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Abstract

e Best vitelliform macular dystrophy ( BVMD) is an
autosomal dominant disease mostly caused by mutations
in BEST1 gene. These mutations change the normal
physiological functions of BEST1 - encoded bestrophin -1
protein, and finally lead to a reduction of visual acuity.
This review is composed of the following aspects: the
structure and functions of BEST1 gene, the characteristics
of the mutations, clinical features of BVMD, genotype -
phenotype correlations as well as possible gene therapy.
Our contribution serves for further research on BVMD and
BEST1 gene.
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Best P &% £ 85 55 35 A4S R ( Best vitelliform macular
dystrophy ,BVMD) X FR Best i , = 5 G £ 14 b P 35t 1 4L 1)
RS FEAN R AR WA —LE ORI, 572 3 5 e o B
DX, MR e A Iy AT 109 2 6 B e R 4, 2 1 0 R g
JRANZES . BVMD J& B BEST1 3 8 28748 5 2 ) 952 95
BEST1 J:[A 45 15 v T AL W PR A6, 2 | 7 JZ (retinal pigment
epithelium , RPE) fY bestrophin—1 &1 . 24 FE NI E
KB 200 #5 BVMD #H5¢HS BEST1 2878 (http :// www—
huge. uni-regenshurg. de/BEST1 _database/ ) , H— R H 5%
$275 ,BEST1 K& X 2 78 5 L\ B 2 FF 18 587228 14 (adult -
onset foveomacular vitelliform dystrophy, AFVD) | 4F if% #H 5
35 BEAZ M (age -related macular degeneration, AMD) %5 £
R A Y ARSCRTEHA BEST 3K 28 A5 F5 i 7
YA bestrophin—1 I ZFhDI6E . BVMD 111l R B, #1
FHE PR A 5 R IR 2 (8] (R DGR K AT RERTRYT SR A A IS
AT S AL L
1 BEST1 EF LM 5IhaE
1.1 BEST1 #RE  AZ$ BESTI H:[H, XK VMD2,1998 4E
A1 Petrukhin Z‘iﬂfg‘;, FEEN TR ok 11q13, 511
ANHNE T G i bestrophin -1 & [, BEST1 3N F 34
RPE H3R35, IWAMEY N B8 BLrh i D mRik,
1.2 bestrophin-1 &K  bestrophin—1 &% 585 P& AR
HMA G M, 5 F it 2 68kDa, £ i T RPE 2 Jfi i
FLRRM WAl TR N Gk . 24 Ik R E TR
N bestrophin-1 HWIMER . H Tsunenari £ [5] by 7t
AR v bestrophin - 1 A B X T 7E Milenkovic
AL BT R bestrophin—1 AT PUAN B BECIX 3 19 b A 7R
B FEE X GITE T, Tsunenari 2510 55 199 ~ 233 i & &R
B F—A AR | T Milenkovie 2RI X BE & B2 v T
— KRB EFR T, FRiT Guziewicz 257 1 1 H 0 2
FAURZE cBestl NG5, S HF T Milenkovie fY 5
Al bestrophin-1 JE—F Z B 1 0T, 76 RPE [ 4 Jifd A
JEJEC ) A B BT b A 0 M, — R AIE 4 o WO,
bestrophin—1 HASE FEE Y ae, B0 e s i
TS, AZ bestrophin—1 X HCO, A 1R & 0y 5 1, 42
AHATRE R HCO, B Pl h e . MR Ah S0 80 UF 52
bestrophin—1 % 2§ 73 i th 32 40 AR BLJR 45°  fEiF &
1 BESTI F:[H227455 ;&R BVMD = 2 W25 %) bestrophin—1 &
B3 T Y T RE R AR A, bestrophin—1 fEAE
) 240 6L P R PR 1 45 28 7 (Ca, )
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— BN R HL I (electro—oculogram , EOG ) B Y14 2
O 2 P T 725~ SR ) S B85 - R 0 RS T AR A
BVMD & & ", EOG 1Yt 1% 5 g 4% L {8 ( LP/DT ¢ %
Arden ) B4R AE 1 B ﬁ%?ﬁ%:lg], X Al fE & W
bestrophin—1 AT BEREH 5] K& o Abramoff%[mﬁﬁﬂ\ﬁ,
IEH AWIEE N J5 Y EOG YGRS 5 BOG A L A5 2K i
(outer segment equivalent length, OSEL) U /> 45 3¢, 1l
BVMD & & OSEL 34 fin, & £ EOG g I Bt = | 4 Wr
bestrophin—1 [T BE /2 I & 8 4 M 71715 18] RPE T9 3
R EAER

bestrophin—1 [ 58 25 1 18 D) RE S X B P4 85 3t B o 49
V4 7R LT BB 52 ) — 2 51 i 9 R 3 AR, 4 RPE X Jak
SGANM A1 0 7 W A B R D) B bestrophin — 1
P TR NI C K o , AT PR Ak 0 5 28 B TR I8l 2A
(protein phosphatase 2A, PRAYEH, 2 5N F &
g
2 BEST1 RE 5 Best I EHEREFRAR
2.1 NZEBEST1 EERE BVMD F£MDLH YL ik itk
T st A8 LT Fr A 5 AT BH A% 505 5 (9 BVMD 99 £61] h
FRE I BEST1 JE P A 22 48, I8 A A 51 58 & £ il 2]
PRPH2'™ J IMPG1 '™ S [H 5648 (£ A R —H R
BEST1 A K4 (21 93% ) 07 T8 FUR N 3 1) 4
SGAE 3k —ER A I e AR S T C AR X 22
BRI AN TEE 2 AR [R) Al 1 36 8] 28 78 AT 5L 3R 4
H B RE s, B 40 The6Pro 7E fif 22 A Hf H B4 % B & 5
P Trp93Cys 78 Hi = A i WL & B 2 e Xt
BVMD Z &R BRI B 5% vh & I 221> 5 95 s & A A DG 1
HIZEARNE A5, R TP N BEST1 2872845 Ho [ B4 o7
VLA SR O BIFZE PRk & 3 BEST1 2878 A] LA H Ye (AR Btk 5
Rl , A B FRBSE GG FRAE, — SR F &R
BN SR BVMD , 75— 2 S B 5 BVMD ARl 9%
pi I 7 Sy TR o K e Best ££975 25 ((autosomal recessive
bestrophinopathy , ARB) ""'- =) |
2.2 Best BEHEWMEFRAR  Best I HEE A
KL7E 1905 4F i F5 [ IR} 4 5% Friedrich Best 1 XAk, £
K BVMD B LI R FRR M, WA R R
AL A O T E SRR, AR R A WY
# &P BVMD 1] fig 4 w55 P A 755 6 AR G RO XU
BVMD (¥ & i4E I M 10 ZHiTE] 60 2 5 A A -1 &
WAEISTE 40 2 2240 ROAFIE S0 0T B AR Bt 3 AHOC
A5 3 8 4l R P A U % 1) 1 HIR 505 402 43 2 B4 41 17 LA
W05, Horb Ry F e ) 92 B9 2 Mohler 251 8 H A 4339120
918 BB XK BLAR X TR, 10 EOG 5 5 13 o 18 B IX
RPE 585 555 5 1130900 8 B X L 760 B0 8 AR 61, i 300 nT 3
AR Ry RIXSG TR RSN 5 TS0 B 30 DX 2 < A M iy s RRUMe A
S, 28 TR VT T VIR TE B3R B B A48 1 B Al | O
& RPE Z=45 IR sl bk 28 B A6 I 45 T8 A

Jik 25 BESB A 145 ( choroidal neovascularization , CNV ) 7E
BVMD & IR AER K 2% ~9% ,EAMELL KB KB, R
PO BT HBS LA AR 5 € IR 0403 4R CNV BT 1, 1 51
AERER R N E &5 (fundus fluorescein angiography,
FFA) Blw., KBIBET &3, 9L0 F RS CNV 8 40 ¢,
A5 AMD AR B 42, K 23R 97 19 BVMD (35 Z RE &
20/50 FEFAFM I HETERXS CNV A ZF0RY7 7
W ALEE BN 9T IR AR B I A P A S 0l P B R R
PRI T4 2 50 DA b sl A R L 5 TP R AR T 4
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BVMD ) —AMREAEPE R FLE EOG S8 ™ i H IR
Arden FLART 1.55 /22 W BVMD [0 82 41, iX — S
TETCRER G A P s LB, B AR SR, BT
A BLANIG R R BEST1 JE P 2848 3 h | EOG 7 fie ) 5%
HASFRE P AT GREEIE R 20 R, E AT BEST1 3P
(578 53 AT A 2 BVMD I PRA2 W (4 o — ] SRR

MR 2¢ 06 R L& & 52 (FFA) B TR R R B 1Y
RPE F1( 55%) ik &% 5 25 4 b 7 s 26 S, W 301 A8 B A7 2
IR YA PR o AR R El A v AR RO B
TP YNGR W, 763 5 R0 R W @0 e AR
H & ¢ (fundus autofluorescence , FAF ) #; 25 Ff | FL R Ji T
GRS REY) R R0 0 B35 19 FAF 15 S 8958 0 Bl 25 95 728 1] 14
W B BRI = 5 LAUURLIRFE e B N 1, 3X
Tl & 9GR8 3R A0 BE PR 1034 1, 2 L S A0 A
FAC 1 P, 4N S A - N - B L - 4 B R (N -
retinylidene—N-retinyl ethanolamine , A2E) & F) BT R AT
Y, TETRIEFIZE S, FAF 15 508055 19 IX B0 BF £ | i
JEH T RPE (245 0 (50) IR 412U 34 7155, [l A
KA BAER D KRR FAF {55055 % 5
W RIS, Ik, FAF 2 H T BNMD B U7 9 A 2 F
B, JUH R T 0 0 22 21 IR IS BE T TR U A R I SR
AR

I 22 A T W )2 3 i (optical coherence tomography,
OCT) et 44k BVMD i 438 1 J b #5174 7= 335 Wi 3 IRTAR
TENRG7AE 2,3 10, B BP 8 A ) BIE 1l A 1 FRUME K B 8 e 24
Bz, OCT 2R B A ¥ B DX AL 0 JBE bt 22 1 B2 R B e, 7
RPE FIWL W §55 pif 28 I iz 22 2 (8] AT AT i IR 568 4 o B, X
o7 HIR TP B U5 38 (7% B0 A 40 T R (80 IR S S 0 o, o )i
MR JRC BV % 21 11 37 W R B AT CNV 76 OCT [
IR, FEER OCT HT BVMD B & AR TH
By, & BN B BORRUR THORIRAZ 28 N AR 19 (1S/08)
JZ % RPE J2 Z ], n] WL 8 e 1 i sh S E R, Kay
A OL R FHARUSURR T 187 J2 LS R (SD-0CT) ML%E £ BVMD
B B B AE ) BT TR I JE T TR] B ( RPE 55 40 ST T] ) | Jgke
G M A HERRAE 45 9 A X IE % /9 RPE JZ2 17, HIEOG
EOVEIEN ;-39 N R 4

BEVIFFE 7,0 0 1 1A BVMD S8 7T LLTEAR Y
F A A P Ak T D S i R e B ) i e, HR PR 2t A
R, 1M 2,3 WA A A8 5 U AT AE JLAR B[R] 8 & JR B R — N9
AR B, 88% By H B TE £ /D Sa F R i FE AR U R RE %
HEFFAIRT 20740 ML TT . AW BB BVMD 35 L
TR 40 % LIS I 4654k 0 H 2 I 2K 30 A7 TE R AN
(B%) 4Rkt B, 50 % LG K B 3 B IR A AR )
TRERIRT 20740, FE M 235 W W 62 4 4l
FH: R 8% ( adaptive optics scanning light ophthalmoscopy,
AOSLO) & 33 2114 955 451 Ko 40 30 % 057 19 J8RO'e 240 i 45 44
FEALRFRIE R X R T KREZH08F 0T DIAEAR K oy )
SR Ey/ T iOF ) R

BVMD 87 IR R B Z A0 i PR 12 Wi ok 1 I
M, BXANUAFE FHREE RPE 278 AH X 97 A e £ 3,
[F)REAFAE TR IR AN (8) ZE 40 kE R FAE SR ¥, 4 BVMD
S 5 2 AMD ., EHE17 AR BEST1 28745 1) [+]
—MEFET AR ERE T e DU E] EOG 54 1 AT I
PRAEAR , A AT AR B JLRL Y BVMD , % 2 4t BVMD,
RPN R 2R
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2.3 BEST1 &35 BVMD HIX &
2.3.1 BEST1 32253 bestrophin—1 Z5#3F0 T BE 1Y 22 1
WIHTFT A , bestrophin—1 J& RPE | —Fh Z D) 58 09 & 1 T,
EEASE FEE AT Ca MBS, —8ik
AN S AFSE T BVMD H BEST1 2878 bestrophin—1 85
T BTN AE AR, 45 51 R | R 2 K5 AR AR LA 1 1 41
GINREES EN- R i PN S (0% SIS Y S R A A
R | S O N o VA L Ll 2 ) 3 i e L g2 e L)
10% ~40% "' bestrophin—1 & WS Ca i i P LE
AY 5 B T FEL T, 1 AR bestrophin—1 A THEIE IR
RAF N Ca, 38 18 B VE FH S E AR H], A3 /Y 28 A8 5 B A=
bestrophin—1 EAG ALY Ca, 383 10 #0530 #1476
U] L S A RO G DL S R WS TR A 2 AR 43 A R
R A 33— s R ATt T LA DA I AR S bR 7™ R 2 114
ZNH EOG MR [a] g AR #E Tt ok SR, AT 44 1 58
AFSI L BVMD, A B 51 AFVD? A AT 4 # 4 [A] —
BEST1 KA F KA A R A B B E 2 e HEiw
TFFFE 1 JC BB, I ] BE 5 )5 K IRBEAR G
2. 3.2 ERFBESRMBMEXE Z=457 BVMD &+
KL BEST1 28 28 JL-F-#B S48 L2278, HUA WA~ 31 Y TG
SCHRASFERG5EAE . BVMD H (1) 5848 Z B2 Hh7E 6-30,80—
104,221-243,293-312 24 B 1% X5, 33 PO A X B # I 3 B
TAET RPE gUfg B b, PRI E#E S bestrophin—1 A5 55
TEEINAEA () Ca BIHETH T IAEHE MK, HATHE
A A4 G ik TR R 5 36 PR TR0 R S 7 1 41238 /D | Booij
SOIERFSE T 53 i VMD B E Y 14 Bl BESTI 2878
J5 R, M AlalOVal B1H2 A BVMD %1% & BB M, Kousal
AR SE T — o ToHEAR 9 BEST1 S8 48547 % IF Hik K
TR R BRI BB H I EOG (1) Arden HLRRJE T [
S Pr a7 1 Arg218His 2848 H &, 7F BVMD H, f — 4k
ZAR g 7R M b A 28 A8 SR ARG A9 A1 S 2, 51 AN 11295 del 2
Asn99Lys, BN ELET 11 ~42 % BTk &b
2.3.3 BEST1 RET 5| BHYRIIHIBAENET BVMD Ji
0 P B B B A B R R SRR T R AN B T as
TS A ML B B IR X Ak 3K 2 B T bestrophin— 1
AB TR () B E TR AL RS
., BOCANNS RPE (1E 5 B85 FUAH BAE A 8T RPE
YR IE B A0 M PN R AN B TR B, (i RPE WA U
IV TR Al SR 20 LA T, R AR UE IO 40 il 5 RPE 3% #2240
PRV A ML) 36 A DK 26 M55 BVMID o FR B 700 0 o 22 2
RS 21 i 18] 0 WA R JBOE A i 5 RPE 40 B, BHLAS T
RPE X G20 7115 %) 73 I, 33 26 40 =55 1 T B A 400 Do) i
MZZEN HERABRE R ZE T b &g &k
B H K55, B R 0B AT A Ok 4 B e AR
P X R 76 T 00 9 BT TR B A9 A B B BT AR B T4 T
AN AT B IEH AR IR 20 A ) B B R A7 A
T TR = W 0 AR W AT 33 R i e Al T UK
AN A BEIR B E AE RPE 25 45 it 5| oo 40 Y 32
&Ko SRR B> A G B il 3 B AN Y fe 2OE S A
RPE I X i3 RPE A B 1 H & 9651 25 8 7 fir
B T IE R B9 RPE TfE, F 3L RPE 45, B H 2,
OGN A5 FRUIR T 5 5 A LI IS T B 2 0 e A &
R ET SR,
SEBTFHRREE

XFF BVMD J697 J5 i (A58 2 2280 TR &2 86 4l
Me5 RPE B IE 5 $efih SR AU AE i) 27 bk 5 X
fil 3 BE i e 5] B, R SR BEST1 545 ] s 5% Wi 1 400 i

B e I B A R BRSO, PRLHOR B R o7 T Bk
bestrophin—1 Z& 8 A& (A FAE FIL-F AT B, BT 2%k
BVMD (835 B0 R JEAE 5 2248, BE PRG54 4 4%
W ZARAC By )55, K BF 27 BEST1 S [H 5 A RPE
X TR AR LE oy B TR BN ROV 51 Y BVMD B A
R, PR AT T R kb R A B B AR T B o, X R A
AT DL 3 220 77 sS40 i 1 55 3 55 A OG0 27
AR ARG PR 2R A DNA 9Kk 745

SRIMAR 2 BEST1 2748 it iof i A% 400 161 580 B2 51 2% 9
FERCEE B P IR 587 mRNA FJ BE LU R i A= 78 BESTI
FEIRTEINAT 8K, 2K F A PR AT LASE 28 RNA T4 A A il
ST BEPIRIT R PR TR A R 1 1 T R
FRE S IR R R B Y 1 2 v, T HE
BVMD it SAM B AR AR SR IR 20 R B AN B2
PRAEAR , A1 Y70 G By 7 It HIL A B 42 T s DR X 0
A BERNG YT b AT W7 5™ 5 AR D, JC AR o 22 A
BT PR, PRA I I I TR A A 1 4
ABRER AR 22 A P FIAT R4
4 551F

BVMD JZ i BESTT JE PR 548 5 B0 4 (0 it 1k it
&5, B R AT DLl st B 6 B0, B AL /81 (EOG) (IR A &
S (FAF) F1 OCT Ko 31X 53 45 2 B & T ik b 4712
W, fH X T bestrophin — 1 8 111 ) fig S & 5 AL il i AN £ B
W, 1697 FBUARITBCR WAR W A IR, 45 BB 58 4
TR P EE D RE AL A Y 5 R IR A EK R L SR IR Y
ST
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