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Germline APC gene mutation in patients with familial adenomatous polyposis:a preliminary study

LOU Zheng” ,YU En-da, MENG Rong-gui, FU Chuan-gang, L1U Lian-jie, XU Xiao-dong, WANG Hao, HAO Li-qiang(Depart-
ment of General Surgery,Changhai Hospital,Second Military Medical University,Shanghai 200433, China)

[ABSTRACT] Objective: To explore the characteristics of germline APC gene mutations in Chinese patients with familial ade-
nomatous polyposis(FAP). Methods: Six FAP patients (March 2004 to March 2005) were screened for germline mutation of
APC gene by PCR-denaturing high-performance liquid chromatography and direct sequencing. Results; Mutations were identified
in 3 patients from 6 unrelated families. The first and second mutation was at codon 1 509, resulting in an amino acid change

from Arginine to Glutamine; the third mutation involved four-base-pairs insertion in the sequence of AGAA at intron 14. Conclu-

sion: Chinese FAP patients with same APC genotype mutation may have different phenotypes.
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Tab 1 PCR primers for 1-14 exon of APC gene
Exon Primers Sequences(5'-3") Size(bp) Annealing(°C)

1 1-F TTT CTT TAA AAA CAA GCA GCC A 519 56. 8
1-R CAC AGA AAA CCT TGC CTC AG

2 2-F AAG GTG CGT GCT TTG AGA GT 308 56.8
2-R ACC AAC ACC CAA ATC GAG AG

3 3-F CCA AGT GGA CTT TTC AGG GA 412 50. 2
3-R CTG GAG TAC ACA AGG CAATGT T

4 4-F GCT CTT CTG CAG TCT TTA TTA GCA 444 52.0
4-R CCT AGT TGA ACC CTG AGG TCC

5 5-F AAG CCA CTT GTG ACT TTG GC 511 50. 2
5-R GTT GCT CAG CAG CCA TGA TA

6 6-F TGC GGT GAG CTG AGA TTA TG 376 52.0
6-R ACC CAC AAA CAA GAA AGG CA

7 7-F GCA GCT CTA ATG CTC AAG GG 465 54.0
7-R TGG TAC TGA ATG CTT CTG GAA A

8 8-F CCA TTC TGC AGT TTA ATG CTC A 512 52.2
8-R TAG AGA TGG GGT TTT GCC AC

9 9-F CTG GAA AGG TTT TCC GGT TT 577 52.2
9-R TGC TTT GAA ACA TGC ACT ACG ATG

10 10-F GTC AAG GGC AGA TGA GTG GT 511 56.4
10-R TTC TAT GCT GGA AAC CAG GG

11 11-F TTG TCT TTT TCC TCT TGC CC 362 56. 4
11-R AGC GAA TGT GAA GCA CAG GT

12 12-F CCT GTT GCT TAT CAT TTC TCA CC 391 54.0
12-R AGA GTG AGA CCC TGC CTC AA

13 13-F CAG CCT CCC AAA GTG ATA GG 341 56.8
13-R ATG GCT AAA AGA AGG CAG CA

14 14-F AGG GAC GGG CAA TAG GAT AG 404 56.8
14-R CAT TGC TTA CAA TTA GGT CTT TTT GA
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Tab 2 PCR primers for 15 exon of APC gene
Segment Primers Sequences(5'-3") Size(bp) Annealing(°C)

A 1-F AGA GTG GCA CCC AAC CAT AG 526 59.0
1-R TCC CAT AAT GCT TCC TGG TC

B 2-F CAG GCA AAT CCT AAG AGA GAA CA 558 59.0
2-R CTT GAT GAA GAG GAG CTG GG

C 3-F GCT CAA GCT TGC CAT CTC TT 552 59.0
3-R TAT GGG CAG CAG AGC TTC TT

D 4-F CCA GGA ACT TCT TCA AAG CG 521 59.0
4-R GTG AAG GAC TTT GCC TTC CA

E 5-F GTC AAT ACC CAG CCG ACC TA 536 59.0
5-R AGG CTG ATC CAC ATG ACG TT

F 6-F TTC CAA CCA CAT TTT GGA CA 429 59.0
6-R GAG CTG ATT CTG CCT CTT GG

G 7-F AAC GTC ATG TGG ATC AGC CT 498 59.0
7-R TGC TGG ATT TGG TTC TAG GG

H 8-F CAG ACG ACA CAG GAA GCA GA 542 59.0
8-R GCA GCT TGC TTA GGT CCA CT

1 9-F GTG AAC CAT GCA GTG GAA TG 536 59.0
9-R TGT TGG CAT GGC AGA AAT AA

J 10-F TTT GCC ACG GAA AGT ACT CC 442 56. 8
10-R TAT CAT CCC CCG GTG TAA AA
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Segment Primers Sequences(5'-3") Size(bp) Annealing("C)

K 11-F CTG TGG CAA GGA AAC CAA GT 481 56. 8
11-R TGA TTT TTG TTG GGT GCA GA

L 12-F CCC AAA GGG AAA AGT CAC AA 524 56.8
12-R GCT GAT TGT TGG TTG GAG GT

M 13-F TCA CCT CAT CAT TAC ACG CC 473 56.8
13-R GGT TCT CCC TGT GAG TCA GG

N 14-F ACT CCG GTT TGC TTT TCT CA 489 56.8
14-R AGC AGC AGC AGC TTG ATG TA

O 15-F GCC TTC AAG ACT CAA GGG TG 533 56. 8
15-R TTG TCC TGC CTC GAG AGA TT

P 16-F GCT GCT GCT GCA TGT TTA TC 505 56.8
16-R TGG CAA CAG GGC TTA ATT CT

Q 17-F AAT CTC TCG AGG CAG GAC AA 532 56. 8
17-R TCC TTT GGA GGC AGA CTC AC

R 18-F CAG GTT TAT CCA AGA ATG CCA 458 52.0
18-R TTC AGA ATG AGA CCG TGC AA

S 19-F CCC ACC TAA TCT CAG TCC CA 530 52.0
19-R CAA TCA CCG GGG GAG TAT TA

T 20-F AAA TGG CAC CTG CTG TTT CT 546 52.0
20-R TTC CAC TGG ATT CTG TGC TG

U 21-F TTG GAA AAT CGC CTG AAC TC 524 52.0
21-R TGG CTT CCA GAA CAA AAA CC

R 3 30| APCERERLTH FAP BEREMN
Tab 3 Mutation sites of APC gene in 3 patients
Patients” No. Site Codon Aﬁsjéio??dzf Type Consequence
15 exon 1509 G-A Missense mutation Arginine-Glutamine
2 15 exon 1509 G-A Missense mutation Arginine-Glutamine
6 14 intron —139 AGAA Insert mutation Not clear

ATACTTTATTACATTTTGCCACAGAAAGTACTCCAGATGG

TTATTACATTTTGCCACAGAAAGTAC

TTACATGAAATTAGAAAGAACAAAAGGAGATGT

W
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patients with APC gene mutation
A:F1;B:F2. In these 2 patients,1 509 codon has mutation (CGG mu-
tated into CAG, leading a change from Arginine to Glutamine;C: F6,

14 intron has mutation (AGAA was inserted to 2 249-2 252 codon)
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Bioactive asterosaponins from the starfish Culcita novaeguineae

Tang HF,Yi YH,Li L,Sun P, Zhang SQ.Zhao YP(Research Center for Marine Drugs, School of Pharmacy, Second Military
Medical University, Shanghai 200433, China)

[ABSTRACT] Two new sulfated steroidal pentaglycosides (asterosaponins), novaeguinosides | (2) and I (3), along with
the known regularoside B (1) were isolated from the starfish Culcita novaeguineae. Their structures were elucidated by exten-
sive NMR techniques as well as chemical evidence. The new asterosaponins showed marginal in vitro cytotoxicity against two
human tumor cell lines.

[J Nat Prod, 2005,68: 337-341]



