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1. CFDNAPT Program Entry Page
1.1 Navigation

To enter and save CFDNAPT data, navigate to the CFDNAPT program entry page. Access the page from
the ‘CFDNA Entry’ option on the Molecular PT landing page.

1. Click ‘PT Information’ from the upper toolbar.

a
ion ~ | My Support~ |  USERNAME -
Newborn Screening identifies conditions that can affect a child's long-term health or survival. CDC's Newborn Screening and Molecular Biology Branch manages the
Newbomn Screening Quality Assurance Program (NSQAP) to enhance and maintain the quality and aceuracy of newborn screening results. The program provides training,
«consultation, guidelines, and dried blood spot proficiency testing and quality control materials to state public health ies and other i ponsible for
newborn screening in the U.S. and many other countries
Announcements Calendar
Title Date 1
= . g ,.gsv:
Welcome to NSQAP Participation Portal 5/11/2026
P "!u o
View All Announcements
DNESBA\'
sul‘
Sén, ol o
Fm-ﬂ"' v

2. Click ‘Molecular PT’ from the PT Information page.

Proficency 'I%s‘ting

What would you like to do?

Disease Specific PT Biochemical PT Molecular PT
Tor erites, review, and st resubs for ALD, CAM.HB, o selsct ansiytes, s cutarl, enees, review and sulsmit | 10 enter, review and subenit results for CFONA, SMA.
HIV, 10 and TENO results for TMPT, ACPT, AAPT, BICTPT, DMOPT, and TREC

HORMPT, IFTPT and PSYPT

PT Assay and Reporting Instructions

ors can findl PT Ay and Reporting imstructiors here.

[ View More ]

3. Click ‘CFDNA’ to navigate to the entry page.
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4. You will be directed to the CFDNA entry page to enter method information and data.

CFDNA Entry

Name 4 Saved By

CFONA

SMA Entry,
Name Saved By
SMA

TREC Entry

Name $ Saved By

TREC

CFDNA Review/Submit

Name + Submitted By

isSubmitted
CFONA No

SMA Review/Submit
Name + Submitted By isSubmitted
SMA Ne

TREC Submit/Review
Name + Submitted By isSubmitted
TREC Yes
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1.2 Primary Method Information

Navigate to the page titled ‘Cystic Fibrosis DNA Variant Detection Proficiency Testing (CFDNAPT)’ to
enter method information including primary method, secondary/confirmatory method, and extraction
method. Navigation details can be found in section 1.1.

Home > Cystic Fibrosis DNA Variant Detection Proficiency Testing (CFDNAPT)

Cystic Fibrosis DNA Variant Detection Proficiency
Testing (CFDNAPT)

# Definition of commercial kit - A kit that has been designed by the manufacturer to sequence the CFTR gene
Method Information

Primary Method

Select a primary method *

[]

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a
commercial assay? *

No b

Was a gene sequencing method used? *

No o

Secondary/Confirmatory Method

Select a secondary/confirmatory method

Extraction Method

Select an extraction method *
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1. Click on the magnifying glass to see the primary methods list.

Cystic Fibrosis DNA Variant Detection Proficiency Testing
(CFDNAPT)

: Definition of commercial kit - A kit that has been designed by the manufacturer to sequence the CFTR gene

Method Information
Primary Method

Select a primary method *

2. Search for methods using the search box or page numbers.

Lookup records

Search

Name 4+

Abbott Molecular CF Genotyping Assay v3

Agena Bioscience iPLEX Pro CFTR Panel (72 mutations)

All other gene sequencing protocols including Sanger and Next Gen
Allele-specific Oligonucleotide PCR

Amplification and Polyacrylamide Gel Electrophoresis (PCR-PAGE)

Amplification and Restriction Fragment Length Polymorphism Analysis (PCR-RFLP)
Astra Biotech CFcheck DE-31

Capillary Electrophoresis

Select | Cancel || Remove value |
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3. Choose a primary method then click ‘Select’.

Lookup records

Name 4

Abbott Molecular CF Genotyping Assay v3

Agena Bioscience iPLEX Pra CFTR Panel {72 mutations)

All other gene sequencing protocols including Sanger and Next Gen
Allele-specific Oligonucleotide PCR

Amplification and Polyacrylamide Gel Electrophoresis (PCR-PAGE)

Amplification and Restriction Fragment Length Polymorphism Analysis (PCR-RFLP)
Astra Biotech CFcheck DE-31

Capillary Electrophoresis

Cancel Remove value

Home > Cystic Fibrosis DNA Variant Detection Proficiency Testing (CFDNAPT)

(CFDNAPT)

 Definition of commercial kit - A kit that has been designed by the manufacturer to sequence the CFTR gene

Method Information
Primary Method

Cystic Fibrosis DNA Variant Detection Proficiency Testing

Select a primary method *

Abbott Molecular CF Genotyping Assay v3
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4. If ‘Other’ is selected, a text box will appear. You are required to specify your primary method
details.

Lookup records

Select Cancel | Remove value

Cystic Fibrosis DNA Variant Detection Proficiency Testing
(CFDNAPT)

[+ Definition of commercial kit — A kit that has been designed by the manufacturer to sequence the CFTR gene
Method Information
Primary Method

Select a primary method *

Other x| Q

Other-you must specify *

5. Indicate whether your selected primary method is a custom commercial assay, laboratory
developed test, or a commercial assay with restrictions set by your lab by clicking the drop-down
arrow.

Cystic Fiorosis DNA Variant Detection Proficiency Testing
(CFDNAPT)

: Definition of commercial kit — A kit that has been designed by the manufacturer to sequence the CFTR gene
Method Information
Primary Method

Select a primary method *

Abbott Molecular CF Genotyping Assay v3

Sad thod

Is your sel

No

a custom c cial assay OR a lab developed test OR does your lab place restrictions on a commercial assay? * II
v
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6. If norestrictions or laboratory specific customizations were made, no additional information is
required.

Cystic Fibrosis DNA Variant Detection Proficiency Testing
(CFDNAPT)

E Definition of commercial kit — A kit that has been designed by the manufacturer to sequence the CFTR gene

Method Information
Primary Method

Select a primary method *

Abbott Molecular CF Genotyping Assay v3

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a commercial assay? *

No

Was a gene sequencing method used? *

No

7. If restrictions were placed or laboratory specific customizations were made, you are required to
specify the variants detected. See section 1.5 for additional information on a helpful tool for
correctly formatting this information.

NOTE: List the variants detected by your lab, separate each variant by a semicolon ";".
If the variants that your lab detect are on your program's website, you may instead reference your website.

Method Information
Primary Method

Select a primary method *

Abbott Molecular CF Genotyping Assay v3

Is your sel | method a custom cial assay OR a lab developed test OR does your lab place restrictions on a commercial assay? *

Yes

Specify variants detected: *

Z
List the variants detected by your lab-separate each variant by a semicolon “;". If the variants that your lab detect are on your program's website, you may instead

list your website.

Was a gene sequencing method used? *

No
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8. Indicate whether a gene sequencing method was used by clicking the drop-down arrow.

Select a primary method *

Abbott Molecular CF Genotyping Assay v3 IZI:

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a commercial assay? *

Yes

Specify variants detected: *

M1V | p.Met1Val / p.Met1? (c.1A>G);Q2X | p.GIn2* (c.4C>T);54X | p.Serd* (c.11C>A);S13F | p.Ser13Phe (c.38C>T);182delT | p.Phe17Serfs*8 (c.50delT);,L15P |
p.Leu15Pro (c.44T>C);185+1G->T | p.? (c.53+1G>T);W19X | p.Trp19* (c.57G>A),G27R | p.Gly27Arg (c.79G>A),G27X | p.Gly27* (c.79G>T);Q30X | p.GIn30*
(c.88C>T),Q39X | p.GIn39* (c.115C>T);A46D | p.Ala46Asp (c.137C>A),296+1G->A | p.2 (c.164+1G>A);296+1G->T | p.? (c.164+1G>T);296+2T->C | p.2
(c.164+2T>C);296+3insT | p.? (c.164+4dupT);297-3C->T | p.? (c.165-3C>T);297-1G->A | p.? (c.165-1G>A);ES6K | p.GluS6Lys (c.166G>A;W57G | p.Trp57Gly

List the variants detected by your lab-separate each variant by a semicolon ";". If the variants that your lab detect are on your program'’s website, you may instead

list your website.

Was a gene sequencing method used? *

No

Secondary/Confirmatory Method

9. If a gene sequencing method was not used, no additional information is required.

s your sel ected method a custom commercral assay OR a 1ab devel opea Test OR does your ab place Testrictions on a commercia assay,’ T

Yes e

Specify variants detected: *
M1V | p.Met1Val / p.Met1? (c.1A>G);Q2X | p.GIn2* (c.4C>T);S4X | p.Serd* (c.11C>A);S13F | p.Ser13Phe (c.38C>T);182delT | p.Phe17Serfs*8 (c.50delT);,L15P |
p.Leu15Pro (c.44T>C);185+1G->T | p.? (c.53+1G>T);W19X | p.Trp19* (c.57G>A);,G27R | p.Gly27Arg (c.79G>A),G27X | p.Gly27* (c.79G>T);Q30X | p.GIn30*
(c.88C>T),Q39X | p.GIN39* (.115C>T);A46D | p.Alad6Asp (c.137C>A)296+1G->A | p.? (c.164+1G>A)296+1G->T | p.? (c.164+1G>T);296+2T->C | p.2
(€164+2T>C);296+3insT | p.2 (c.164+4dupT);297-3C->T | p.2 (c.165-3C>T);297-1G->A | p.? (c.165-1G>A),E56K | p.GluS6lys (c.166G>A;WS57G | p.Trp57Gly

List the variants detected by your lab-separate each variant by a semicolon ";". If the variants thét your lab detect are on your program's Websiée, you may instead

list your website.

Was a gene sequencing method used? *

No

Secondary/Confirmatory Method

10. If a gene sequencing method was used, indicate whether a commercial kit was used.

Note: A commercial kit is defined as a kit that has been designed by the manufacturer to sequence the CFTR
gene.

[f=your selected method a custom commercial assay OR a 1ab developed test OR does your 1ab place restrictions on a commercial assay? ©

Yes

Specify variants detected: *

M1V | p.Met1Val / p.Met1? (c.1A>G),Q2X | p.GIN2* (c4C>T);S4X | p.Serd* (c.11C>A);S13F | p.Ser13Phe (c.38C>T);182delT | p.Phe17Serfs*8 (c.50delT),L15P |
p.LeuTSPro (44T>C);185+1G->T | p.? (€.53+1G>TLW19X | p.Trp19* (¢.57G>A)}G27R | p.Gly27Arg (c.79G>A);G27X | p.Gly27* (c.79G>T);Q30X | p.GIn30*
(€.88C>T);Q39X | p.GIN39* (c.115C>T);A46D | p.Alad6Asp (c.137C>A)296+1G->A | p.? (¢.164+1G>A);296+1G->T | p2 (c.164+1G>T);296+2T->C | p.?
(€.164+2T>C);296+3insT | p.2 (C.164+4dupT);297-3C->T | p.? (c.165-3C>T);297-1G->A | p.2 (¢.165-1G>A)ES6K | p.GIUS6LyS (C.166G>A)W57G | p.Trp57Gly

List the variants detected by your lab-separate each variant by a semicolon *;". If the variants that your lab detect are on your program's website, you may instead

list your website.

[Was a gene sequencing method used? *

Yes

[+ Was a commercial kit used? *
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11. If a commercial kit was used, no further information is required.

[Is your selected method a custom commercial assay OR a 1ab developed test OR does your 1ab place restrictions on a commercial assay? ©
Yes

v
ISpecify variants detected: *

M1V | p.Met1Val / p.Met1? (c.1A>G);,Q2X | p.GIn2* (c.4C>T);S4X | p.Serd* (c.11C>A);S13F | p.Ser13Phe (c.38C>T);182delT | p.Phe17Serfs*8 (c.50delT);,L15P |
p.Leu15Pro (c.44T>C);185+1G->T | p.? (¢.53+1G>T);W19X | p.Trp19* (c.57G>A);G27R | p.Gly27Arg (c.79G>A);,G27X | p.Gly27* (c.79G>T);Q30X | p.GIn30*
(c.88C>T);Q39X | p.GIn39* (c.115C>T);A46D | p.Alad6Asp (c.137C>A);296+1G->A | p.? (C.164+1G>A);296+1G->T | p.? (€.164+1G>T);296+2T->C | p.?
(c.164+2T>C);296+3insT | p.? (c.164+4dupT);297-3C->T | p.? (c.165-3C>T);297-1G->A | p.? (c.165-1G>A);E56K | p.Glu56Lys (c.166G>A);W57G | p.Trp57Gly

Z
List the variants detected by your lab-separate each variant by a semicolon “;". If the variants that your lab detect are on your program's website, you may instead
Jlist your website.

Was a gene sequencing method used? *

Yes

[* Was a commercial kit used? *

Yes

v

12. If a commercial kit was not used, additional gene sequencing regions information is required.

lSpecﬁy variants detected: *

M1V | p.Met1Val / p.Met1? (c.1A>G);Q2X | p.GIn2* (c.4C>T);S4X | p.Serd* (c.11C>A);S13F | p.Ser13Phe (c.38C>T);182delT | p.Phe17Serfs*8 (c.50delT);,L15P |
p.Leu15Pro (c.44T>C);185+1G->T | p.? (.53+1G>T);W19X | p.Trp19* (c.57G>A);,G27R | p.Gly27Arg (c.79G>A);G27X | p.Gly27* (c.79G>T);Q30X | p.GIn30*
(c.88C>T);Q39X | p.GIN39* (c.115C>T);Ad46D | p.Alad6Asp (c.137C>A);296+1G->A | p.? (c.164+1G>A);296+1G->T | p.? (¢.164+1G>T);296+2T->C | p.?
(c.164+2T>C);296+3insT | p.? (c.164+4dupT);297-3C->T | p.? (¢.165-3C>T);297-1G->A | p.? (¢.165-1G>A);E56K | p.Glu56Lys (c.166G>A);W57G | p.Trp57Gly

List the variants detected by your lab-separate each variant by a semicolon *;". If the variants that your lab detect are on your program’s website, you may instead
Jlist your website.

Was a gene sequencing method used? *

Yes

[* Was a commercial kit used? *

No

For non-commercial kits, provide regions of the gene that are sequenced *

[Specity variants detected: *

M1V | p.Met1Val / p.Met1? (c.1A>G);Q2X | p.GIn2* (c.4C>T);S4X | p.Serd* (c.11C>A);S13F | p.Ser13Phe (c.38C>T);182delT | p.Phe17Serfs*8 (c.50delT);L15P |
p.Leu15Pro (c.44T>C);185+1G->T | p.? (c.53+1G>T)W19X | p.Trp19* (c.57G>A),G27R | p.Gly27Arg (c.79G>A),G27X | p.Gly27* (c.79G>T);Q30X | p.GIn30*
(c.88C>T);Q39X | p.GIn39* (c.115C>T);A46D | p.Alad6Asp (c.137C>A);296+1G->A | p.? (c.164+1G>A);296+1G->T | p.? (c.164+1G>T);296+2T->C | p.?
(c.164+2T>C);296+3insT | p.? (C.164+4dupT);297-3C->T | p.? (c.165-3C>T);297-1G->A | p.? (c.165-1G>A);E56K | p.Glu56Lys (c.166G>A);W57G | p.Trp57Gly

R Z
List the variants detected by your lab-separate each variant by a semicolon ";". If the variants that your lab detect are on your program's website, you may instead
{list your website.

\Was a gene sequencing method used? *

Yes

¥ Was a commercial kit used? *

No

For non-commercial kits, provide regions of the gene that are sequenced *

exons 1to 27 and at least 20 bases into the 5" and 3’ ends of all introns, the CFTR poly T status and TG tract, intron 22

13. After entering primary method information, continue to the secondary/confirmatory method
section (if necessary - section 1.3) or the extraction method section (section 1.4).

July 2026 10



NSQAP Portal CFDNAPT Participant User Guide

1.3 Secondary/Confirmatory Method Information

Navigate to the page titled ‘Cystic Fibrosis DNA Variant Detection Proficiency Testing (CFDNAPT)’ to
enter method information including primary method, secondary/confirmatory method, and extraction
method.

Reporting of secondary/confirmatory method information is only required by participants if a
secondary/confirmatory method is utilized. If this method is not utilized, proceed to section 1.4 for
guidance on reporting extraction method information. If a secondary/confirmatory method is utilized,
continue to step 1 for reporting guidance.

1. Select a secondary/confirmatory method by clicking on the magnifying glass.

Was a gene sequencing 'method used? *

Yes “

# Was a commercial kit used? *

No v

For non-commercial kits, provide regions of the gene that are sequenced *

exons 1to 27 and at least 20 bases into the 5 and 3" ends of all introns, the CFTR poly T status and TG tract, intron 22

Secondary/Confirmatory Method

Select a secondary/confirmatory method

Extraction Method

Select an extraction method *

2. Choose a method then click ‘Select’.

Lookup records

Search

Name 4+

Abbott Molecular CF Genotyping Assay v3

Agena Bioscience iPLEX Pro CFTR Panel (72 mutations)

All other gene sequencing protocols indluding Sanger and Next Gen
¢ Oligonucieotide PCR
Amplification and Polyacrylamide Gel Electropharesis (PCR-PAGE)
Amplification and Restriction Fragment Length Polymorphism Analysis (PCR-RFLP)
Astra Biotech C

Capillary Electrophoresis

o : ’

Cancel || Remove value
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For non-commercial kits, provide regions of the gene that are sequenced *

exons 1 to 27 and at least 20 bases into the 5" and 3’ ends of all introns, the CFTR poly T status and TG tract, intron 22

Secondary/Confirmatory Method

Select a secondary/confirmatory method

Agena Bioscience iPLEX Pro CFTR Panel (72 mutations)

Select an algorithm for utilization of the secondary/confirmatory method *

3. Select an algorithm for utilization of the secondary/confirmatory method by clicking on the

magnifying glass.

For non-commercial kits, provide regions of the gene that are sequenced *

exons 1 to 27 and at least 20 bases into the 5" and 3" ends of all introns, the CFTR poly T status and TG tract, intron 22

Secondary/Confirmatory Method

Select a secondary/confirmatory method

Agena Bioscience iPLEX Pro CFTR Panel (72 mutations)

Select an algorithm for utilization of the secondary/confirmatory method *

4. Choose an algorithm then click ‘Select’.

Lookup records

Utilization of Secondary Confirmatory 4

Bath the primary and secondary methods are used to detect variants

Other
Secondary method run anly when primary method is positive and may find additional variants

Secondary method run only when primary method is positive and only for confirmation (NO new variants identified)

Cancel Remove value
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Secondary/Confirmatory Method
Select a secondary/confirmatory method
Agena Bioscience iPLEX Pro CFTR Panel (72 mutations) ‘ X ‘ Q
Select an algorithm for utilization of the secondary/confirmatory method *
Both the primary and secondary methods are used to detect variants x| Q

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a commercial assay? *

5. Click the drop-down arrow to indicate whether your selected secondary/confirmatory method is a
custom commercial assay, laboratory developed test, or a commercial assay with restrictions set by

your lab.

Secondary/Confirmatory Method

Select a secondary/confirmatory method

Agena Bioscience iPLEX Pro CFTR Panel (72 mutations) EE

Select an algorithm for utilization of the secondary/confirmatory method *

Both the primary and secondary methods are used to detect variants EE

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a commercial assay? *

6. If no restrictions or laboratory specific customizations were made, no additional information is
required.

Secondary/Confirmatory Method

Select a secondary/confirmatory method

Agena Bioscience iPLEX Pro CFTR Panel (72 mutations) EE

Select an algorithm for utilization of the secondary/confirmatory method *

Both the primary and secondary methods are used to detect variants EE

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a commercial assay? *

No

Was a gene sequencing method used? *

July 2026
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7. If restrictions were placed or laboratory specific customizations were made, you are required to
specify the variants detected. See section 1.5 for additional information on a helpful tool for
correctly formatting this information.

NOTE: List the variants detected by your lab, separate each variant by a semicolon ";".
If the variants that your lab detect are on your program's website, you may instead reference your website.

Secondary/Confirmatory Method

Select a secondary/confirmatory method

Agena Bioscience iPLEX Pro CFTR Panel (72 mutations) IZE

Select an algorithm for utilization of the secondary/confirmatory method *

Both the primary and secondary methods are used to detect variants IZE

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a commercial assay? *

Yes e

Specify Variants Detected *

A
List the variants detected by your lab-separate each variant by a semicolon ";". If the variants that your lab detect are on your program's website, you may instead
list your website.

8. Indicate whether a gene sequencing method was used by clicking the drop-down arrow.

s your selected method a custom commercial assay OR alab developed test OR does your lab place restrictions on a commercial assay? *

Yes v

Specify Variants Detected *
(C.T/4_177QeITAGA);3UBINSA | P.AFGSYLYSTS™ 1U (C.175QUPA);EBUK | P.GIUBULYS (C.178G>A)EBUX | P.GIUGU" (C.1/8G>1);Po/L | P.Prob/LeU (C.2UULS T)K/5X | =
p.Arg75* (€.223C>T);365-366insT|p.Trp79Leufs*32(c.233dupT);G85E | p.Gly85Glu (c.254G>A);394delTT | p.Leu88llefs*22;(c.262_263delTT);L88X | p.Leuss8*™
(c263T>A)L88X | p.Leuss* (c.263T>G).GITR | p.Gly91Arg (c271G>A)405+1G->A | p.? (C273+1G>A)405+3A->C | p.? (c.273+3A>C)406-2A->G | p.? (c.274-
2A>G)406-1G->A | p.? (c.274-1G>A)EI2K | p.Glu92lys (c. 274G> A)E92X | p.Glu92* (c.274G>T)Q98X | p.GIn98* (c.292C>T);Q98R | p.GIn98Arg =
(c.293A>G);P99L | p.Pro99Leu (c.296C>T);,L102R | p.Leu102Arg (c.305T>G);442delA | p.Arg104Glufs*3 (c.310delA)

List the variants detected by your lab-separate each variant by a semicolon ";". If the variants that your lab detect are on your program's website, you may instead

list your website.

/|

Was a gene sequencing method used? *

Extraction Method

Select an extraction method *
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9. If a gene sequencing method was not used, no additional information is required.

Is your selected method a custom commercial assay OR a Iab developed test OR does your lab place restrictions on a commercial assay? *

Yes he

Specify Variants Detected *
(C.174_1 TUEITAGA);3UBINSA | P-AFgSILYSTS™ U (C. 1/ 5AUPAJEBUK | P.GIUBULYS (C.1/8G>AJEDUA | P.GIUBU™ (C.1/5G> [);FO/L | P.FIOb/LEU (C.2UUL> [J;KI5K | >
p.Arg75* (¢.223C>T);365-366insT|p.Trp79Leufs*32(c.233dupT);G85E | p.Gly85Glu (¢.254G>A);394delTT | p.LeuB8llefs*22;(c.262_263delTT);L88X | p.Leu88*
(.263T>A);L88X | p.Leud8* (c.263T>G),GIR | p.Gly91Arg (C271G>A)405+1G->A | p.? (C.273+1G>A);405+3A->C | p.? (273+3A>C);406-2A->G | p.? (.274-
2A>G):406-1G->A | p? (c.274-1G>A)E92K | p.Glu92lys (c.274G>A)E92X | p.Glud2* (c.274G>T),Q98X | p.GIn98* (c.292C>T);Q98R | p.GIn9IBArg =
(c.293A>G);P99L | p.Pro99Leu (c.296C>T);L102R | p.LeuT102Arg (c.305T>G);442delA | p.Arg104Glufs*3 (c.310delA) y
List the variants detected by your lab-separate each variant by a semicolon ";". If the variants that your lab detect are on your program's website, you may instead
list your website.

Was a gene sequencing methoed used? *

No ¥

Extraction Method

Select an extraction method *

10. If a gene sequencing method was used, indicate whether a commercial kit was used.

Note: A commercial kit is defined as a kit that has been designed by the manufacturer to sequence the CFTR
gene.

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a commercial assay? *

Yes »

|Specify Variants Detected *
(C.Tra_T7 TaelTAGA);3UBINSA | P.AFgSILYSTS™ TU (C.T75AUPAJEOUK | P.GIUBULYS (C.T/8G>AJEOUX | P.GIUGU™ (C.T78G> T);F6/L | P.FFOb/LeU (C.Z2UUCS T);K75X | N
p.Arg75* (c.223C>T);365-366insT|p.Trp79Leufs*32(c.233dupT);G85E | p.Gly85Glu (c.254G>A);394delTT | p.Leu88llefs*22;(c.262_263delTT);L88X | p.Leu88*
(c.263T>A);L88X | p.Leus8* (c.263T>G),GI1R | p.Gly91Arg (c.271G>A)405+1G->A | p.? (c273+1G>A)405+3A->C | p.? (c.273+3A>C);406-2A->G | p.? (c.274-
2A>G)406-1G->A | p? (c.274-1G>A);E92K | p.Glug2Lys (274G >A)EI2X | p.Glu92* (c.274G>T);Q98X | p.GIn9s* (c.292C>T);Q98R | p.GIn98Arg <
(c.293A>G);,P99L | p.Pro99Leu (c.296C>T),L102R | p.Leu102Arg (c.305T>G);442delA | p.Arg104Glufs*3 (c.310delA) y
List the variants detected by your lab-separate each variant by a semicolon ";". If the variants that your lab detect are on your program's website, you may instead
list your website.

Was a gene sequencing method used? *

Yes bs

¥ Was a commercial kit used? *
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11. If a commercial kit was used, no further information is required.

Is your selected method a custom commercial assay OR alab developed test OR does your lab place restrictions on a commercial assay? *

Yes

|Specify Variants Detected *

(C.T74_T/TAEITAGA);3UbINSA | p-Arg59ILYSTS 10 (C.1750UPA);EbUK | p.GIUBULYS (C.T/8G>A);EbUX | p.GIUBU™ (C.T/8G> 1);P6/L | pProb/Leu (C.2UUCS 1);R/5X |
P.Arg75* (c.223C>T);365-366insT|p.Trp79Leufs*32(c.233dupT);G85E | p.Gly85Glu (c.254G>A);394delTT | p.Leu88llefs*22;(c.262_263delTT);L88X | p.Leuds*
(c.263T>A);L88X | p.Leu88* (c.263T>G);,GITR | p.Glyd1Arg (c.271G>A)405+1G->A | p.? (c273+1G>A);405+3A->C | p.? (c.273+3A>C);406-2A->G | p.? (c.274-
2A>G)406-1G->A | p? (c.274-1G>A)E92K | p.Glu92lys (c.274G>A)EI2X | p.Glug2* (c274G>T);Q98X | p.GIN98* (.292C>T);Q98R | p.GIn98Arg
(c.293A>G);P99L | p.Pro99Leu (c.296C>T);L102R | p.LeuT102Arg (c.305T>G);442delA | p.Arg104Glufs*3 (c.310delA)

List the variants detected by your lab-separate each variant by a semicolon *;". If the variants that your lab detect are on your program's website, you may instead
Jlist your website.

Was a gene sequencing method used? *

Yes

v

Z

¥ Was a commerecial kit used? *

Yes

12. If a commercial kit was not used, gene sequencing regions information is required.

Is your selected method a custom commercial assay OR alab developed test OR does your lab place restrictions on a commercial assay? *

Yes

|Specify Variants Detected *

(C.T74_T7 [AeITAGA);3UBINSA | P.Arg5YILYsTS™ TU (C.T/5AUPA)EBUK | P.GIUBULYS (C.T/8G>A);EbUX | p.GIUBU™ (C.T/8G> 1);P6/L [ p.Prob/Leu (C.2UUC> 1);K/5X |
p.Arg75* (c.223C>T);365-366insT|p.Trp79Leufs*32(c.233dupT);G85E | p.Gly85Glu (c.254G>A);394delTT | p.LeuB8llefs*22;(c.262_263delTT);L88X | p.Leu8s*
(c.263T>A);L88X | p.Leud8* (c.263T>G);GI1R | p.Gly91Arg (c.271G>A);405+1G->A | p.? (c.273+1G>A);405+3A->C | p.? (c.273+3A>(C);406-2A->G | p.? (c.274-
2A>G)406-1G->A | p? (c274-1G>A)E92K | p.Glud2lys (c.274G>A)EI2X | p.GIu92* (c274G>T);Q98X | p.GIn98* (c.292C>T);Q98R | p.GIn98Arg
(€.293A>G);P99L | p.Pro99Leu (¢.296C>T);L102R | p.LeuT102Arg (c.305T>G);442delA | p.Arg104Glufs*3 (c.310delA)

List the variants detected by your lab-separate each variant by a semicolon ";". If the variants that your lab detect are on your program's website, you may instead
Jlist your website.

Was a gene sequencing method used? *

Yes

A

 Was a commercial kit used? *

No

For non-commercial kits, provide regions of the gene that are sequenced *

Specify Variants Detected *

(C.174_177delTAGA);3UbINSA | p-Arg59LYsTs™TU (C.1/50UPA)EBUK | p-GIUbULYS (C.T78G>A)EBUX | p.GIUU™ (C.T/8G> 1);P6/L | P.PTOb/LEU (C.ZUUCS T);R75X |
p-Arg75* (c.223C>T);365-366insT|p.Trp79Leufs*32(c.233dupT);G85E | p.Gly85Glu (c.254G>A);394delTT | p.Leu88llefs*22;(c.262_263delTT),L88X | p.Leus8*
(c.263T>A);L88X | p.LeudB* (c263T>G),GI1R | p.Glyd1Arg (c271G>A)405+1G->A | p.? (c273+1G>A)405+3A->C | p.? (c273+3A>C)406-2A->G | p.? (c.274-
2A>G):406-1G->A | p.? (c.274-1G>AFES2K | p.Glud2lys (c.274G>A)ES2X | p.Glud2* (c274G>T),Q98X | p.GIngs* (c292C>T);:Q98R | p.GIn98Arg
(c.293A>G);P99L | p.Pro99Leu (c.296C>T);,L102R | p.Leu102Arg (c.305T>G);442delA | p.Arg104Glufs*3 (c.310delA)

List the variants detected by your lab-separate each variant by a semicolon *;". If the variants that your lab detect are on your program's website, you may instead
list your website.

Was a gene sequencing method used? *
Yes

# Was a commerecial kit used? *

No

v

For non-commercial kits, provide regions of the gene that are sequenced *

exons 1to 27 and at least 20 bases into the 5" and 3’ ends of all introns, the CFTR poly T status and TG tract, intron 22

Extraction Method

Select an extraction method *
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1.4 Extraction Method Information

Navigate to the page titled ‘Cystic Fibrosis DNA Variant Detection Proficiency Testing (CFDNAPT)’ to
enter method information including primary method, secondary/confirmatory method, and extraction
method.

1. To select an extraction method, click on the magnifying glass and select a method from the search
box.

Extraction Method

Select an extraction method *

B

2. Choose a method then click ‘Select’.

Lookup records

Search

Name +

In-house alkaline lysis prep

In-house boiling prep

In-house Chelex method

In-house lysis boil prep

Other

Perkin Eimer/Chemagen Chemagic kit

Qiagen Generation DNA Purification & DNA Elution Solutions (also sold as 5 Prime Easy PCR Solutions 1 & 2}

Qiagen magnetic bead kit (EZ1 or BioSprint 96)

o

Select {Cance\ | Remove value

3. Continue to section 1.6 for guidance on reporting pathogenic variant data.

For non-commercial kits, provide regions of the gene that are sequenced *

exons 1 to 27 and at least 20 bases into the 5’ and 3’ ends of all introns, the CFTR poly T status and TG tract, intron 22

Extraction Method

Select an extraction method *

In-house alkaline lysis prep

Pathogenic Variant Data

If the variant you wish to enter is not found within the searchable listing, select “other” and then enter the variant in the field that will appear when “other” is selected.
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1.5 Specifying Variants Detected

If restrictions were placed or laboratory specific customizations were made on variants that are
detectable using a primary or secondary/confirmatory method, the detected variants must be specified
for each method.

The variants detected by your lab should be listed in the indicated text boxes. Format each variant by
separating each with a semicolon ";". Alternatively, if the variants that your lab detect are on your
program's website, reference your website.

Home > Cystic Fibrosis DNA Variant Detection Proficiency Testing (CFDNAPT)

Cystic Fibrosis DNA Variant Detection Proficiency
Testing (CFDNAPT)

+ Definition of commercial kit - A kit that has been designed by the manufacturer to sequence the CFTR gene

Method Information
Primary Method

Select a primary method *

[a]

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a
commercial assay? *

Yes

Specify variants detected: *

List the variants detected by your lab-separate each variant by a semicolon ;. If the variants that your lab detect are on your
program's website, you may instead list your website.

Was a gene sequencing method used? *

No =

Secondary/Confirmatory Method

Select a secondary/confirmatory method

Agena Bioscience iPLEX Pro CFTR Panel (72 mutations) x Q

Select an algorithm for utilization of the secondary/confirmatory method *

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a
commercial assay? *

Yes

Specify Variants Detected *

List the variants detected by your lab-separate each variant by a semicolon ";". If the variants that your lab detect are on your
rogram's website_you may instead list your web&.
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To assist with formatting the variant list, the delim.co website can be used as a tool to generate the
formatted list. The tool is available at delim.co.

Delim.co - Free Comma Delimiter Converter About Creators

Free Comma Separating Tool

Do you often need to take a spreadsheet of data and convert to a comma-delimited list?

Be it for taking a list of zip codes or names to make an SQL query, or to take data from a CSV
and be able to paste into an array. At delim.co we make that just a little easier.

Enter your non-delimited data on the left, hit the button, and boom, separated data on the
right. Special configs are below if the defaults aren't what you need!

Column Data Here... Delimited Data Here...

@00

£ Converter Settings

About Delim.co

delimiter : de'lim-it-er
A delimiter is a sequence of one or more characters used to specify the boundary between separate, independent regions in plain text or other
data streams. An example of a delimiter is the comma character, which acts as a field delimiter in a sequence of comma-separated values.

1. Paste the unformatted variant list in the box labeled ‘Column Data Here'.

About

Enter your non-delimited data on the left, hit the button, and boom, separated data on the
right. Special configs are below if the defaults aren’t what you need!

Column Data Here... Delimited Data Here...

R75X | p.Arg75% (c.223C>T) 5
365-366ins1|p. Trp/9leufs*32(c.233dupT)
G85E | p.GlyB5Glu (c.2546>A)
394delTT | p.Leus8Tlefs*22
(c.262_263delTT) .
L8BX | p.Leu88* (c.263T>A)
L88X | p.Leu88* (c.263T>G)
GOIR | p.Glydlarg (c.27163A)
1| 205+1G->A | p.? (C.27241G3A)
405+3A->C | p.? (c.273438>C)
1| 406-2A-5G | p.? (c.274-2A5G)
11| 406-16->A | p.? (c.274-163A)
42 | E92K | p.GludZlys (c.274G3A)
3| E92X | p.Gludz® (c.2746>T)
14| Q98X | p.GIn9g® (c.292C5T)
5 QUBR | p.Gln9BArg (c.293A5G)
POSL | p.Progoleu (c.29605T)
L182R | p.leul@2Arg (c.385T>G)
4a2delA | p.ArglBaGluFs=3 (c.310delA) -

f#Fonverter Settings

0800
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2. Select the semicolon option for the drop-down menu.

Delim.co - Free comma pelimiter

Enter your non-delimited data on the left, hit the button, and boom, separated data on the
right. Special configs are below if the defaults aren't what you need!

Column Data Here... Delimited Data Here...

R75X | p.Arg7s* (c.2230>T) =
365-366insT|p. Trp79Lleufs32(c.233dupT)

685E | p.Gly8SGlu (c.254G>A)

394delTT | p.Leu88Ilefs*22

(c.262_263delTT)

188X | p.leu8* (c.263T>A)

188X | p.Leud8* (c.263T3G) 2
GIIR | p.Gly91Arg (c.271G>A) -
405416->A | p.? (c.273+16>A)

485438->C | p.? (c.27343A>C)
10 486-28->G | p.? (c.274-283G) |
406-16->A | p.? (c.274-1G>A)
E92K | p.Glud2lys (c.274G>A)

E92X | p.Glu92* (c.274G>T) Spaces ,-‘
Qoex |
Q28R | p.Gln98Arg (c.293A>G)

| p.Pro99Leu (c.296C>T) e

L102R | p.leuld2Arg (c.305T>6)

1
1
1
1
p.G1n98* (c.2920>T) iE
1
1
£ 1
17 442delA | p.Arg104Glufs*3 (c.31edela) v 1

1
15 P99L
4

£ Converter Settings

0eoo

3. Select the blue right pointing arrow.

Delim.co - Free Comma Delimiter Converter  About  Creators

Enter your non-delimited data on the left, hit the button, and boom, separated data on the
right. Special configs are below if the defaults aren't what you need!

Column Data Here... Delimited Data Here...

R75X | p.Arg75* (c.2230>T) A 1
365-3661nsT|p. Trp79Leufs*32(c.233dupT)
G85E | p.Gly85Glu (c.254G>A) 3
394delTT | p.Leus8Ilefs*22 N
(c.262_263delTT) '
L88X | p.Leu88* (c.263T>A)
188X | p.Leu88* (c.263T>G)
GIIR | p.Gly9lArg (c.2716>A)
405+1G->A | p.? (c.273+1G>A)
405+3A->C | p.? (c.273+3A>C)
406-2A->G | p.? (c.274-2A>G)
406-1G->A | p.? (c.274-16>A)
E92K | p.Glu92Lys (c.274G>A)
E92X | p.Glu92* (c.2746>T)
Q98X | p.Gln9g* (c.2920>T)
Q98R | p.GIn98Arg (c.293A>G)
P99L | p.ProgdLeu (c.296C>T)
L102R | p.Leul02Arg (c.305T>G)
48 | 442delA | p.Arglo4Glufs*3 (c.310delA) - =

£ Converter Settings

PO

4. Copy formatted data and paste into the NSQAP CFDNAPT Portal page.

Be it for taking a list of zip codes or names to make an 5QL query, or to take data from a C5V
and be able to paste into an array. At delim.co we make that just a little easier.

Enter your non-delimited data on the left, hit the button, and boom, separated data on the
right. Special configs are below if the defaults aren't what you need!

Column Data Here... Delimited Data Here...

R75X | p.Arg7s? (c.2230T) & 1 MWV | p.MetlVal / p.Metl? (c.14>G);Q2X | p.GIn2* (c.4C>T);54X | p.Serd
365-3661nsT|p. Trp79Lleufs*32(c.233dupT)
GE5E | p.GlyssGlu (<.254G>A)

394delTT | p.Leugsllefs®22
(c.262_263delTT)

LesX | p.Leusg* (c.263T»A)

188X | p.Leusg* (c.263T>G)

GIIR | p.GlydlArg (c.271G>A)
405:1G-3A | p.? (c.273+1G>A)

9 | 40543A-5C | p.2 (€.2734385C)
10 | 406-24-5G | p.? (c.274-2A56)
11| 406-1G-3A | p.? (c.274-1G>A)

17 | E92K | p.GluS2lys (c.274G>A)

13 | FO2X | p.Glugn® (c.3746>T)

4| Q9RX | p.Glnga* (c.292C>T)

Q98R | p.GIngBArg (c.293A56)

16 | P99L | p.Progoleu (c.2960>T)

L1828 | p.leulo2arg (c.305156G) .
aazdeln | p.argloaGlufs*3 (c.316dala) - el BN

0800

¥ Converter Settings
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1.6 Specimen Results - Pathogenic Variant Data Entry

Navigate to the page titled ‘Cystic Fibrosis DNA Variant Detection Proficiency Testing (CFDNAPT)’ to
enter CFDNAPT pathogenic variant results including allele 1, allele 2, and clinical assessment for each

specimen. Navigation details can be found in section 1.1.

Specimen Number

20211011001

Allele 1 *

Specimen Number

20211011002

Allele 1 *

Specimen Number

20211011003

Allele 1 *

Specimen Number

20211011004

Allele 1 *

Specimen Number

20211011005

Allele 1 *

Laboratories.

Save

[a]

2]

Pathogenic Variant Data

If the variant you wish to enter is not found within the searchable listing, select “other" and then enter the variant in the field that will appear when “other" is selected.

Allele 2 *

Allele 2 *

Allele 2 *

Allele 2 *

Allele 2 *

[a]

2]

Home > Cystic Fibrosis DNA Variant Detection Proficiency Testing (CFDNAPT)

Clinical Assessment *

Clinical Assessment *

Clinical Assessment *

Clinical Assessment *

Clinical Assessment *

Comments

Comments

Comments

Comments

Comments

Participating laboratories must generate and submit their own results and must not share NSQAP PT test results or specimens with any other laboratory under ANY circumstance, even if the
laboratory normally sends specimens to referral laboratories for routine or confirmatory testing. If participants are found to have falsified or shared results or specimens, the NSQAP committee will
convene to discuss response actions for the participant which may include termination from the program.

Cystic Fibrosis DNA Variant Detection Proficiency Testing
(CFDNAPT)

Use of trade names is for identification only and does not imply endorsement by the Public Health Service, the U.S. Department of Health and Human Services, or the Association of Public Health
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Click the magnifying glass to select a variant value for ‘Allele 1’ and ‘Allele 2’ for each specimen.

Specimen Number

Pathogenic Variant Data

|If the variant you wish to enter is not found within the searchable listing, select “other” and then enter the variant in the field that will appear when "other” is selected.

20211011001
Allele 1* Allele 2 * Clinical Assessment * Comments
Search for variants using the search box. Click ‘Select’.
Lookup records x

+  Display Name

«  No variants detected
G330X (p.Gly330%)
1119delA (p.Gly330GlufsX39)
1320V (p.Leu320Val)
1078delT (p.Phe316LeufsX12)
G314E (p.Gly314Glu)
F311L (p.Phe311Leu)

F311del (p.Phe312del)

Variant cDNA name ¥
No variants detected
c988G>T

c.987delA

€958T>G

€.948delT

c941G>A

€933C>G

€933 935delCTT

4 5 6 7 8

Variant protein name
No variants detected
p.Gly330X
p.Gly3306lufsX39
p.Leu320Val
pPhe316LeufsX12
pGly314Glu
pPhe31ileu
p.Phe312del

43 >

Search E

Variant legacy name
No variants detected
G330X

1119delA

L320v

1078delT

G314E

F311L

F311del 0

B

Pathogenic Variant Data

Specimen Number

i the variant you wish to enter is not found within the searchable listing, select “other” and then enter the variant in the field that will appear when “other” is selected.

20211011001
Allele 1 * Allele 2 * Clinical Assessment * Comments
Specimen Number
20211011002
illcle Allcle2 Slinical Assessment. Soments,

Lookup records

3. Variants can be quickly located by typing the variant name in the provided search box.

v Display Name
1898+5G>T (¢.1766+5G>T)
1898+3A>G (C.1766+3A>G)
1898+1G>T (¢.1766+1G>T)
1898+1G>C (c.1766+1G>C)

1898+1G>A (c.1766+1G>A)

Variant cDNA name ¥
€1766+45G>T
C176643A>G
<1766+1G>T
<1766+1G>C

€1766+1G>A

Variant protein name
None
None
None
None

None

Pl | Cancel || Remove value

Variant legacy name
1898+5G>T
1898+3A>G
1898+16>T
1898+1G>C

1898+1G>A
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4. Choose a clinical assessment code for each specimen by clicking the drop-down arrow.

Pathogenic Variant Data

Specimen Number

20211011001

Allele 1 * Allele 2 *

No variants detect

No variants detect

Specimen Number

20211011002

Allele 1 * Allele 2 *

[a]

Clinical Assessment *

If the variant you wish to enter is not found within the searchable listing, select “other” and then enter the variant in the field that will appear when “other” is selected.

Comments

x[a] |

L]

Screen Negative-Normal

Screen Positive-1 or 2 variants

Assay Failure

Clinical Assessment *

[a]

Comments

5. If ‘Assay Failure’ is chosen as the clinical assessment, choose it for both Allele 1 and Allele 2.

Lookup records

«  Display Name

v Assay Failure

Variant cDNA name ¥

Assay Failure

Variant protein name

Assay Failure

assay E

Variant legacy name

Assay Failure

Select Cancel Remove value

Pathogenic Variant Data

If the variant you wish to enter is not found within the searchable listing, select “other” and then enter the variant in the field that will appear when “other” is selected.

Specimen Number

Allele 1* Allele 2 *

<[

Assay Failure Assay Failure

Clinical Assessment *

[

Assay Failure

Comments

6. If necessary, enter any comments into the appropriate comment box.

Pathogenic Variant Data

Specimen Number

20211011001

Allele 1* Allele2 *

Assay Failure Assay Failure

Specimen Number

20211011002

Allele 1* Allele 2 *

[a]

If the variant you wish to enter is not found within the searchable listing, select “other” and then enter the variant in the field that will appear when “other” is selected.

Clinical Assessment *

Assay Failure

Clinical Assessment *

[a]

Comments

Comments
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1.7 Save

1. Save all information and data by clicking the ‘Save’ button located at the bottom of the page.

NOTE: All information and results must be saved at the same time. Data cannot be partially
saved.

Specimen Number

20211011004
Allele 1 * Allele 2 * Clinical Assessment * Comments
CFTRdup6b-10 (c.( 4259del5 (p.Leu13 Screen Positive-1 or 2 variai v
Specimen Number
20211011005
Allele 1 * Allele 2 * Clinical Assessment * Comments

R31L (p.Arg31Leu) Q30X (p.GIn30X) Screen Negative-Normal 4

[Participating laboratories must generate and submit their own results and must not share NSQAP PT test results or specimens with any other laboratory under ANY circumstance, even if the

laboratory normally sends specimens to referral laboratories for routine or confirmatory testing. If participants are found to have falsified or shared results or specimens, the NSQAP committee wil
onvene to discuss response actions for the participant which may include termination from the program.

Use of trade names is for identification only and does not imply endorsement by the Public Health Service, the U.S. Department of Health and Human Services, or the Association of Public Health
lLaboratories.

2. If you attempt to save the form without entering all required fields you will receive an error

message. Complete the missing fields and click ‘Save’ again.

Tome > Cystic FIBrasis DNA Variant Detection Proficiency 1estng (CFDNAPT)

Cystic Fibrosis DNA Variant Detection Proficiency Testing
(CFDNAPT)

Definition of commercial kit - A kit that has been designed by the manufacturer to sequence the CETR gene

@ The form could not be submitted for the following reasons:

Select an extraction method is a required field
Allele 1is a required field.
Allele 2 is a required field.

Method Information
Primary Method

Select a primary method *

Abbott Molecular CF Genotyping Assay v3

[*]a]

3. After you have successfully saved your results, you will be redirected to the ‘CFDNA Review/Submit
Page’. See section 2 for more guidance on this page.
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2. CFDNAPT Review & Submit Page

2.1 Navigation

To review and submit CFDNAPT data, navigate to the CFDNAPT program review and submit page.
Access the page from the ‘CFDNA Review/Submit’ option on the Molecular PT landing page.

1. Click ‘PT Information’ from the upper toolbar.

ion ~ | My Support ~ | USERNAME -

Newborn Screening identifies conditions that can affect a child's long-term health or survival. CDC's Newborn Screening and Molecular Biology Branch manages the
Newbom Screening Quality Assurance Program (NSQAP) to enhance and maintain the quality and accuracy of newbon screening results. The program provides training,

consultation, guidelines, and dried blood spot proficiency testing and quality control materials to state public health ies and other ies responsible for
newborn screening in the U.S. and many other countries

Announcements Calendar

Title Date +

g uuzst
Welcome to NSQAP Participation Portal 5/11/2026 , ~(
on

l’try”v 4
View All Announcements it
nzsnn’
I 1 sw 9 V

2. Click ‘Molecular PT’ from the PT Information page.

“‘"t-.? o

F'”ﬂ v

Proficency 'I%sting

rformance on s P

What would you like to do?

Biochemical PT Molecular PT

To select arsiytes, con cutalf eneer, review and subimit | o enter, review and subemit results for CFONA, SMA,
HIV, 10 and TENO results for TMPT, ACPT, AAPT, BIOTPT, DMOPT, and TREC
HORMPT, IRTPT arct PSYPT.

PT Assay and Reporting Instructions

ows can findl PT Ay and Reporting imstructiors here.

[ View More ]
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3. Click ‘CFDNA’ to navigate to the Review/Submit page.

CFDNA Entry CFDNA Review/Submit
Name 4 Saved By Name + Submitted By issubmitted
CroNA CFDNA No
SMA Entry SMA Review/Submit
Name saved By Name 4 Submitted By issubmitted
N sMa Ne
IREC Entry IREC Submit/Review
Name 4 Saved By Name + Submitted By issubmitted
TREC TREC

Yes

2.2 Review

Navigate to the ‘CFDNA Review/Submit Page’ to review CFDNAPT program method information and
specimen results in a read-only format. Navigation details can be found in section 2.1.
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Home > CFDNAPT-Review/Submit

CFDNAPT-Review/Submit

Method Information
Primary Method

Select a primary method *

Abbott Molecular CF Genotyping Assay v3

Other-you must specify

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a
commercial assay? *

Yes

Specify variants detected: *

M1V | p.Met1val / p.Met1? (c.1A>G),Q2X | p.GIn2* (c4C>T)S4X | p.Serd* (c.11C>ALS13F | pSer13Phe (c38C>T)182delT|
p.Phe7Serfs*8 (.50delT),L15P | pLeul5Pro (c44T>C)185+1G->T | p.? (53 +1G>T)W19X | p.Trp19* (c 57G>A)G27R | p.Gly27Arg
(C79G>A)G27X | pGly27+ (¢.79G>THQ30X | p.GIN30* (CBBC>TRQ3IX | p.GIN3T* (c.115C>T)A460 | p.AladAsp (c.137C>A)296+1G-
>A|p? (£164+1G>A)k296+1G->T | p.? (¢.164+1G>T)296+2T->C | p.? (c.164+27>C);296+3insT | p.7 (c.164+4dupT)i297-3C->T | p? _
Was a gene sequencing method used? *

Yes

Was a commercial kit used? *

Mo

For non-commercial kits, provide regions of the gene that are sequenced *

exons 1 to 27 and at least 20 bases into the 5" and 3’ ends of all intrens, the CFTR poly T status and TG tract, intron 22

Secondary/Confirmatory Method

Select a secondary/confirmatory methad

Agena Bioscience iPLEX Pro CFTR Panel (72 mutations)

Other-you must specify

Select an i for utilization of the secondary, i y method *

Both the primary and secondary methads are used to detect variants

Other.you must describe

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a
commercial assay? *

Yes

Specify Variants Detected

M1V | pMet1Val / p.Met1? (c.1A>G);Q2X | p.GIn2* (cAC>T);S4X | p.Serd* (c.11C>A};S13F | pSer13Phe (c38C>T);182delT |
p.Phe175erfs*8 (c.50delTL15P | pLeul5Pro (c.44T>C)185+1G->T | p.2 (c.53+1G>TEW19X | p.Trp19* (c57G>A)G27R | p.Gly27Arg
(c79G>A}G27X | p.Gly27* (c.79G>T;Q30X | p.GIn30* (c.BBC>TR:Q39X | p.GIn39* (c.115C> THAED | p.Alad6Asp (c.137C>A),296+1G-
SA| p7 (C164+1G>A}296+1G->T | p.? (¢.164+1G>T)206+2T-C | p.? (c.164+2T>C);206+3insT | p.7 (c.164+4dupT)297-3C->T | p? _
Was a gene sequencing method used? *

Yes

Was a commercial kit used? *

No

For non-commercial kits, provide regions of the gene that are sequenced *

exons 1to 27 and at least 20 bases into the 5" and 3' ends of all introns, the CFTR poly T status and TG tract, intron 22

Extraction Method
Select an extraction method *

In-house alkaline lysis prep

Other-:ou must sEecify
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Pathogenic Variant Data

Specimen Number

20211011001

Allele 1 *

Q1412X (p.GIn1412X)

Allele 2 *

C276X (p.Cys276X)

Clinical Assessment *

Screen Negative-Normal

Specimen Number

20211011002

Allele 1*

849delG (p.Leu240X)

Allele 2 *

D1152H (p.Asp1152His)

Clinical Assessment *

Screen Negative-Normal

Specimen Number

20211011003

Allele 1 *

4374+1G>T (c.4242+1G>T)

Allele 2 *

L1254X (p.Leu1254X)

Clinical Assessment *

Screen Positive-1 or 2 variants

Specimen Number

20211011004

Allele 1 *

CFTRdup6b-10 (c.(743+1_744-1)_(1584+1_1585-1)dup)

Allele 2 *

4259del5 (p.Leu1376SerfsX8)

Clinical Assessment *

Screen Positive-1 or 2 variants

Specimen Number

20211011005

Allele 1*

R31L (p.Arg31Leu)

Allele 2 *

Q30X (p.GIn30X)

Clinical Assessment *

Screen Negative-Normal

After you click submit your submission will be locked and cannot be changed. Navigate to the
CFDNA Entry Page to Make Edits

Other Variant Detected

Other Variant Detected

Comments

Other Variant Detected

Other Variant Detected

Comments

Other Variant Detected

Other Variant Detected

Comments

Other Variant Detected

Other Variant Detected

Comments

Other Variant Detected

Other Variant Detected

Comments
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1. If edits are necessary, navigate back to the CFDNA entry page and make or click the link located at
the bottom of the review and submit page labeled ‘Navigate to the CFDNAPT Entry Page to Make
Edits’.

Specimen Number

20211011005

Allele 1 * Other Variant Detected

R31L (p.Arg31Leu) —

Allele 2 * Other Variant Detected

Q30X (p.GIn30X) —

Clinical Assessment * Comments

Screen Negative-Normal -

After you click submit your submission will be locked and cannot be changed.|Navigate to the CFDNA Entry Page
to Make Edits

2. If no further edits are needed, results can be submitted by clicking the ‘Submit’ button. See section
2.3 for additional details.

Allele 1+ Other Variant Detected

R31L (p.Arg31Leu) =

Allele 2 * Other Variant Detected

Q30X (p.GIn30X) —

Clinical Assessment * Comments

Screen Negative-Normal —

After you click submit your submission will be locked and cannot be changed. Navigate to the CFDNA Entry Page
to Make Edits
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2.3 Submit

1. Navigate to the ‘CFDNA Review/Submit Page’ to submit CFDNAPT method information and data.

Home > CFDNAPT-Review/Submit

CFDNAPT-Review/Submit

Method Information
Primary Method

Select a primary method *

Abbott Molecular CF Genotyping Assay v3

Other-you must specify

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a
commercial assay? *

Yes

Specify variants detected: *

M1V | p.Met1Val / p.Met1? (c.1A>G);,Q2X | p.GIn2* (c.4C>T);S4X | p.Serd* (c.11C>A)S13F | p.Ser13Phe (c.38C>T);182delT |
p.Phe17Serfs*8 (c.50delT);,L15P | p.Leu15Pro (c.44T>C);185+1G->T | p.? (€.53+1G>T),W19X | p.Trp19* (¢.57G>A),G27R | p.Gly27Arg
(c.79G>A)G27X | p.Gly27* (c.79G>T);Q30X | p.GIn30* (c.88C>T);,Q39X | p.GIn39* (c.115C>T);A46D | p.Alad6Asp (c.137C>A);296+1G-
>A | p? (c164+1G>A)296+1G->T | p.? (¢.164+1G>T);296+2T->C | p.? (c.164+2T>C);296+3insT | p.? (c.164+4dupT);297-3C->T | p.? _

Was a gene sequencing method used? *

tos

2. After reviewing the CFDNA review and submit page, click on the ‘Submit’ button located at the
bottom of the page.

Allele 1+ Other Variant Detected
R31L (p.Arg31Leu) =
Allele 2 * Other Variant Detected

Q30X (p.GIn30X) —

Clinical Assessment * Comments

Screen Negative-Normal —

After you click submit your submission will be locked and cannot be changed. Navigate to the CFDNA Entry Page
to Make Edits
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3. You will be prompted to confirm that you are ready to submit. Click ‘Ok’ to confirm and submit
your CFDNAPT results.

NOTE: You are only allowed to submit your results ONCE. You must review and confirm your
entered information is accurate BEFORE submitting.

Submit

| attest that Proficiency Testing samples were tested in the same manner as patient
specimens.

Note:- You are about to submit your data and your record will be locked. After
submission no further changes can be made.

4. After submitting you will be directed to a confirmation page.

Home > CFDNA Review/Submit Page

CFDNA Review/Submit Page

Your record has been submitted and are now locked!

5. Once your CFDNAPT results are submitted you will no longer be able to access the ‘CFDNA Entry’
page. You can view your submitted data in a read-only format by accessing the review and submit
page (see sections 2.1 and 2.2).
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2.4 Save Data - PDF Format

Submitted data can be saved in a PDF format by using the ‘Save a PDF’ function included in your web
browser.

Note: The location and appearance of this functionality will vary depending on the web browser being
used.

1. Navigate to the review and submit page as described in section 2.1.

CFDNA Entry CFDNA Review/Submit
Name 4 Saved By Name 4 Submitted By isSubmitted
CFDMA CFDMA No
SMA Entry SMA Review/Submit
Name Saved By Name 4 Submitted By isSubmitted
SMA SMA Mo
TREC Entry TREC Submit/Review
Mame 4+ Saved By Name + Submitted By isSubmitted
TREC TREC Yes

2. Locate the “Print’ function on your web browser.

Downloads
Home > CFDNAPT-Review/Submit
Apps

CFDNAPT-Review/Submit o v

Print Ctrl+P

Web capture Ctrl+Shift+S

Method Information s

Find on page Ctrl+F

Primary Method

Read aloud Ctrl+Shift+U
Select a primary method * More tools

Abbott Molecular CF Genotyping Assay v3 Settings

Other-you must specify Help and feedback

Close Microsoft Edge
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3. Select ‘Save as PDF’.

Print
Total: 8 pages
Printer

Save as PDF

Save as PDF

Snagit 2020
Ready

Send To OneNote 2013
Ready

OneNote (Desktop)
Ready

Microsoft XPS Document Writer

Cancel

Print
Total: 8 pages

Printer
Save as PDF

yout

Portrait

Landscape

Pages

Cancel

Home > CFDNAPT-Review/Submit

CFDNAPT-Review/Submit

Method Information
Primary Method

Select a primary method *

Abbott Molecular CF Genotyping Assay v3

Other-you must specify

Is your selected method a custom ial assay OR a lab d d test OR does your lab place restrictions on a commercial

assay? *
Yes

Specify variants detected: *

M1V | p.Met1Val / p.Met1? (c.1A>G);,Q2X | p.GIn2* (cAC>T);54X | p.Serd* (c.11C>A);S13F | p.Ser13Phe (c.38C>T);182delT | p.Phe17Serfs*8
(c.50delT);L15P | p.Leu15Pro (c.44T>C);185+1G->T| p.? (c.53+1G>T;W19X | p.Trp19* (c.57G>A),G27R | p.Gly27Arg (c.79G>A),G27X |

Home > CFDNAPT-Review/Submit

CFDNAPT-Review/Submit

Method Information
Primary Method

Select a primary method *

Abbott Molecular CF Genotyping Assay v3

Other-you must specify

Is your selected method a custom assay OR a lab test OR does your lab place restrictions on a commercial

assay? *
Yes

Specify variants detected: *

M1V | p.Met1Val / p.Met1? (c.1A>G);Q2X | p.GIn2* (c4C>T);54X | p.Ser4* (c.11C>A);S13F | p.Ser13Phe (c.38C>T);182delT | p.Phe17Serfs*8
(c.50delT);L15P | p.Leu15Pro (c.44T>C);185+1G->T| p.? (c.53+1G>T);W19X | p.Trp19* (c.57G>A),G27R | p.Gly27Arg (c.79G>A),G27X |

Abbott Molecular CF Genotyping Assay v3

Other-you must specify

Is your selected method a custom commercial assay OR a lab developed test OR does your lab place restrictions on a commercial
assay? *
Yes

Specify variants detected: *

M1V | p.Met1Val / p.Met1? (c.1A>G);Q2X | p.GIn2* (c4C>T);S4X | p.Serd* (c.11C>A);S13F | p.Ser13Phe (c.38C>T);182delT | p.Phe17Serfs*8
(c.50delT);,L15P | p.Leu15Pro (c44T>C);185+1G->T | p.? (¢.53+1G>T);W19X | p.Trp19* (c.57G>A),G27R | p.Gly27Arg (c.79G>A),G27X |
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6. Adjust the scale percentage to 60%.

Total: 4 pages

F settir
Paper size

Letter

Scale (%)

60

Pages per sheet

1

Margins

Default

Cancel

Home > CFONAPT-Review/Submit

CFDNAPT-Review/Submit

Method Information
Primary Method

Select a primary method *

‘Abbott Molecular CF Genotyping Assay v3

Other-you must specify

you
Yes

Specify variants detected:

M1V | pMetiVal / pMet1? (c.1A>G):Q2X | pGIn2* (c4C>T)S4X | pSerd* (c.11C>A)S13F | p.Ser13Phe (c38C>T),182delT | p.Phe17Serfs'8 (c.50deML1SP |
12 Tipio* 2 | pGH27" (€796>TIQ30X  pGin30

1p2(c164 |

(c8aC:  (E115C p2
(€164+27>0/296+3isT | p2 €. ST p2 (165-3C 2 (€165 1G> AVES6K TrpsTGly

Was a gene sequencing method used? *
Yes

Was 2 commercial kit used?

No

exons 110 27 and atleast 20 bases into the 5 and 3 ends of al introns,the CFTR poly T status and TG tract intron 22

Secondary/Confirmatory Method
Seectasecondaey/confirmatory method

‘Agena Bioscience iPLEX Pro CFTR Panel 72 mutations)

Print
Total: 4 pages

tti
Paper size

Letter

Scale (%)

60

Pages per sheet

1

Margins

Default

Cancel

Home > CFDNAPT-Review/Submit

CFDNAPT-Review/Submit

Method Information
Primary Method

Select a primary method *

Abbott Molecular CF Genotyping Assay v3

Other-you must specify

Yes

Specify varants detacteds
NIV | pMetIVal/ p.Met1? (c1A>GYQ2K | pGin2* (c4CTSAX  pSerd (c11CA;S13F| p.Ser13Phe (c38C>T)1624elT | pPhel7Sers's cSOdenLISP |
85416 p2 (¢ Trptor 9> AYG2TX | p.GY2T* (796> TIQ3K | p.GIni0"
(€BBCST)QI9X | pGIn39* ( T1SC>TIAED | p ABdBASp (€ 137C P2 ) 1p2 e ¥ 102
(€164021>0,296+3inT | p2 c P297-3C-5T | p2 (¢165-3C P2 | pGluse TrpS7Gly

Was  gene sequencing method used? *

Yes

Was a commercial kit used? *

No

For i e

exons Tt0 27 and at least 20 bases into the §'and 3" ends of all introns, the CFTR poly T status and TG trat, ntron 22

Secondary/Confirmatory Method
Seec asecondary/confirmatory method

Agena Bioscience PLEX Pro CFTR Panel (72 mutations)

July 2026

34




	1. CFDNAPT Program Entry Page
	1.1 Navigation
	1.2 Primary Method Information
	1.3 Secondary/Confirmatory Method Information
	1.4 Extraction Method Information
	1.5 Specifying Variants Detected
	1.6 Specimen Results - Pathogenic Variant Data Entry
	1.7 Save

	2. CFDNAPT Review & Submit Page
	2.1 Navigation
	2.2 Review
	2.3 Submit
	2.4 Save Data – PDF Format


