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BZE] B e A R kil AL 07 ins(13;8) (q12;p11p23) JE il ZNF198 -FGFRL fifi &5 %
(4% UL 8p1L B R FE 25 A A (EMS) FYTA, FF X iz il /3 L PR A T 4 K e e S 2540 o b . 71
% A 1 ins(13;8) (q12;p11p23) JE i ZNF198- FGFRL fill £ 1k [K] (1) EMS A8 11 I IR B 52 56
FRHE i2ih %, JFlid FE & PCR M TA i xizmt 4 S N T e Kb 8 i bl e . 58 W
e AL BT & B 161 ins(13;8) (q12; plip23) M , FLIG RARAE 322 A A0 J] i 1 41 A 14508 . 7+
1o R AR UM B G e DR PR L P R S 5 8 i A 44 38 B s FGFRL B A
RT-PCR JZ FLHZI 7 UE SE ZNF198- FGFRL il JE R BH M , %oz il 75 25 PR 44K ot A % o Bl sk S L
T4 AN EZEREL . Eit O A S (7 ins(13;8) (q12;p11p23) ¥ ZNF198-FGFR1 i
G EE IR L R T BT RESE R, A 2 D B 1 A A ELA R S 6 B RAFAIE

[E8EiE] 8pll-F#flisHLEANE; MG LA, ZNF198-FGFRL;  JF4I4 T

Clinical and gene involved of one case of 8pll myeloproliferative syndrome with ins (13;8) (ql2;
pl1p23) Zhou Feng’, Chen Suning, Chao Hongying’, Zhang Ri, Zhou Min, Pan Jinlan. "Department of
Hematology, Affiliated Changzhou Second Hospital of Nanjing Medical University, Changzhou 213003,
China
Corresponding author: Chao Hongying, Email: chachy2006@126.com

[Abstract] Objective To improve the understanding of patients with 8p11 myeloproliferative
syndrome (EMS) harboring ins (13;8) (q12;p11p23)/ZNF198 - FGFR1. Methods We reported here a
8p11 EMS case and provided more details on the clinical and molecular features of ins(13;8) (q12;p11p23)/
ZNF198- FGFR1, full length ZNF198- FGFR1 was cloned by overlap extension PCR method, and the
literatures on this topic were reviewed. Results  Clinically, the case with ins(13;8) (q12;p11p23)/ZNF198-
FGFR1 had distinct hematological and clinical characteristics: hyperleukocytosis, myeloid hyperplasia,
widespread adenopathy and lymphoma; Fluorescence in situ hybridization (FISH) disclosed the positive
FGFRL1 gene rearrangement; Further molecular studies confirmed a mRNA in-frame fusion between exon
17 of the ZNF198 gene and exon 9 of FGFR1 gene , the full length ZNF198-FGFR1 was composed of a
NH2 terminus of ZNF198 including the ZNF and proline-rich domains, whereas the COOH terminus of
FGFRL1 included 2 tyrosine kinase domains. Conclusion EMS with ins (13;8) (q12;p11p23)/ZNF198 -
FGFR1 was a very rare, distinct myeloproliferative neoplasm, the fusion gene and chimeric protein with
constitutive activation of the FGFR1 tyrosine kinase.

[Key words] 8pll myeloproliferative syndrome; Fusion gene,ZNF198- FGFR1; Sequence
analysis
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ToiFs B BOSUI G S e e, TE S, ARz, Ja i
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(20124F-7 H ) 64 B BIGBR , br 2 55 % 38 2, He Al
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BR, L5124 0.165, JE 25 R BE 5, bk U 48 i L 451
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3. FISH &l - B A7 F-20 CHY Y iR pr A,
e FHB R B4 F B VKIS R (3= L) B e W, < Iii A 3
K. 37 °C 2 x SSC 1130 min &4k, AT /35053 5
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min, 7EASPEWE (75 70% kL 1Y 2 x SSC)H1 72 C
A5 3 min, 70% . 85% . 100%74: 5 7K 2, i (—20 °C) it
K, BT . /il FGFR1 (8p11;D8S2331- WI16234) .
PDGFRA (4q12; SHGC107185- SHGC 50925) .
PDGFRB (5q33;D5S551-D551907) #5414 5 ul % 3
IS R e V=) | R S S s A I 14
F, B (G Wysis 28 F) 77 i) 3 R 5 BT 37 Cl &
ARSI IR . 2428 JE bR ARTE 2xSSC H1YE ¥ 5 min,
SRJ5 FH 0.1%17) Triton X-100 25 1 BEZ 2 min, G
T J5 I K LR LS| (DAPD At Y K] (Mysis 2
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Fer i) 29 g U, 1 i s A JE P 5 38 0 RT-PCR A B
P A4S I ZNF198-FGFRL FlA 3L, 1F X515
4] 5'-TCCCTGTGCCTGTGTATATCCC-3', [z X 5]
Y51 9 5'-CGGGAAGCTCATACTCAGAGAC-3,
PCR 414 :94 CiiZ% % 5 min, 94 °C 305,58 °C 30
$,72 °C 1 min, PCR =4 15 /L IR M EEIRE H
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R 1 pl,cDNAMHy 1 ul(40 ng) , KODif 1 pl, H(30
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F1(1) ATGGACACAAGTTCAGTGGG 55 344
R1(344) TCACTTACACTTCCCTTCTGAG
F2(103) TTTAGTGGTCCAGCTAATCCTTT 56 1350
R2 (1452) CAGAACATTATTTCCAGCACCTT
F3 (1076) GCCTTTCTTCCTTCTCCCACA 56 1276
R3 (2354) CGCCACTGAACTCGCTCTTTA
F4 (1958) TGGAATGGGAGAACAAAGTGC 58 1535
R4 (3474) GTGGGTGTAGATCCGGTCAAA
F5 (2937) GGACAAGGACAAACCCAA 55 890
R5 (3826) AGAAGACGGAATCCTCCC
F6 (3778) CAGTACTCCCCCAGCTTTC 56 150
R6(3924) TCAGCGGCGTTTGAGTCC
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(1 Solution I , 16 °CJz i #% , 4= & il A % 50 pl
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FHERR R BIBAME , BUE B ARET FGFRLAG N 45 5 4%
7~ FGFRL LRI EHHEBHE (B 3) o FEPRI RIS IR . £
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FERIA,IZM 0 MLNAF, 25 18 855 DL T 4i i itk 2
TN RN, T CHOP (BB e +B 5 25+ K b
FHIRJEN) Ir /AT 3T, [ WBC [ 2 IE
B L VR R TG T AR /S B AT
20124711 A 8 H B4 G AR I BK , 4 1 IR &) 4 g
e 0.105, WAL ST 575 . 40 R/
TG EK , HA 2k 0,090, JEAS REE 7, Wk EL 41 LE 51
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MLNAF DLk JE I 40 i 45 B e 3 s | B i
PR 2R e R A |G AT 200 AR 2 A B g £ R4
iR NS W1 175y St & 1 A 8 s o VI /e
£ F 8pll () FGFR1 & K & A Wr M dE 4k, 5407 T4
[ AR b AL DR il &, T9 FGFRL IE &
DIReIF AP R A IE 5 Dy RE ek |, S 308 i 40 i
RAEVERARS . BIEAT 1L, © % 5 FGFRL
TE 1l A 1 Ak £F 3L I ZNF198 (13p12) . CEP110
(9933) . FOP (6g27) . BCR (22q11) . TRIM24
(7934) . FGFR10P2 (12p11) . MYO18A (17q11) .
HERVK (19q13) . CPSF6 (12p11) .NUP98 (11p15) .
CUX1 (7922) . TPR (1g925) . RANBP2 (2q12) .
LRRFIPI (2937) *** [ #b 3Lk 7~ , ZNF198-
FGFR1 fili & 3 P 2 38 & °F- 5 &) 137 t (85 13) (pl1;
q12) 7L . ZNF198 JRFR ZMYM2, %4 5/ &
SRR AT (1A & I 2R W 45 F BRI
{7 X3, FGFR1 5 ZNF198 il &5 )5 , 25 T Az 4k
545 BRI AL, TR A R P R B
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i 2 3 R = L 7 g ol L 1 R e v 2
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j)jjzis‘e-%o

MLNAF [l R 8 B AT = AR 28, 5 AT
PP RE R & B 8 IS L R R B — , an



A I A

F2015F 4 5536454543  Chin J Hematol, April 2015, Vol. 36, No. 4 +295-

t(8;22) (p11;qll)/BCR-FGFR & llfi IR 25 T
P PEBEPE 0% (CML) 32 TR 34K, I R
e AR AR AT e = X0 2 28 8 e 1 R B TR, TR,
MLNAF & 3% 1512 AN B8 CML (aCML ) 18 1 i -
PR A A A L (CMIML) I 8 152 K7 200 Jif 16 2 1)
WREREAER B H AT AR, EPR AR 2 5 30 A3l
AT 1(8;13) (p11;q12) il , Horp g o3 2B Wk
MEEFFZALL0 50, LA BREYEA BE
WBC Ftm1 , Her 70001 £ 5 A AN [FI AR B2 1 g R b
YR 2 . 10 Bl R BERESE R I B e 112
I PR 26 BN — , 43 3310 Sk T bk 28 200 o L 988 (3
) | T I B 200 L P s (2 681 ) | R 0 A
g (4 45) T 20 Mt AR 47 bk T8 (L f51)) . 4 431
DIWREVIRE R i A R B v, A 319 s 5 e S A P
JEh AvE s, 2508 HE RIS 2 E NBET S UD
B AT T 20 MO RS A A 705 o Jackson 55 L4
65 171l MLNAF £ 35 [ I KRR & 91, MLNAF f5°F
I M AL (R 4.2 4 A A2 TG BT 24~ 7 5]
SAEAGE, 5 CML EBEHS A= 55 ZR A 1E AR 1
VO A L, L ARG R T ELAR 2R e, SR T
i e B A (allo-HSCT ) J& Mk — A REAR IR I RN 1Y
BITFB o ARBIERAE DO MR g i K o &
AR, bR 8 T A (0 [ S T 240 Bk B8, (EL A o
WBC &2 Tt , B ikr 22 30 2 B G % BR, g IR A 20
Ja 3 22 | X LA S 4l bk b R A R, I PR 2 5
AN AR ARL, R AR, BRI R R TR R A 3 R
(077 205 EAMRE AN R] B 24 e B I 43 B s H:
TRB T WA SRR 2T Re g A 3, IR, R T
DL EUEH A Eom Rk

MLNAF H {1 Jo 4t — A 8097 7 58, %
BRI T AEAEm 24, S — . AR TKIIR AR oA e i
PE. 55 =48 TKI Ponatinib 7 38 1 111 1] FGFR1 4 it
VT Ui 3 B A O il i e AN R FGFRL il 2
() Ba/F3 4 i bk A K, e i HL g 12, AF Bl
FDAHLME T CML 8%  {H 1 KA MLNAF (85 7Y
I PR 25438, allo-HSCT /& H R — A 1R
WATREIRYT FB .

&2, fF ins (135 8) (g12; pl1p23)/ZNF198-
FGFRL FH: ) MLNAF g3 [RIRE BAT (RZ2 I A S
B, T ARG IR RIS 5, 5 piRie
Iw12 , W A3 21 B LU B8], I 47 40 B 35t A% 2% e 43 F
AW 2E SR LA S A2 W, BRI & B X FGFRL Y
FEIRIGYT 25T BE 235 MLNAF TR
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BH, 4,538, 201446 A 5 HHHI2“ S ME5E & A
5 (AML) "2~ H 4% A697 2 A A R A3 B, 24 A A
DR R R T 224 b 152 e 4 1L 35 9075 WBC 18.25%107/L, RBC 2.8x
10%/L,HGB 76 g/L,PLT 121x10%/L ; B %6 28 B3 /s 34 2 v I,
JE A A 240 B EE 061 Ry 0.324 5 241 B A2 e €2 - ik S Ak W il e £
(POX) BH 1 , SAAL T R AS-D ZE MR e (30 40 BHE , oS 1R
Z5 ) T il (o- NAE) 22 £ B30 |, Bl M 1% il (NAAP) B 78 2%
82% , NAP F143 264 43 i sC AN AR G e o U4 7 SR 4lfE
20 5 A% 40 I S B0 21% , 53k CD13.CD33.CD117,
HLA-DR.CD4,CD36.CD64, % il 35% {4 4% 41 i ff: CD56
SR RO E WA, flG BE B AMLL-ETO(-),
NPM1 %75 (=) ,FLT3-1TD(+) , 2 Wi} “AML-M,, =i /G2,
S I 4T DAL 2415 2% 60 mg/d, 45 1~3 K ; FiTBE A 1 (Ara-
C)200 mg/d, %5 1~7 K ] J5 S Fl CAT (FRHEBERE 600 mg/d, 45
12 h 1Y%, 55 1~3 K ; Ara-C 600 mg/d, £ 12 h 1Y%, 55 2~6 K5
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AR, IR G AR LEAS1 430 0.420 F110.180., A FRFAS
PRI B 1 550 G At W 4 BH PR ARAIE  1fiL % B . WBC 5x10°/L,
RBC 2.24x10%/L,HGB 66 g/L,PLT 59x10°/L ; B &% : B %40
FL3E A BRI ER R R LLR R RIEAAR I B S,
40 B Le ) 3% 8, 0.896, H: H A 4 HE PR AN i
0.820. 4L fb 2 YL {5 . POX 55 BH 1 , a- NAE FHE | S8l 1k 44
(NAF) IR 6 FHE 5 5 AN AR S e 78 . S AR o
F %A MIAY 90.4% , %35 CD117.,CD13.,CD33.CD36, #i/r7¢
ik CD38, £ & AML F B 5 Ju (@ 44y 1E 8 #% 54 ; WT1/ABL
0.01 4% 11/1.25x10°4~ 4 ifd , AML1-ETO g5 3[R (- ) ; NPM1
(=), c-kit(-) ,FLT3-1ITD(+) ,FLT3-TKD(-) , &1L 2 ki A
“AML-MsfEFLT3-ITD(+) , S fadl  ivATE” . 20144F6 1 6
HIT 445 T &4k )2 400 mg, & H 2vk, AR, H10d, 679
H FF- 1647 CLAG J7 24bY7 : e i i (2-CdA) 6 mg/d, 5 1~5
K3 Ara-C 1.5 g, 512 h 19K, 55 1~5 K ; G-CSF 300 pg/d, 5
1~5 K . AL7 45 o I M WBC 0.14x10°/L, RBC 2.59x%
10%/L, HGB 76 g/L, PLT 23x10°/L, "4 ki 41 i 0.06x 10°%/L,
5 W v, H 3 WBC R AIRAE k 0.08x10°%/L , HGB IR
59 g/L, PLT fefIG{E R 6 10°/L 5 W5 I it A= Ak A WLJHE L D g 5
s ) R LR /MR 120 BT, v B PR 21 40 i 10
Pro ARITER T R A B REG NI A AL, & W IR 4
HE AL AN 5 AT 5 2 8 52 A i B G s 14 A DA, R DL D 4y
LIHE AL AN ; AT 5 55 25 R E A B B4 R A ] 8 5 BR
HF LRI ARG IR AR L R, B A I A R L
A W% . 7 H 20 H i F # . WBC 3.88x10%L, RBC 4x
10%/L,HGB 105 g/L,PLT 112x10%/L, FHki4i i 1.71x10%L ;
o TR A A LS R AN . H AR AT S R i T
YHAEASAE , T RN E T HLA B,
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