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Abstract

Objective: To explore the experience of hematopoietic stem cell transplantation in the treatment of
Omenn syndrome, and to improve the clinical understanding of OS treatment. Methods: The clinical
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data of a child with severe Omenn syndrome admitted to Wuhan Children’s Hospital in 2020 were re-
trospectively analyzed. Results: The male child, aged 1 year and 2 months, was mainly characterized
by repeated respiratory tract infection with desquamation rash, large liver and severe B lymphocyte
reduction. After the whole exon sequencing, it was found that RAG1 gene had c.2209(exon2)C > T and
c.2095(exon2)C > T compound heterozygosity, and was diagnosed as Omenn syndrome. After allo-
geneic hematopoietic stem cell transplantation, acute graft-versus-host disease appeared +19 days
after transplantation, and finally died of circulatory failure +47 days after transplantation. Conclusion:
Omenn syndrome is a rare severe combined immunodeficiency disease, which is diagnosed by genet-
ic testing with high mortality. At present, the main treatment is hematopoietic stem cell transplanta-
tion. Early diagnosis and transplantation before infection are expected to reduce the complications
related to transplantation, which is the key to successful transplantation.
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1. 5]

Omenn £ & 4iE(Omenn Syndrome, OS) & — 4 WL ™ B I & 4 Bk fa (Severe combined immunodefi-
ciency, SCID), 1% T 1965 4 H Omenn & X K IFFARIE[ 1], A E4MRIE, SCID AKWiFE N 1/65,000 [2],
Omenn 455 HE 5 2 4 SCID 3 A 3% [3]. OS EE 5 RAGI 5k RAG2 FEH A K[4], &b
YO ARRS IR, ZRAEAE R R 1 B A LLNGEN, ARy S R B g s i VTS 20RO
TR EE AR . RO R R B IR 2545 [5]. OS Wi FE K2 Wiifii2, B aii I+ 41 0 #2 15 (Hematopoietic stem
cell transplantation, HSCT)/&757 SCID i EEFBL[6], 124 N1k, E NI Omenn ZEA1E FITAT I 2
kb, HIUE P R GE G T AR RV T OS B o AR SCIEI B 3 #r sl LZE R B 1 4] Omenn 45
GAERFER], R0 HSCT 697 OS M AL, & mIm AR 12w ia T iR,
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B, B 1827, W OREREEZ 3 A4, W1 E” 2020 4 11 A 28 HYRARMULE
BB, TR IIE] 2 0 T HU G S A e R R IT RO R . ABi k. KBRS, EHRARM, #EE
B, EHEBTE, nTILBCEREEAL AR S, ok, RRMRESTMK, kAUESIER, WiRkiE
P FR, WPREAE, ATE RS R, GLATIXOGRER, (ORI E IR, OB, OFIEE, O
WEZR B AR e, MR, FEMT 2 om, AN ARfb A, DU IES, #HERGEERRIFE.

ZpE KGR BILBRERA 4 77 2, B, BUORRERUTHE T, BILHMAKER 2180 ¢, )5
CErAE LR A I L 2R ERETR YT .
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Rl LA B B U BT s AR ISR A REEREE A M 3 R PG KA R A S
K EIR B RG> . RS : EBV-DNA. E4NHREE IgM. G B4R 14
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i CT: RUM 28, XU Ttk ARG, MR/ MUk ok WA B e . OIERE + a0
haeM e Mishk i g e; =R 2R OB ZAEIhEEIER. B8 )
A IES, NGS5, A EREW, AT 3.6 cm. BAFDIEEAIES, 2T 2.0 om,
JE 1.9 cm. MR BEREGE K, WiEah o Z ik, MRS A I 5 .
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Figure 1. Gene sequencing results of probands and their parents. (D The proband and his mother detected ¢.2209(exon2)C > T
heterozygous variation (red arrow); @ The proband and his father detected c¢.2095(exon2)C > T heterozygous variation (red
arrow)

1. FIFERERBEANMNFER. @ RIEEREFFERE c.2209(exon2)C > T AT REIBEX); @ KikE
RERFEWH ¢.2095(exon2)C > T AT R A EEL)
4. BT &
4.1. BAEBIATT

BLANBERT B2 . FFThaEA 4, P E %A OIS, ABEE THURG. Rk E A%
L P BRO RPREYRTT, APBE 10 KJg U A R Wi, IR 48 4 A0 7 2 L P i is
Omenn ZiA1E, BILTFAEE 15 DN AAT RIS T4 AR TT .
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4.2. REREEM AT

TRALFE TS %9 BUCY + ATG TALER, T 2021-01-07 [ 5 ML T-2H (A %, RHD BATE, HLA £7 5
9/10), FLHEAZIECHN 13.6 x 10~7/kg, CD34 + 4% 4.2 x 10/5/kg, AL, 44T EEHMEFTLE
TR R AP T, BT Es B 8, K RIFR T R iR gy, e B rg S P E gt e
G, NG EREE SR DL KL RIS R 7o . BB E + 3 d BT ILR B R, BiE
Ji +11d B)LHBBUF /N IKIAZE0E, TR THF R FTESRG . B asle . PROK PR h 8 0P VR T 5 A I,
BAE)E + 19d 8L B IS R Y9115 327 (Graft versus host disease, GVHD), B iziE 2R, T H ik
o EEEmEE. fesiE. M e RIS SERYT GVHD JE A I, BREE + 38 d LTS
LA i, AR R N TO R, R 2 AL R BE, EEE S, LDH s, HREIf
MM S MARPE UM, T abai. 978 AT 7 2K, FRKE IR S o SR RHE RS2
FRBYT, WIRMAT 3 IRIMIR BIAGIT IERERE i, BM)E +47 d BJLHRHMIR S E, OEREATHE
T, R T RS +47d RER BT,

5. #ig

Omenn Z5&fIE & —Fh 55 W) G LR BRI B A%, & BRE RS S BRIG I —Fl, 29447 SCID 1y
3% (7], &5 NIEEEPNIRIER A . KK FEZ N4 G R IR &g 20500 . iR PEE
5 MEREMPOC. k. WEGm . AKKEAR, WG IgE Hm. R4 2 58], H
e PR BLH 4R TR B E e T AR, X8 T QTR mESRe, Wk, k. B
FUBGIE[S]. AR ) L5 BREAE A 08 M 20 5 o FH S B e . RFRERR R, e # R & 2o B ke 4
Mg/ NK A& E G, b Bh T RS2 8 SCID, J@id ZE AN T LLIX 40 OS FIAS [F] 2K 4 4
P SR BT -

Omenn ZEAAEH T ZHM0F1 B 40 52 A3 D8] 1) 52 (R 40 s HE SR P 51k, B DR A2 RAG1 Al RAG2
BRI R ERAZ[9]. RAG] F RAG2 HEF MG HE G444, rTUHG T M B 4 Ew kK E, I
M V(D) EH, FEGREEIIREZ[10]. BHFERM, Hid 90%H OS 75 RAG] Fl RAG2 AR
FAR], PEEFRALT 11 55k p13 XK, AI5050%m09 1043 1 527 N EERRA RN EA, HIMET
FRIE IL7R. ADA. IL2-R. DNA &0, CHD7 3 R4 R4 5] 0S [12]. ABE ) LIERT 1) RAG]
FEHAFALE ¢.2095(exon2)C > T K ¢.2209(exon2)C > T HAREGER, 46 B URIKRRI L o =Rk, 7§
4 Omenn ZE5{EZ T,

H A i L F4Hffe i L4 il SCID 1 EZG YT FE[13], JEENATT I AL T I RIE F 55 b, TR
TEAKIG RN Z R [14]. OS BFRIEH RAE, WILRE S, RETAHBBTHER, BILHEE1FE
P R R SR QLB B AR T AR, AREILIE 3.5 AN H A FURRATIHATEM, fAERE A
90%LA 1-[2], HrA: Lo e rE B4 BRI T F AR SCID & )L[15], (HAEE P AR o A LK
KBk iz CH IR S E G, SPUEYg. ks O & R R 2 a T fa R R g S A s ], &
SRR IR 2 J5 S RPAT A5 s T4 PR AE, RS + 19 d HBL GVHD SRRIAIT G if i, Bit)a+
47 d B)LXE HOUEE B I, RARIER BRI, REARBREIBIE LI, B7E HSCT JA77 Omenn 45
HIEBHEFEME T30, HFHRE S MIRKLR. TR, A TRERFL. BILRPIRE.
IEFRAIE A AR DL R AT R B AN [R5 0347 GVHD TR EARAE S ERA TR NI 7T« A% B 58 1297 i 72
ATLAA IR RS 2R JA 7, Omenn £ A AIE B3 JURE A I R RIS e A AE, 75 R IR0, 5 B A 2 R
S, JRBEAERYATTIE T4 A, 2 IS R R 1 B
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6. &5ig

ZRLpriR, FAPRIEZET Omenn R G AL SCHEEL, S HE BB TELL R i R RS2 H R
WIAFFSEAOAEIR, RAGI MR AG2 A RAREI ] 5IIZ500, FIAT G M40 R4 T LASE i /8 LA A7
o REILHK Omenn LREAEM S S A>T RFILBORBLIE I, (HHAZ W2 2 T IR R LA, OS B
A2 BN G BESR A SR LS PR, A B S R BGE RIS E I E . EPIRIZ#H?Z OS [HE %
FBG RSN FRAE R E A2 )L SCID ffi iR, fEid 519 4 2] 50 £ B, ERAMBREAFAEINR L Wil
B E ARG A IR SR BRSO T IS T BRI R, R ARSI BILK

WIBET R RIR T
E&MHE

W EE X HAREESTE , T H 45 : 2020MS08130, 1 H 44 F5: A3 8% 7 0 1% V8 # miR-320.
PI3K/Akt 15 530 I 2402 ik 5 R AR BT 72 o
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