AR [
TEFIBIEE. 40%~75% SLE 4 B ¥ 2 2, & SLE
FUE IR R R AL —, 2 SLE BF LT F 8
Rz —. I 5 E AL F 10g22.3 (systemic lupus
erythematosus with nephritis, susceptibility to 1,
SLEN1).2q34-35 (SLEN2),11p15.6 (SLEN3), 20 %
AL AR 5 AT BB SLE 5 4 & AR R ™ B
FEREA U, (HZ5 A 15— AR SE.

11 GFND

2 Yk 25 11 B /N BRI (glomerulopathy with fi-
bronectin deposits, GFND)J2&— Fj & e o {4 g 14 1okt
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e, S SARIR ARG, HER VBT LR & I
JE R 5 B /N R 21 4 1% 3 2R U0 5 20 ESRD.
GFND &R S 7E 1q32 il 2q34. FN1 3 [H (the fi-
bronection 1 gene)/tEﬁL? 2q34 SEZIREOR R,

12 CTN

P PE B /NS TR B (chronice tubulointer-
stitial nephropathy, CTN) J&—Fh bR 544 P
g, RBUNAER AR M BN R B, A8/
AR A Fanconi ZE-G k. B IETE K B /)N 22 46 A
[ BT Ak, B /NE b R AN B 2L A T 25 AL
PRYERUAE, SR 2.7 kb mtDNA K Fl AS656G

AES CTN AHIEH,

13 RE

HN J&— 4 & 3= 500, A- eI R Fn st 1% 5
Bk, B LR B B B I B AR,
I RIZ BT o — 2 B R ME. B4 HN 76 JL#
FIPFAREE & X 47, TR KR A, dnast il
B, %ﬁx,\{iﬁ%%ﬂﬁkﬁiﬁﬁmlmﬂ?ﬁ% (1
PR VR FIPR JESRD DI R i 2P EE 22 AR e o 25
HH B R (DR A B T 2 B I A2 W g 1E
1T DIRE BRI, PRI BT A Tt AR oE e,
F NG 1) O A AR B P RN A R S,
e R b 107 12855 Jih R 1 v 28 70— f91) 1 2 A 1R 00
RS H2 H FTR T S iR 1 28 5 e U
APB I KA S K J R 1 PRI A T B TS A IR A7 TR
% 41, Kashtan MIOCEBIENAR/R, B3 R TG
K aSAV) FHMET HEA T B 1S A IS 21 7 4 it 2 A
oL 1N AL 2R, ¥ SRR AR i 2,
HARDAFAERAR PGS, RN RITAS A2,
A FIFRFRTSWAMIU L E B S L2 HN
B BE LR D Ky S st A B e sh s B Bl T
FEIHH HN (R3s 5 A R S v iR PRI 9E.
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