
    
     

  

Advisory Committee of Heritable
 
Disorders and Genetic Diseases in
 

Newborns and Children
 

R. Rodney Howell, M.D.
 
Chair
 

ACHDGDNC
 
February 28, 2005
 



  
    

Current Environment, With
 
Emphasis on Newborn Genetic
 

Testing
 
•	 Changing technology 

– Multiplex testing platforms rapidly 
developing 

•	 Large numbers of individually rare 
diseases 
–	 Few providers with required expertise 

•	 New technology on the horizon 



  Current Environment, continued
 

•	 Legislation for Heritable Disorders Program
 
–	 Advisory Committee on Heritable Disorders and 

Genetic Diseases in Newborns and Children 
–	 Grant program: HRSA’s Regional Collaboratives 

•	 Recommendations from the ACMG-Newborn 
Screening Expert Group 
–	 Extensive report, developed under a contract from 

HRSA now complete after more than two years’ 
work by a large and diverse group of persons 



Legislation
 

•	 Title XXVI of the Children’s Health Care Act 
of 2000 (Title XI of PHS act) 
–	 Establishes the Heritable Disorders Program to 

improve the ability of States to provide newborn 
and child screening for heritable disorders. 

–	 Three Sections in legislation: 
•	 PHS Act: Section 1109 
•	 PHS Act: Section 1110 
•	 PHS Act: Section 1111- Advisory Committee 

on Heritable Disorders 



Legislation
 

Section 1109 provides funds for grants to 
establish or expand or improve: 
• Systems or Programs: 

•	 To provide screening, counseling or health care
services to newborns and children having or at risk for
heritable disorders 

Section 1110 authorizes the Secretary to award 
grants to: 

• Provide for demonstration programs 
•	 To evaluate the effectiveness of screening, counseling

or health care services in reducing the morbidity and
mortality caused by heritable disorders in newborns
and children. 



Advisory  Committee  on  
Heritable  Disorders  and  

Genetic  Diseases  in  Newborns  
and  Children 

PHS  Act:  Section  1111 



PURPOSE OF THE COMMITTEE
 

•	 Provide the Secretary advice and recommendations 
concerning the grants and projects authorized under 
section 1109 and technical information to develop 
policies and priorities for this program that will 
enhance the ability of State and local health agencies to 
provide for newborn and child screening, counseling 
and health services for newborns and children having 
or at risk for heritable disorders. 



PURPOSE OF THE COMMITTEE
 

•	 Specifically, the committee shall advise and 
guide the Secretary regarding the most 
appropriate application of universal newborn 
screening tests, technologies, policies, guidelines 
and programs for effectively reducing 
morbidity and mortality in newborns and 
children having or at risk for heritable 
disorders. 



   
 

Advisory Committee on
 
Heritable Disorders
 

•	 Medical, technical, or scientific professionals with
special expertise in heritable disorders, or in
providing screening, counseling, testing or specialty
services for newborns and children at risk for 
heritable disorders; 

•	 Members of the public having special expertise about
or concern with heritable disorders; and 

•	 Representatives from such Federal agencies, public
health constituencies, and medical professional
societies as determined to be necessary by the
Secretary, to fulfill the duties of the Advisory
Committee 
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Newborn Screening for Genetic 

Disease
 

In March of 2003, the General Accounting Office 
reported to Congress on 

Newborn Screening: The characteristics of the 
State Programs 

Over 4,000,000 infants are screened annually in 
this country, making newborn screening by far 
the most common type of genetic testing done 
today 

Most states have similar programs for funding 
and administering their programs, funded 
largely through fees from health care providers 



Newborn Screening is a
 
State Public Health Program
 

•	 Routine newborn screening has been carried out in all 
50 states since the 1970s 

•	 Conditions such as phenylketonuria, with simple 
reliable screening tests and proven treatment efficacy 
has been the targets of testing 

• Congenital hypothyroidism and a handful of other 

diseases have been added on a state by state basis
 

•	 There is extraordinary variation from state to state and 
there has been little systematic evaluation of either the 
rational for screening and/or the outcomes of such 
screening 



New Technology Has Permitted The Rapid 

Expansion of Newborn Screening
 

•	 Historically, newborn screening for conditions 
such as phenylketonuria has required an 
individual, specific test for each disorder 

•	 The widespread use of tandem mass 
spectroscopy has permitted the identification of 
a large number of analytes important in the 
diagnosis of diseases in the newborn using a 
single technology 



States With Mandated MS/MS Testing In Place

States With MS/MS Pilots or Optional MS/MS Testing

Pointer to Location of MS/MS Testing Laboratory

Location of MS/MS Testing Laboratory

RI 

DC 

States With MS/MS Screening 

September 2004
 



States With Mandated MS/MS Testing In Place

States With MS/MS Pilots or Optional MS/MS Testing

Pointer to Location of MS/MS Testing Laboratory

Location of MS/MS Testing Laboratory

RI 

DC 

States With MS/MS Screening 

January 2005
 



10 

orders (32) 

26 
>30 

>30 

9 
>30 

>30 

>30 

>30 
>30 

26 

40 

14 

29 

9 

9 

>30 

21 

>30 

13 10 

>30 
>30 

27 

DC 

>30 

>30 
9 

>30 

19 

29 

>30 

More than 8 Dis

>30 

[More than 30 Disorders (14)] 
8 Disorders (2) 

U.S. Newborn Screening 7 Disorders (4) 

6 Disorders (4) Mandated Disorders – Jan 2005 
5 Disorders (2) (Note: Other disorders may be offered but are 

not mandated)4 Disorders (6) 

3 Disorders (1) 



U.S.  Newborn  Screening  – 2005 
Medium Chain Acyl-CoA Dehydrogenase Deficiency 

Mandated Screening (31) 

Not Screening (12.5) 
Optional or Pilot (5.5) 

Mandated – Not Screening (4) 

D.C. 
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Disorders Screened in United States 
January 2005 
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  Recent Screening Changes
 
• Alabama + BIO + 6 MS/MS Conditions 

• Connecticut + MS/MS beyond 3 

• Florida + CF + BIO + MS/MS Conditions 

• Georgia Began MCAD (previously mandated) 

• Louisiana Began pilot for 5 MS/MS Conditions 

• Michigan + 3 MS/MS
 

• Minnesota + BIO 

• New York + MS/MS beyond MCAD 

• North Carolina + BIO 

• South Carolina + CF + BIO + 20 MS/MS beyond 
amino acids 



Advisory Committee on Heritable
 
Disorders and Genetic Diseases in 


Newborns and Children
 
•	 The Committee has held three meetings which 

have focused on the current status of newborn 
screening and related systems 

•	 The next meeting is scheduled for April 21-22, 
2005 at the Ronald Reagan Building and 
International Trade Center, Pennsylvania 
Avenue in Washington, D. C. 

•	 Public attendance and comment are invited. 
Public Comment must be scheduled with 
Executive Secretary, shown on my final slide 



 Issues Identified
 

•	 Recommendations for uniform panel of 
conditions based on the panel prepared by 
experts and presented to Advisory Committee 

•	 Assessing capacity needs of states/newborn 
screening programs: Three subcommittees 
have been formed: 
–	 Education and Training 

• Parent Education/notification/informed decision-making 
• Workforce needs 

–	 Follow-up and Treatment 
–	 Laboratory Standards and Procedures 
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