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Number of Babies Screened for SCID
in NENSP Partner States



493,682 infants screened for SCID
4 SCID

~1:123,420 
(Plus 1 Leaky SCID)

~1:98,736
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Four State Data and 
Experience 

Through 
7/17/2015
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470,068 infants screened for SCID (MA)
•1,450 infants with positive SCID NBS result on any specimen

SCID NBS 
Positive     

0.3%

SCID NBS 
Negative     

99.7%

Through 
7/17/2015
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470,068 infants screened for SCID (MA)
•1,450 infants with positive SCID NBS result on any specimen

•147 infants referred to Flow Cytometry*  (~1/3,200)

4 SCID

~1:118,000
(1 additional baby with leaky SCID ~1:94,000)

1 additional baby with complete DiGeorge Syndrome 

*by current algorithm

Through 
7/17/2015
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NICU vs. non-NICU status                                                 
in 1,450 infants with a positive SCID NBS                          

on any NBS specimen

Not NICU 
n = 256 

18%

NICU 
n = 1,194 

82%

Through 
7/17/2015
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Final Screening Outcomes of 1,450 infants 
with any positive SCID NBS result

0

100

200

300

400

500

600

700

Prev NBS
WNL

Expired
before Rpt

NBS

Rpt NBS
WNL

Prompted
Flow

NICU
Not NICU

X



New England Newborn Screening Program

Final Screening Outcomes of 1,450 infants 
with any positive SCID NBS result
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3 DiGeorge Syndrome
2 Jacobsen Syndrome
1 CHARGE
13 Trisomy 21
1 partial Trisomy 9
1 Miller-Dieker Syndrome (deletion on chromosome 17)
1 BARTH syndrome 
3 with likely metabolic or mitochondrial disorders
2 Cystic Fibrosis (both with bowel obstruction)
1 Ehlers–Danlos syndrome
1 Toxoplasmosis

Various Reported Clinical Statuses
• 80 cardiac defects
• 181 preemies
• 13 bowel issue/surgery or gastroschisis
• 3 diaphragmatic hernia
• 3 chylothorax
• 4 hypoxia/birth injury
• 9 liver failure/problems
• 15 NEC
• 5 TEF
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All with explainable causes of death 
1 CHARGE likely
2 Trisomy 21
1 Trisomy 18
1 Langerhans cell histiocytosis
1 multiple congenital anomalies

Various Reported Clinical Statuses
• 6 reported cardiac defects
• 1 chylothorax
• 53 preemies 
• 4 hydrops

Final Screening Outcomes of 1,450 infants 
with any positive SCID NBS result
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NICU
5 likely DiGeorge Syndrome
1 VATER
3 likely Noonan Syndrome
1 Hirschsprung's disease
10 Trisomy 21
1 Trisomy 18
1 Sickle Cell Disease (FS)
1 Hirschsprung's disease
1 SCAD

Various Reported Clinical Statuses
• 25 bowel issue/surgery or gastroschisis
• 31 cardiac defects
• 2 chylothorax
• 3 cleft lip/palate
• 7 hypoxia/birth injury
• 12 NAS
• 15 NEC
• 2 TEF
• 2 multiple congenital anomalies
• 458 preemies

Non-NICU
1 IPEX (immune dysregulation disorder, 
immediately referred to immunology after +NBS 
due to clinical concern (rash)) 
1 DiGeorge Syndrome likely

Various Reported Clinical Statuses
• 2 dysmorphic
• 9 with jaundice
• 5 slow weight gain
• 117 noted as “well”

Final Screening Outcomes of 1,450 infants 
with any positive SCID NBS result
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Status of 147 Infants Prompting Flow Cytometry

*includes one 
leaky SCID
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Undetectable TRECs     
n= 27

Never Normal TRECs    
n = 120

TREC Results of Infants to Flow

SCID Not SCID
NICU 1 18
Not NICU 2 6

SCID Not SCID
NICU 1 93
Not NICU 0 26
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Prompting flow  
(either undetectable or 2 OOR TRECs)     

n= 147
~1 in 37 risk for SCID



Undetectable TRECs     
n= 27

Never Normal TRECs    
n = 120

TREC Results of Infants to Flow

SCID Not SCID
NICU 1 18
Not NICU 2 6

SCID Not SCID
NICU 1 93
Not NICU 0 26

New England Newborn Screening Program

Prompting flow  
(either undetectable or 2 OOR TRECs)     

n= 147
~1 in 37 risk for SCID

~1 in 9 risk if undetectable
~1 in 4 risk if not NICU & undetectable



Undetectable TRECs     
n= 27

Never Normal TRECs    
n = 120

TREC Results of Infants to Flow

SCID Not SCID
NICU 1 18
Not NICU 2 6

SCID Not SCID
NICU 1 93
Not NICU 0 26
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Prompting flow  
(either undetectable or 2 OOR TRECs)     

n= 147
~1 in 37 risk for SCID

~1 in 9 risk if undetectable
~1 in 4 risk if not NICU & undetectable

~1 in 17



PPV for SCID/Leaky SCID: 4/147 3%

PPV for TCL: 105/120 88%

Positive Predictive Values of SCID NBS
147 infants referred to Flow Cytometry*

*by current algorithm

New England Newborn Screening Program
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NICU contacts (babies)
by NICU that took report of initial OOR result
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TRECs and Gestational Age (GA)
Review of ~14,300 infants

TREC results linked to GA at time of specimen collection

TRECs (copies/ul)

Overall Median 1,504

Gest Age <37 weeks 1,090

Gest Age >=37 weeks 1,527

98% of babies with a gestational age <37 weeks had WNL TREC results

99.9% of babies with a gestational age >=37 weeks had WNL TREC results
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