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Preparations to “Go Live” Simultaneously

X-ALD

Pompe

MPS-1

(and SMA)



© 2020. The consulting and operations division of UMass Medical School. Confidential 3

Collegial Learning

Newborn Screening for 

Adrenoleukodystrophy, Pompe Disease and 

Mucopolysaccharidosis Type I:

A Hands-On Workshop

At the 

NYS Newborn Screening Program

July 19-21, 2017
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ACMG Guidelines for Sequence 

Variations
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ACMG Guidelines for Sequence Variations
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Classification criteria for pathogenic variants
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Classification criteria for benign variants
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ACMG Rules for Combining Criteria
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UMass Flow Chart for Classification
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Do You Have a Variant Database? It will help you to: 

• Track the information you collect

•Help you to determine interpretation

•Use as the foundation for your report
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Variant Example – c.547-39T>G
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gnoMAD
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gnoMAD
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gnoMAD
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Variant Example – c.60G>A
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Variant Example – c.60G>A
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Variant Example – c.60G>A
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Variant Example – c.60G>A
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Variant Example – c.2238G>C p.(Trp746Cys)
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Variant Example – c.2238G>C p.(Trp746Cys)
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Pompe Database

EGL (EmV) Database
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Variant Example – c.2238G>C p.(Trp746Cys)
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Variant Example – c.2238G>C p.(Trp746Cys)

gnoMAD
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Variant Example – c.2238G>C p.(Trp746Cys)

gnoMAD



© 2020. The consulting and operations division of UMass Medical School. Confidential 34

Variant Example – c.2238G>C p.(Trp746Cys)

gnoMAD
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Variant Example – c.2238G>C p.(Trp746Cys)

gnoMAD
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Variant Example – c.2238G>C p.(Trp746Cys)

gnoMAD
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UCSC Conservation Data

PolyPhen-2 Tool
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Variant Example – c.2238G>C p.(Trp746Cys)
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Variant Example – c.271G>A p.(Asp91Asn)
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Variant Example – c.271G>A p.(Asp91Asn)
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Variant Example – c.271G>A p.(Asp91Asn)
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Variant Example – c.271G>A p.(Asp91Asn)
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Variant Example – c.271G>A p.(Asp91Asn)
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UMass Variant World – A Flat View
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Variant Entry Form Part 1
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Variant Entry Form Part 2
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Specimen Variant Entry Form 
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Report to Healthcare Provider
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Report to Healthcare Provider
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Report to Healthcare Provider
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Report to Healthcare Provider
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Contact

Anne Comeau, PhD
New England Newborn Screening Program

anne.comeau@umassmed.edu 

774-455-4600

Commonwealth Medicine
University of Massachusetts Medical School

333 South Street, Shrewsbury MA 01545


