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Abstract: Objective To explore the significance of screening for severe combined immunodeficiency dis-
ease (SCID) in neonatal intensive care unit (NICU), and the effects of neonatal sex, gestational age, birth
weight and infection on the detection results of TREC copy number. Methods A total of 227 newborns hospi-
talized in the NICU of the Seventh Medical Center of the PLLA General Hospital from November 16,2017 to
June 9,2020 were enrolled in the study,and divided into groups according to sex,gestational age, birth weight
and infection status. Multiple real-time fluorescent quantitative PCR was used to detect the copy number of
TREC. The relationship between sex,gestational age, birth weight,infection and TREC copy number was ana-
lyzed.,and the whole exon sequencing analysis was performed on the newborns with positive results of SCID
screening to confirm the diagnosis. Results There was no significant difference in the copy number of TREC
between NICU neonates of different genders (P >>0. 05). The copy number of TREC in the extremely preterm
group and late preterm groups was higher than that in the super preterm group.and the difference was statis-

tically significant (P<C0. 05). The copy number of TREC slightly increased with the increase of birth weight,
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but there was no significant difference among all groups (P>>0. 05). The copy number of TREC in infected
group was significantly higher than that in non-infected group (P<C0. 05). All 16 neonates screened to be posi-
tive for SCID were confirmed as ADA-SCID patients with 2 mutations detected on the disease-causing gene
ADA. Conclusion Early screening of NICU newborns for SCID and whole exon sequencing of positive newbo-
rns can confirm the diagnosis of SCID, which is of great significance to improve the survival rate of children
with SCID. The relationship between neonatal sex, gestational age,birth weight and the copy number of TREC
in NICU needs to be further explore after expanding the sample size. Infectious diseases can lead to false posi-
tives in SCID screening and should be taken seriously.
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