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IL-2RG }:P ¢.675 C>A RAEG|E X- EHine i R pE
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i E: BY itassed£ 2 24REF 14 (interleukin 2 receptor gamma, IL-2RG) A H#7 4 & F 58 B IIL T4
%)% # %95 ( severe combined immunodeficiency, SCID ) #94-F k454 SAls Rdfie, 77iE SO LFER
MU ik AADICE 8 — 0 ER R A R B R EILAIE R, R FAREERENKE. ER —HHSAFE,
HAEBREBRENRET, BILamiien 4R RO @i BT, ORemiei] 2R Y KoM AL R T T
T (CD3+) , %385 T (CD3+CD4+) , %4 T (CD3+CD8+) #v NK ( CD3-CD16+CD36+ ) #h e mid & i 2k ik, @
B (CD3-CDI19+) # & 4a i b o fl 24 &5 TG 9 RakAk, IgM fo IgA > TAM TR ZEILESALRETaRETF K
FAPEA S, BLEFRAFEIKRAIOFAFTRARAES 1Y MBI BEMR, B R ReEFHEN PR A,
FIUX FEMRIL2RG A A (chrX: 70329160) AE-EE3 A4 E K [c.675 C>A, p.S225R (p.Ser225Arg) ], H4%
HAE A RIEVA LAEAE RIS X S R A SR A% (X-SCID) . [5 4 A #ikE 4 % 8 3 & & 5 IR A
FHAREFRBELDTAG &L, AEFE o FaRSHicesd, BEILLEECERTAY, BIL6 AR BATH
P FAG R, BAFIEAE R TaRSH, &t X-SCID BILIVA S h i =&, AR AG, EAEES T
FEE TG EA AL IL-2RG AR ¢.675 CoA R E 2 biEH X-SCID 45 mE ey A SR ERF, ¥ AT X-SCID
HoHIA B IL-2RG &9 8 H & Fif,
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Abstract: Objective To investigate the molecular genetic characteristics and clinical characteristics of severe combined
immunodeficiency (SCID) in children caused by a novel mutation of interleukin 2 receptor gamma IL-2RG gene. Methods The
clinical data, laboratory results and genetic testing data of a child with SCID admitted to the Department of Children’s
Hematology of Northwest Women and Children’s Hospital were analyzed. Results A two-month-old male infant was admitted
to the hospital for treatment due to recurrent infections after birth. The child’s blood routine results showed that the total number
of white blood cells was normal, but lymphocytes were decreased. The lymphocyte subpopulation results showed a significant
decrease in the proportion of total T (CD3+), helper T (CD3+CD4+), killer T (CD3+CD8+), and NK (CD3-CD16+CD56+)
lymphocytes, while the proportion of B (CD3-CD19+) lymphocytes were increased. The immunoglobulin levels showed a
significant decrease in IgG, and IgM and IgA were below the lower detection limit. The patient’s cytokine levels did not
significantly increase during infection. In the last three generations of the mother’s family, 9 males died of infection within one
year after birth. The whole exome sequencing results of the core family revealed a semi zygous new missense mutation [¢.675
C=A, p.S225R (p.Ser225Arg)] in the IL-2RG gene on the X chromosome (chrX: 70329160) of the patient, and the mother was a
carrier. Based on the above evidence, the child was diagnosed with X-SCID. Subsequently, intravenous immunoglobulin was

injected monthly, and routine antibiotics and antiviral drugs were taken to prevent infection, preparing for hematopoietic stem
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cell transplantation. Because the child was vaccinated with BCG after birth, the child developed disseminated BCG disease at the

age of 6 months. After treatment, hematopoietic stem cell transplantation was performed. Conclusion The immune function of

the X-SCID patient was severely compromised, which endangered the patient’s life, and vaccination with live vaccines may lead

to severe infections. This study found that the c. 675 C>A mutation of the IL.-2RG gene was a novel pathogenic variation of the

genetic cause of X-SCID, expanding the mutation spectrum of the X-SCID pathogenic gene IL-2RG.
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12p70 F1 IL-1 B/ TR TR, PR HL, 34 R



BAHMIREYSAE $39% 938 202445 A T Mod Lab Med, Vol. 39, No. 3. May 2024 105

JETh . BT, O URSREI , MR R R WL
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NM-000206) , H #ij 4 JC % 4 & (HGMD FiI
ClinVar ) Yo Bk, —Mpas R 0L IE 1.
FE DRG0 245 SR AIE 52 1% 45 78 )L X-SCID. 4 55
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FSZRHGIT Jos. PPD RS BATE; A& m &5+
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