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1 fRBIFER

BIL 1B, 9 d, B M IREE gL 1 R A B, AR SR Y
S TR AT fih 22 10 emx6 em A, A7 T Ko L i ok 2 o Ak afi
Jir o 5 B = S A R I Ak 3 BE I T A B ] (activated partial
thromboplastin time, APTT) 164. 9 s(IEHZF#H 25~31.35), 5t
I PR 355 P A 0 7 98 1t PR VI 1 0. 9% (IEH 2% 50. 0% ~
150. 0%) , BE i P I VI IX L X OB afi 4544 1t A& 995 Rl (von will-
ebrand factor, VWF) ¥ IE % . &EML KI5 F 22 N & F 1
IEH, TSI (2021, 11) 76 FVIL £ Exon8 [ M6 X 78 &
c. 1063C>T(p. R355%) (B4, fLEEFESE I AR ¢. 1063C>
T(p. R355%) (F4+4) . M2 NI AR A % (Hemophilia A, HA) .

L 2: M1 h 55 min, ] fI% (357) A, A2 )5 f i 2 24
min” ABE , A BE 0 0] 1 30T B A 1 B e ok 2 ) Ak o fiek 3
A0 g 5 ok 2 oAk i, SEBG A A R APTT 116. 9 s, SE 1L+
VI 1%, BRI+ 1 VILIX L X A& VWE IR o NS AR
A7 I PUITATLZE PR ARG T 7 (2 B e ), i OG5 8 75 7 Ze Wi B
TemIFE CE Rl ) . BRI VIN &5 22 NN &+ 1 IEH,
AR (2021, 12)7E FVILZE A Exond A RS LB 5 c. 464A>G
(p. YI55C) (¢4 , 9 BATEUE FER 2, R DLARIE , B W) ff
PR S AH HGMD i s AS 67 55 e 464A>C(p. Y155S) i
PEOL AT 7E Exonld LK S LB ¢ 4531G>A(p. VIS (CF
)L 15 B AT B PR R L IR SO HA RH G s B 7 4
(CMO082634) <PMID: 33706050, PMID28056528> ., # JL & 3% [
A5 ¢ 464A>G (p. YI55C) (2245 ) Fl c. 4531G>A (p. VISI1D)
(F45). 2N HA.

BIL3: B, L AH 25 K F REZHAMIMm 1 AK”A
5% . A ) 55 7 IR R Atz & AR, Sk 5 MRI 47 - D25 B K v
Bk A AE AT 5 7% ST TR A A R B 2L i o £ B
SOTTE0 A 00 J B v A Ak 1 BB T It Y67 U1 R 22 W APTT
B WA K . SCE K A R APTT 99. 7s . BE Ifi X VI 3%
0. 53% , BEIMLE FIX \VWF 1EH o 4 RS e 7 SUI i OG5 K e
AR ISR A R AV T e (35 pE i i) o #€ afi PR VI
N T 22 ZN& T 1 IEHR, 0T (2023. 04) 7R FVII Exonl4
TC AR ¢. 2294C>G (p. ST65X) (CEA) W 1, f#ILEEE#E
15 c. 2294C>G(p. S765X) (44) , WK 2. HiZ A HA.

AT H R B EERE L (455 : SCE128EN)
PEH 07 :230601  LHAANE LR RIR -5 8 B e LR
WETEH : £ T zwnlu@126.com

Exonl4: c.2294C-G(p. S765X) (&)
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Exonl4: c. 2294C>G (p. S765X) (GR#)

cccaagaarTTElaacacacccTa 2]
---------- CEeEcwcmeE-RcRcowcw o SESCpEE|

CCcCC AQGAATT A AGQGAaCAaCCCTaA
270 280

AMAAAAMA AN

2 BILBEE c. 2294C> G 244 5878

2 itig

HA(OMIM:306700) J&—FhE i P VIR B 5 A X G
PR PR R S A M LR PR o FVILRE PR F X e R R
Uit (Xq28) , K BE#B 1 180 kb, 45 M1 4 & 24, (0 & 26 1~4h i
T FVITHE PR A 28 25 o7 it A B A R %8 2020 4F 2 A
A 4 344 Ffr FVILEE PR 28 28 B BOR #E N2k PR 58 28 40416 % (human
genetic mutation database, HGMD) /1, iX #6545 AT A% | A 45
W& 22 & 1 I 5848 KR B R AR TG AR Al U
AS BT S AR N B A A AR X 58 AE A e R
A, L 98 AE S fe R WL SR R B L TEAE T2 90% 11 HA B3
o ARBFSEHRIE T 3 A L LR HA BJL, X L
p#Ea PV PR (4 0 28748 , O Lk S 5 20 S 5 ok B 5 3ok % 25 6
Lo EARERR 1) 3 Y TC AR ST p. STOSX T IRKHRIA

HA (I PRFEIN EIR 2 22 12 (935 1, Hh A3 2 53
AL IR SR RN B I PR T /KO AR PV K HA 432 =
R RV P EEARL, EERYAROL R B i R R R LA R
S A e F ARG B A P — 30 11 B0 A L HA WF5E
BT AE LA EE AL HA IR A H I A A (R 0 LA
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T B ) S R, AR ST R 3 LY B e
J R ikt b, Hop L 1 B sBJL 3 R E R, BROL 3 SRR, 11
A FEL R AL OB L), BBOL 1T SRR IS, R A A
BENERS M o B Az L HA G I FAE T 19 322 I 5]k 0 4 H
IR e LI &S (=i

HA [ EER 58730 5 H AR IR G, 30O i T A [ (1 98 28 X6
FVITEE (& P =28 T RRAON . & 22 B 18I R B
B TE AR H 5 FVITER 1 R 43t 2 DA 5 350 T A8 1 A2
WAL AR T 5| A 51 A 3 1 g DT 5 3 A HA L
UL 1AL 3 1Y J0 AR 77 A 4 J B 1 o, B R
ffi RNA ) & X A 5 1% ¢ (nonsense—mediated mRNA decay,
NMD) " FFR BRI A , Dbt 2 5 350058 ot P9 7 VI B A A a2 2 b
Bz bW S A TR HA R R, B L 3 1Y p. ST65X £
NCBI/HGMD/ClinVar/HAMSTeRS /SNP 25 %48 A 2K Wil
(AR ACMG 282 F0 0 HA BORAs 5, B FTges, L2
[ A8 M p. Y155C Fl p. VISTITIX 2 N4l S oers | 4k 98 5|
i HA 1977 MR e TR R G S LR A e A . Y155 i F
T AL I TR AL 3 5 8 A S AR AR S p.
Y155C AJ fig S B0k 2 5 R /INFI K M & A B o T ol AR A
HARYE Ca &R FIMTIEMARY, T3 PV REAL, &
EAHADFS 3 AR S8R R 2, — 1] HA S T A#AE p. Y155C
AR RUREARL, VISIL TR B AR ARE X, B L
FEAE Y FVINE (89 2 s i HL G, B SRS LR AE £
BT e R I R 2 S s AR B E 2R i HL B3R A4 X 2R AE
ZRARFHEEM HAY . BREIE 1| flE S EA HA &
F A A N T 22 I p. VST, I H. PolyPhen—2
5 Mutation Taster 2> %4- T p- V15111 2 S TR S
I, UL 2 B HA BURRAE N p. Y155C.

B A TR ARIA YT e HA 2o i i e 8 R0 1k i 1 e
BT IA YT & LIE HA BT 9 1 38 7k, SR B LN S 7 I Bi 33
Ay v i AR v R W HA SR04 SRR . TR
AR HA BF T, 0 LR F RN G F 22 0 B S
B FVILED 4 7 A U T AR g L 1 AL 3 S E R G
SCGRAR P MR I, A SRR T R B VA YT, BT I T
HR IR, W B

g b B T HA AT i 5 BOBT R AL 7 kA A B, HA
DR R AL B A 2L e 35 o A BIGE B 25 TR AR L HA H R I
PRAS 5, sl AR 120 B GR, IF i 161 FVILEE DY 248 37 07
S FEE T PR AR
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