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Genetic analyses of GNAQ and GNA/ | mutation in uveal
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Abstract Objective: To sequence the GNAQ and GNAII mutation in patients with uveal melanoma from Sichuan
Province. Methods: A total of 22 samples were collected from uveal melanoma patients. DNA was extracted from
formalin-fixed paraffin-embedded tissue. Primers of GNAQ and GNA11I were synthesized. Polymerase chain
reaction was performed and the products were sent to sequencing. Results: A total of 16 cases among the patients
with uveal melanoma were found with GNAQ or GNAI1 mutation. The overall mutation rate was 72.73%. And
the mutation rates for GNAQ and GNA11 were 45.45% and 27.28%, respectively. Conclusion: The patients with
uveal melanoma in Sichuan province have a high level of GNAQ/GNA11 mutation rate.
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Y5 -GACTTGGATGATCATCGTCATT-3', [
319 M S -AAGAAAGCAAAGAAGTAAGTTCAC-3';
GNAQ exon4 L5 NS -TGTCCTTCCC-
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S'-AGCGTCCTTGCCCGTTCTA-3', Fiigl¥ N
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SIS -GCTGGTTTGGGTGCTGTGT-3', F
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Table 1 Clinicopathological data of uveal melanoma

patients
i R BRRFAE BlE
s/ % 42.1 + 14.8 (24~69)
FH/ [#11(%)]
U 16 (72.73)
R R 6(27.27)
HEM B /) [11(%)] 12 (54.55)/10 (45.46)
I RKEERAR AR /mm 167 +3.3
i 964 JEE ) /mm 12.5 4.2
LT/ [151] (%) ]
I 4 13 (59.1)
25 bRz AEAN 1(4.55)
TR A 2 8 (36.36)
JLERAE 13 (59.1)
F AR 6(27.27)
RS 3(13.64)
R/ [H1(%)] 7(31.82)
W TR /d 146.5 + 71.2
MM BE AR RG] /d 424.1 +69.33




U X RS R B 3R S GNAQ, GNALL JEPIGAEAGIN o[k A", 45 101
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XFGNAQHMIGNAI1FEH 45 | 54k b 1T A Q209L 5 AR R M 13.63% (£2) . A A FHF
MFF . BRARDH M4as5.46%, 27.28%; FHrf, % GNAQFIGNAT IR 2745 (1) o
T EERTASH
Table 2 Proportion of each mutation type
] GRAR p n Aort/%
GNAII exon 5 c.626A>T (Q209L) 6 27.28

GNA11 exon4 -

GNAQ exon § c.626A>C (Q209P) 7 31.82
c.626A>T (Q209P) 3 13.64
GNAQ exon 4 =
A GNAll B GNALl
WT c.626T>A (Q209L)

C GNAQ D GNAQ E GNAQ
WT ¢.626A>C (Q209P) .626A>T (Q209L)

1 BEFEREA S

Figure 1 Mutation sites

(A)GNALLIEIHIBF A P91, (B)GNATIIEIR 560, DNAFESI6260 2 IR S8 A RIS 5 (C)GNAQULIREPA: 1
55 (D)GNAQE:K 2, cDNAJTF626/0 i JRIGENE 5275 F B MG IE s (B) GNAQEEIA si%87% , cDNAJT 1626117 1 RIS 5715
i R E

(A) Wildtype sequence of GNAII gene; (B) Point mutation of GNAII, c. 626 T>A; (C) Wildtype sequence of GNAQ; (D) Point mutation
of GNAQ, c. 626 A> C; (E) Point mutation of GNAQ, c.626 A>T.
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