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The  Perfect  Storm
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Jamestown, New York

• Fall 1961 talk for The 
Association for 
Retarded Children 

• Began to receive 
newborn filter‐paper 
specimens  

• “Thus, screening had its 
start in Jamestown, 
New York in 1961”

Picture Courtesy of Dr. Kenneth Pass



1965 Public Health Law 2500a 



Sickle Cell Disease Screening

First universal testing for SCD in the U.S. is implemented on April 1, 1975

Until 1978, only NYS screened infants for sickle cell disease



Any Guesses?



Hint:  1988







“The opposition was formidable”

NY became the only state to require mandatory Newborn 
Screening for HIV‐1 and notification of mothers

HIV Screening:  February 1, 1997

78% drop in the number of
infected babies in the first 6 years

1997 10.9% infection rate

2002         2.4% infection rate



2012

206,204  Phone Calls
105,544  Faxes

1996

5,378  Phone Calls
1,285  Faxes
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Delta Sky Magazine, “Legacy of Hope” by Brion O'Connor  
(who obtained picture courtesy of Hunter's Hope Foundation)

Times Union, Albany NY June 8, 2004

Population Screening for 
Krabbe Disease
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Many variants have been detected
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Krabbe Disease:  August 7, 2006



Population Screening for Krabbe Disease
An Age‐old Debate?

 “…undertaken at a time when many questions remained unanswered 
concerning the detection and treatment of the disease”1

 “An unexpected consequence of the screening programs was that many more 
infants were identified with elevated ... levels than would have been predicted 
on the basis of previous statistical data... A minor upheaval in the 
concepts...was caused by the discovery of relatively large numbers of these 
variants…These variant patients...are an enigma and the cause of great 
confusion.”2

 “It is suggested that more information on the validity of this test should be   
made available before …..state health departments embark on this mass 
testing program.”3

1 National Research Council, Committee for the Study of Inborn Errors of Metabolism (1975) Screening for Phenylketonuria.
Genetic Screening : Program, Principals and Research, p. 92. National Academy of Sciences 

2  Blaskovics ME and Nelson TL. Phenylketonuria and Its Variations A Review of Recent Developments.
Western Journal of Medicine, 1975, 115; p. 44.

3  Wright SW. Mass screening for phenylketonuria. The Journal of Pediatrics, 1962, Vol. 61, No. 4, 651-652.



2010: SCID  

4th state to add to 
SCID to the panel, 
with funding from 
the NICHD and the 
Jeffery Modell
Foundation

Quantification of T cell receptor rearrangement excision 
circles to estimate thymic function: an important new tool 
for endocrine-immune physiology. Geenen V et al. Journal 
of Endocrinology 2003 Mar; 176(3):305-311.



2014: Adrenoleukodystrophy



Yesterday and Today



Acknowledgements

Dr. Michele Caggana

Heather Page
Daniele‐Marisa Thomas

Dr. Kenneth Pass

Dr. Joseph Orsini

Anita Girard, RN


