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Overview

• NBS Screening Introduction
• State Regulations and Policy
• NBS Screening process
• Summary 
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What is Screening?
Screening, in general, is a 
public health measure 
designed to identify 
individuals in a population 
who may be at an increased 
risk of a certain disorder
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Goal of Newborn Screening
Newborn Screening (NBS) can 
identify babies with certain serious 
disorders so that treatment can be 
started right away.  Early treatment 
can prevent delayed developmental 
growth, neurological or physical 
disabilities, and/or life-threatening 
illness. 



Genetic Disease Screening Program

Brief History of NBS
• 1966 – California NBS program began with PKU
• Newborn Screening has expanded dramatically as 

testing methodologies improved and treatments have 
been developed

• The California NBS Program decides on our testing panel 
based on the federal Recommended Uniform Screening 
Panel (RUSP) 
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Conditions Screened
Advancements in the CA Newborn Screening Program (1966-2020)

Metabolic and Genetic Disorder

Endocrine Disorder

Hemoglobin Disorder

Cystic Fibrosis

Severe Combined Immunodeficiency

Neuromuscular Disorder

1966

Phenylketonuria 
(PKU)

1980

Primary Congenital 
Hypothyroidism 

Galactosemia

1990 1999 2005 2007 2013 2016 2018 2020

Congenital Adrenal 
Hyperplasia (CAH)

Biotinidase Deficiency

Hemoglobin H & 
Hemoglobin H –
Constant Spring

Severe Combined 
Immunodeficiency 

(SCID)

Adrenoleukodystrophy 
(ALD)

Pompe Disease and 
Mucopolysaccharidosis 

(MPS I)

Spinal Muscular 
Atrophy 
(SMA)

Cystic Fibrosis 

Metabolic Detectable 
by MS/MS Screening

Sickle Cell & Other 
Hemoglobinopathies
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Newborn Screening
• The California NBS program tests for a large panel 

of congenital and genetic disorders that includes 
endocrine, metabolic, neuromuscular, 
hemoglobin and immunologic ones

• The disorders are rare, but together nearly 1 in 
500-600 infants are identified with one by NBS

• Treatments vary widely but include hormone 
replacement for hypothyroidism, dietary 
restriction for metabolic conditions and even gene 
therapy for SMA
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Newborn Screening is Law

Because NBS is important and so successful, it is mandated in the 
California Code of Regulations: 

Title 17. Public Health Division 1. State Department of Health Services
Chapter 4. Preventive Medical Service Subchapter 9. Testing for 
Heritable Disorders Group 3. Newborn Screening Program

• Families can only refuse on religious grounds 
• Regulations cover the fee for the CA NBS panel (currently $176.25) 

and all program work is covered by these fees
• Sets responsibilities for stakeholders

Presenter
Presentation Notes




https://govt.westlaw.com/calregs/Browse/Home/California/CaliforniaCodeofRegulations?guid=I38842B20D60511DE88AEDDE29ED1DC0A&originationContext=documenttoc&transitionType=Default&contextData=(sc.Default)
https://govt.westlaw.com/calregs/Browse/Home/California/CaliforniaCodeofRegulations?guid=I388626F0D60511DE88AEDDE29ED1DC0A&originationContext=documenttoc&transitionType=Default&contextData=(sc.Default)
https://govt.westlaw.com/calregs/Browse/Home/California/CaliforniaCodeofRegulations?guid=IC6FD6790D60511DE88AEDDE29ED1DC0A&originationContext=documenttoc&transitionType=Default&contextData=(sc.Default)
https://govt.westlaw.com/calregs/Browse/Home/California/CaliforniaCodeofRegulations?guid=IF4DF0290D60511DE88AEDDE29ED1DC0A&originationContext=documenttoc&transitionType=Default&contextData=(sc.Default)
https://govt.westlaw.com/calregs/Browse/Home/California/CaliforniaCodeofRegulations?guid=IF4DFC5E0D60511DE88AEDDE29ED1DC0A&originationContext=documenttoc&transitionType=Default&contextData=(sc.Default)
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California State Law & Regulations - Section §6504 

Parent Education -
• All birth attendants ... 

shall provide pregnant 
women, prior to the 
estimated date of 
delivery, with a copy of 
the informational 
material, entitled 
“Important Information 
for Parents,” provided by 
the Department
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Section §6504 – For Out-of-Hospital Births
(1) Collect a newborn screening specimen between 12 and 48 hours of 
birth using the Instructions for Collecting Adequate Blood Specimens 
on the CALIFORNIA NEWBORN SCREENING TEST REQUEST FORM (NBS-
TRF) (CDPH-4409) pursuant to §6501.5(a) and §6504.4(b) unless a 
religious refusal pursuant to §6501.2 is executed, or a newborn 
screening result is found in the infant's medical record.
(2) Ensure that specimens are given, on the same or next business day 
of the designated carrier, to a carrier contracted with the Department 
or contracted laboratory or to another same-day or overnight delivery 
service for transport
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NBS Test Request Form and Collection Card
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Test Request Form – In Detail
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NBS Flow from Birth to Diagnosis
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NBS Mailer
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Newborn Screening Program
Newborn Screening is more 
than a blood test.  It is an 
interconnected process that 
involves many stakeholders 
and components such as 
education, testing, follow-up 
and evaluation of the 
program.
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Critical Role in NBS for Licensed Midwives

• NBS is life-changing
• NBS is a multifaceted process with many 

stakeholders
• NBS advances a health equity framework
• NBS is mandatory
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Summary

Rt Hon., Sir Michael Marmot, 2018

“Give every 
child the best 
start in life.”
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Thank you!

Visit our website:
cdph.ca.gov/NBS

Questions? Email us!
nbsoh@cdph.ca.gov
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