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Justification for Newborn Screening

SCID is asymptomatic at birth, but becomes fatal
without intervention

Effective treatment is available (BMT)

Early intervention improves outcome

BMT before severe infection->better survival at

lower cost compared to those receiving delayed
Treatment

Transplantation in 1st 3 mos = 95% survival rate
(Buckley, US) vs. 70% survival rate after 3 mos.
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Newborn Screening Development
Process

T Cell receptor excision circles
(TRECS)

Family experiences




Screening test measures
T cell Receptor Excision Circles




Is there an association?

O

P

Early Diagnosis

e Survival

* Fewer days in
hospital

e Fewer infection
related doctor
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Family Interviews

Posted invitation on Attp.//www.scid.net/with the
help of Barbara Ballard

Enrolled parents of SCID child born between Jan 1,
2000 and Jan 1 2005

How many visits to the doctor for infections? (out
patient visits & hospital stays)

Age at which diagnosis of SCID was made?
Age when transplant was received?

Course post transplant (out patient visits, and
hospital days)

Did the child survive?
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1. CIRCLE THE AGE AT WHICH 3CID WAS DIAGNOSED. 00sP

2. Undor each f=maonth age intorval, mark the box most closely matching the modical care your child receivoed

3. Whiers indicabed, add under the X a letber (&, B or G) that most closely represenis Ehe level of cars of nights in tho hos pital that your child reguired
durimg ths manth indientod,

d, Put additional X's in boxes corres ponding to ages w hen your child received IVIG or PEG-A08
~. Your child's age in months

o " 0-1[1-2]2-3[3-4]4-5[5-6]6k7 | 7/8[8-8]9-10[10-11 [11-12[12-13[13-14
N, |
Your child's condition YR | TV | ey | e | e | 0D | I g | e | Mg | me mg mg

Prie &y prhoem atic. Mo SRR relihed msdical
wiils (for mlachon, poor w aght gaie. nash)
Wisks Tor wolk-boby core. Sauma, 6. dor1
Ui
Cutpatient, Docsor visis. but no 00
r.'u-.r.-:. hempital rigghis [poo- BWT)
e -2 viits oo of B dormg She otk
Bioer probbems Thall Codild b SU0-rplated
} B = ar e wala
Any hos piladizations ) related 1o SCI0
0 (pra-BMT]
A =1 - 3 nights in hespkal
B = 4 -14 nighis
1 €= oo than 14 nights
3 EBMT

Pasl-BMT, with same nighes in the

1 hospinal
i - Tmights m huspital

= .14
= monk han 14
Fost-BMT com pletely outpatient. o
nighits in hodpdal
M = pa S0 medienl vl during th rort
B~ 1-2 eooier of ER visks
o= 3 o more wisits
Recoiving [VIG
Recoiving PEG-ADA
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Outcome vs. Age at Diagnosis

Based on family interviews for 40 SCID cases, including
X-linked, JAK3, ADA, IL7R, RAG, unknown

Known affected relative
(20% of the 40 cases)

Negative family history
(80% of the 40 cases)

Number of infants

7

33

Mean age of SCID
diagnosis

2 mo

9 mo (1 at autopsy)

Received BMT or ADA
treatment (mean age)

7* (mean age = 3 mo)
*all had BMT

25* (mean age = 9.5
mo)
*8 died without BMT or ADA

Survival after BMT or
ADA treatment

7/7

14**/25 (56%)
**2 died with ADA, 9 after
BMT

Overall survival to 2.5
years or more

100%

42%
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Common presentation before
diagnosis

Respiratory
- persistent cough
- rapid breathing
- fussy, difficult to console, difficulty

sleeping (? Air hunger)

- wheezing

- low percentage oxygen saturation

- pneumonia(s) ->PCP->ventilator T
(CF testing often done) M




Common presentation before
diagnosis

Other persistent infections
- oral & diaper monilia, present at 1 mo
- Eye infections between 6 wks - 3 mo
- Ear infections
- Skin rashes at 2 mos

Failure to thrive




X-Linked Severe Combined Immune
Deficiency (XSCID)
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Lessons Hoped For

Newborn Screening can identify
Primary Immune Deficiencies earlier,
allow earlier intervention and
hopefully decrease mortality.




Lessons learned
NOTICE TO THE HEALTH CARE TEAMI

Before all else fails

LISTEN to the Mom
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