FEIGERVIZE 2021 429 HEE 34 %55 9] Chin J Clin Res, September 2021, Vol.34,No.9

- 1245 -

- R ERIE

JLE R LM B PR AE 1A 1 5] 3 SCHik 2

A2 4,

KRE, Mk

AR — ERR S — MR EBE (AR T bl EEBe /DL EA 23R, 7R $FRE 250000

R UL TR RO BRAE (PH) Z— i LA G LR R R 8% 0 , PHI g b DL 2880, FLR 0 541K, i
IR BLRA = BE S I Iz s A7 2l o (H H AT A5G T PHI AR B IEH D . AR SCHGE 2019 4F 1L AR
AT BEBE/N L RN 73 I RHSGA Y 1L PHI 5 128U S MR R 25408 , 212 PHL, TG
JEHEAT T IR B A . AR SOFXARSCSCREE T T8

KR FERRIRAE: R JLE; ITRM; BB Ea)T

HESSES: R589 XikiriRiE:. B XEHS . 1674-8182(2021)09-1245-05

JE KR M B FE 12 R iE ( primary hyperoxaluria, PH)
ST MR UL DL 2T IR A B A A e 0 G
R PEE L P , 1 Lepoutre 7E 1925 4F 5 YK HE AH
S 1] AR HIE ke I G A 2R R R TR, PH 432 PHIT
PH2 PH3 =" PHI by LAY 260, {H F i
WIET PHL A8 1] 41 18 A5 85/, A SCHRalE 1 i L
PHI 35, JFRAH SOk TS~
1 & R STH

BIL, 1,8 %, T 12 I & 1 vy IR PR E 1
B4 A, RENTRST ABi. L 2014 4EP i A
PR XUE 247, W05 PR AP ) W HE A7 B AR I DR, e
JFE T 2R ER, AR 850 BN, R T 4eikAb
B 2019 4 10 7 BUER FHER %, IRE A,
2 4l = e B 7 s U S o ] A A i XU A (£
R ) BB RRK A e PR AR A A T A RS AR OK, CT
RIS (2 5) A PRAE 4540 014 B UK O
B S [l P R ik, IR N R B B AT 48 B A s
ARKBOCHE A AR, R FTIR R A 19.38 mmol/L., L
224.6 wmol/L, A th BRI 4, 655 7 KO i 2 %
Rr b A1 o353 B B L PRSI, 45 40 B3 o3 Bt A i
— IR ELIRES T0% , — K GRS 30% , H UGN 3t A
3 QbGEAR | GEAR 5 Ry AGXT ], G728 hy 5 5
B RAE, AL A R e, 26dupC (3K 3 &K ) |
c.473C>T M. 145A>C(CRARE) (K1) . RIEFEHE
R g AR, LI #Z T PHL B, T 2019 4F 12 A 47
TRIFREARA , AR S5 25 Tt 5w 5w W% 22 2% T i |
RIETEHTHER , R'E T e 6 3 7 e 2 JRFEAE 0, AL

DOI. 10. 13429/j. cnki. cjer. 2021. 09. 021
BIE1EE . W7tk, E-mail: liufe@ sdu. edu. cn

T MENTIRTTY o PR A AL NG , SCBARAS , &
W 25 5 0§ B 22 R 38t 4% s s s o A B A4 i T
147/104 mm Hg, 1KTE 28 kg, B #5136 om, ML, K
PR, A R Ik A TR AN, T S T A, 3
S, O Ml A AT S TR A XA K 2
15 emx10 em LI FARIEIR, T ] WKLY S em T
ARJEIR WG [ 425 [ A, B 1At id g, JHE AL R
fik Ko, B B b (=), i I TE R, U X TG
o BUNBIEIEN . ABEEHTBIA A GT o I R .
FLAM ST % 5.83 x 10°/L, w4 7 41 ifg 31 % 2. 51 %
10°/L, kLA 2.42%10°/ L, 2 40 L35 2.75%
10"/L, 41 & 14 83.0 o/L, ili/MR % 152%10° /L,
J i fig+ '8 2 e + H A o +.0 LG : ALT 11.80 u/L,
AST 21.70 w/L, B4 1 39.50 o/L, HE H (7R By
Zyk) 25.30 /L, Bk & A 14. 20 ¢/L, R &
29.80 mmol/L, JILIF ( Fiff 7% ) 633.00 pwmol/L, 4l 5 )
B /N Bk UE 33 R ( glomerular filtration rate, GFR)
11.45 ml/ (min - 1.73 m®) , B2 {3k &E 1 39.16 mg/L, JR
2 441.0 pwmol/L,#f 5.45 mmol/L, 4} 138.00 mmol/L,
2 99. 00 mmol/L, 5 2. 09 mmol/L, JC ¥l #
2.60 mmol/L, — % AL % 16.90 mmol/L; FR & # . 7 4H
M3+, BREE L+, JRAE L+, JRIE I 2+, H 41/
170 /L, 2L 2 041 4~/ pl s WIRFZR CT:RJ AR
Jo RUE S o 8 B R 18 RN e BUE Al e
(E12) o ABeIa 4T S e 3 i fo ik 5 S i i3 ity
7,7 A H G EA BE W IR SMEH T [ Fh S A4 B B R A
ARJG 1A H TS DIREIEH o



- 1246 -

REIGRMFZE 2021 4E 9 H %5 34 555 93] Chin J Clin Res, September 2021, Vol.34,No.9

uuuuuuu cec ¥c a o T T o P c c a4 c A ¥ o o A © ©

\
K * A ‘f“‘\
VATLA /\ [
¢.26dupC, p.K12Qfs = 156  ¢.473C>T,p.SIS8L  ¢.145A>C,p.M49L
T BJLIA 3 ARFER RAE . A, c.26dupC HFEAHRAE, 2k AL

FLBURTEAE 5B, e 4T3C>T sl AR, 5k A BESE, #ok 28 =
C,c.145A>C g4t L ZAs Sk [ RF2E G IR 2 SR,

1 &)L AGXT M7

TE XU 25 o P L 2 A R A R v TR 5 22V T LR TR
R E L s WU S B B ki v

B2 BILABERHBIRFR CT

2 g

21 ARAZSFEAENG PHL ZIFIER SN AR
TR A FL 54 #4 1if (alanine glyoxylate aminotransferase,
AGT) Bz Firsk '™ . ZWEBRTE AGT fitdk F /B H &
R, >4 AGT ‘R LTEVESG , LR A A A iR iR R 1
2 LR MR T I B B R A A, 2 B R R K Pk B
I LA FIK - 30~ 50 pumol /L i, o 22 f) B 1R 415 i 14
ESUURE B8 O Mg WO E I A8 L B Bk B
SR

PH1 RAF KL K F 7 F 2q37.3 By AGXT, 145 11
AHETFY L HT RBEA 237 MR AL
AGXT B 6 475 WA Ao ik PR B4 A+ o 352 48 37 6 PR NI
BN, HRTE AR, 5 E RS 3 2 A
Z8A% P11L . 1340M A1 TVSl+74b , 24 BE sl gs A% 5 H B
T A 2 [ By B, 00 T S e B AGKT
BEDR d5 i DL 978 B Ay s LA WO S b S de i
DLEG AR SN p.G170R  p.1244T  p. F1521 Fl ¢.33_
34insC, [ PHI Jig (i i 18 rh fie i WL Y 9878 ¢.815_
816insGA | c. 33 _34insC, 3 H i J5 A~ K, p. G170R |
p.1244T . p. F1521 & WAz i&, ¢.2T>C . c.605T > A
679—(1VS6+2) delAAgt A Ay 4 H [ R fili AR e 1
GEARL YRS A0 5 IR 7 R e R R v R R 2k

R RAGE 450" BRI LM B 54 4 F
PS5 T PHI SRR % LE : AGT 5 T i) Lok A |
HE TR G AL IS 3t e Sl A BB, AS T Y
FE R 58 AR 7 538 1 AN [R) AL 51 R N 6] I R
et

22 KmE PHI FEARM[AERE L0 & A, DOBT
A JLE 60 & ER VT &0, RIRAES (9.5+10.2) % (i
EW 5.5 %) B2 IR (5.0+15.2) & (P 4F 8 10
) ORIRIK R PHL %9 R AR, 38 83, 76 BRI
Jedb3e A B BB R AN T AE 1~3 i/ | 7 N, iE
SREEIRA: Z2 B R 2R AL AR b DX SR R, ] e A
5.5 B/ B E T N e X, 12 0T AN
BILH KA 1 4% PHI (PHIL 4 & R 7E 0.12/
100 77) "0 EE B ARRSSHEE R PHI 5L
AR E R 1% ~ 2% , FE L FEE W mRATIER,
PHI a5 #2095 LAY 13% . H A b
PHI1 8R4 6 = GevhBokk, 1 [R5 B B 8 fi
2013 4F %2 2017 AFAE DT E AR 1 247 5]
7 ) R i B DR 2 I PHI, PHI %00 R 45 6/
1 000,2013 4% 2014 4 23 fi|'EBE kW EBEEFH 3
ez PHIY o S ANE WF5E K B, DR I R e 1 =
Ptz meis i B E LE K E A iz e 1
B 55 S A i 1) A A 3R B i 2 1) s R A% I TG B B
DX 5], PRI A AE SEUE 5 B9 S RE , 47 o Ath 58 2 1%
DAk AT PHL 6 2, A 55 JoAT o] I IR 3% B0 19 %K 2
[ R

2.3 AR PHI EZGRIREZI N E KAER W
PRAZE A BS  IL A A Bl 2 i 28 2R 1 B otk
2,00 B )LR L S T DR N B A e Y
KGR 5 Ry, Hoh )L ) D AR 80% ~
90%"'*" . PH1 HA7 W] 1) 5t % S5 o 1 0 56 750 2
P 2 LA LT DA R b g S Sk B T R vty
kR, N R R, FE T R, WU
10% 1) 5835 B 3k J R AR B , &840 -8 & W)
ATCARA G AEE AR, A B E DL R B TS 2
I I PR L W PR R 45 A 5F JE FR 5 R E R 2 ot
B R R RS B RGLR , B RTE R,
FHEYRe BRI, JF R R G R RR AR DR
SE . DURTEIL R R 0] EQL IR R 456 B850, &
SRR /N B T DT A E R A R R 1T e AT i e
R, BEs O RS MR RGN IR ER VTR
FER P CER BS AL B S IRE  BR
BT AR AN A B IR TERA AL, 7
A IR USSR/ DA ZE A A e



FEIGERVIZE 2021 429 HEE 34 %55 9] Chin J Clin Res, September 2021, Vol.34,No.9

- 1247 -

FOARIRIH N 2E) O IE GO R IR EPEO L
G O NIVEZE 220 5T K 2 D EE AR EOE ),
FER CRZ IR RS LR BE) | P28 2R 458 (S8 B b 2290
A AR R RS AR (T R ) v B
Rl SRR TR S )32 0 38 BE T 2 4 A R B IS 1 40 07 4
)L AT, R SR R A R A kA, PHI
B A DR AR RE AR s T HE AR

Z I [E N AMIFSE I FR B PHT 2 BE R 78 51 R 3%
U BE S BV I — R , o AR B 2 2 () W6 1)
RIeME . BERK  Alfadhel 24547 iz 3 HAT A6 7] J2 A 58 AR
AR 2 A, 1 N Die O AL T 2R 5 s [ B
sAETS, 5 1 N S EEIE R . £ Hopp 41
IBEFE NS ESRD Az BFRIFE 5 4~ PH1 ZER 1 5L
SRR Z AR R T 20 4R 25 57, OF HAERFE AGXT
S FE PRI Al 9878 1 JR A 22 ) R B0 4 A 22 R iy e AR
A5 5t Hoppe % %f— K REH 4 4> PHI 3%
FPURFE , RIS R Y | G 1 5 oo )™ | R B 2 ) G
AT AnT BB A DG, PR H A7 A B AT 1 A BH aff ) i
R AR 2, B Aan i 7K I s R B T sl i ek g, v
FE 52 PHI AYIlE R R I
2.4 Highikd (1) MR E XY GFR TR
30~45 ml/(min + 1.73 m*) i, Ifi 3¢ 2508 v 55 10 BT
i W I B R KR T 50 wmol/L gt i A 3 PHI
AURTRE(IEH 2 1~6 wmol/L) . (2) JRFFRIE : 1E
W PR B R B <0.45 mmol/(1.73 m* - d) ,PH1 £ JL
PR R JE — A 1 mmol/ (1.73 m® - d) . KlHLIR
PR/ WL 22 75 2% JEAE KT o IR FLIR KV T vm st
T [T HERR 52 2 B M 25 A IR SE . (3) 45 A
53 :95%PH1 LS5 A L5 R BOK B IR ES , O PHI I
FRIETEAS 2 i EA S . (4) Rkt s |
X 2 (CT HyrIi2 W & 4540 0 A CT "]z i
BT E . B X 47 DS B BB B B PR
A5 W i S PR ECR T S B B IR TR b et
BB AR BN G R AEVEAL PHL B
A= LA 5 £k k2% 7 TOL TR ik Je CT, T g2k
ABL T dfe A e ot i 6 ) LA e A B R G DX s [l
BRI (5) RIS K  HFIETE RAG A AGT Jif
J& PHI1 2 Wi &4, (B AG BI#R1E , B A #ist
FEPRRI AR . 216 R =1 B S8 12, XTGP ik PR 28 A8
R s B, AT T HEA T TG KL . (6) AGXT J& K 434t
AGXT SEPRIRE I H 85007 19 21 5 2% & 2 48 B A 112
PHIM?  SAF I AR B 2 B, PR 85K - A 2 i R
WFFE B dncfE BT, BT A 1B M B DI RE B 1Y
PH FBE R b, Y1 AN AR R i IF 5 32 B2 1 g B

HRE I3 5 R K S 4 B SRR LA 00 1

2.5 &5

2,50 SCRRAIEN () KA Bk X E D RE IR
B A ik R EYOK, HIRFFERR AR 100 ~
150 mg/ (kg - d) s IE @R 20~ 600 mg/ (kg - d)
A PR , (PRI pH 4ERFTE 6.2 ~6.8, B aT 41 il 25 1
. (2)%hFu4E kR BO: AGT Jy J2 iR nit 18 [ 4K
L, 4 FE4E AR 2R B6 ] I 25 ek 2 R A B DA ARk R
PHI(1 C.G170A [C.P1521 [ C.1244T %) & LI R #E
FR . (3) #hFEG 5« Al A A5 7] mT a2 gy 1 Xof R
PRI, DT R AT PR B TR 75 8o (4) TR B il - i b
AR R RATAY 5 By, sk .+ o.,
RIS H ] PHI LY 18 WOCRE R fig T ARG A
PRI AR B4 ] B IR T 38R ME LA 5 o TR IR AR
AR ARGEA R C R4EER D IRE. (5) 4 FH
T A 22 MR DR I A A B L | 1 Bl R % A
RELAS) 75 ZEANE G T 100, I i B B A, AN iUl
FHARSP R W WA AT O AR B

252 BHAITY ATATEMNT , A R
WABENTIA S 5 BTG, IR 7E 20 SR HE
AN, Kt — BRfi2 PHL W AR e T R A, SN0
Mr UL % GFR 20~30 ml/(min - 1.73 m*) B,
B g H I R] i s AT (B ST 5~6 1K,
RRUORTE 3 h) WEBR IR N B M RCRAE T8 HLE BT
(BB 3 I, BUGENTEE T 4~5 h) A HiR 2
H BT I R R IK - AR E 30~45 pumol/L,

2.5.3 FEMAT RFRERS R AT A IE AR P AR iR
15, B RS AT A A BRI R FEIRES . H AT TS
T FE T R AR BB A B A  EH TiRTT
PH1 35, JF H#P s i RAFr9 8808 . AR m i
FAE S PHI BF Y HAGYT T B B H PHI £27E IR
PRS2 BT, R0 1) ) AR 3k R AR ol 2 s Tt , -
HBRTRA ) S AR AR B HL G TC 2 18, LA SRS ) TH
Il 75 B A IR S e R A TR) R, e SRR A
FUTF B A A AR B A5 AR T HER SO AL 5
Mror T 25 e Cge it 22 2 Lo 248 th iy 2 s 5 7%
T PHL B35 B9 B AH B4 25 100% Pk &k AR 22
F—Jr i S BA B G 1 PHL B35 AR EA
SR EE TR TOR, AR R ERG
AP LA IR AR 55 1 4F 568 3 4F 58 5 4EmY
HEAEZ4 518 100% 91.7% 91.7% J 91.7% 83.3% .
83.3% . 7% 18 4] .58 {442 32 - & # A iy PHI /B 5%
o, R B ER AR DU E 4 0 T 3 4 ). 21 RS AR
KM, Bl EN KA RIIR AR M dEE R



- 1248 -

REIGRMFZE 2021 4E 9 H %5 34 555 93] Chin J Clin Res, September 2021, Vol.34,No.9

B6 TG AT 5 Bk Se A A BRI

2.5.4  JRMIAITEDTT ZEEMRAE LB A AL AR
(GO) IVER R AN TR , TR A N B R 45 i —
A RN O% Bl R U R S vk 2L R A
(LDHA) . H i & A o5 dl4E 1 % X 5 K Ldha,
HAO1 (435|335 LDHA (GO) ) RNAI, DL R R ST
JrA 25T PHI Wi Ay, 5205 50 22 W — 35 ]
i FEAK PHI SRR A N A RE R K7 o lumasiran
S0 HAOL [ RNAQ JBYTF 259, 78 2020 445 57 JF
U B U TP 2 — B 355 A FNAS A B 2= B K 4 I
lumasiran 3357 PH1 (4 11 5915 R BF 5% ILLUMINATE-A
1) BHPE %5 98 9 2 A, ILLUMINATE-A Sy fifi HLSUE BF
5%, g2/ H 3 mg/kg lumasiran B2 5T, R
WeMH., 6 ™AJE, 5LEFI4IH L, lumasiran 7
720 FB A FIR PR 17 B b i Ry 53.5% , 5 AN
L, BRIV 2108070 65.4% . 55 6 4~ H B}, 84% 1t Tu-
masiran {7418 H R PRAEMER 2] T OE R AL ek
TEHALBY K T2 2H 2

2.5.5 LY Esteve ZU800% PHI %19 12 bk
L5 % iPSCs 2, 2R J5 F FH CRISPR/ Cas9 JE[H]
i H AR 2 R E LB AR AGXT JLH |
FHEE 1Y iPSCs 4 M2 173755 5310 A 248 R AE 448 L
AR B R IZ A B 4N e 7E RNA B3R A K F
BB S KE ) AGXT e 3Rk

2.5.6  RFAZITIE HIRNOR B EIL R IR A o B
iR 6 A — A Ak, A L 7 ALLNL77 3453 T3R5 )R
R v i PR ORI ) L v R L R L2 s o, H
I AE X £ A i R i i e vy 2 DR R e R L
S (9 S FL 3 B EAT 2 W0 R

2.5.7 A AT BB Oxalobacter formigene
(O.formigenes ) J&—Fh LA R FRAE Sy FLME— B 19 R 4
o B E R 0. formigenes IR R Hy 1l 2% iz
iy 2 M, DT SEBE o B B HE T 2 I R R . —F
20 Oxabact ((f % #& OxThera 2\ &) 4= 77 1Y U T
O.formigenes ) W) T 7 B i TR ©. 9% 35 1 R0 W it o
FIT3697 PH BA0LZG Y. {H i Milliner % 3 1§
o1 24 JE B /10 399 01 R 56 B & B T 0C3
(O.formigenes () —F il 57 y7 ik & b, B R MY
TEREF A L, OC3 TR I8 AT BERF AR IR B R & i

3 N %
H T PHIL Z0 SRR 22 e PR R BL A 53 o ok, 5

Bl XA 2, T2 0, 30% ~ 50% 1 8%
TERIZ I E R S 2 BE AN 42 8 2 2R i By

B, A FE NG T PHL [ BIHIGE , 48 KH o 5 12
Wit B AR A 2 B, B = w R R
BAH RIS A 1Ri2 PHL, AL 2014 4250712 XL
B4 I DR R AW R, OF ST S A 2 R B Bl
2, IR B3RS DR A AL, ORGPt — KA |
ARBRL ELE 5 AFJA (2019 4F 10 A) | UL ARAEAR
JER| T HEIR B A1 IREAN , W A1 F- A IR 45 A B
Z EKFE N KB AGXT B NS, A #ii2 PHI, {H I
i E B DIREAS 4, IR 12 i it i = ORI B, A
BEATHERFAE A o XTI A B A A DO R R
S5, AN S PR 4 e 815 DRAE P BSOS B A IR IR , A
B D DAL 5 0 B L A P AN PR B A A, AN R Y
P DIREAN Ul LI A I, AN T AT )
PRI, me B AT A S G s 14 R P4 B B o S8 38
A HERR PHI

FAT PHT 85897 T BON S Mas 5 B A, 46
B FEAERCRIMEE R o PR LIl PR AR g B 45 PHIL,
S BRI FIRYT I G B, 2
IREAAL, P i A AP Pl

&% 3k

[1] Ben-Shalom E, Frishberg Y. Primary hyperoxalurias: diagnosis and
treatment [ J ]. Pediatr Nephrol Berlin Ger, 2015, 30 ( 10 )
1781-1791.

[2] Esteve J,Blouin JM, Lalanne M, et al.Targeted gene therapy in hu-
man-induced pluripotent stem cells from a patient with primary hy-
peroxaluria type 1 using CRISPR/Cas9 technology[ J].Biochem Bio-
phys Res Commun,2019,517(4) :677-683.

[3] Milliner D, Hoppe B, Groothoff J.A randomised Phase I1/III study to
evaluate the efficacy and safety of orally administered Oxalobacter
formigenes to treat primary hyperoxaluria[ J . Urolithiasis, 2018 , 46
(4):313-323.

[4] Brooks ER, Hoppe B, Milliner DS, et al. Assessment of urine pro-
teomics in type 1 primary hyperoxalurial J1.Am J Nephrol ,2016,43
(4) :293-303.

[5] Wang C,LuJ,Lang Y, et al.Two novel AGXT mutations identified in
primary hyperoxaluria type-1 and distinct morphological and
structural difference in kidney stones[ J].Sci Rep,2016,6:33652.

[6] Strauss SB, Waluch T, Bivin W, et al. Primary hyperoxaluria:
spectrum of clinical and imaging findings[ J].Pediatr Radiol ,2017,
47(1) :96-103.

(7] SRAEAC ZEmesk, B, 4. LA At 1 Y vy B R BRRE I PR B
AGXT FE[H 575 4347 [ J ] RLFF A5 ,2020,38(3) : 191-195.

[8] Du DF,Li QQ,Chen C,et al.Updated genetic testing of primary hy-
peroxaluria type 1 in a Chinese population: results from a single
center study and a systematic review [ J].Curr Med Sci, 2018, 38
(5):749-757.

[9] Zhao F,Li J,Tang L, et al.Characteristics of the genotype and pheno-



r I R

2021 4£ 9 A5 34 %5 9] Chin J Clin Res, September 2021, Vol.34,No.9

- 1249 -

[13]

[14]

[15]

[16]

[17]

[18]

[22]

[24]

[25]

type in Chinese primary hyperoxaluria type 1 populations| J].Uroli-
thiasis,2021,49(1) :17-25.

R,y by, B A T s T v B RR DR R BRS A W T
Aa—FI[)] HEBHAE (R TAR) ,2019,13(1) :58-59.
Martin-Higueras C,Torres A, Salido E.Molecular therapy of primary
hyperoxaluria[ J].J Inherit Metab Dis,2017,40(4) .:481-489.
Medina PG, Roman LE.Importance of assessing compliance with con-
servative treatment of primary hyperoxaluria type 1:a case report of a
patient with 1244T/c. 969-3C > G mutation [ J ]. Permj, 2019 24
19.136.

Al Riyami MS, Al Ghaithi B, Al Hashmi N, et al.Primary hyperox-
aluria type 1 in 18 children ; genotyping and outcome[ J].Int J Neph-
rol,2015,2015:634175.

Soliman NA , Nabhan MM, Abdelrahman SM, et al.Clinical spectrum
of primary hyperoxaluria type 1:Experience of a tertiary center[J].
Nephrol Ther,2017,13(3) :176-182.

Sas DJ,Enders FT, Mehta RA, et al.Clinical features of genetically
confirmed patients with primary hyperoxaluria identified by clinical
indication versus familial screening[ J].Kidney Int,2020,97(4) :
786-792.

B, 2R PR A LT 1 28 A e v B R R - 091 PR
BrJ]. e J LBk ,2020,58(2) : 129-134.

Jellouli M, Ferjani M, Abidi K, et al.Primary hyperoxaluria in infants
[J].Saudi J Kidney Dis Transpl,2016,27(3) :526-532.

Lu X,Chen W,Li L, et al.Two novel AGXT mutations cause the in-
fantile form of primary hyperoxaluria type I in a Chinese family: re-
search on missed mutation[ J].Front Pharmacol,2019,10.85.
Bacchetta J, Boivin G, Cochat P.Bone impairment in primary hyper-
oxaluria;a review[ J | .Pediatr Nephrol ,2016,31(1) ;1-6.

Arat N, Akyildiz M, Tellioglu G, et al. Cardiac involvement of
primary hyperoxaluria accompanied by non-compaction cardiomyopathy
and patent ductus arteriosus[ J ].Turk Kardiyoloji Dernegi Arsivi,2015,
43(3):288-291.

Kogiso T, Tokushige K, Hashimoto E, et al. Primary hyperoxaluria
complicated with liver cirrhosis: a case report [ J ]. Hepatol Res,
2015,45(12) :1251-1255.

Atiskova Y, Dulz S,Schmischke K, et al.Oxalate retinopathy is irre-
versible despite early combined liver-kidney transplantation in
primary hyperoxaluria type 1[ J].Am J Transplant,2019,19(12) .
3328-3334.

Cazzolla AP, Zhurakivska K, Ciavarella D, et al.Primary hyperoxalu-
ria; Orthodontic management in a pediatric patient:a case report[ J].
Spec Care Dentist,2018,38(4) :259-265.

Frishberg Y, Feinstein S, Rinat C, et al. Hypothyroidism in primary
hyperoxaluria type 1[ J].J Pediatr,2000,136(2) :255-257.

Martin M, Martin Reyes G, Torres de Rueda A, et al. Delayed
diagnosis of primary hyperoxaluria in a young patient with advanced

chronic renal failure[ J].Nefrologia,2011,31(2) ;227-229.

[26]

[27]

[28]

[29]

[30]

[31]

[32]

[33]

[34]

[35]

[36]

[37]

[38]

[39]

Alfadhel M, Alhasan KA, Alotaibi M, et al. Extreme intrafamilial vari-
ability of Saudi brothers with primary hyperoxaluria type 1[ J].Ther
Clin Risk Manag,2012,8:373-376.
Hopp K, Cogal AG,Bergstralh EJ, et al.Phenotype-genotype correla-
tions and estimated carrier frequencies of primary hyperoxaluria[ J].J
Am Soc Nephrol,2015,26( 10) :2559-2570.
Hoppe B, Danpure CJ, Rumsby G, et al. A vertical
(pseudodominant) pattern of inheritance in the autosomal recessive
disease primary hyperoxaluria type 1:lack of relationship between
genotype , enzymic phenotype,and disease severity[ J].Am J Kidney
Dis, 1997,29(1) :36-44.
Ardemani G, Govaert P, Oussoren E, et al.Crystal clear cerebral ul-
trasound images mimicking acute asphyxia in an infant with primary
hyperoxaluria[ J].Eur J Paediatr Neurol,2017,21(5) :792-794.
Weigert A, Martin-Higueras C, Hoppe B. Novel therapeutic
approaches in primary hyperoxaluria[ J].Expert Opin Emerg Drugs,
2018,23(4) :349-357.
Li XY, Gu J, Yang YL, et al. A putative mutation hotspot of the
AGXT gene associated with primary hyperoxaluria type 1 in the Chi-
nese population[ J].Tohoku J Exp Med,2018,246(4) :233-241.
Beck BB, Hoyer-Kuhn H,Gobel H, et al. Hyperoxaluria and systemic
oxalosis: an update on current therapy and future directions [ J].
Expert Opin Investig Drugs,2013,22(1) ;:117-129.
Horoub R,Shamsaeefar A, Dehghani M, et al.Liver transplant for pri-
mary hyperoxaluria type 1:results of sequential , combined liver and
kidney, and preemptive liver transplant [ J ]. Exp Clin Transplant,
2021,19(5) :445-449.
Grenda R, Kaliciniski P.Combined and sequential liver-kidney trans-
plantation in children [ J ]. Pediatr Nephrol, 2018, 33 ( 12):
2227-2237.
Quintero Bernabeu J, Juamperez J, Muiioz M, et al.Successful long-
term outcome of pediatric liver-kidney transplantation ; a single-center
study[ J].Pediatr Nephrol ,2018,33(2) :351-358.
Liebow A, Li X, Racie T, et al. An investigational RNAi
therapeutic targeting glycolate oxidase reduces oxalate production in
models of primary hyperoxaluria [ J ]. J Urol, 2017, 197 (5):
1297-1298.
Janice , i 5 2% ERA-EDTA 2020 & f%! RNAi J7 5 Lumasiran
YT R AR IRAE 6 > A B KA BIE# /K[ EB/OL]. (2020
06-13) [2020-08-01 ].https://www.medsci.cn/article/show_ar-
ticle.do? id=217019582920.
Garrelfs SF, Frishberg Y, Hulton SA, et al. Lumasiran, an RNAi
Therapeutic for Primary Hyperoxaluria Type 1 [J]. N Engl J Med,
2021, 384(13) :1216-1226.
Dindo M, Conter C,Oppici E, et al.Molecular basis of primary hyper-
oxaluria: clues to innovative treatments [ J ]. Urolithiasis, 2019, 47
(1):67-78.

s HEA.2021-02-22 {&[E HHA.2021-04-23 4RiE. EF



