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Test for ARG-|
Adapted to Mass Screening

« Technology — tandem mass spectrometry (MS/MS)

« Uses one 1/8" hole punch from dried blood spot to
test for 19 congenital disorders simultaneously

- AmMino acids
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* In WA NBS Program
since 2004
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Test for ARG-|
Adapted to Mass Screening

* Amino acid analysis

* Primary target: high Arginine
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Test for ARG-|
Adapted to Mass Screening

CYTOSOL ,T NHH+HCO,” MITOCHONDRION

|

{174 Carbamoylphosphate
i

ouwel’ awm High[Arginine]

GAP — Gl;%}élig{go- Ornithine Citrulline
Aspartate
AdoMet AGAT @
GAMT
AdoHcy D
N Glycine Arginine Argininosuccinate

PCr == Creatine

1 l’ Fumarate

Creatinine

Washington State Department of Health | &



Newborn Screening — ARG-|

« US based Screening— 29 million babies

« 22 cases of ARG-| (prevalence = 0.75:1,000,000 births)

« 22 true positives (sensitivity = 100.0%)

* O false negatives
 False positive rate (US) 5.0/100,000 (specificity = 99.99%)
* PPV = 99.99%
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Questions?
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hearing customers, please call 711 (Washington Relay) or email civil.rights@doh.wa.gov.




	Newborn Screening for �Arginase 1 deficiency (ARG-I)
	Presenter
	Test for ARG-I�Adapted to Mass Screening
	Test for ARG-I�Adapted to Mass Screening
	Test for ARG-I�Adapted to Mass Screening
	Newborn Screening – ARG-I
	Questions?
	Slide Number 8

