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Abstract

¢ AIM: To identify intragenic mutation loci of the BEST-1
gene with congenital vitelliform macular dystrophy by
molecular genetic analysis at one family in Northeast
China.

¢ METHODS:. Genomic DNA was extracted from
peripheral leukocyte of 2 patients and 5 healthy members
in the family with vitelliform macular dystrophy and 100
normal controls. Ten exon sequences of BEST - 1
amplified by polymerase chain reaction ( PCR) were
made direct DNA sequencing to define the gene mutation
loci and compared with gene screening performed on 100
normal controls.

e RESULTS: After the direct DNA sequencing, no
mutation loci was found in all the patients of this family
with vitelliform macular dystrophy.

e CONCLUSION: There is no mutation in the exons of
BEST-1 gene causing disease genes in this family.

e KEYWORDS:. BEST - 1 gene; congenital vitelliform
macular dystrophy; mutation; Best disease
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S RVEONEERE BB S = A K (Best vitelliform macular
dystrophy , BVMD) X FR°A Best Jii , f&—Fliilf R 2D UL 1) & 4y
01 i VRIS AL P B B0 | Rl A — S R
BRI PR BN 4 A 0 LR 2 50 DX B9 B R 8 | 2 18 3
Jr MR BT ORI, 4k P 1 Ik 2% ST AR 1A, 300 )
e EDY . MR B AR R A, O R
(electroretinogram , ERG ) 1E ¥ 117 iR 1, [&] ( electrooculogram
EOG) 7% FEFTA B Bt ¥ R BN Ardent Bt (BG4 / 1%
A HAE) TRERT 1,551 SEARRAGBTHE RN, BEST-1
HE PRI G K P B B A B B RN R (BVMD) 119 30 Ak
L ERT 11q13, 2 980kb, £33 11 MME T AT
VPR BEST-1 HE P Ah 1o 1R ARk JE A, % — > O
HHEPEE A R KR AT BEST-1 KL H 52 i 45, 9L
i =/ Il
1 X&RMTFE
1.1 & Sk ATEL T ERME S = ER e —1
BA DA R e R A BB AR K
W7 N B 2 B, TEARAS I R A A
R AgERREXT B U ) B2 5, X BT A B S 5 8 R 100 44
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&1 BESTI 5|#¥1/F %5 % PCR =K K &

AN TG EI 519 (5'-3") 514 (5'-3") A JE (bp) 1B KIEJE(°C)
1 CCCTACAAACCCCCAATCG CCAGCCACATCCTTCCCAG 271 59
2 AGTCTCAGCCATCTCCTCGC TGGCCTGTCTGGAGCCTG 212 61
3 GGGACAGTCTCAGCCATCTC CAGCTCCTCGTGATCCTCC 238 58
4 AGAAAGCTGGAGGAGCCG GCGGCAGCCCTGTCTGTAC 408 59
5 ATCCCTTCTGCAGGTTCTCC AAACCTTGTTTCCTGGACC 150 59
6 GGGCAGGTGGTGTTCAGA CCTTGGTCCTTCTAGCCTCAG 181 59
7 CATCCTGATTTCAGGGTTCC CTCTGGCCATGCCTCCAG 257 60
8 AGCTGAGGTTTAAAGGGGGA TCTCTTTGGGTCCACTTTGG 215 61
9 ACATACAAGGTCCTGCCTGG GCATTAACTAGTGCTATTCTAAGTTCC 298 59
10A GGTGTTGGTCCTTTGTCCAC CTCTGGCATATCCGTCAGGT 591 60
10B CTTCAAGTCTGCCCCACTGT TAGGCTCAGAGCAAGGGAAG 457 58
11 CATTTTGGTATTTGAAATGAAGG ~ CCATTTGATTCAGGCTGTTG 216 59

B EANIC SR, 2 91 2 DR JES 457 S22 0 L AR A . B B
MR M B0 B RE G AL, 49 12 ~ 13 A E R
(Papilladiameter, PD ) K/, EOG B8 Ardon H1H FEAK,
X HEZH 100 24 8 e 1% A S BEAR AR, EOG Kty IEH
1.2 73k
1.2.1 DNA BIIRER  HhHGZ S R W5 M 100 44 1E & # 4h
Il 8 ~ 10mL, 7E 35 7° (R 24 B5 e i g 58 = R B o0 SE B0 =
PLESER UTE SR UM TP Y DNA, 240366 B 1 B
SRS LKA AR DNA AOUR BE RNZLRE , - -20°C £ 47
= H.
1.2.2 BEST-1 ERMREE I BEST-1 K
FEH B 11 518 (% 1) B B A AR Y
(polymerase chain reaction, PCR) 43|19 34 BEST-1 FE[H [
AP, DA KA S R i 3 43 N, e b
B 10 HE XTSI PP 8, PCR BV B AR R N Taq
Premix 25uL, 51 4 (44> 10nmol/L) 2L/ ; 5 iz DNA
(50ng)2pl; B Tk AN E 2 50uL, 51451 LA b 37 4
FBWKEWER 1, PCR KWL FEA :95°C FilZE P 10min;
SRIE 30 MIEIA B EFR A 94°C A8 1 305 ~ Imin, 50°C ~
60°C i K 30s ~ 1min,72°C 3£ 40s ~ I min; JFIFJ5 72°C Ik
15 ~10min, 48 PCR 4" 3™ W7E 1. 5% SENEHEGERS I 16
JE 100V HLYK 40min,, 78 2850ME SHCT W E) H 9 3L R
By s pl o, iy sa i 5 AN A B R AR 4, JC 2 A
SRR B, W4k 82 T A9 SC 5625 3R, HalB ek b
PAE . PP ai LS I AR A R DN S0 E R AT, AR
B RISh CEQ8800, H4M15HY DNA ¥ 515 BEST-1 KA
P30 LA, AR BT I 2 15 A SR 28 A8 e IR
HEAT A — o S A
2R
2 REBEEA RiBHELH, ZFXRBEENN %
SR, T AR XCER — &0, H TP h A 12 A
BB, B BRI LA A4S X AT R G A R R s AR 1Y
Bk, RATEREL 26,5 16,1 FI(E 1), 74
T PO IR AR AG 2, 2472 WU 35, L RUHR JiC 347 522 0 5 B O
BRERGAR (8] 2) , BB ER A AS IR B 1 F P B, (L2 AR
PRIRIR AR BN — B B4 55 B B AN R R 51 22 1]
TR A A AN ]

I 5174@
0,4

1 ERXRUENEREHEFIRRER,

2 EXRNEHEHEFRARIXRLIEZFRKRA,

2.2 IWER WK R TITA BF RN F LR
PO 35 PR 20 25080 P o G, B BEST -1 Jk R 1t 7~ A %
I 305 B P 5% 1A 59 457 3 7 1) 8 [) Genebank £ {1 1) 7 51
AHTE] T2 W32 58 R AL D AR S B E AN R X R IFIE R
Hi BEST-1 KR 4 . TR 5k,
31t

BVMD 5% Ht I ZE 458 1 1 JE K (BEST-1) A
X, BEST-1 3N T8 e fk 11q13, & gt —4>h 585
AN G R B R A 5 5 R D AR AR A
P A, 2 F 7 (retinal pigment epithelium, RPE ) 4 i1 f&
AR R PRI BEST -1 FE PN AR 5 0] AE
R IE B T RERE A, AT 520 RPE 4 i B - 9 1A S 25+
Mz 5w IR BR B B LA R R PR M RS 5RO
KUY A b, 7 O SR R B BVMD B R
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BEST—-1 X758 #5100 Ffp JHRYE Kriimer %“3‘3ﬂii_
7E BVMD %5 H 5 v BEST - 1 3 [H 48 5 B9 5 th R
96% ,TEWUR BB F KT HHK 69% , MIET BEST-1 HeH
AL, Z A RTE 4 R E BB X BEAN B A
2,4,6 F1gt+

H i N AMRELE JLF BT A BVMD ki thid &
B BEST-1 FENAS 53 | HAR B e Sh i 1, AP IT e 4%
BEST-1 %E’Jé%ﬁ%ﬁ??ﬁjﬂ%ﬂ_ﬁﬁll_ﬁﬁeﬁfﬁﬁ
AR RBE A GE7E PRI 2 58 A% Y ik TR 5% 722 T i
AR B Z R N S A Rl i —
4 PR A 7 A 0 T K R B SR
S 3k
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