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(1) s Bla, 1%, HAHmaEH .
ZOIM 1 AEABE 1 AT K 20 XK, InE AL
s dgtizkbe, JokE. =71, TR, MK
BE, ERTCA M, MK, TirikiE. &
M #78 Hb 91 /L ( Z%1{H: 113~151¢/L) , it
R, AErEZ By, (B, M rbfE 2 i DR A oy SR A
A ao/aoPN/BN, KR TRGRACIE, I 1 AE— A TH
BEH, ZRE AR Hb SRR, 3
BITE 67~96 ¢/l Z[0), T4l iz PLT R#A%, (B4
kR 27, ORI, BRAE ORI, IR AENE

(2) DA, B s BILRSE
2 IG5 27, AW, HAEKE 3000, A
I min, 5 min Apgar P50 10 73, HL 1 5 45E,
FRAERMEWIL, BRI S, BHEA 3~51K
A i s s, THURIYIRYT SR T AR . B
46 %, FRICKYEFMEN; A03% 48 %, BpIRflE;
H—30 ZUHAH, SrifaE,

(3) ABetk#: T36.9°C, P 102K /min, R
19 ¥X /min, BP 108/55 mm Hg, 1K & 38 kg, ik
A, DIRMEIRFIEGH, JoE T i, K2,
PR BB e A5, A Bk R L A5 To b o, BUIR
R REAK I, Wy | 16 S AT, O AR TCRRE
JEHR, FERER T Al e, BUR ICTR

(4) HiBhKE#A . I F MR WBC 3.70 x 10°/L,
(Z%ZMH: 3.69~9.16 x 10°/L) , ki 40 g 114k
0.28 x 10/L ( & % {H: 1.90~8.00 x 10’/L.) , RBC
128x10%/L ( & % {H: 3.68~5.13x 10"*/L.) , Hb
45¢/L ( 2 % {H. 113~151 g/L) , PLT 87 x 10°/L.

[ Wik HIDT ] 2019-07-02; [ #%52 H 1B ] 2019-08-21
[VEEHEI ] MRS, Lo, BLWied:, LRI,

(Bl 101~320x 10°/L) , ZL 40 i - 4 7 F1
(MCV) 10641l ( Z % {H: 929~99.111) , £[
21 S 24 1L 2T B P i (MCH ) 33.6 pg ( %518
30.3~33.3 pg) ; MILILIYMIIT4L 21.1 x 1071 (=
F{H: 24~84x 10"/L) , PILILIYILE 53 H 1.59%
(Z%{H: 0.5%~1.5%) . FFEDIRE. O, B
fife S5 . MM IE R . ANE A/ EE B19 DNA, EB
5 1 DNA B IR A= BB i 04 AE 5 8 28 B AE
( hypoplastic myelodysplastic syndrome, L-MDS ) .
PR RRPEFT I (aplastic anemia, AA ) AHICHTEKE
W7R-EHE CD34" il A AL L 1 1.49% .
T 240 B 27 s 1 B A BEDRAIG, REZL R AT DL 4))
FEAR, BRI, i NCECE N A .
BENG RN B A W G B, AT e R BUE R,
NP LES 1Y N NS sl o WAN SR SR SN ik vz o
LRV N, v LB ShL0 40 / FAZ A
DU MR

HEHE BRI L5 6 BilE . B 28 mm; f#
JE 28 mm, IR (=) M P AR UL b oAbk e 4

2 PB4

BRI (1) S, 18 1rERN;
(2) Lhili & BB RAER, ST HineE, Jo
PEECHE, MK, MLfE. mARAE, S, RIS
KB, JCREEERR, JoEE R L, JER R
(3) RERMEFRMIL, BREATRSS, BELH

3~5 Y s, HAER e R PERRME;  (4) I
(0 7 o1 U A = X S ST e 1 R

JEZTIML, WL AT AR, AR AR 2T
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=, AMMEREIEY, 484:% B,. HRWYIER, A1E (myelodysplastic syndrome, MDS ) : J&—2H 5%

CD34" SATRZANAE L ITEHT B R, AL R
AEYRA,
LRI 5 LR GUP A S 1 42 1L 40
i b AN 1 N R EES LTINS SN 2 TR U
(1) AA: DB, Hf AESy F 2R, DI
B A 0L 00 494 A Dl AER AN A/ ] a4 i 240 B/ S
fik, 2R AL 0 A AR A B D AR, B BT A
ARG A AR, BRAMEBEN SRR . B RELT
AL ST R i S RELITT FTi2WT; 1%L CD347
A AZ A LI TE B TR, B R G P s
BEAETRER, ASCHF.  (2) BRgtEmERME M L0 8 H
JK ( paroxysmal nocturnal hemoglobinuria, PNH ) :
AN PE A5 PV I, O£ DR Bk i 8 3R IR
N EERI, BRZEEE T AMEL, LAk,
TRARILAE , R EA— R EIEEIRTE 20~40
B2, AHAETILESAE, B2 T otk
20 WL AR T RO e, DR B B R B
I R AR, FLRR I U =, %L
TMLLEFR, TEEELR TR, M2
TR, BOASR. (3) BE4idiisim. mT
DNA & BBEAT BT 5 R A — A3, 2R RN Bk
ZHEER By, FI /SO ERATEL, SORLLANMIMERT I,
HEEN I E LA, ZEILLEAE B,
MRS, IH RO IEAEPES I, SO SRR
(4 ) fERIEG A= P A AL i PR P DL AS [ R E A B2 1L
SN S O 1D 99 BN L N NS LN
HEPI, MR LR RO R =R, I
JEAG A 22, B RE AR S ] UL G A0 i T A
Z; RBULCHL TR, B e A AR IR
MM EI L, A, (5) B L

RV 3 T A A, HLRRAE A I 4 AL,
RN — Rk 2 R A M, TORCHs i A2 5 KU
] s, BIL=RED, SHEhRaRa
EghREAs, R LA G50 40 i3 £ K Hph s B g
Yiffs, T MDS nJRE. JLEE MDS 3 kA
B W ZE IR =, BIFEAE MDS it f%
Sy EAE, WS FJE 42 M. Diamond-Blackfan %X Ifi |
Shwachman Diamond ZE&1F . Je KM AL B4,
ERZAYII o i E= g | N N RTINS 11 L N
HEREFRE HERAR . BIRORTIE SR,
SO BILRE KRN, A Z )RRy, R
KM, W% RS AR 5 BRI, HATE 1 MDS
SBLRAT GATA2, RUNX1, SAMDO Z53L[H, 7
SEREYL R | IR R GBI R HE— 25 B

3 H—FKE
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DA IR Eor NTAREER IS M = e RN R E R S
45,XX,-7[7)/46,XX[6], 4= K& R 4185 A & B LAF
TE 7 5 Qe AR A BB [LossMosaic(7)], K/
159076 kbp, BN Ay 2 W IV 5 A DG 1 g R
WA, R R I RS R MDS R L
(Y oA S

S0 AT & IR L GATA2 JE K A7
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2 Wr: Emberger ¢ & fi: ( Emberger syndrome,
ES) o Mt (1) BILRHBER RERIEZR A
(2) #mA, WREZKM, Jomda, wesix. i
WS, I MR 7R = AR, Hrh i S IR A0 A
PEEREDTIN, SHEh AL R A E RS, R LI
R IR AN 2 R HABFE RS AL (3) GATA2
FEHAATEC N ES BURZRAS, JFHERE 7 54 A%
BRI

5 lmK&id

NV ERSEE TEA R O T IRA Y
SEXHIE LAY, BBILE RS T R 2R, T
EATAYY b T AN MRS AR, BOR R BE. BETS
213 % W5 A A0 A i i g R R P3 XS A
AN 23.4%, % J& 2 PERE R A0 IR (acute
myelogenous leukemia, AML ) AJ BETE K., LT &
P2 R, R PAST Jod i T An i As A, &L B i
14 %, TEZIRTE, ZURTE Y b B2 B A 74 2L 20
i 1L AR S XE SCRRIRYT o

6 itit

ES J& — Fp w4 @ 4k WMt fE MDS,
Emberger %5 ' F 1979 4F 5 IRTEH 4 A ARHACK
(35 1 4&) MEGh R, E—m SR
PEIR EL AR FN AML 7E P A8 I T 5 A R AE ) 7 B
FIOLER, /NLERER <1/100 J7 Y, IfF R EE 2
FHONMRE A e RS P v, &
RV R ARG I SR (4 MDS, AML. Ifil 4
fa 5 P FEIG RIZ W R Th AR TR 2 TR
I FE [ P i G s B4R GE o

I 75% ES BAEAAEVT SRR, LIS PR
ZoPEWT AR R 22 1 B 61 22 W g e A
12, HEBRfER SR SR R RMEREIRE, %%
AH I PR R A 5 e 2 WA A GATA2 JE R 5848 3L
(4 MDS; IR —F R4 B, #I 46 F BN T Rk e
KB, PR EE R, ERIEIEE, S
I A AR D B RS S AR B, R A
A5G KL GATA2 FEHZRAE, HKi2 Wik ES 1O,

SO st E ook A e RYEE R, HiRE RF &R
RS 2540 S S IR IR, B S AT T Bk EL K S
B, JCILZEAY) BS ATRE, Nk 5gE AR
FE IR A PR AR I2 T

BRI AR LK I RD MDS S RRAE, (HER 4y
GATA2 B[R A HEHFFAE 70 & LU A B
FEAR PO, X5 GATAR J R ARHEAT & AYAE IR A
AN B R A ™ Brambila-Tapia 25 " % HAA AN
SEARAMNIL AN 5 4 ES ZBER T A4 A
¥, BITETE GATA2 $EHJC X 5e7s, Hoh 3 Z A h
TR T ROKE AN 2RI, Sl A &
PRI, Hod 2 ABET IS 5% ( AML Fl4: i
YRR ), A 2 44 B TCAR AR IR, R
SR IR G B R, GATA2 JE AR R 2848 A
i HP A EL K P i TR — RGO e
TR B 7K B o PTG . AR B R LR B K
RN, AR B IR G 2 B K, B LS H:
FAGRMEER, BILA RGBS B
Yiiffi2E7~ MDS 1] AML 46, 456 i AG Rl 2
S Fr ES 2,

Ostergaard 25 "V X 3 4~ JC It 2% 5% & (0 AIF 5% %ot
ST RSN FHWT, B GATA2 LR R A8
JE R ECES BYFER . GATA2 FE[H LU 50 3L K 53 3
TG —BZ Iy sldara ", it H
FTHRIGEN—FEA. B4 215 DNA 455 1%
FRAGA I, 7 i 10 AH 40 AR G A 1 i 20 i
VI 33k, PRI 1 I 40 B & B RIS BE AH DG B A
(G sk rp R EEEAE T, GATA2 R RAER £
FRRAL, 445 ES. FKGEPE MDS, AML., R 2R 4
ML BRI EL A D 2R A AE (DCM) L B
20 B 0 5 A RORT B AT Ak e PR sk,
Ml PR e PR 5 GATA2 JE K A 5, 4036 fili
(ALFE DR 0 AR R L i B0 K v i R
WEBTIPUE ) © RIKHE (PERARIER ) . I
(5 AFLIR Rk EB JRREAR G ) | MAE (#f
PRI TE B ) BOAE . R EL K I, B M b 2 iy
FIES . P AR AR DI REGR P, 2 W MDS
o AML. 45 GATA2 JER 2848 1) (B % ml BB A A
HAFER 5, a0 7 Sk 3- =K 21- ={KEL
CCAAT/ ¥k F455HH ( CCAAT/enhancer-binding
protein alpha, CEBPA ) LR AR G M A s L & R
1 GATA2 H: I L8 e B EUR R, H
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PEA 7 SRR A B, OIS N ES,
1452 PubMed. Web of Science. MEDLINE
SRR PR, EAN T GATA2 J K 58 28 4 S 1Y ES
HIEA L 80 9, ZEMEYE MDS B¢ AML th K Z
GATA2 JEPH 148 L o848 ™ ABi B LR GATA2 3
HJE ZAE, MR/, Al 20 fil, Hix
ST R R, A4 Py ol R R ) [E] P DA MIDS %725 Sy
AML, WEARITA K BERITAR Y, B2,
D] b T 5 RIS W 7 i DA B T B A st %
wilrp ESCE 2, H g BOULI IR YT A
g . fbyy . S T AN RS AE A, i, T
B SR e 35 R W IR YT, B ALY | S 3 DR I
+ 20 iy B AE T fE X AML A1 MDS (834 1 W5 . A
FRELIE . A=A WU A B 2, EAkyY ST 40

WA AT, R AT 3 5 R, B RN
PIRIRYT R UL

7 45iE

ES IR W, A GATA2 HE R %78 G 5,
JE— A gL AR B PR S MDS, FEERICA M
IR SRR M A R | R R I |
AML &, A B ILRINA e REWE, A7 [ I Ik
s, E RS = RS, (GRBU RS K
LIRS N ESo X B R EHS A e R H AR,
HEBR Ja R R 2R K 2540 S S IR B, s A
R EK I, TS ES TRE, Nt
ST OCHE R ARG 2 BRI T .

N R AR A b Al i B A . EAEE . Ak

(=] B, 1%, REmOE N FUMEGINE 14, BRI , RHEZ) 3~5 A TPl 9w
THURYGETT G T4 LR R SE A R S 2, (ARG A v AT s, Jof, B AR Rk
SEMPRSEFRIL, MFBAER = RWD, MIEAIEPES 0, RS RLT R EAREAS R DLEA R R AN A 2 K
HAFER AN, 2/ TIPS A 7EC A ES BOURRAE : GATA2 3K ¢.1084C>T(p.Arg362%), %M LI
W2 ES, BV & BLH MDS & 564k AML. ES 2 UL # e tfk Ak 1 MDS, IRIRARZ WL, 2 A,
FEUEASBA B R B R Je R PE R, ) ES nTRE, WalE—2 5 A S I R A IR I2 W

[ PESRILRIZE, 2019, 21 (11) : 1105-1109 ]

[ XA ]  Emberger ZEG1F; GATA2 IL[H; SR VEHER; BEEH LS WEEAE; SRR A MMR; %

i L

Congenital deaf-mutism with pale complexion and anemia for 1 year in a school-aged
girl

CHEN Ling-Ling, HE Xiang-Ling, CHEN Ke-Ke. Department of Pediatrics, Hunan Provincial People'’s Hospital/ First
Affiliated Hospital of Hunan Normal University, Changsha 410005, China (Chen K-K, Email: chenkekel982@126.com)

Abstract: An 11-year-old girl was found to have pale complexion and anemia with gradual aggravation for
one year. She was weak in the past and developed pneumonia in the right middle lung 3-5 times per year, which was
improved after anti-infective therapy. She and her mother had congenital deaf-mutism. Physical examination showed the
appearance of anemia, without bleeding, jaundice, hepatosplenomegaly, or lymph node enlargement. Routine blood test
results showed reductions in all three blood cell lines, normocytic anemia, and megaloblastoid change in granulocytic and
erythroid cell lines in bone marrow, with no obvious increase in primitive cells or metastatic tumor cells. Whole exome
sequencing indicated the presence of a known pathogenic mutation for Emberger syndrome (ES), ¢.1084C>T (p.Arg362%)
in the GATA2 gene. The girl was finally diagnosed with ES, and myelodysplastic syndrome (MDS) progressed to acute
myeloid leukemia during follow-up. ES is a rare type of MDS with autosomal dominant inheritance in clinical practice,
and it is difficult to make a confirmed diagnosis. ES should be considered for children with unexplained lymphedema
and congenital deafness, and gene detection should be performed to make a confirmed diagnosis.

[Chin J Contemp Pediatr, 2019, 21(11): 1105-1109]

Key words: Emberger syndrome; GATA2 gene; Congenital deafness; Myelodysplastic syndrome; Acute
myelogenous leukemia; School-aged child
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