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[ Abstract] Objective To compare clinical and laboratory features between JAK2 exonl2 and

JAK2 V617F mutated polycythemia vera (PV). Method We collected data from 570 consecutive newly-
diagnosed subjects with PV and JAK2 mutation, and compared clinical and laboratory features between
patients with JAK2 exon12 and JAK2 V617F mutation. Results 543 (95.3% ) subjects harboured JAK2
V617F mutation (JAK2 V617F cohort), 24 (4.2% ) harboured JAK2 exonl2 mutations (JAK2 exonl2
cohort), and 3 (0.5% ) harboured JAK2 exonl2 and JAK2 V617F mutations. The mutations in JAK2
exonl2 including deletion (7 =10, 37.0% ), deletion accompanied insertion (n =10, 37.0% ), and missense
mutations (n=7, 25.9% ). Comparing with JAK2 V617F cohort, subjects in JAK2 exonl2 cohort were
younger [ median age 50(20-73) years versus 59(25-91) years, P =0.040 ], had higher RBC counts [ 8.19
(5.88-10.94) x10"/L versus 7.14(4.11-10.64) x10"/L, P <0.001] and hematocrit [ 64.1% (53.7-79.0% )
versus 59.6% (47.2%-77.1% ), P=10.001], but lower WBC counts [ 8.29(3.2-18.99)x10°/L versus 12.91
(3.24-38.3) x10°/L, P < 0.001], platelet counts [ 313 (83-1433)x10°/L versus 470(61-2169) x10°/L, P <
0.001] and epoetin [0.70(0.06-3.27) versus 1.14(0.01-10.16) IU/L, P=0.002] levels. We reviewed bone
marrow histology at diagnosis in 20 subjects with each type of mutation matched for age and sex. Subjects
with JAK2 exonl2 mutations had fewer loose megakaryocyte cluster (40% versus 80% , P=0.022)
compared with subjects with JAK2 V617F. The median follow-ups were 30 months (range 4-83) and 37
months (range 1-84) for cohorts with JAK2 V617F and JAK2 exonl2, respectively. There was no
difference in overall survival (P=0.422) and thrombosis- free survival (P=0.900). Conclusions
Compared with patients with JAK2 V617F mutation, patients with JAK2 exonl2 mutation were younger,
and had more obvious erythrocytosis and less loose cluster of megakaryocytes.
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I RAFAE JAK2 exonl2 2875 (24 f4]) JAK2 V617F 575 (543 44]) Pl
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WBC[*10°/L, MGGEH) ] 8.29(3.20 ~ 18.99) 12.91(3.24 ~38.3) <0.001
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HCT[ %, MGEH) ] 62.7(53.7~79.0) 63.4(57.2~73.4) 65.3(56.7~72.2) 0.989
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PLT[ x10°/L, M(FELHH) ] 285(131 ~ 1433) 367(153 ~636) 250(80 ~471) 0.685
EPO[U/L, M(J5H) | 0.99(0.08 ~2.80) 0.61(0.06 ~0.79) 0.99(0.47 ~3.27) 0.176
R A R R i [ % (BHMEBIEAG DB ] 80.0(4/5) 57.1(4/7) 50.0(4/8) 0.728
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o7 Z A FERE R S [ % (PHME P EAG I 550 ] 80.0(4/5) 85.7(6/7) 100.0(8/8) 0.495
A FZNELRE] P (BB RIS ] 0(0/5) 14.3(1/7) 37.5(3/8) 0.387
5 A% 200 1 1 TR 08 2 [ 9% PR 451155506 T 4511 ) ) 80.0(4/5) 71.4(5/7) 75.0(6/8) 1.000
5 A% 20 B W B [ % (P B850 G I 451850 80.0(4/5) 42.9(3/7) 12.5(1/8) 0.540
i 2 20 5 4 1A [ % (SR B A %0 | 20.0(1/5) 14.3(1/7) 0(0/8) 0.495
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4EW (r=0.193) \WBC(r=0.459) .RBC(r=0.282) .
HGB (r=0.218) \HCT (r=10.303) . FL & i & 1 (=
0.492) 5 1E A1 56 (P {4 < 0.001) , i 5 PLT & fi A
*(r=-0.173,P<0.001),

Fb # JAK2 exonl2 41 A [ 28 A8 K |8 3% 5
JAK2 V617F 4 (1)l PR B 52 56 2 R fiE , R BAE A
JAK?2 exonl2 f L 5728 1 o A 1% B 35 IK T JAK2
V617F 41 [38 (24~60) % Xf 59 (25~91) % , P=
0.007 1, JFLABIG IR 5256 = F-1E 5 JAK2 V617F 41 L
ARG FEX(P>0.05), XAl fig 54 L Ap
HERE BRI DA . A JAK2 exonl2 Gk ol it
FAAI AR H P AAFIR 5 JAK2 V617F H 2 % T
Gt L [49(34~73) 8 %} 59(25~91) %, P=
0.174;62(20 ~72) % X} 59(25~91) % , P=0.915],
{3 WBC . # Ik T JAK2 V617F 4 [6.27 (532 ~
9.29) x 10°/L Xf 12.91 (3.24~38.30) x 10°/L, P<
0.001; 8.73 (3.42 ~16.37) x 10°/L X} 12.91 (3.24 ~
38.30) x 10°/L, P=0.012] . PLT & & 1% T JAK2
V617F #[367(153 ~ 636) x10°/L %t 470(61 ~ 2169 ) %
10°/L, P=0.017; 250 (80 ~ 471) x 10°/L %} 470 (61 ~
2169) x 10°/L, P=0.003] , HCT & # & T JAK2
V617F 4 [63.4% (572% ~73.4% ) % 59.6%
(472% ~77.1% ) , P=0.029; 65.3% (56.7% ~
722% ) X} 59.6% (472% ~77.1% ) , P=0.045] .
JAK?2 exonl2 #lt %k %€ 45 41 RBC i % & T JAK2
V617F £H [8.74 (6.92 ~9.09) x 10/L Xf 7.14 (4.11 ~
10.64)x10"*/L,P=0.001],

3. 5 6N PR P SRR - 78 JAK2 exonl2 4H Al
JAK2 V617F 25 H 43 558 B 20 51 53] 4% i DT e 114
B OB TS A U B, 25 R L 2,
JAK?2 exonl2 2 5 JAK2 V617F 4H 5 3 B B b 1 7%
FEWA B2 R 75% (50% ~ 90% )%} 75%
(60% ~90% ), P=0.968] , £ % 1 £ (90% X
100% ,P=0.487) . EAZAMMIIE 2 (75% %t 95% , P =
0.182) 1 /B Lo 22 S+ To4e i+ 5 L, JAK2 exonl2
ZHRL FR I A R B e ) R D (60 % % 90% , P =
0.065) . PHAL B W WHMIA R it 20 75 B
ZAm i, 5 JAK2 exon12 ZH 77 7E EL R 40 i i A 1 2
F) R LA B AR T JAK2 V617F 4H(40% % 80%
P=0.022), 11 PILLATAE B A 20 i 2 4 i i BB T
W IG5 L (10%5%F20% ,P=0.661,23)

JAK2 exonl2 % 5 JAK2 V617F 41 2 & B #6 4T
AeAbsr 9 (P=0.278) |1 FEHE 58 (100% X% 80% , P =
0.106) . 5 PN it If 2 At 14 2 (100% Xf 85% , P=

0.231) WEFR 20 1% 22 (10% % 30% , P=0.235) .l
B4 (10% %5 10% , P =1.000) B H & L4 22 5
BTG (K 3),

JAK?2 exonl2 it (R AEAH A VBT RS B
1) E BE EE S RHE 2 R RGO E X (R 2), 1
JAK?2 exonl2 il Bl 2 P4 A S48 1Y U A AR
iy B A% 240 B A AR L9 I 3 I T JAK2 V617F 4
[(42.9% (3/7) %} 80.0% (16/20) , P=0.043; 12.5%
(1/8)%180.0%(16/20),P=0.001], fiff JAK2 exonl2
ik LGP ) R B PR S ERIE 5 JAK2 V617F
2R IEs it FE L (P{E > 0.05,4%2)

T3 AEW HERIVCEL) JAK2 exonl2 5 JAK2 V617F 28745 1,
PELT YU 220 A IS IS BEs FRARAE L

JAK2 exonl2 JAK2 V617F

PRI Gemob)  semop)
R LR %, MGERED]  75(50~90)  75(60~90)  0.968
R FIEE[ % (1) ] 0.065

v 60.0(12) 90.0(18)

EH 40.0(8) 10.0(2)

MR D () ] 35.0(7) 40.0(8) 1.000
LRI % (1) ] 0.487

v 90.0(18) 100.0(20)

EH 10.0(2) 0.0(0)
SRR % ()] 20.0(4) 25.0(5) 1.000
LB % (1)) ] 0.189

v 5.0(1) 5.0(1)

EH 15.0(3) 30.0(6)

AR 80.0(16) 65.0(13)
Ezdniaig Az % (#i) ] 0.182

v 75.0(15) 95.0(19)

EH# 25.0(5) 5.0(1)

Mtk Kot ZEZ L% (BD]  70.0(14) 90.0(18)  0.235
B A% 2 s P 40.0(8) 80.0(16)  0.022
A 2 i 2 10.0(2) 20.0(4)  0.661
HRELF AR %o (B]) ] 0.278

MF-0 %% 25.0(5) 50.0(10)

MEF-1% 60.0(12) 35.0(7)

MF-2 % 15.0(3) 15.0(3)

MG 5E[ % (1) ] 100.0(20) 80.0(16)  0.106
FENE A2 % (F)]  100.0(20) 85.0(17)  0.231
WETRANNEIE 22 [ % (Bi]) ] 10.0(2) 30.0(6)  0.235
WRE AL % (f1]) ] 10.0(2) 10.0(2) 1.000

4. JAK2 V617F 5 exonl2 ¥ 58 75 3 i IR %
S AR BRAE < 3 5] JAK2 exonl2 5 JAK2 V617F %8
AR APE B, Lo vk 2 4], B 1 6], JAK2 exonl2
A 543 A p.H538 K539delinsQL . p.K539L .
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p.E543_D544del, 83 AL 12 4R 16 69 (55 ~
70) % ,JAK2 V617F VAF #15AK(2.5% ~15.7% ) ,
Hifi RBC 24 10.37(7.62 ~ 10.71) x10*/L, H1{ii HGB
200 (183 ~223) g/L, H1 /7 WBC 4 10.74 (2.67 ~
11.18)x10°/L, F{i PLT 7 489(101 ~ 687)x10°/L., 314l
BB Y0 R R E H 2 0 R B BTG AL SR A
PRAR LT 2 G (6, MF-2 9%, 1 491 56 %0 MF-14%., 114
BEFZ 15D H R 2R A (AML)

P A7 B 4l TAK2 exonl2 ., B4l JAK2 V617F %
JAK2 exonl2 1 JAK2 V617F RS 78 34 14 B BT
HAK AL S WLIE 2,

5. A A7 LA TAK2 exonl2 20 3 9] (12.5% ) i
217, JAK2 V617F 2H 60 19 (11.0% ) % 2 35 .
% A 2k 15 BB &, JAK2 exonl?2 20 77 {57 fif 5 B (8]
30(4 ~83)/NH ,JAK2 V617F 575 25 v (v [ 35 I ]
37(1~84) 1 H . BV JAK2 exonl2 4 3% A7 &
FAET, 34F RFBET %0 05 JAK2 V617F 41 15 i
BT 3 BB N 3.1% (95%CI2.2% ~
4.0%), M4 OS =R A Gt 2 L (P=0422, 4

iRt (A

JAK?2 exon 125845

JAK2 V617F%45

JAK2 exonl25
JAK2 V617F X542

3A) . A RTINS LR OS 2 5%
WA G I2EE L (P=0.989),

JAK2 exonl2 4 1 fil & #0125 A A ke, 3 4
SR K HERHK59% (95% CI02% ~11.2% ) ;
JAK2 V617F 41 25 | S8 E i e A A i, 3 47 R
MK &R 43% (95% CI3.2% ~4.4% ), 4H
B TR A A 22 S WA it 2 B X (P =0.900,
EI3B) , Z4F % JRYT T R IR IS, AL A TR
AR M IS X (P=0.983),

VAR BT IR AT M 7450, 33.5%(190/333)
i F A AR AT 5 4 I 2% S i (CHR) - 3k4% CHR i
HSEBBIET- RN 13%(95%CI0~13% ), K3k
5 CHR & # 54F RFIE T % N 3.0% (95% CI
08% ~52% ), WAL H OS EF XL =B XL
(P=0.528),

W’
BEAEOC T4 JAK2 exonl2 5877 PV (8 (1 B
FEARE FER VY I [ SR B Y PV iR E

B Rt (R fi) PUREF Gt G

B2 R[FIZEAY JAKD SR €48 (14 FUE L1 A0 A 220 A0 A B 2 20 BB AR AE

A 100
~ 80
S — JAK2 exonl241 (21
;,# 60 F —— JAK2V6I17F4L (483f)
J&’ 40 F
H
i} 20 F P=0.422
0 2 4 6 8

AAEIS ] ()

B 100 [ty ‘i
3 s ——
S 8ot
- 4
E a0 - JAK2 exonl1241 (20
3 —  JAK2 V617F4. (4714)

40
g P =10.900
B 20 + .
0 2 4 6 8
AAFITIR] (4

3 JAK2 exonl12 %45 5 JAK2 V617F 5875 BUPELT Al 2208 g AL AF i 2k (A BZELE B IR A= A7)
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JAK2 exon12 K RN 3% ~ 5% , Wl Hi X B EH AL
A 25 SCERHGE « h E B S — I 5T A 22 191 PV
B 1700 (77% ) A JAK2 V617F R 748, 5 4
(23% )14 JAK2 exonl2 7%  WF5E &I N PV
FBAE JTAK2 exon 12 275K HY 60 iy ) 5 i ] — T AF
FUMIE 42 5 PV (835, Hi 37 1 (88 % ) A JAK2
VO17F &A%, 12451 (12% ) 47 JAK2 exonl12 5875 , Bif
7% % W AR AL E5 38« 8 E Y PV R E T JAK2
exonl2 248 2 LU 49 B 2 20 H LA W T 5T 4N
N BE BB B RTS8 A 570 Bl PV B3,
PEIAK2 exonl2 RAEM B 5 4.7% , 5 BEAE P8 )5 [
FRRE B8 SR Y PV JAK2
exonl2 278 () F8 & U151 A & 74 O | &K 1) PV
e

ABFFE 45 R AR 5 JAK2 V617F 58748 i 34 1
B, JAK2 exonl2 2878 (B H WIS I 4RSS | AP 1 LA
1 41 il 3% 75y 3, T WBC . PLT )2 EPO 7K 1K T
JAK2 V617F 5878 (35, Wi 20 G AT i o 1) 28 35 B A9
BB EES, SRR 8, JAK2
exonl2 & 48 Y /)N B A 28 B Oy B 4l 21 4 i 31 5
RBC .HGB ' 3 /& T #7 4 B 5l JAK2 V617F 8748/
B, 1l PLT \WBC /K V-5 87 A= BN RG22 5%, 39
BT JAK2 V617F 58748 /NRL2

REAEACH /EEARBFITHRIE JAK2 exonl2 875 1)
PV (B E BT SR AT HUE SRR AT LA
JAK2 exon12 5 JAK2 V617F 275 (34 B B i B4
AIE, 25 47N JAK2 exonl2 &A% 5B it 22 F4li
LR YR E AR BAR BEER =R
AR AT DL RRAACR A 20 S A A
ML, 5 BE AR O 5% 45 R — B AR R R
JAK?2 exonl2 2875 F 3 A7 7F FU R 20 LB A S8 1) A8,
FH ) B EAR T JAK2 V617F 748 3 X il fig 5
JAK2 exonl2 &A% (B B AZ R R E K F JAK2
V617F 2875 R MG, (A H B 3+ A TE 2 B AN 5
P J8 558 2 5 5 PR R AN AR TR 1) R I ML A7 AE 22 57
. FETE AL AN MREAN BT (5 OS LI e A=
17 To B BELT AL A A7 5100 B Rg ), (H X 5 2L 4E
KBV (] 3RS R BIE

AWFEFEHGE T 3 6 [H B4 JAK2 exonl2 5
JAK2 V617F 8745 [ PV [, Hovp 2 il i B #i2 i
HHE MF-2 2, 1 Bl & 02 5 AN A AML, #ER
XL GEAR 1) £ T BRe s 1 S TR PR X R R 2
95 I [ B #4760 2 JAK2 V617F 5 JAK2 exonl2 %€
AS PRSI AT REJE B, RE A B S g . (HAR

WFFEAN 3 11 JAK2 exonl2 5 JAK2 V617F S 278 B
H SRR I PR R ZE AR A 5T R SEIE

Tefferi 25 W 5T HE /R JAK2 exonl2 ZR7AZ Y PV
#H OS LT JAK2 V617F 2248 &, {0 1 4F #% Nl
(B)WBC Ji7, 4 % 0S 2 A Giit¥ 5 X,
AW 45 B3R JAK2 exonl2 55 JAK2 V617F 4878
BE OSWA Git22 5, v ik 5 AW 5E b U7 i+ [f]
BORIAR G o PRIBE DI )40, B4l JAK2 exonl2 %8
A5 55 JAK2 V617F 58748 P4 F & YA HH B9 g 0 Je
J PV 5B BELT 4EAb sk AML H 3%, WG 2H 5B 5 e i
JE (4 JRGE 2 5 A7 A 25 5 3 T B4 SR Bl 1 ) () 97K
FEARBORIGAE . AW 5T HE B2 A IR & A
KK 30.1% (168/558) , Ff = T WE A WF 5 4 38 (24
25% )4 X AT g E R AR A R T
K, BE LW, TR R BN EIR A WS

A HUIRES T, EPO 45 4 EPO 3Z {4 (EpoR) , fiff
JAK2 JE W A U5 — AR Je F AR BEIR AL , 005 T T i)
{553 % , 4355 STAT5 .PI3K % MAPK {5 53 % , M\
AR B BE A0 MG 5 oAb, F IR T2 i JAK2
RAFH PV HE AT AU EPO , F54k (il JAK2 JE A [
U8 R AR K B RBERR AL , DI BTG T (5 53l I
T EAN M B oA, 5 R AR R R b
L AN AN 2 . BEAERFIY$E R , JAK2 exonl2
7 1) /N LR B v 22 REAL A0 L (MPP) L %41 £
FH 41 L (MEP) /9 b ) & 2 55 T 5 A= A 5l JAK2
V617F 28748 /N B BB AN AR S M % 4L R VR TE A
et B T AR R JAK2 V617F 2878 /N ™
A, JAK2 exon12 5878 19 /) BB 6 41 A 4k ) 2%
(hepeidin) &34 1% F B A& AU ol JAK2 V617F 28745 /)N
B, 1 20 & %k & (ERFE) % ik 5 , 42 /8 JAK2
exon12 2745 ] B3 = 1A 7 4 A 1 i 5 R 20 40 i
WG RS K TAK2 exonl2 AR A PV
H L I A JAK2 V617F 58758 i % o g 3510,
PR BRI ) AR ] BE B2 JAK?2 exonl2 587F PV
BB LWL Z— . [HJAK2 exonl2 2748 5 JAK2
V617F 284514 PV f8 34 A& i AL b 75 2 88 22 (AL
5% o

ARG HAT LR Ry BRAE « B ons [l A 5
Bt 17 ) 6 452 4, 64T NGS I 8 1) B8 25 ) e 7
JAK2 exonl2 5 JAK2 V617F 5875 d F I IR S22
B R HAE A HEBR FLA I R 28 AR (W 52
FIZMR  ABEASZ A TS THDCHLH A AKE D)
YEBTMRAR  XIPH: VORMICHE BORAMIT SO 5 1 AR . BT
BETE TR S B SCEE N  s EA o YO
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