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Abstract

Severe Congenital Neutropenia (SCN) is a rare hematologic disorder associated with mutations in
EIREE .
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the ELANE gene. SCN is characterized by severe neutropenia with recurrent infections, and some pa-
tients with SCN may also have oral manifestations. We reported a 30-year-old woman with recurrent
mouth ulcers and severe chronic periodontitis. Whole-exome sequencing analysis revealed thatit was
a novel missense mutation on ELANE (c.377C > T (p. Ser126Leu)). Although the patient’s absolute
neutrophil value fluctuated around 0.2 x 109/L all year round, the patient rarely developed severe
infection after the age of 18 years, so the patient refused G-CSF treatment and asked for long-term
outpatient follow-up. This study summarized and analyzed this case with the aim of improving cli-
nicians’ understanding of severe congenital neutropenia with periodontal lesions as the main clinical
manifestation.
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1. wHlERE

2 R A R B i (CN) & — Tl bl 2 DR SRR 5 P 2 DL %) TR, FL st A A B 4 5 e A B
PR . WA BRI LR X ESUER[1] [2]. ON BIRFIE R HRaE i Mk g i 4 5 3 (ANC) F B¢
(<1.5 x 100y A H R EEG:, —EFIEn e s DRI . FHr, R Je R b MR 40 B 92D JiE (Severe
Congenital Neutropenia, SCN)] ANC AJ/NF 0.5 x 10%L [3] [4]. Ky SCN w] DLk N Sk 58 & (A 1w
(CN/AML), Bt At AFRZ Ay A L BT S iR 2R A AE 5] Rk, TEIRIR b5 I R G 70 T
SCN B #H MG R HEE . AFHEFRALT T FE SCN EIRKERI E WA FARE . A SCEdHRE 1
B LLF R AZ S E R R I ELANE  Fogi B S i (3, DAAER moeh i IR, NI AR I2 i it
—EZH.

B, &, 30%, K CORIMEMED 5 ET NBt. S BVF 2 88 I RS AT e A0 5 I
B R, BXERITIE I . B 18 % J5 R AR B RIS, (B3R R ZRAME DI . 644
AU R ARAS “B 7 R A I, 2 ifE B3R WBC 2.0 x 10°%/L,  H R4 g 2% HE(ANC) 0.2 x
10L, HGB. PLT IE%; BERTEM. FEAT, BFRKEE SRR .

B AT, FEA s RERDAMELEI R, Oy iy BERILTE. TEREEE, XL
g, UL WSk AT PSSR AE I . AR B SO A AE , BT R Bl H

ISAS AT : M5 M: WBC 3.49 x 10°L, ANC 0.04 x 10°L, HGB 123 g/L, PLT 241 x 10°/L. Ifl PNH
(CD55/CD59) + FLAER (#}& Ifil) A4 Hi PNH SeFEZML; $T ANCA. ENA #%. KGR DY IS W H St
WRIBAYE . UM BE b WSS B R VA bk B s B AR DL BA S R o WS A R LA R i e,
JOEL PR JER 8 5 A L S BE TR A 2 S oy LR CD34 + CD117 + JRAGAI L BIfg m, RAR
LS RLREIEAG, KEBRE: AL B &, CURSE BON E . BB R K
TRAMID W, P ZA: 46, XX

SANETHIF: &I ELANE JE R L 5R48(c.377C > T) (exond) (p. S126L); A% M BEEYT
LR AR T (] 1) A2 AU TR 158175 516 TR A 200 i sl i o R BP0 )78 S i R A2
9 ELANE AH 2K 1) 55 82 2 R A o P b 4 i sk 2
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Figure 1. The results of ELANE gene sequencing of the patient and his parents: (A) The patient had ¢.377C > T locus variants;
((B) (C)) The father and mother of this patient who did not have ¢.377C > T locus variants (the arrow is the pathogenic variant
locus)

1. BERERXEA ELANE EEMNFLER: (A) KFIBEEFEE c377C>THNETR; (B)(0) KHIBHEHNRFER
BFEFE c377C> TR T REELAABFERMAS)

2. i7ig

S R R 4T P ik 2D iE (Congenital Neutropenia, CN)ZE I PR 38 5 38 I8 I &2 40 1 I8 e K 11 Jiss s A%
(B — B2 WL B R 58 A, Ll JAGNL, W52 S 2R E 2 REM RN, RIS Z/N . fhfa.
HHECSRE . BTRE . RIRDIREAEE(6] [7]. FRATHTHRGE X ] B N 2 R ) 55 (25
JAS I G IR YEA T 20) K8 JH B JRIEA), H 3E S FLABE [ AT A A I = 21 £ 2 A ) e
LA, ERRF 24 A5 T BALRK A4 5 — R S B th MERL A i e B D, e R R A
M, AR S HE TR EAL T 0.2+£0.1 x 1091 A7 . 3% B 75 555 R 1R 40 A sk 2 i (Cyelic
Neutropenia, CyN){E 251, CyN B RIGREILEFE A DB kA5 ok, Mgy, 5 L
FOFR R ALHE BLANE &R, 5 2 U ) 30 o 20 P o 2 i R ] LA 51 e v e 4 i 9 2 B 11 s
Ax, B R A0 e A DA 21 = 3 KON HII[8]-[10],  F AR R AL Fh MR 0 A B A G T B R SRR
2 W R YRR A D AN B I . CN 5 HAX1. ELANE. G6PC3 Z5 L FhFk RN RAFHI ¢, &
L2 ELANE H 1) Ge iR B S R A, 29 T 50%~60%[1) SCN 35 [11] [12]. ELANE % [K 4t
ORI SRS B R, X P E T B AR AR S TR T IR 2 AR B I, 24 ELANE B:[RR
B, HREMERTEEAMMR R, — e BERTE S 5 KRR R4 M T, 55— 7
R FEAG AR B R A Rt — 2 o SR E B ORI B RE[ 13 [14]0 FRAT T8 i 5= PRl e i i B
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HH AN ELANE JEK S L 538(c.377C > T) (exond) (p. S126L), 1B H# HIAC B2 24 M J5 I K K B[R]
FhIER AR . 254 i3 2 A O AR i, I FUEE s i R A B 4 o 450s 41K T 0.5 x 10%L H
HAEA IR, H&EHH SCN.

SCN [ 4& G03R 97 2 i ik )37 R 240 B 4 7 IR ok SE L 22 A 1) MR o h 2, T DL S5 i SCN
SR I R R T O G I FRAS[15]. RE WL, U5 10%1 835 B4 G-CSF bt kg i
TRE, AR TR EERE 2 IE LT PR AR 16] [17]. XTIXISEIE KU, 1 I TF40 MRS A AT B ME— 2014
VG T Bro IbAh, Nasri 58 ATE 2024 95 (R4 48 B b e BEa 77 CN AT RE(18], MAAWHILREE, 1A
I7 PR DR G 4R AR A R O R I I 4R R AR AMUTIC YA B SCN FIFB[19] [20]. BT AB 82 H AT £ 21
e R R BN D RS A4S, FLRREE S5 /D R AR 11 M ISR A2 DA oAt ™ s sk e, (R, BB R4
W G-SCF ¥897, BATTRE M B AR AR, BEJIIE4 G-SCF Y7, (HEEFRSEMAEE A
WL, MBRH TIZBEVT, FRATR A R AT TR E

SCN HRIBAE N, HLE A 535 A H A R I I A B AH [R] B 26 R SR A pit, A 2023 AFAB A FE I I
— {5 A RE B FF T E O AR [R5 DR A B Sl Rk rp b 4T s /D RE B A, TR, 9% SCON B AR L4875
B — B B TP R A X T ECR SRR T 0.5 x 1090, H. SCN A A48 2 M58 2 1A i A g
BEI A R SR AR A [21] [22], FLIRRSE RN SR, DR B B 7 DA B 2B B G i R et Ak 2 4

KA,
A= A
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