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Gene Mutation Analysis of PAX6 in a Family with Congenital Aniridia. ~Meng Yan,Su Liang,Song Xiangyu,Peng Yuanyuan, Huang
Shangzhi. Department of Medical Genetics, Institute of Basic Medicine, School of Basic Medicine, CAMS & PUMC, WHO Collaborating
Centre for Community Control of Hereditary Diseases,Beijing 100710, China

Abstract Objective To characterize the PAX6 gene mutation in a family with congenital aniridia. Methods Blood samples of
family members were collected. Mutation was screened by direct sequencing the exons and the flanking introns of PAX6 gene amplified by
polymerase chain reaction (PCR). The parental origin of mutation was carried out by STR analysis near PAX6 gene. Results Albp de-
letion (C.219 delT) was identified in the proband and her affected daughter, which was not detected in her healthy parents and her young
brother. Conclusion The c.219delT in PAX6 gene is the cause of congenital aniridia in the family. It was a new mutation and was not
reported in the literature.
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WIAE#E B &, B TS 4 :hsz_pumc@ ibms. pumc. edu. cn 17 DNA & &, Fi B 8] TAEW E 50 ~ 100ng/ wl,

- 30 -



B2 el 20104E 9 A E39% o

e B
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BB R ] UCSC Genome Browser ( http://genome. ucsc.
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(D11S1312, D11S2001 ), & AL Bl 4 1312F:5' - ACAACAC-
CGTTTTTGCTAA - 3', 1312R:5’ - CTCCTGGAGGTAGGGAGT
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DNA ii47 PCR ¢34 , PCR 7= i i 25 1 5 7 945 Ik e 05 i o5 i
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T %
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H cDNA 4t X H AN 4 KREAPE 5 13,485 2
AKX 4, B DNA 3% 4 X ( DNA - binding domain,
DBD) Fl# i X ( transactivation domain, TAD ), DBD
N A 254 18 ( paired domain, PD) | 3% 22 X ( linker re-
gion , LNK)) 701 [A] I8 4% #4) 1}, ( homeodomain , HD ) , 411 & 2
JR . PAX6 He AR IR Bk & 7 00 BB L N 1E
JWE R 2 AR A i R AT Rk Y A kA B AT
PRSFPE L PAXG JE DY 5 78 B 51 G 0T S AE A, 8

AP BORARR AL 28 M0 BB A, B S R
MERFRE . BT EEN PAX6 K [H 575 #
id 300 Fifr, 76 55 KAk G T BEAE R TP, 29 T5% g X
REAL R 5L RN BT V) 37w, FEAE 3 A1) KB 5 S 422 i
21k, E0 PAX B PR R B R R T RO . A
RAEFZBE B TAESET 6 Pk 1 Do, & W%
M5 AL IR & i ad B2k 7E PD X, JU R 22
— &k PD 4 ¥ A LNK HD F1 TAD #8t2%, § 5
PAX HH DI RE R 5%, MM 5| ES 8 5 i 8™ 2 % JC U
BT R A HR S0 2 AR, T A 2 A S AR SRk v oA 412 18
1L JE B R AL
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 E BN WS ZE R # DT A PR S R 0 R B R R A AR O N R I, AR 32 H4sR
RHAT HARSUFR K - Fh BB A A, AR A B 09 B Al 7 K B oy IR AR R 3 A R Ab BRI (B2 8 1) I 25 2B B 4R UK (vehicle )
¢H (saline:0.9% NaCl; iF £ 12500U/L) ; GIK 41 ( %% 1% . 250g/L; Ji5 5 2 :60U/L; KC1: 80mmol/L; iF Z 12500U/L) ; GK 41 ( %%
W :250g/L; KC1:80mmol/L; Jif 2 12500U/L) ; GIK Jill )& & 75 2 2 ( GIK + Wortmannin ) £ [ 4b 33 [7) GIK 20 , B 48 % ik 7 8 1 B
Smin FIf5 1 ~4h FlkiEHESEF R R 2pg/ (kg - min) ], ARJF 4h FEBCE R H bk BB AT 4 T2 1 caspase - 3 i 20 4140 "2 I 5
R o ot 4% R e B B Y 5 1 dUTP JU 2P dn 10 B ( TUNEL) s P AlE kIl N e i i =0 865 SIFR A HIRKA
FH LE , G2 385 10 B At e ok B /A9 B2 200 B 0 100787 9 LA R 9 9 12 (P < 0..001) , T} GIK 2H b & 259 /Y 7= (P < 0.001) , B & H R &K
MR RRPUIR B R TAEH . S5 19 R X RO 5 Dk Be 79 B 4 A OR3P 4 1T, T RE XS RS AR Dk 0 78 A — g TR VR o
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The Antiapoptotic Effect of Insulin in Endothelial Cells of Autovenous Grafts. Bian Jiefang, Zhou Ning, Wang Ting, Wang Haichang,
Gao Feng. Department of Vascular Surgery, Xijing Hospital, Fourth Military Medical University, Shanxi 710032, China

Abstract Objective This study was aimed at examining whether utilization of insulin exerted protective effect on the ischemic/
reperfused canine autologous vein graft. Methods Thirty — two mongrel dogs were subjected to jugular — carotid interposition bypass graft-
ing, and underwent infusions of vehicle (saline, 0.9% NaCl;heparin, 12500U/L), GIK (glucose, 250g/L; insulin, 60U/L; potassi-
um, 80mmol/L; heparin, 12500U/L) , GK or GIK plus wortmannin [i.v, 2.0pg/ (kg « min) for 1h immediately after reperfusion] 5min
before and 4h after reperfusion, respectively (n =8 in each group). All dogs were euthanized at 4h postoperationally to harvest vein
grafts. Apoptosis of endothelial cells (ECs) and vascular smooth muscle cells (VSMCs) in vein grafts were measured by active caspase —
3 immunohistochemistry and TUNEL staining. Results Compared with vehicle, treatment with GK aggravated the apoptosis of ECs and
VSMCs (P <0.001). However, treatment with GIK significantly decreased apoptosis of both ECs and VSMCs (P <0.001). Wortmannin
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