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ABSTRACT Objective: To improve the understanding of adolescent with GATA2 defects secondary to myelodysplastic syndrome
(MDS). Methods: The diagnosis and treatment process of 1 adolescent with GATA2 defect secondary to MDS who were admitted to our
hospital was analyzed retrospectively, and the relevant literature was combined for review and summary. Results: The patient, a
17-year-old male, was diagnosed as MDS (MDS-EB-I, IPSS intermediate-risk -1; WPSS high-risk; IPSS-R high risk), in Our department
in June 2018, secondary to myelin fibrosis. Perfect blood genetic allexon gene examination suggested GATA2 gene mutation in patients.
The modified diagnosis was GATA2 defect syndrome with secondary MDS (MDS-EB-I, IPSS intermediate-risk-1; WPSS high-risk;
IPSS-R high risk) and secondary myelin fibrosis. The improved blood routine examination of the patient's sister indicated a slight
decrease in white blood cells, and the examination of the sister's GATA2 gene detected a missense mutation of GATA2 gene. Multiple
site infection occurred repeatedly during treatment. Further examination of the patient's parents' GATA2 gene indicated that the patient's
father's GATA2 gene had missense mutation. Patients with GATA2 gene mutation were paternally inherited. Conclusion: For adolescent
patients with MDS, blood genetical exon gene examination should be performed to confirm whether they have congenital diseases. For
patients with congenital genetic mutations, it is recommended that experts be screened and undergo hematopoietic stem cell transplanta-
tion therapy as soon as possible.
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BEB 178 2, Bk kE ZHEAKNME=X,
Bl s - T 2018 4F 3 HIEWI RAFEN k2 = 1, ol
ORI O BER PR 45 R R AR — R T M R ABEHT
SR EBRERINE , T 2018 4F 6 A 24 A b ELEEBE k2, il
R BRI 40 (White blood cell count, WBC) 1.00x 10%/L,
rf PR 41 i (Neutrophils,N) 0.50x 10%L, ¥k [ 4f Jf ( The lym
phocyte, L) 0.40% 10%L, 5.8 41l Ifd (Monocytes, M) 0.04x 10%L,
14L& (Hemoglobin,Hb) 61.00 g/L, [fiL./]Mfz ( Platelet, PLT)
78.00% 10%L, e JL RN ENK R JEIE SERER BT,
TAEIEH o BRAERME; TR G S B M . NI
LB L
1.2 SH /&

BT 2018 4F 6 F 25 HER 1 YOghiz TRbe , X Hatk A 744
MR R MRS BE R PRAS T, R B IER  FEAET A,
U, J2 IR AR SBT3 2 bk B 465 2 DL b o 5 Bl s
(=) 5 VTS (=) s B FFRGLAN T R B BUT AN s NS(-) . ff
BiAG - 1% AL s WBC 0.72% 10%L,N 0.36x 10°L,L 0.32x
10°L,M 0.04x 10%L,Hb 54.00 g/L,PLT 63.00% 10°%L, 2T
HHHIAE%L 0.01x 10%L, A=Ak 55 30 i 5 1k i kg 5
b R S g2 8 b L IR IR 48 A% L %% 100 PU I Epstein-Barr )5 75
DNA (Epstein-Barr virus DNA,EBV-DNA ) | E. 41 Jitd 5 7 DNA
(Cytomegalovirus DNA,CMV-DNA ) . 2 4}i & ¥ % 8 (Herpes
simplex virus, TORCH) ¥4 IL 5% . CD55/CD59 . 40 g S )
e R WAH OB E RIEES CT OB A WA . 5
KA 21 22 ] DRSS 0L, o 2T A {1 s s L « -1 B T
Ak, GIHES A LY B3 5 s RS e 8L A L R Y o A
HANHEIY 6.80%, Ik ELANMIZY i 32.00%- ot T R EL 4124
26.00%,CD4/CD8 L] 0.66,B Ik LA ALY i 0.80% , 4 4t g 24
5 15.00% , [F I AL Y 5.10% f CD34'CD33°CD117°HLA-
DR+CD38*CD71dimCD45dim,MDS F4434 3 435 B a4 (o /4 .
46,XY., BER MIEEE 30 P FE A 50T A 11 BT
AR, ToIE IR B S AR IR R RS A R R B IR W YR
I E R IR (2014 ARV 2 BAE IR MIayT % (1)
MDS(MDS-EB-1,IPSS 115 -1; WPSS & : IPSS-R 515 ); (2)
YRR B BELTYEAL . SAb, TEUEE SN AT R % 1 A5 T
FEFRRE, AT 2018 45 8 A 10 HES 2 IR ABE, IMH#L:
WBC 1.39% 10%L,N 0.65x 10°%L,Hb 46.00 g/L,PLT 80.00% 10°L,
2018 429 H 4 HE 3 IRAPBE, Ifi% . WBC 0.81x 10%L,N
0.43x 10%L,Hb 43.00 g/L,PLT 47.00% 10%L. [LikiEfE4 4050
FRE AR B AR 2] GATA2 TTN S5 LK
AR g SR AHC . BRI (1) GATAZ BRFELZRG1E; (2)
4k % MDS ( MDS-EB-I,1PSS i & -1; WPSS & f& ; IPSS-R &)
f&); G)Uk R B RELr difb . 5635 B R HAHAH S (4 b i
(Human leukocyte antigen, HLA B &Y, 45 S48 240G, B
RBPATHE M T 4HEEAR . 2018 4F 9 H 22 HER 4 IR ABE, UH

# :WBC 0.74 x 107L,N 0.19 x 10%L,Hb 53.00 g/L,PLT
40.00% 10%/L, Ht35 GRF UMLK A « 15 #L . WBC 2.66% 10°L
J LN 1.15% 10%L,L 1.47 x 10L,M 0.03 x 10%L,Hb 113.00
/L, PLT 180.00x 10%L . 43430 ks o UL 5% . 2018 4F 10 A 11
HE 5 WABE, BF A4 B /G MDS, 5 GATA2 %
(R , A7 3 i T AN A A B AE . S5 FHAHAH HLA Bl i A0 4 .
2018 4F 12 [ 6 HEE 6 IRABE, 55 2 IRE A B, IF xHit# (&
HAHAH)GATA2 SR TR A . 1 BE4N M~ . MDS B4, IR
WRANEZY Y 5.00%, 8GR R A LA 2 o A
YA 13.00%; RIS ARMIZY 5 18.00%-- Jirb T kL 4HAI 24
15.00%, CD4/CDS8 {2} 0.42 ,NK 4HiE24 5 2.40% ,NKT 4ijiE
255 2.50% ,B B AL & 0.30%, KL 4 5 39.00%,
CD64 %555 BHA: | [R) A ]l s — 3 558 0 i, 2 o 43 A AZ Al
MIE) 5.90% , GaREFE S CD34+CD33+CD117+CD45dim,, B4
JREE: MDS JRIT 5 b B AL LA T WA SR AR 2 L
P YEAL, 2018 4 12 14 H A EIAIH GATA2 SRR A4
PR GATA2 JERAFAEAS URAE, 201948 1 7 11 HIEHEREE
PR T IR ARG, B ER AT AL AR 5 AT
T PSR - B M o LT TS (MR ) - 6 5 (12 A 4350 mT
W—Z40 I WBC 0.43% 10%L,N 0.04x 10%L,L 0.38x%
10%L,M 0.01x 10%L,Hb 105.00 g/L,PLT 24.00x 10%L 2019 4F-
1 F 18 H B3 ALJE 4 WP 4 oA 55 55 I 2 0l 3 25 SR B - K
a5 IR, MU, 2019 4F 1 A 19 H & 2019 4% 1420 H
PSSR 0 R B R AR A K (R R). ANE -6
(Interleukin-6,1L-6)18.00 pg/mL, %4% 2% J& ( Procalcitonin, PCT)
0.33 ng/mL. AT IEHURGIRYT 5 B R E A, 2019 4F
1 J 26 HFRXHEE AR S IR 57 B G 3% 48 /R T4l
BIAER . 2019 4F 1 H 28 HEHE I :3915.00 ng/mL, (55704
WA, 2019 4F 2 3 1 HYp A% 2 FEERSIN - ot Ao 0 A A%59K
o 2019 4F 2 H 2 H o) REAG A $2 /R % W A A 2 T o
2019 4F 2 J] 2 A% 9:24547.00 ng/mL, % 1 A 26 H 5 F
o SN CT AR, H OB AR, O 2 IR 32
FRBLIL, ZE Bl T 027 2k, SO ff fs /0 £ B, 225 s/ i AU o
RLJERE  HTJA 6 S0 ) f R AR U ZRAR IS . B2
BRI R F TR, T 2020 48 1 7 31 HAE 3 IRE#&
BEEEE I AT, GATA2 F TR, B BE4EE .
MDS ‘B84 (FIAANM 11.50%). 155675 : CD34°'CD45dim, /4
42304 K% 4 L Y 12.00% , CD71dim~+CD45dim~, [ 18.0%,
CD33°CD117°CD45dim, /5 10.00%, ‘E&E1: 3% . TTEORE A4 K .
Al E CD25:2546.00 U/mL, 35 1E#{E L FF. NK 40fdiE 4
3.95% ,NK MG MR AR E BT, J) E S GATA2 £
AT LE LR . AOSERRAKE IS GATA2 JENAFELEHE L R4S
B GATA2 AR R G .
2 89T/ R

BEE 1 RORE TR, 1697 LA T T —FREEE 40 mg
tid FI AT 20 mg tid BX4 EPO 1 J5 #.4 qod & IMYAYT o 5 2
IRABE, IGIT L Ak 45 7w SR R o] 38 00 s ot [RJ R 457
LT ARAYT U T I T AR 5 3 IR ABE, VAT
ARG T RS i 0 VDA RE 100 mg qd 2T 4
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BAMBIRIT o 5 4 WABE, 48257 22 AR YINGBIT . 46 5 Ik
ABE, AT T A4 , O o0 % R A AT A . 48 6 IRA
Bt SR E AN — BRI T 5. 55 7 IRABE, 4k R
L A 2R AT, 2Rk A B, 45T H IR ML ZEAK AL 7.5mg qd )5
BE. BESh R TR B E i R e R 3 0 PR A TR BE ICU
1RYT o AT G IR T — 203 T A MR AR, 47 )5
PR o 30 1) 224 3t o ) DRI 1 SCHEIRYT L R TR
3 ik

GATA2( 55 I - JRIEING - fifg iR ms i - GRS 2) 2 FK GA-
TA Binding Protein 2, /7 T A2 (014 3q21.3, GATA2 ENJE
THHRE SR TR, WS — AP R O SR B R R %
HF SRS 3 F X R P25 6, 8 Bl SR i SR,
GATA2 TEI5 15 LA Y53 W A L0 & 8 N3 GE e AR rh R ¥
WENAEN, RIRTE L Fh 20 b, B 6 1) 8 45 I ALt 1)
FAU-B, GATAZ 2 TR 2 S — R4 M iR A=l M VR 5 198
BB ML 525 F MDS MG 48 7F GATA2 Hi= &
UL, I8 B S A A e A () TR A e B I
PRFGINI, T o5 8 DL A REAE 2 i A s/ | S e i bl 25k
S, LS i MDS 1 AML i XU 0719,

AHFRUEN] GATA2 HAE/Nff A 5, 7 BI7E RAS i
B B H i T, SR GATA2 FilEIE 5 40 F1E & Ry
TR A B S AR O, AR FH A MR JR Y GATA2 R 58748 i,
T Emberger £ G 1E AR & M e D g B b 21 B (R4 sk
U5 GATA2 JEH 5848 £ WLF MDS/ ‘& g3 5 P fih 8 (Myelopro-
liferative tumor, MPN) . & {}: ‘B 5 BA.4% 41 it P4 14 11375 ( Chronic
myeloid monocyte leukemia, CMML), 18 ¥ ki 40 Md 14 1fL 55
(Chronic myelogenous leukemia, CML ) . AML 2550052, %5
RV 22 0 Y5 14 R R 2 A A (ke i it 4% 20 IRk, BUR S R R &R P
A BB R AL, IR A LR T — ™). GATA2
B2 5 i A A M AR SR AN L A SRR AR B AH ALY
B 2 B A 56, GATAL it = S350 v 1 W 40 it 4
WG T R, [ GATAR i 2 5 835 45 b K AR e 2R 0
FRURER,

GATA2 it FAZR A1 43 Sy LAY I PR 2 0 R0 I S 28 1 PR 3=
I, BRI PRFRIN : GATAL rv il R ISR R E—Fh i e (14
PS5 B S KA BE W 45 5 iE (Bone marrow failure syn-
drome, BMFS ) , HARFE e I Ry 25 2 e Tt A ML A8 / bk L D g
REAT | B B Sseis SO IR O L B DR P 0 T e e B e
ZIER B MDS S BER0, g rh A 20 i a2 B
A s GATAR SR FELE A AE B SN I H WA R, 55 4h
BB R AT A AN A% 20 M B PR A AR A RSP, bk L 2
JREAE 3BT R L B Ik EL AR AT NK 20 AR, I R
FROERY 235 & S GATA2 SRIE& T H B SER) B HE il 3~
PUF LA BMFS KA (14 b BEAN 7RI, R MY PRFEI: L,
T I IE H 0 VR A8 bR AN e Z BRI B8 BB A &
A T ARG R AE AT BESE GATA2 BhHELE S E B GE RSB,
A5 £ 35 R 4 i 20 Al D R I S 2 T R IO AS, 1)
S22 A Y s HoIH AH GATA2 7EAE 3L 2878, How L
P78 AR, I 0 AU PRI, AEAHERR 5 400 3 20 i 20

JuitE—L R FER AT RE
UEAEAR s by AR )RR P MDS VRS2 31106 . T

XL K AERIWTTE T, GATA2 A MDS (R L & 4F e

6 %, BIK GATA2 Gitfff s UL T LEIIATE D4F MDS,

B Z 520 i N 2 50 % o n] & A iU AR AL MDS Fl CMML,

GATA2 SEALA BN b 101 1 2 o 2 A ) IR 8l 742 o AN 1

o WA HRGE R 29.00% (1 GATA2 2745 fh 35 ] I ][]

If5 I ASXLLEEPN SRS, H BN B SRATE S A 55 g 2 Jje A7

RPN, I, S PR I T 2R A AT SR i — B KR

I FB, — Hi2WiR S AT T A R4
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