-966- AR 2835 2016 45 11 4537445 113 Chin J Hematol, November 2016, Vol. 37, No. 11

-

T H CBREEAE DU i S 3 K A

K ORART BRMEZE KRE BF 5

it

(FE] B BHITEA CBGAEN T AWPLEH . F7iE X4 BIER A C B FEiE B I T4
BTN, ER OF1,%0,40% . IRKRIZW: 2 T BRE e e L. EH Cisk(PC:C)
48% , T 11 STt (PS: C)26.3% , HLk I fF % 1 (AT :C)75.6%., F:PRAGIZE R . 5 1 C K (PROC) H 3
T C5156T 244 87 |2 SAMNE T XIS f7 7 AGST8T 22 & k78 . 4ATFHUBE ke B ASEIRYT Ik
I BE . @B 2,240,324 o WG RIS W BUT BB DK A , R E R CBi i, BT Rz bk o 2l 2k
Yu, PC:C 27%,PS:C 22.9%,AT:C 86.7%. & [H Kl 45 2 : PROC [ )i 8l - C5156T 4= 5 2848 |
AB045T 225 RA8 o 45 THilE BUBYSEIRYT , Pl eIk e DICKET.. B3, 7,28 %,
I PRAZ W« A e Dk R e YR i WK I A% . PC: C 58%, PS: C 57.3% , AT: C 80.8%., LA illi4% 5 . PROC
JE BT CAB6TT & 2878 , 7 54 ¥ 12702-12704 AGA(Arg192) i 12705-12707 AGA(Arg193) Z4 fi
5,9 5HMNEF GI5240A 4 A R . 4 THUlE R RS A SR IAIT GER ISR B . @4, 55,30
%o WGIRIZWT : 22 N ROURE K AR , B0 il ) ko4 ZE £ 50 R ilifisE . PC:C 50%,PS: C 75.0%,AT: C
89.1%, FEPFALINZER : PROC JH 8l C4867T 4li 5 2875 \GABB0A 4li 3 2875 Fll AS045T Z+ A 2878, 2 541
T T6589C A2 A2 . 44 THUlE ke IE S LA M SCIRIT B R A i B . ®Z 2 PE43WT : PROC
FLIH A 3l T C4867T 45 28 7F . GABBOA 4li {5 387 | C5156T 4% 45 2875 i PROC Ji 8l T Z A PE L%, -
5t PROC JH 3l T2 A M7 4 GABBOA . C4867T . C5156T, 4 X 2875 A5045T . A6578T . G15240A, filt
e 54 AGAL2702-12704del 1 12705-12707del 7] fE 5 25 [ C Sk FHAE A ¢ . PROC Ji g+ L 548
A5045T . A6578T .G15240A,, 4k 5715 AGA12702-12704del 5 12705-12706del 2 [ b & A 5 .

[X#8iE] EAFRCHZ; FiIBaL; FEREN,; 280k, AR

EEHE VT4 AT 135 FF AR (K0605 ) ; T34 B TG R 25 28R £ 101 (BL20122005)

Gene diagnosis of four patients with protein C deficiency Gao Bo, Zhou Rongfu, Ouyang Jian, Chen
bing, Xu Yong, Li Ping. Department of Hematology, the Affiliated Drum Tower Hospital of Nanjing
University Medical School, Nanjing 210008, China
Corresponding author: Zhou Rongfu, Email: rfzhou@163.com

[Abstract] Objective To investigate the molecular etiology of protein C (PC) deficiency.
Methods Routine diagnosis and genetic analysis were performed on four probands with PC deficiency.
Results (DCase 1, female, 40 years old, diagnosed of deep vein thrombosis in left lower limb. PC activity
(PC: C) was 48%, PS activity (PS: C) was 26.3%, AT activity (AT: C) was 75.6% . Genetic analysis
discovered heterozygous mutation C5156T on promoter of PC gene, together with heterozygous mutation
AB578T on Exon2 of PC gene. After anticoagulant, thrombolysis and filter implantation therapies, the
patient went home with improvement. @)Case 2, female, 32 years old, diagnosed of deep vein thrombosis in
both lower limb, ischemia in both lower and upper limb, and skin infection in both lower limb. PC: C 27%,
PS: C 22.9%, AT: C 86.7% . Genetic analysis identified heterozygous mutation C5156T, together with
heterozygous mutation A5045T on promoter of PC gene. After anticoagulant and anti-infection therapy, the
patient died of respiratory failure, septic shock and DIC. (3 Case 3, female, 28 years old, diagnosed of vein
thrombosis in right iliac and femoral vein. PC: C 58%, PS: C 57.3% , AT: C 80.8%. Genetic analysis
disclosed heterozygous mutation C4867T on promoter of PC gene, AGA 12702- 12704del or 12705-
12707del on Exon7, the latter one lead to Arg192 or 193del. Heterozygous mutation G15240A on Exon9
was also found. After anticoagulant, thrombolysis and filter implantation therapies, the patient went home

DOI:10.3760/cma.j.issn.0253-2727.2016.11.008
VB 540 : 210008 1 5 A2 B 2 B T g v ot s B B Il Y Rk
WEAEVEE A7 5  Email : rfzhou@163.com



R MR 24852016 4F 11 5537455 118 Chin J Hematol, November 2016, Vol. 37, No. 11

with improvement. (4 Case 4, male, 30 years old, diagnosed of vein thrombosis in right iliac and femoral
vein. PC: C 50%, PS: C 75.0%, AT: C 89.1%. Genetic analysis found homozygous mutation C4867T and
G4880A on promoter of PC gene, heterozygous mutation A5045T on promoter and heterozygous mutation
T6589C on Exon2. After anticoagulant, thrombolysis and filter implantation therapies, the patient went
home with improvement. 3 Polymorphism analysis revealed that heterozygous mutation C4867T,
homozygous mutation G4880A, and heterozygous mutation C5156T were polymorphism sites of PC gene.
Conclusions  Polymorphism sites (G4880A, C4867T, C5156T), missense mutation A5045T, A6578T,
G15240A, and deletion mutation AGA12702-12704del, 12705-12707del may be related to deficiency of
PC. Missense mutation A5045T, A6578T, G15240A, and deletion mutation AGA12702- 12704, 12705-

-967-

12707del were first reported worldwide.
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