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[ Abstract] Bestrophinopathies are a group of inherited macular dystrophies caused by BESTI gene mutations
including Best vitelliform macular dystrophy, adult-onset vitelliform macular dystrophy, autosomal dominant
vitreoretinochoroidopathy and autosomal recessive bestrophinopathy. The main pathological mechanism of
bestrophinopathies is that the primary lesion located in the retinal pigment epithelium will affect the photoreceptor
cells. The mutations in BEST! gene not only result in macular lesions, but also potentially affect the development of
eyeball ,and even cause serious complications such as angle-closure glaucoma and choroidal neovascularization. It is
highly heritable and clinically heterogeneous. The same pathogenic mutation site in BESTI can lead to different
clinical phenotypes,which are complex and varied and can bring great confusion to clinicians, causing misdiagnosis
and missed diagnosis the disease. This review aimed to summarize and analyze the clinical manifestations of
bestrophinopathies and the research progress in BESTI gene mutations, so as to improve the understanding of
clinicians toward this kind of disease and provide reference for clinical practice and future research.
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Best Jpij& — 40 i1 BEST1 3 [ 58 725 5 81 33k 1% 1 o BE 5 77 vitreoretinochoroidopathy , ADVIRC ) I # Y €& {4 [ 14 33t % Best J
AR B, Hoh Best B 2 A BEE 52 A R (Best vitelliform ( autosomal recessive bestrophinopathies, ARB), 7£ ADVIRC #i
macular dystrophy, BVMD) J& ¥ 4~ 8k & B i1 BESTI 3% [H 58 75 ARB W1, BESTI % [F 28 75 R AL 3 SO0 I BE 5 25 |, ) It b ¥ 76 5%
| B DL 1 L R R . JE Ok & BZ R A AT DL W R AN IRER I R B L AR SR Best 956 B9 I R 22 B % A5 A
H Yo A B 38 % BT A L I B bk 45 JEE 5 (autosomal dominant Sty BESTI 3 A 58 75 ¥ F 58 ik e AT 4538 o
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1 BESTI £H

BEST1 JER X Fr VMD2, 2 %25 o T8 Yo f f 11q12-13, K
/N5 980 kb, fu 8 13 A B F, i bestrophin-1 &[4, BESTI
B AR A W I {4 2 | 2 (retinal pigment epithelium, RPE)
QN 2Ok AN AR R R SRR o A R Rk
BESTI &R 5878 KR o3 2 LI AL , 28 43 Sy 0 42 o2 s 28 748
] 57, BAFE NS KB 350 KFP %L Best i,

Bestrophin-1 8 H J&— >y & ) 8 B R W, 78 JL-F P A #
WFIE R ik A B LR 585 MR LR AL LN &
IRER R £ 26 1, 76 RPE 20 M6 8 56 )i 0 0 1 5 vp 249 3 0% 4, B
A S T T 1 N U A N A R T S O RE LR 2
£ RPE 40 P9 B NG 18 3 R0 3 1 00 190 152 245 44 11 ) i
WA, T 5| — FRF B0 , 4 BVMD i 41 784 B 25 FF 35 B 57
A K ( adult-onset vitelliform macular dystrophy, AVMD ) |
ADVIRC . ARB 1 [ il ff, 2% 75 4 ( retinitis pigmentosa, RP) | Leber
S KA BRI (Leber congenital amaurosis, LCA) | Y4 {4, {4 4 35t
/N f TR HEAT 200 2 5 37 AN R (rod-cone dystrophy, CORD) I 1
RAVEE B MR e IR R R T

2 BESTI ERESKEBHEXIGRRTE

2.1 BESTI 3L N4 5 BVMD Fi1 AVMD

BVMD Bk 7 /> 45 B 1 3% K 3 BE AR | 1905 4F 1 [ AR B} =
Jifi Frederich Best ¥ JG 2 V4 MR 38 T %0 , HoAe — W Qe (o fhk i
PR B K R 59 44 B R T R B 8 A B R 2 TR B B
I LAl B9 45 o Ay 4 R Best 5, AVMD JU S 1974 4F 8 WK i
Gass'* i . H @ BESTI fl PRPH2 25 AVMD % Bl 4 1y
2AEERRE, WA HIN A AVMD 5 BVMD il R £ 3 K
S W AN H A A BF 5T # I AVMD & BVMD 75 i
NERFE —FRIIE R, HF o HEIE T AVMD R 455 e £k
WA TR, S BVMD R IA EZT .
2.1.1 BVMD Il AVMD J: % BVMD 1% )5 Ry 4 4 6 74
DR . BESTI 3 98 A8 0 W &2 g % & 4 L2848 ,BVMD J&
M BESTI B2 %2551 82 . 76 BVMD K R B MUk B &
LB 200 ZF0 BESTI JE PR 28 48 | L v 44t T 74 S 4ty L 58
LR i 28 R SR R, W B 2 Bk 2R (p. ile295del,
c. 1574delCA) S 1Y #% 1% %€ 4% . Bestrophin-1 5 H + & i T
RPE {2 AMU , A REIE B 4 ~ 5 > 85 R X 38 95 B 5 3 A9 IR
B4 . RIA Y BESTI 3 5875 % bestrophin-1 K [ # % i 4
AR 50 A 578 B de 2 25 SR 3 m I il G s Tl v . B
T G PR B 2 T B BE B B 2 bestrophin-1 H H
Bestrophin-1 2 [ I g 351 % 16 45 1] i 40 il Wiy AR 8 1 Ca™ 3l 18
g HCO, i i& ., LI JE | bestrophin-1 & [ 1Y 2 35 X 4 FF A
[F], AP0 ) 32 2 B B B X 22, 3 b 3R 38 I AN (] ] g & 3 B0
BEIX 2% FE 11 Th Al B 2 T T ., X AT LR B A4 BVMD &

R B BE X D RE

M Kramer 28 438 , BVMD 5 & M3 h BESTI 3 [H 58

AR (R4 Rl 96% , BIUR HE K RN 69% . 5 Gao 451

I8 g BYMD 4% S5 A8 K i 50T 5 3k 97. 78% — 3, £ BVMD
W BESTI FE RS S 2L P AE 4 A FEa KA, BIEE 2.4.6
8 AN ,6~30.80~ 104,221 ~243 Fi1 293 ~312 4 45
SRR K IR, ¥4 82 35 8k 77 46 T RPE 400 R Bt ', [ BESTI
AN, V907 NBER A KT PRPH2 IMPGI IMPG2 3 [ % 75 %
FBVMD A1 AVMD 4 18 71 A S0 T LR A kA0 T A
BEST1 %4 %75 S 3L Best 95 .

2.1.2 BVMD 1 AVMD i /K& B BVMD % %5 4E #2 K 3 ~ 60
R R R S AR B R L 3~ 15 % 2 WL (B RS D
AER BVMD) YR ER N 6 & (HRZEEE T 40 L
JE PR B T W k32 i ) B T 1 8 AL 450 9 B
) FIUIR S o SR 0 F ) 3638 e B R PR A T, 9 A
T2 RE AR A B0, 0 o 3 1, 2 K 22 0 % & /0 IR )
DA R B B L ). (56 T REIE LT RE S A 4 (3 S
""" o SLTRRY BVMD MRS 26 Bk 3% BF X % 5 | 09 [ I fak e e
kb, KN 173~ 1 AP 4% (dise diameter, DD) | i1 53 4
T 43998 B E I3 kL 55 BT L /0N 194 B 60 B0 55 R0/ 300 kL O L R
BVMD i v] B 55§ W 5% R AT 28 B R A BL S5 OB IR D) A
5,0 Xuan 2577 236 19 87 ) BVMD g% b 2 i & A T HA £
B OGIRIE AT T FARIGIT .

MRAEHRE R, BVMD 43 5 407 (1) DP B A5 il #E 3
X IE 4, HR Hy & (electrooculogram , EOG ) Arden [ {H Y 4/ 1K 2
(L/D)/NF 1.55;(2) G 28 0] A1 B BE X SO0 B AL )
BT kR /N R 0.5~3 A4~ DD, L 3G 2R 37 A, 5 W AT IR B Oy
“RIGEE R, H EOG 54 5 LA b w9 B9 1 A W R e, ) IE R
BB R 5 (3) MBLVE T D5 UM O R g IR 43 % e B B
TR AT 5 (4) DI 38 R0 O B RE A 5 58 4 R WA, T AR
I X RE TR A0 H LR R A O TR R L i
B LERJE UL ORI (5) A 2 BE X 00 R L ik 45 I
g, AR R M B % Bk 4 BB R I 48 ( choroidal
neovascularization, CNV) J& i, J& = 11 0 5295 i & 01, R Bl
9 R R, T R S T A UL A 1 O R —
TG A BT 22 S 4, B B KB AT B — R WL (R
H<10% ) {H " T (1) 3 S 9T, BB DX R I 5 5 A 0 4 T

BVMD B G4 - (1) 98 e R M AF 7 5% 769 0%
AN TE] 9 23 3096 A ) 32 BU, 76 51 2 9 28 300 B, 3 5 R 00 9 A8 A
T ok 45 BT S0 e, 1 5 WG I B 25 905 A8 3R I JC 9 ol Bl 55 9
Ot 5 1 Wi 00 AR AR Ak ik B v, 2 DR B AR ) BT R, SOk Y B
TN AR PR R R R T, M T R R Y A A A D 2
G5 XSk N PR BRI AT . (2) BRI A &2t SRS FEY) i S B
RGO, AR A R SOt K B A B W B A e
A AHRR K B &9 B R aT DL 3B R i Bt F 9% o]k B s
AW AFLE SRRV I 2 FBE. (3) 40406 T AR G BVMD
T B B B R0 X A R B O, 24 B IR R I
BT DX DA B 2 A0 1 55 e . (4) M| 4 a4
YGRS L R ) B A o 95 R 7 ek R
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ARG RPE J2 22 [] 3 FE A 90 000 150 28 850 J2 3 9 s
RPE T 0] WLk /N JERE W . L 4h, 7R £ B % 7T 0L RPE )2 F
LR 4E/NGE . t T RPE (5% 76 BVMD 25 45 11, W 190 it 4 )2 2%
W BRI, 24— S (] A R 190 I o 428 SRR U2 L O
T OGEZ 25 0 RPE 2 5 2545, 76 BVMD 258 45 30, 1A J2 0 0 i
P8R T A B B TE W R . (6) A TR R i A R ok
HIF W7 )2 £ 4 1 4% R 1% (optical coherence tomography
angiography , OCTA ) J& — Fft e 3 |l 42 A ) 1L 3 8 1% £ R
BVMD % OCTA W] 8 )y ¥ I I 2 12 I J2 S bk 46 16 =6 24 1f
BRI S UK BB A0 A5 2 5 3 . OCTA AL &
43 BT LA 22 B, 6 AT A Ak A 0L A % £k, DA T 52 B W 9 BVMD
HE G S AL S R0 SR OCTA 42 016 1 KS o 9 1 45 #6 BH,
A HTE SR M E 5 0, T E: S CNV 38 R gt Sk

BVMD Wi A B A 2 4% A & W B R N R R E
(electroretinogram , ERG) £ BVMD £ 4~ [y Bt 34 T %, > 30 %
ERG 1§38 7 Al 30 Hz [NOE % . K250 BVMD [ % 51X £
£ ERG 523, w9 X N1 P13 S 4% i 0 s 1] 3 32 50 5% 00
EOG J& /T W RPE 2 DI fE i 15 b5 2 — , & BVMD [ % If5 IR i it
F R A, F2 B Arden LU 4B ¥ % T M (B L/D 3 % <
1.5) . BESTI J:PR 245 #4719 L/D i 3 o A% T 1E 9 {1 .

AVMD 5 BVMD i % % 4 & & % 4. 5 BVMD # Lk,
AVMD % 5 4F I B0 303 Ol 40 % LUJG (49 50 %), otk 3%
FLAAA X B, B T R B R B L/ S A T k18
A I A A B S L/ s e ot R R T L e BRI | I R 2 B
R MR R S, BT LA AR B 2 8L 7 3. L/D IE R
DR IAR B0 R 0 W3R K b FRAE B BE . F T G R 3
4 AVMD Il BVMD 2 [i] & & 4 12 3% 7% 5+, AVMD 1R a] i 55 4%
1) BVYMD J 9 % 4 X 5. AT UL, AVMD i 43 7 LI R 5
5 % 1 AN LA, 34 T O L 1 G T A S 47 T R AN Y S
R 750 Al R 2 BT o

AVMD F1 BVMD H BB B X LM B F A M EH &%
O 2R T K SO G EE R Bl 1 16 7 6 B AR LA A B AT
BTF . BEAT , BEHS I 0 S BT VEGE 2550 Fix 26 s 3t
BE A AR 107 2, i MK R 4 S 4R 1
2.2 BESTI 3N %455 ARB

ARB J2 2008 4F Hi Burgess 25" & YCHR I8 ) — Bl 0L IR i 85
Fe AR BB, R KRN A SRR B R AR, WA
i PR 5 0F Ay 8 SRE XU 1 30 30 O 1 T DL %5 22 % 9 €0 BE ARE L
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BESTI W E A2 A58, B EMED 35 fE A
TR RAEMAA R T T ARB, A AR ARE L 2K,
K LRI SLGEAE BN i) A8 T S5 A8 B TR B 2k
{H , BEST1 K [K 5 A% i 5 3 WUAT B 10 5 i 4, A ARB 3 gt

A BVMD | RP B a] th B, £ ™ ERE S04 FREH
Fo HiB TRAASGEIMA R ARB £ R H 426 R0 S
FHl g BVMD (BVMD 3 B A1 AVMD 38 8 ) 52724 i3 i A
ST RE 52 A0 PR SR, AT R O (3 R b R R e AR gl
OEIER G E

Sheng %8 2 #¢ 1 N 3E 354505 ARB 58 & 5 (9l f % BESTI 3t
PRSI B 1 A7 9 214 2648 . 752G> A (p. C251Y) , ol R #
Ty YR ARB . Bl % Y HRE 1S ARB R & 7R
WEH BESTI 3EH R W 3 2 & 2 4 56748, 1 A R 5 L 5 7%
c. C404T (p. A135V) , 55 1 AN BTN 5 R AE . 247+1G>A, H
A . AI3SV  BE RIS . 247+ 1G>A, Luo 221 4554 17
A~ ARB 5 & 21 il f %, 15 13 K & 16 f B % b 6 5
BESTI 3R E A 25 578 4 MR F S5 Gl B E K F) 4l 4 5718
SERIE 14 A58 A8 (0 5, Hrp R SRS R B LA R AR
5 71.4% 5 8 (R % BEE o & B BESTI
i DR 5 74 ¥ S A A 5 R 40 M N DX, 4 A 5 0 A T4 T
SBT3 AT S AR T, AR BT 2.3.4.6 40 i
Fo Bk BLIy BESTI Xt [ 9 48 fif & p. TI27M, p. N133D,
p. E167G . pV273M . p. Q58del 1 p. S318 _L319 ¥ fii F 5 3
BVMD [f) BESTI H& [H 578 $4 5 K 8 2 4h . 3% 26 25 L4 7% ARB
A BVMD H A R [ ) 58 8 1% A0 & i Bl o 5 Tian 257 S8
ARB 15 BVMD %48 ¥ A [l — 3. {H L4 8 ARB il BVMD
AR GE A5 7 5 A4, W Gao 2T S Y C. 604C > T Al
C.898G>A 5 BVMD 7Fi1 ARB #H¢.
2.2.2 ARBIJREH ARB M AR FER N 2~54 %, F 1
25.4 % . I R B SUIR 0o W Jy A8 R R, AT D e e
s U A B TR R R R I R B R . B R IR 1 N
0.02~1.0, ¥ 1 FREFEEE S L . H LT i 1 PR A 1 o 3 B 1X JE
30 30 O B T DL 2 RS RE UL B, B R R g
FIONW [ R, HBE OCT Ko ds nf I # B X 00 I B8 b 22 -
KRR M RN S AR X (B ) . L/D BB F
Weo A PLEF ERG ¥R W & A% R/ o 5 i i [ 23R . £ £ ERG #
BEIX PSO il NOS 14 53

Burgess ¢ °1§ 4R 3l S A ARB R R 7 Hil % IRE X Q
RS HLON B B P B R AR A, P 0 A i R e
TR . fEREYT i B op WA % B O B RE G 7 . Sheng
4 PRI ARB K& 4 B % IR K 2 3 A ARB 451 1 3%
B A4 B BE X K 0L BT UL B SRR, R A R
Pt . OCT 4177 # B DX UL IR0 IS 22 1 Jz J2 B s, M 28 | B2 J2 T
ZAWEREIX (B ) o Tian 27 JE MT G ARB L E %
7R BB B BB B R 1 R 2 PR K, R R A B A
FPUN LI ik 22 & Rz J2 BT . Boon 45 H 19 ARB R
MR F B RPE R LI e A8 , £ A1 1160 50 BUA L 368 A 3 A4S 1 I
IR, 45 6 DX P J O g e AL A B B DX AT LU ) R i K
i 4 A O S A 28 L g B (L B LT B
BLOPBCREN S , 5 Burgess %V i3l — 3K,

ARB Z PfA7 it W et Rl L 9% 7 5 0 BAD A 750 9 6B . Xuan
VUGB Y 134 4% T ARB RIEE L ARB 17 1, 12 8 58
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PR TR0 AR 14 ] (14/17) , B 4 6158025 1T /N R R AR A
WO A 0T BB R . Burgess %V IR E B9 7 61l R H A
B, 3 A AR TG ER . Sheng PV IRIE Y 5 B R
FEB N W BUIR M PR TR R IR . Luo 45N i SE A 21 4
ARB (B 1S 14 VB B MR 25 o, 3 2 B B £ 5 1A
o P A 7 AR o Tian %0 HE Y 13 4 ARB K & 20 6l B %
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MR SN R A . MRS R 2 R 5 6 IR 4 s A — S R
FLOU Y RPE 25 45 o 5 5 DX U 190 58 2 44

Hufendiek 2% ARB [ Iifi R & B4 5 2. 1 3%
B A0 0 S A8 0 A B T DL B A I T R B B
SRV R T R R ORI A I 5 T 5 2 B g D 1 B
RE I3 kb A 29 A1 D 00 DO T 5 I R 6 B K U2 R A AL,
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ARB W0 WL 18 R W, BRI % A RO TT O e X
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2.3 BESTI 3t N4 5 ADVIRC

ADVIRC J2&—F /0 T 10 % Y € 1A S % 38 1% %2 5 , Kaufman
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p. VB6M (c. 256G4A) 4 1 N >20/25 FI TG o Wi A 45 AT A 45
DA AR TR IR R RT B /N A I A B R A L1 P L TR A
IO R TE TR EETAR, KPR akE A
BL T 5 % B R 42 207 & LI ADVIRC %80, Mano 45 fft i
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