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BACKGROUND: Severe Combined Immune deficiency (SCID) is the most severe form of inborn
immunodeficiencies, which are characterized in most cases by complete absence of T-cell-mediated
immunity, and by impaired B-cell-function. Early diagnosis is important for prompt treatment since it is
uniformly fatal without hematopoietic cell transplantation or gene therapy. SCID can be detected using T
cell receptor excision circle (TREC) assay. In August 2015 Puerto Rico (PR) added newborn screening
(NBS) for SCID to the mandatory newborn screening panel using dried blood spot specimen. The
estimated incidence in PR is of 1: 60,000 consistent with the incidence in USA. OBJECTIVE: Report the
clinical, immunological, and molecular findings in Puerto Rican patients with a positive screening test for
SCID. METHOD: A retrospective record review of positive newborn screening cases for SCID from Puerto
Rican patients during August 2015-December 2020. Patients received immunological and molecular
testing follow up at the Primary Immunodeficiency Clinic at the University of PR. RESULTS: A total of
125,440 infants were screened, identifying 18 cases with low TREC levels. Of these cases, 5 infants died
(4 of which were preterm babies), 4 were lost to follow up, and 3 had normal follow up TREC levels after
surgery for gastroschisis and omphalocele. The other 6 infants were referred to our clinic for diagnostic
and follow up evaluation which led to the identification of 1 patient with Di George syndrome, 1 patient
with RUNX1 deficiency, 1 patient Artemis deficient-SCID, 2 patients X-linked SCID (IL-2RG) and other non
SCID lymphopenia who is still undergoing evaluation at our Immunology Clinic. CONCLUSION: NBS has
allowed the early detection of infants with SCID and other lymphopenia disorders, which has permitted
early diagnosis and management prior to developing symptoms or life-threatening complications. We
confirmed 3 cases of SCID, 1 Di George syndrome and 1 RUNX1 deficiency. Variants of uncertain
significance were obtained for the remaining low TREC level cases, where genetic testing has been part
of the confirmation diagnosis. Describing these variants and associating them with the phenotypes will
help us to understand the pathophysiology of SCID in Puerto Ricans.
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