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Abstract

¢ AIM: To point the susceptible gene in Avellino corneal
dystrophy family with autosomal dominant inheritance.

e METHODS:. Genomic DNA was extracted from the
peripheral blood samples of all individuals of the
pedigree. Several microsatellite makers were selected for
gene scan in the hot regions of mutation. Linkage
analysis was carried out using a Linkage software
package. The haplotype data were processed using
Cyrillic software to define the region of the disease gene.
e RESULTS.: In our pedigree, significant evidence of
linkage was obtained at marker D5S396 and D5S393 [ LOD
score (Z)=3.01, recombination fraction (6)=0.00]. The
haplotype analysis of our pedigree was located between
the microsatellite markers D5S808 and D5S638.

e CONCLUSION: The pathogenic gene of the Avellino
corneal dystrophy pedigree is traced to a 11.2 cM region

in the chromosome 5q.
* KEYWORDS: : corneal dystrophy; autosomal dominant;
linkage analysis; gene mutation
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R BB AL . i TR KA Avellino 1) =N BE
R, AR IR AR 2 S I e, SRR T
v WU EN 8 S A E O R N7 PN 22 /N8 A )
TR 2P R/ W, H 5% FIRABEE A R LA
AU o ARG A e IAE AR R o i AT 3 22 [ ASOIR 4 i A R
WA A e . BB 2R & B, ACD
)5 5 Sy ik b TGFBI JEH R AEAR X AR T8
% T AR R (short tandem repeat polymorphism, STRP)
FERGHTI xR A R AL i — AN 2k 4 st
fE19 ACD KR AT TBURREN R e, T —2 1
AN DX PR O 1 4 1 5 PR AT T Al
1 EFFE
1.1 35 AU 1ok B3R E R R ITAE N —A
BERARZR(E) KR 4T AFRG (H
RERE S ] AR N 2 ~64 B IZFE R B FH RN UK
[ A0 , IR AE I I IR PR B34 A 25 2200 . &

1921



EfRIRRIZRE 206 F108 F16E F10H

http://ies. ijo. cn

. oo
E31%.029-82245172 82210956 B85 {5%5.1J0. 2000@163. com
11 1:2
d5s615 3 4 3 2
d5s808 1 2 2 2
d5s39%6 1 1 1 3
d5s393 3 3 3 1
d5s414 4 3 1 4
d5s500 1 3 3 3
d5s638 3 3 1 2
d5s812 2 5 3 3
I1:1 11:2 11:6 1.7 11:3 11:8 II:4 115
d5s615 3 2 4 2 2 2 2 2 3 2 727 3 2 3 3
d5s808 1 2 2 2 ? 7 2 2 1 2 77 1 2 1 2
d5s39%6 1 1 1 3 2 72 1 1 1 3 727 1 3 1 1
d5s393 3 3 3 1 7?7 3 3 3 1 77 3 1 3 3
d5s414 4 1 3 4 2 72 1 2 4 4 7?7 4 4 4 1
d5s500 1 3 3 3 7?7 1 3 1 3 77 1 3 1 3
d5s638 3 1 3 2 ? 72 1 3 3 2 77 3 2 3 2
d5s812 2 3 5 3 ? 7 1 1 2 3 707 2 3 2 3
111:1 A2 11I:3 I1:6 1:4 Il
d5s615 3 2 2 2 2 2 7 ? 2 3 3 3
d5si 3 2 2 2 2 2 77 2 1 2 1
d5s3%6 2 3 1 3 1 3 77 1 3 1 1
d5s3B 2 1 3 1 3 1 7 ? 3 1 3 3
d5s414 4 4 2 4 2 4 77 1 4 4 4
d5s50 3 3 3 3 3 3 77 1 3 3 1
d5s638 1 2 3 2 3 3 707 1 2 3 3
d5s812 4 3 1 3 1 2 77 1 3 6 2
V:1
d%615 1 2
d%s808 1 2
d%3% 1 1
d%393 3 3
ds414 3 1
d%500 2 1
d%638 1 1
d%812 5 1
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Ji& s AR R 2T 10 2 Z i A0 , s FB AR TS ot Y o 2
B AR T AR BRIl R o A I 7 5, S B
JIZ BN E W, o8 R R R IR IR A S A 1
TCH A A B U o 28 AR N IE L R AR HE R R A
HEMXRGEHI, IR EL W N Avellino fi # I+
AR IZIRTER R P HACE S AL, RIS & g6
A S A 35t 12 R RPAE

1.2 Fik

1.2.1 REVEFEAR DNA S nEER A X RN
I 1A i B i R S, I AR B A A R
Foo THME R KA Sl BT A 9K AR N DL ER K 4% SmL, £
EDTA $r#t 4b B )5 , i &8 QIAGEN 2 &l 4 7= B9 QlAamp
DNA Blood Mini Kit ) & $2 HUM KA FE N 21 9 DNA
1.2 2 GEBRESF NS SMEAIEE R CE 5T
BHRGE A B, 2 H AT R I T AR TR A BRE R A R
Koowg e o iR MR AR T 3019 Avellino MRS TR R0
R 5 Bk 531 1% TGFBI 3 A 28 458 i S 548
R, AR oY S B T TGFBI 3 [ B3 19 8 A~ T2 drid
(1) BERIE A 75% DL b, i AR 2 Ari]
2k H marshfield B % ( http ://www. marshfieldclinic. org/
research/genetics ) , FE 4 M F 6 {2 B B 3 NCBI W uh
(http ://www. nchi. nlm. nih. gov) , H 3 [E Invitrogen 2 ]
A

1.2.3 BEEmMERN K45 04E N (polymerase chain
reaction , PCR) K & N 250, HFF &7 DNA 25ng, Taq DNA
REHE1.0U, B /2 dNTP 200 wmol /L, B[]
514 0. 4pumol/L, MgCl, 1.0wmol/L, )5 Ml ddH,0 F £ 4k
FL20uL, W 41F K 95°C Smin, 94°C 30s,57°C ~ 62°C
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FEH 43T

1.2.5 &EHiH#  FIJH LINKAGE #4462 5. 1 fvt ACD &
RIATHEBIIHT A2 E T BOR I IR AN B %5y
S FE A 0.0001 A2 0.9999 , 7 BE A i 45 S5 437 F B A R AH
A, FLHZ(0) 43 BIFE 0.00.0. 10.0. 20 .0. 30 .0. 40 .0. 50
B Xt LOD fEHEAT 115, 06 i 15 45 5 1% ) 22 4 v . LOD
fH>1 WA RIED; LOD (<2 Wk 755 40,
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2.1 EHHH 4508, 7E D5S396 F1 D5S393 MM T2
AbRig b 15 2 i K LOD {H, Zmax =3. 01 (0=0.00) ; 7£
D5S396 ,D5S393 .\ D5S500 X = /it T2 havic b 3R 15 3% 22
B BHE: LOD E, 4351k 3.01.3.01 A1 1.81(6=0.00) , Jf
HASKT 1, 389% Avellino 1 578 55 A B X & 1 BUK 3t
[R5 1 DX S A, TR A 8 DL 2.,
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*1 ACD REHBRERZEAMTANMIELRIC

M A J B R/ (bps) EmG1Y) KL m514Y)
D5S615 359 AACCCTCAAGCAGTCTAGG TACACCATCATCTCTCCTGG
D5S808 116 ~132 TGCCATTGACACTCCAGCC CTGTGCCCAACCATGAATAG
D5S396 165 CCCAGAATTAAACATGGTGA TAGAGACAGTGTGCTGAGAGG
D5S393 162 ~ 182 TTCTACCTGNCCTTTCCTCT CATTCCTCATTCCTCATTCC
D5S500 270 CGATTAGGGATCAGTCAACA TCGGTGAAATGCAACTACTT
D58414 185 ~206 GGCCAGTTCAGTCAAGTG TGGTTCCAGCATATAGCG
D5S638 133 ~ 145 GGAAACACTCAGTAGTATCATTGCC TTTAGAGAAACACACGCACCAGTA
D5S812 154 ~ 162 TACCACAGCAACCACAAAGA GAGGAAAGCAAAGACCATGA

*2 ACDREMREEHSHER

” _. . LOD 1§ 6=

WMIEMIE  ArE(M) 0.00 0.10 0.20 0.30 0.40 0.50

D5S615 133.65 —w 0.60 0.75 0.60 0.33 0.00

D5S808 137.46 - -0.19 0.01 0.07 0.06 0.00

D5S396 139.33 3.01 2.51 1.94 1.31 0.62 0.00

D5S393 140.72 3.01 2.51 1.94 1.31 0.62 0.00

D5S500 140.72 1.81 1.49 1.13 0.73 0.31 0.00

D5S414 141.82 0.90 0.73 0.54 0.36 0.18 0.00

D5S638 148.63 - 0.60 0.75 0.60 0.33 0.00

D5S812 150.34 —® 0.58 0.62 0.51 0.30 0.00
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Avellino FABRE AR, LA K ZIRBL2EE AN H
SRR A B TN R — PP AR R E AR SEE R,
ACD SR MM BE A R B 2 W2, 24,5 TGFBI
FEAA A IEE FRA R 72% DL F" 930 Avellino £f i
BIREANR I - R E SRR, BTS2,

AAIF T AT X R A — N2 4 RIBEE Y Avellino
FAIEE TR R R R AT BT SRR T S B, S0
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XN, XIS AR S Avellino I I8 IR A R
B AH S 1 N ——TGFBI 3K | {H -t 18 77 75 HoAth BUis i)
SHGEBE L PR | 0 T B PR AT o — 26 PR A R e B
HEBR o Xt A5 M e 14 B0 5 IR RE A7 AN S0 28 A8 4G N s
BATTF 5% H & BT A S At S

BE H AT, A aE o 0 8UR 9 B e 5K R B0 8 A8
RIS TGFBI £ 4 | R124H 28755 | Okada 25"
T 1998 4F A H Avellino £ IR FEA B2 A 1Y 955 1 44
HEREN S RN A RS R G REEDIHER, 45T
FEE W e A e AP IR R ™ R ok A B R Ty B I
A5 2% T 109 SR B0 A IR e e A BB R e A e
PR 7 AT W G 5 M S A5 Fujikd 251 E 1998 4F 1 £
PEEFRANRE R PR RIEH T L Eg58, bk,
Watanabe %% 7£ 2001 4F () f B8 372 AR R K R IR A58
HR B A 4G PE R124H 28728 (9 o, B I B A TR
B P ARIG R A Horp— il PR AR BUA - A B Je i
LB PRI L, A6 B8 IR TR Dl A O B RT LSS BH 1 TE TR
X 5 5 A —Fofrilfe PR 2 0 2 000 2 . A R Hb o A 3 K 1 69
B AR . Al ATTIN 9 7E Avellino £ 5785 35 AN BL %) 2500%
ML o r] RE A7 78 5 b — 26 98 5 3 N g8 5 [ 7, X
RI124H 2752 — 22 BB M 1E 1, 15 52 24 B 20 HIL
LB AL F IR IR A T T — 20T

Wil 22 Fh 2SR 5 | S F RS IR AN A9 300 25 DY) A LA
KT R 9 AR 128 1 s 9l o, R PR 7R 5 3 R TR A X 17 1 3% 2R
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YeF T AR RS 2 A R AR DR B 728 MLl ) oy B Xof JHC

T, — 05 WA Tl R BRIV 2255 2208 9 N HL25 5 H
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