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Genetic testing of myeloproliferative neoplasms
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R 5 E % (myeloproliferative neoplasms:
MPN) (&, 2017 4£2ET (2016 412 Blood & (2 %
AIFEFR SN, FHEIT 2017 4£125F)) © WHO 475
AR Tk, 1B BEYE A (chronic mye-
loid leukemia: CML). EEZ IJE (polycythemia
vera: PV), AR IM/MRIMLJE (essential thrombo-
cythemia: ET). FU5ME B#AERE (primary myelofi-
brosis: PMF) . &4 H k% F1 1% (chronic neutro-
philic leukemia: CNL) . 215 FR Bk 1% 5% — JEHE
M (chronic eosinophilic leukemia, not otherwise
specified: CEL, NOS). 74 A iE» MPN (MPN-U)
2B 7% 5%, 2001 4512 WHO 44 3 s &£ s h
7olEE. SIS O CHRBNRF RN 2 EE T RE D
2o TWbHDIX CML @ BCR-ABLI @i &8s 17207
T MBOFFIINZFERD 2 BIZ A ol i 7
Dol ZOBROERMY =27 2045 EOBIET
SRHT BN D 2 2 AT PR BB RN B R T
REPRA EFEREINT, 5121 BIEFREI
SPIE U 7290 FEEIGHR S 25576 S UERIGH S b
X 9127 ), MPN OWHE % B I LG 3@ s T
MRADAT RIZ TR > T b,

I 2 EREEE MR

CML OZWriZid, t(9;22) oYefifiiiiE s L ik
BCR-ABLI B & AR T DM AL TH 5. BCR
Bz T OUREIX, =27 Y ¥ 12 ~ 16 $E18.® major
breakpoint cluster region (M-BCR) 128 L TW 5
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P, FNUS, 7Y v 1~ 2 #3850 minor breakpoint
cluster region (m-BCR) =2 vV » 17 ~ 20 fHIE D
micro breakpoint cluster region ( z-BCR) THIH %
NLREFLHSH (R 1), B FHEL LTEMES X
'€ &8 RT-PCR (reverse transcription-polymerase
chain reaction) #EC L > TS 2N 254613,
INOLOYW RIS L2 PCR7 I 4 v —& w5
VLD B o

CML t#Zhran/zo6, H#E LT BCR-ABLL il
AHERHACHEEGT 220 F TR F =T 0T
oYy —¥HEE (TKD A5 5, TKI
WX BEBEMRZHET 72012, MEHRAT O
BCR-ABLI mRNA ® 2 ¥ — ¥ D E =M %2 RN
(2479 o HATIX TMA (transcription-mediated am-
plification) 12 & %5 Amp-CML 234 < FIF EvTw
7273, i Tl international scale (IS) (22T
L L S N7z &g RI-PCR AR+ v MICX 5
BAEITDINT W5, IS Lid, MR TIT b7z IRIS
Bk ¥ CORIEH CML30 BIOAAHIML TP BCR-ABLI
D2 ¥ — e WG IR (L4013 BCR, HEIX

m-BCR M-BCR u-BCR
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ABLI) ® 2 ¥ —HTH - 72Ot % 100% & &
D, FRAKTIDIFEL KD, T EBRARR S
EDOREMDIE S D E ZHIET 5 729D conversion
factor Z T GO BENIS (%) & 7% 5. Bk
o CML ML 3 2 /R 3 Tld v A FRAE
CML g DB BRI, SER DAL T3 0.1-
0.01%FLEETH o 7205, & D& &&= RT-PCR X
IS & LT 0.0007%Hif% ¥ THRINTE, CML ®i#
DA > TV b,

TKI 3 U CHEBIRIUE & 2 25 b K& R K
&, ABLI #15THBOZERIC X % TKI Off & HE
Thb, COBEBETFERELBMT ST, BREE
U 5O ERRSZ 5 A L2 by —2 TV A
YoThdb, BEROYA FI2X->T, BIfES ¥
H5TKIDH B, ENHAERTENIER) 2% e
T&2" PlZ2I1E, T3 ER P HIUL, RFF=7
YA o TR Z & TR TH 5.

I. BEM4ZIME. ARRMEM/IVRIDE.
[REME B BERRIEAE

2005 4E 12 PV, ET. PMF (24500 7 8 fn 124
& LT, JAK2 15T ® V61TF iGTERIZ BAsHiE X
N7z JAK2 L3 ) A0 RIF R EDYA A
LV OZHEERCERTHTFRY Yy FF—ETHD,
V617TF ZRDH B EH A P H A VAR THE
FINHEHEAEL T, 7 F Va2 Fiic%ksd L9112 %
bo EBIT, INOHOBENDH ) BAH, T OERN
A5 N WIEHB DO DNA T 2> 5. JAK2 AR T O
exonl2 %Y, MPL Bz TAR". CALR #IETE
HYM[EE SN, Misawa 5O Y TITHAAMN
O MPN BE T, INOLOERPRAIIRTHET
M 2N b, JAK2 15T O exonl2 2 F1E, K537
5 E543 DI TH T I VBoOBERS KL & 72

T PV KRKRZFVZHMAEEZI— 9§ 5 MPL#
%1 MPNOHARNEHIZBIT 5 JAK2, MPL,
CALRBEAZ TS DOBEE
HIE TR (%) PV ET PMF
JAK2V617F 91.6 59.9 53.8
JAK2 exon1275 # 5.4 — —
MPLZE 5 - 4.7 1.5
CALRZ: 5% — 26.9 27.7
3ff & D etk 3.0 8.5 16.9

(R D7 — 2 %25 H LTHEIR)

R OERTIE, WE156 2 LD 7 I/ BREISA D
Nb. PMUKRIZRET 25Ty Y Rury%3—F§5
CALR BT DER L exond IZHEF L TEBY ., 52
WHROKRED LLEFSHEEOFHAICLL 7L -4
T ES, TNITE) CERImIS, THE D H—
O 7% 7 I 7 BEHIAA U ORI CALR A%
b Y RRIF ZHRITHE L TEE G
SEBEEZLNT WS,

NS DR TR A NS 2 BN e Ak,
TAV Y Ny =0 L0 AP X BIRIERS U TH
5o — )i JAKR2 BIZFDVEITF D L H 12k F o7
—HEEHROYLAIL. B2 ITRTE) BT LIVIER
i) PCR i (AS-PCR) . PCR il BRE% 3 W - 5 25 B AT
% (PCR-RFLP). = ff{% LR M s34 (HRM)
Quenching 7u— 7 (QP) ZEZ2HWwAH Z LI
o<, MifiromKEICERLRINTE 2L
bhvbdiE L7z ik TlE. JAK2 85T O
VOITF ZRT7 LVOREKRDLE L | MIAIEDEHER
G REHEIE N ORBAT & O B HE S 72720,
7T H IV PCREZHWT, ZRT VIVHEEZ ERED
WCIE L SMRAT 2 HEDHE SN TV 5, 4, PV
R PMF (25t L CTJAK2 FHEHRE LV F V) F = 725
WL LTHWONDE X )% 572 CMLIZXT 5
TKIEHE ZRR), VEV)F=T2H5LTH
JARZERT L IVOZFEWHRBAEASN LWL ST
5o

II. 121457 rhak 4B miw

CNL Z AT h Bk AT 7 1 — v P33 5 25,
BCR-ABLI MG BIZF 2 SR WEETH %, 2013
AR ER 2 1 = — IR (G-CSF) Z#ik% 2 —
FLTw5 CSF3R #EIETDERNCNLIZALRS
T EAE s, WHO 4380 CNL O Wi 2k H#E L2
CSF3R i#&{r1 @ T618I 5, & % VI i PERIZE
BEBDODL, LWHIHHNMb 5720 B, CSF3R
IR TR, "I RS g B A 1% BCR-ABLI
Bt ofEFIO 1 HETLREO bNb,

V. 12457 LR I R IR

CEL (3B FRER A3 7 1 — > PRI HE I3 2 o 2l
TdH Y WANFEMN BT R I3 % v PDGFRA.
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PCR-RFLP
First round

Second round
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digested fragment
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e 203 bp 373 bp
¢ * 170 bp
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2 JAK2 (% V617F ZRAMIT 57 LIVIEEH) PCR : (AS-PCR). PCR fHIBLA: %
Wrh BZ MR (PCR-RFLP). SRR ##T: (HRM). Quenching

Ta—7%: (QP) OHElE

(R 10 X0 B1H)

For: forward primer, Rev: reverse primer, Mut: mutation (2%}t L 7= primer

PDGFRB. FGFRI #&fz ¥ ORI RE 2 1 HRER
BEBHMOENTWBA, SNSHFD SNTIEBNIZH
1T ® WHO %% T3 “PDGFRA. PDGFRB. FGFRI
DFE F 7213 PCMI-JAK2 % 4§ 5 IRk % %
PESERER/) VSRS DA T T —IlEENE S
L2, CEL &id@Zr sy, 572 PDGFRA
TR 21D B8R/ v 8 RIES <Tld, FIPILI-
PDGFRA B G BAZ T2 AT DB L Ve ORI
BARTIIRAE 4912 DBU/INRRICE > TR S
BHN FLAFHYPBI L DHEEARETIE, oK
RAIEA/NE T TE 2 \Wiz®, FISH (fluores-
cence iz situ hybridization) %% i\ C Z DR A Els
FEBNT 5, COMEBRIETF TS UL, TKI
HCTHHAYTF=THHEH L %5, %B. PDGFRB
%2 FGFRI DT & PCMI1-JAK2 3 et fh ¥ty ©
MHTTRETH %
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IR LA BETRE O HIZ, MPN &9
DIELWVEBH, THRTHL BB EE MR
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