Information Collection Screenshots

Online submission form for the
Genetic Testing Registry (GTR)

This document provides updated screenshots of the online form for the submission of genetic test
information to the Genetic Testing Registry (GTR).
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EXPIRATION DATE: 02/28/2015
Burden Statement:

Public reporting burden for this collection of inforration is estimated to vary from 14 minutes to 30 minuotes per response, including the tire for reviewing instructions, searching existing data sources,
gathering and maintaining the data needed, and completing and reviewing the collection of information. An agency may not conduct or sponsor, and a person is not required to respond to, a
collection of information unless it displays a currently valid OMB control number. Send comments regarding this burden estimate or any other aspect of this collection of information, including
suggestions for reducing this burden, to: NIH, Praject Clearance Branch, 6705 Rockledge Drive, M3C 7574, Bethesda, MD 20892-7974, ATTM: PRA (0925-0651). Do not return the completed form to
this address
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GTR CODE OF CONDUCT

GTR Submission Contact GTR St Help Documen's  GTR Homepage  Brand Kattman | Log eut

Code of Conduct

Test stbmitters providing test information to the Genetic Testing Registry (GTR) agree to abide by a oade of conduct Failure t honar this oode of conduct may resultin the remova of the submitter’s testirformation from the GTR.
Sibmitters agree to the fdlowing terms in the code of conduct:

« To uphicld the integrity of the GTR through the submission of information that is accurate and not misleadng.

* To assure the accuracy of e data at te time of sLbmission and t revew and, if necessary, update the sLbmitted information at least once a year.
« To meke no explidt or implidit daims that the National Instifites of Health, the Department of Health and Human Senvces, or the U.S. Government approves or endarses fests listed in, or ay other informaticn submitted to, the
GTR.

To reference their partidpation in the GTR, test submitters may refer to the fact that information about their tests is available in the GTR and provide the relevant URL(s) but make no explict or implicit dams that their tests listed in the
GTR, or other infarmation submitted to the GTR, have been approved er endorsed by the National Institutes of Health (NIH), the Department of Health and Human Services, o the U.S. Government If this stipulaticn is not honered,
NIH reserves the right to take action, induding, inits sde dsaretion, remeving the sLbmitter's fests from the GTR.

In addition, wsers are enccuraged to report any acts of inappropriste endorsement daims o ary other breaches of this Code of Conduct on cur Contact GTR page.
I agee | Disagres

Copyright | Dichiner Privacy | Accessbiity | Contact
histional Center For Biotechnology Information | 1.5, Nationsl Library of Mediing

AMA CPT CODE LICENSE AGREEMENT

GTR Submission Corfact GTRSEff  HelpDocuments  GIR Homepage  Erandi Blasdell | Log odt

AMA CPT Code License Agreement

LICENSE FOR USE OF QLRRENT PROCEDLURAL TERMINGE OGY; FOURTH EDITION ("CPT®™)
CPT orly ccpyright 2012 American Medicd Assodation. All rights reserved. CPT is a registered trademark of the American Medical Assodation
Registrants are defined as gerefic test develcpers who are addng their tests to the Mational Center for Biotednolegy Information's Genetic Testing Regisiry (“Genetic Testing Regisiny) as mantained by the Nationd Library of Meddne,

Registrant, Regstrant's employees and agents are authorized to use CPT oodes and desariptors only as contained in the Genetic Testing Redstry sclely for Registrant's own use for the sole purpose of identifying and addng the
appropriate CPT codels) to their registered tests, Regstrant acknowledges that the American Medical Asscdations (AMA) halds all copyright, trademark and other rights in CPT.

Ay Lse ot authonized berein is profibited, induding by way of illustration and not by way of limitation, making copies of CPT for resde and/or licarse, transfering copies of CPT 1o ary party net bound by this Agresment, areating any
modfied or derivative werk of CFT, or making arny commerdial use of CPT. License to use CFT for army use not authorized herein must be chtained through the American Medical Assodation, Intellectl Property Senvices, 515 N. State
Street, Chicago, Hlinois 60554, Applications are avalable at the American Medicd Assodation Vb site, v &M & 255N, orgigofpt

U.S. Government Rights

This product indudes CPT which is commerdal technical data and/or computer data bases and/or commerda computer software andfor commerdial computer software documentaticn, as applicable which were developed exdusively at
private experse by the American Medical Assodation, 515 Morth State Street, Chicago, [llinas, 60654, U.S. government rights to use, modfy, reproduce, release, perform, display, o disdose these tedmnical data and/or computer data

bases andfor computer software and/or computer software documentation are stbiject to the limited rights restictions of CFARS 252.227-7015(b)(2) (November 1395) and/or subject o the restriciors of DFARS 227.7202-1(a) (June
1995) and DFARS 227.7202-3(a) (Jure 1935), as applicable for U.S, Department of Defense procurements and the limited ights restrictions of FAR 52.227-14 (December 2007) and/or sUbject to the resticted rights provisions of FAR
52,227-14 (December 2007) and FAR 52.227-19 (December 2007), as applicable, and any applicable agency FAR Supplements, for non-Department of Diefense Federal procurements.

Disclaimer of warranties and Liabilities.

CPTis provided "asis” without warranty of any kind, either expressed or implied, including but not limited to the implied warranties of merchantability and fitness for a particular purpose. Fee schedules,
relative value units, conversion factors and for related components are not assigned by the AMA, are not part of CPT, and the (AMAis not recommending their use. The AMA does not directly orindirectly
practice medicine or dispense medical services. The responsibility for the content of this product is with Company, and no endorsement by the AMA is intended or implied. The AMA disclaims responsibility for
any consequences or liability attributable to or related to any use, non-use, or interpretation of information contained or not contained in this product.

This Agreement will terminate upon notice if Regstrant viclates its terms, The AMA is a third party benefidary to this Agreement

Shoud the foregeing tarms and condtions be acogptable to Registrant, please indcate yeur agreement and acozptance by dicking below on the button labeled “accept’.
Acept | Skip

Copyright | Dechimer  Prizacy | Accessbilty | Contact
biational Center For Bitechnolag ion | LS. Hational Library of Medicine




YOUR LABS IN GTR

GTR Submission Contact GTR Staff

Help Documents ~ GTR Homepage  Acting as Lisa Catalano = Switch back to cit|kattmanb  Log out

OMB NO: 0925-0651
EXPIRATION DATE: 2/28/2015
Burden statement

Migrate data from GeneTests at NCBI |

Emory Genetics Laboratory Review lab sub

Submission Status

Annual Review

Lab ID: 500060 Last review performed: 2014-06-16
Status: processed-ok Next review due: 2015-06-16
Last modified:  2014-06-13

Click here for the public display of this lab. Please note: It takes 24-48 hours to process a
submission. If the lab record was submitted or edited in the last 48 hours, the public site may
not display your currently submitted data.

If you want to delete this laboratory from the GTR, please contact GTR staff.

Lab General Information

Perform Annual Review | read more

Completion resets the next due date one year forward.

Lab Director(s)

Christin Collins, PhD
Bradford Coffee, PhD

Lab name: Emory Genetics Laboratory, Emory University Lora Bean, PhD
B George 30055 Madhuri Hegde, PhD
Email: eglgc@emory.edu Alice Tanner, PhD, MS
Website:  http://genetics.emory.edu/egl/ Katie Rudd, PhD
Phone: 855-831-7447 Yuan Xue, PhD, MD
Fax: 404-778-8559 Patricia Hall, PhD

Submission of Tests

Add a new clinical test
Add tests by spreadsheet

for complex clinical tests or many tests

Research test:  Add a new research test

Clinical test:

Tests in this lab(875)

J Sharer, PhD
John Alexander, PhD
Zunyan Dai, PhD

-

ab Credentials

CLIA: 11D0683478 exp: 2014-03-15

MD - Maryland Department of Health and Mental Hygiene DHMH: 1346 exp: 2014-06-30

PA - Pennsylvania Department of Health PADOH: 031676 exp: 2013-08-15
College of American Pathologists, CAP: 7181693 exp: 2014-08-02

Test name jlest Submission Action Uselioeatela Link to public site

type status new test
1q21.1 Deletion/Duplication Analysis Clinical Processed Update test Copy ID:

test successfully GTR000508266
3-Hydroxy-3-Methylglutaryl CoA Lyase Deficiency (HMG): HMGCL Full Gene Sequencing Clinical Processed Update test Copy ID:

test successfully GTR000502886
3-Hydroxy-3-Methylglutaryl CoA Lyase Deficiency (HMG): HMGCL Gene Deletion/Duplication Clinical Processed Update test Copy ID:

test successfully GTR000502887
3-Methylcrotonyl-CoA Carboxylase Deficiency (3-MCC): MCCC1/MCCC2 Full Gene Sequencing Clinical Processed Update test Copy ID:

test successfully GTR000502913
3-Methylcrotonyl-CoA Carboxylase Deficiency (3-MCC): MCCC1/MCCC2 Gene Deletion/Duplication Clinical Processed Update test Copy ID:

test successfully GTR000502918
Aarskog-Scott Syndrome: FGD1 Full Gene Sequencing Clinical Processed Update test Copy ID:

test successfully GTR000501493



ADD A NEW LAB

GTR Submission Contact GTR Staff ~ Help Documents ~ GTR Homepage  Acting as Lisa Catalano = Switch back to cit|kattmanb  ~ Log out
New Submission 1D:SUB180239
B mioamationy Personnel  Licensure and accreditations ault parameters  Overview

# Required field. * Completed field. Hover over @ to display help information.

Laboratory & Institution Name

* Name of laboratory @ Acronym of lab name @

GeneTests at NCBI lab ID, if known &

Name of institution @ Acronym of institution name @

Name of department &

Laboratory Address

* Country or region
United States K

Street & No @

Additional address line @

* City @

State or province @
[ Alabama 1

* Postal code @

* Make this address public? @

CYes C No

* Phone number: J00(-X0XX-X0OXX (U.S.A), +(country code)-AreaCode-X2000X ext X00X (International) @

Fax number: XXX-XXX-XXXX (U.S.A), +(country code)-AreaCode-XXXXXX ext XXXX (International) @

* Email (ex. lab@lab.com) and/or @ URL for lab contact form @

Lab website URL &

Laboratory Types of Service

Service & Order code @ Comment

‘ 7] @ remove
© Add another service

Laboratory Affiliation(s)

Name of affiliate ( ple: dinic, research center) @ Website @

‘ ‘ @ remove
(@ Add another affiliation

Laboratory Participation in External Programs

Participation in standardization programs (select all that apply) @
[ CETT Program (Collaboration Education and Test Translation)

™ 1SCA Consortium (International Standards for Cytogenomic Arrays)

I Locus-specific Databases

[ Mutation-specific Databases

™ other

Participation in data exchange programs (select all that apply) @
™ CETT Program (Collaboration Education and Test Translation)

I” clinvar

[™ 1€CG (International Collaboration for Clinical Genetics) - Previously ISCA
™ Locus-specific Databases

™ Mutation-specific Databases

™ other

Save & Continue



GTR Submission

to delete
Lab information ~ Personnel

This lab has the following staff members and research personnel:

Category

Name

Title

Action

Lab staff

Brandi Kattman

Genetic Counselor

Delete Edit

Add a person

Add me
Add research personnel

Continue

Contact GTR Staff  Help Documents GTR Homepage  Acting as Lisa Catalano ~Switch back to cit]kattmanb  Log out

Submission ID:SUB180239

Please add all staff members relevant to your lab registration. Personel entered here will be available for selection when submitting clinical and research tests. You may

specify whether they will display on the public page of the lab.

Click to add the current submitter as a staff member of the lab.

Research personnel entered here will be available for selection when submitting research tests. These personnel will display on research tests but will not be displayed on the
public page of the lab or on clinical tests. If person is entered as staff member, do not resubmit as research personnel.



GTR Submission Conftact GTR Staff ~ Help Documents ~ GTR Homepage  Acting as Lisa Catalano | Switch back to cit|kattmanb  * Log out

to delete Submission ID:SUB180239
Lab information  Personnel 1

#* Required field. * Completed field.  Hover over @ to display help information.
Basic Information
* First name
Middle initial

* Last name

* Should this person display on the GTR public site? &
®ves O no

% Is this person the primary lab contact? @
®vYes ¢ No

% Is this person a lab director? @
CYes ®No

Job title &

Administrator

Academic degree @

BENg/BE
BMedSc/BMedSci
BPharm

BS

BTech
CN.A

Aneman =l

Professional Certifications
Please select a board first, then select a specialty and subspecialty.

Board Spedalty Subspecialty
g \ 7 j @ remove

@ Add another professional certification

dals @
/American Society for Clinical Pathology, DLM —~
American Academy of Cosmetic Surgery, FACRM
American Academy of Dermatology, FAAD
American Academy of Family Physicians, FAAFP
American Academy of Neurology, FAAN
American Academy of Ophthalmology, FAAQ
American Academy of Orthopaedic Surgeons, FAAQS
‘American Academy of Otolaryngology-Head and Neck Surgery, FAAOS
American Academy of Pediatrics, FAAP
‘American Board of Genetic Counseling, CGC
American College of Asthma, Allergy & Immunology, FACAT
American College of Emergency Physicians, FACEP
‘American College of Medical Genetics, FACMG
American College of Nuclear Medicine, FACNM

‘Contact information to be displayed on GTR public site

Phone number: X30¢-XXX-XO0GXX (U.S.A), +(country code)-AreaCode-X3000K ext Y000X (International)
Email (ex. person@lab.com)

Fax number: J0K-XX0X- XXX (U.5.A), +(country code)-AreaCode-XXXXXX ext XXXX (International)

Supplementary public contact information &

‘Contact information for GTR staff to contact you about your submission
copy contact information from above

Phone number: X30X-XXX-X0GXX (U.S.A), +(country code)-AreaCode-)X000K ext Y000X (International)
Email (ex. person@lab.com)

Fax number: JX0X-XX0(- XXX (U.5.A), +(country code)-AreaCode-XXXXXX ext XXXX (International)

Cancel



GTR Submission Contact GTR Staff ~ Help Documents ~ GTR Homepage  Acting as Lisa Catalano - Switch back to cit|kattmanb ~ Log out

to delete Submission 1D:5UB180239
Lab information  Personnel  Licensure and accreditations Defaut parameters Overview

Hover over & to display help information.

Laboratory CLIA Certification

Certification # (e.g. 12D1234567) @ Exp. Date (YYYY-MM-DD) &
@ remove
(@ Add another CLIA certification

Laboratory State License(s)

License name @ License # @ Exp. Date (YYYY-MM-DD) @
‘ j @ remove
(@ Add another state license

Other Certification(s)/License(s) that the Lab Holds

Name of certification/licensing body License # Exp. Date (YYYY-MM-DD)
\ | | © remove
(@ Add another certification/license

Save & Continue

Copyright | Disclaimer | Privacy | Accessibility | Contact
N ian | ’ -

Eaply ; = Last Revision: ceB09503f70fb5004744d3cc815fB5feSb1fa7bf Thu Oct 23 14:39:22 2014 -0400
& 3@ USA
* s s




GTR Submission Contact GTR Staff  Help Documents ~ GTR Homepage  Acting as Lisa Catalano - Switch back to cit|kattmanb ~ Log out

to delete Submission ID:SUBL80239
Lab information  Personnel  Licensure and accreditations  Default parameters  ©

Hover over & to display help information.

@ In this page you can enter information that is common to many of the tests you will submit. This information will pre-populate the corresponding fields on each test so you do not need to enter the same
infermation multiple times. When you see this information on the test submission page, you can edit it as necessary.

il : Default (May be il for specific tests)

Test contact policy &

I” Laboratory can only accept contact from health care providers. Patients/families are encouraged to discuss genetic testing options with their health care provider.
I” Post-test email/phone consultation regarding genetic test results and interpretation is provided to patients/families.

I™ Pre-test email/phone consultation regarding genetic test results and interpretation is provided to patients/families.

How to order (provide a brief ion about ordering i (2]

URL to lab website with i ion about how to order this test @

Test-specific y services @ Order code & ‘Comment

[ E [ @ remove

@ Add another test-specific laboratory service

Test-specific laboratory additional services @ Order code
j @ remove

@ Add another test-specific laboratory additional service

Specimen source(s) (select all that apply) @
I Amniccytes

™ Amnictic fluid

I Bone marrow

I”" Buccal swab

™ Cell culture

I Cell-free DNA

I cerebrospinal fluid

I Chorionic vill

I”" Cord blood

I cystic hygroma fluid

I Dried blocd spot (DBS) card
I Fetal blood

I” Fibroblasts

I Fresh tissue

I Frozen tissue

I Isolated DNA

I Paraffin block

I~ Peripheral (whole) blood

I” Plasma

™ Product of conception (POC)
I saliva

™ Serum

™ skin

I” Sputum

I Urine

™ White blood cell prep

I other

Variants of Unknown Significance (VUS): Policy and Interpretation

‘What is the protocol for interpreting a variation as a VUS? &

'What software is used to interpret no ariation:

What is the y's policy on ing novel variati 9

Are family members with defined dlinical status recruited to assess significance of VUS without charge? @
Cyes ¢ No ¢ Declinetoanswer © Notprovided

‘will the lab re-contact the ordering ician if variant i i
CYes CNo ¢ Declinetoanswer @ Not provided

Ci about the laboratory procedure to re-contact the ordering ician @

Upload Sample Reports
Sample negative report &

Browse.. | No file selected.

Sample positive report @
Browse_. | No file selected.

Sample VUS report @

Browse . | No file selected.

Save & Continue



GTR Submission Contact GTR Staff ~ Help Documents ~ GTR Homepage  Acting as Lisa Catalano - Switch back to cit|kattmanb ~ Log out

Generic Genetic Laboratory Submission ID:SUB180239

Lab information  Personnel Licensure and accreditations  Default parameters | Querview

This lab is ready for submission. Preview how your lab will display ~Submit it | Return to homepage

Status: Not submitted, Last modified: 16:42.

Lab information

Name Generic Genetic Laboratory
Acronym: GGL
Institution
Address 1000 Smith Ave
Bethesda Maryland 20894
Phone 800-800-8000
Email info@lab.com
Website http://www.genericgenetics.com/
Types of service Custom Sequence Analysis  order code: 1234
Affiliations
Personnel
Brandi Kattman Lab staff

Display this person's information on the GTR public site: yes
Primary lab contact
Lab director
Professional certifications:
Contact information to be displayed on GTR public site:
Phone number: 800-800-8883
Email: brandi@lab.com
Contact information for GTR staff to contact you about the submission:
Phone number: 800-800-8888
Email: brandi@lab.com

Licensure and accreditations

CLIA certification CLIA: 23D0123456 exp: 2014-10-31
State license(s) MD - Maryland Department of Health and Mental Hygiene DHMH: 1234 exp: 2014-10-31
Other certification(s)

Default parameters

Test contact policy Laboratory can only accept contact from health care providers. Patients/families are encouraged to discuss genetic testing options with their health care provider.
Who can order test Health Care Provider

Test-specific services

Specimen source(s) Buccal swab

Peripheral (whole) bleod

Tests

This lab is ready for submission. Preview how your lab will display ~Submit it | Return to homepage

Status: Not submitted, Last modified: 16:42.

Copyright | Disclaimer | Privacy | Accessibility | Contact
National Center for Bistechnology Information | U.S. National Library of Medicine

‘S ¢ UsA




LIST OF TESTS

GTR Submission

Contact GTR Staff  Help Documents GTR b

Acting as Sarah Reilly = Switch back to cit|kattmanb

Migrate data from GeneTests at NCBI |

Claritas Genomics

Review lab submission

Submission Status

Lab ID: 1179
Status: processed-ok
Last modified:  2014-10-27

dick here for the public display of this lab. Please note: It takes 24-48 hours to process a
submission. If the lab record was submitied or edited in the last 48 hours, the public site may
not display your currently submitted data.

If you wanit to defete this laboratory from the GTR, please contact GTR siaff.

Lab General Information

Lab name: Claritas Genomics
Address: 99 Erie St

Cambridge Massachusetts 02139
Email: clientservices@claritasgenomics.com
Website: http://www.claritasgenomics.com/
Phone: 617-553-5880
Fax: 617-553-5842

Submission of Tests

Add a new clinical test
Add tests by spreadsheet

for complex dlinical tests or many tests

Research test:  Add a new research test

Clinical test:

Tests in this lab(6)

‘OMB NO: 0925-0651
EXPIRATION DATE:
Burden statement

Annual Review

Last review performed:  2013-10-31
2014-10-31

Perform Annual Review | read more

Completion resats the next due date onc year fornard.

Next review due:

Lab Director(s)

Mark Kellogg, PhD

Lab Credentials

CLIA: 22D0950490 exp: 2015-05-23

Log out

Test name +  Test type Submission status Action Use to create a new test Link to public site
CHD7 Sequencing Clinical test Unfinished Continue editing 1ID: 334060

New test Clinical test Unfinished Continue editing 1ID: 330317

New test Clinical test Unfinished Continue editing ID: 334061

New test Clinical test Unfinished Continue editing ID: 5326

New test Clinical test Unfinished Continue editing 1D: 270348

New test Clinical test Unfinished Continue editing ID: 304229

Want to submit ancther lab to GTR? Please check first if the lab can be migrated from GeneTests. Migrating it will avoid duplicated display of your lab in GTR. If the lab is NOT in GeneTests, click here to

submit it to GTR.

Copyright | Disclaimer | Privacy | Accessibility | Contact
National Center for Bictechnology Information | U.S. National Library of Medicine

-0400



ADDING A CLINICAL TEST

GTR Submission — Generic Genetics e T ——

New Sibmission [D:SUR 180908

Bagicsy Croering  Indication  Methodology  Interpretation  Performance characteristics  Owerviesy

“ Required field. * Completed field.  Hower over @ to display belp information.

Test Information
“# This test is for @
@ dinical

* Laboratory test name @ _ Short test name @

Manufacturer's test name, if any @

Search terms, if any @
‘ @ remove

@ Add another search term

For defiritions of the ferme in the list below, please go to Hedp Doouments:

* Purpose of the test @
[ Diagnosis

[” Drug Response

™ Monitoring

I Mutation Confirmation

I™ Pre-implartation genefic dagnosis
[” Pre-symptomatic

I Risk Assessmert:

[~ Saeering

I Predctive

[~ Prognostic

™ Reaurenoe

[™ TherapeLitic management

Target population for this test @

Citations for target population @
‘ ]
@ Add anofher dtation for targat population (search PLbMad)

Test development @

Has there been FDA review of the test? @
CYes @ Mo

FD A category designation &

\ ||

New York State CLEP (NYS CLEP) certification

Status @

License # @

Exp. Date (YY¥¥-MM-DD) @

Save B Continue

Copyright | Dbchimer  Privacy | Accessbilty | Contact
National Center for |

'A‘a —( - \ Last Revision; Thu Oct 23 11:50:49 2014 -0400
& (f T




=N
GTR Submission —Generic Genetics

New Clinical Test

Basics [JOREBAMG) Incication  Methochlogy  Interpretation  Performance characteristics  Overview

Hover over @ to dsplay help information.

Ordering Information

Test order code (lab code to order this test, ex. for requisition form) @

URL of the lab website with information about this test @

URL of the lab website with information about how to order this test @

How to order (provide a brief explanation about ordering requirements) ©

URL to lab website with information about codes related to this test (ex. CPT, ICD9, ICD10) @

LOING code(s) @
[

Who can order this test? @
[ Gerefic CoLnselor

I Health Care Provider
[ In-State Patients

I” Licerged Dertist

[ Licersed Physidian

[™ Murse Practitioner

[ Out-of-State Patients
I Priysician Assisant

I Public Heal th Mandate
I Registered Murse

rderingrequirements

release of test resuts.

Irvicate whether the laboratory requires an irformed corsert: form to be signed andlfor proof of pre-test genetic counsding befre performing this test Tndicate whether the laboratery reduires proof of post-test geretic courseling for

Cedine 0 Arswer | Required | Not recured | Based on applicable state law
5 - o o

Contact GTR Staff  Help Documents  GTR.Homepage  Brandi Kattman  Log cut

Stbmission ID:SUB 180908

@ Add ancifrer test-specific laberatery additiondl service

specimen source(s) (select all that apply) @
[ Amriocytes
™ Amriotic fuid
[ Bore mamow
™ Buocal swab
I cell aitre
[ ell-free Dra
[ Cerebrospinal fiuid
I charicnic villi
I Cord bleod
™ Qystichygroma fiuid
[ Cried blcod spot (08S) card
[ Fetal blood
[ Fibroblasts
I Fresh tissue
I Frozen tissue
I Isclated DA
[ Paraffin Hodk
[ Peripheral (whole) blood
[ Plasma
I Prod.ict of conception (FOC)
[ sdiva
™ Serum
’[ Shin

Sputum
[ urire
I white blood cell prep

Other

Specimen requirement URL (ex. cdlection, handing, transportation)

Testing strategy (ex. reflex testing) ©

Gitations for testing strategy @

@ Add ancther diation (search PubiMed)

Test-specific contact information

ease select one or more persons from this list &

Contact policy @
[ Laboratory czn orly acept contact from health care prosiders. Patierts/families are encouraged to dscuss genetic testing cptiors with their health care provider.
I Post-test email fphone corsultaton regarding genetic testresults and interpretation Is proviced to patients/families.

[ Pre-test email fphone consu tation regarding genetic test results and interpretaion is provided to patents/ families,

Iriformed consertt

Pre-test. genetic coLnseling ® c o

Posttest geretic coLnsdling @ IS c
Test-specific laboratory services @ order code @ Comment
@ Add another test-spedific laboratory servios
Test-specific laboratory additional services & Order code Comment

@ remaove

@ remone

AMACPT code(s)

l @ Add AMA CPT code

Save & Contirue



Search AMA CPT code

Search Show all

Codes found:




GTR Submission — Generic Genetics

New Clinical Test
Basics  Ordering |Indication} nethoddlogy Interpretation  Performance characteristics  Owerviesy

This test has the following conditions/phenotypes
There is no indcaticn information in this test. Plesse add an indication.
Cordition/Phenotype ‘ Primary ‘ Actions—‘

Add other conditions/phenotypes

Limit o: ™ pharmacogenetic response conditions
HINT: Type the generic drug name, resporee’ andfor fiypersersitivity'

“# Type Condition/Phenotype to search
oystic fibrosis Sear

Select condtorsphenotypes induded in tHs test:

™ Bronchiectasis
7 cystic fibresis with helicobacter py lori gastritis, megaloblastic anemia and subnormal mentality
[ cAshkenazi Jewish disorders

Spongy degeneration of central nervous system
Niemann-Pick disease, type A
Familial dy sautenomia
Bloom syndrome
Fanconi anemia, complementation group ¢
Ganglioside sialidase deficiency
Cystic fibrosis
CTay-Sachs disease

a’maaoanan

™ Hexssaminidase A deficiency, adult type
™ Juvenile H ini AD

Torsion dy stonia
Gaucher's disease, type 1

mn

Add selected condtions/phernotypes ‘

Do you want to add a novel condition notin GTR? _Add a novd ccndticn

Cortinue | to the methodology section
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Basics  Ordering | Indication  Methoddlogy Interpretation  Fecfiocmance characterstics Ovarien

# Requred field. * Completed field, Hover over @ to dsplay help informaticn.

Condition/Phenotype Information

# Condition /Phenotype name, please select from the autocomplete list @
Indication
dlisease j

Condition/Phenotype name to be used for display in the GTR test page, if different from above &

Suggest new synonyms

@
@ Add arother syrorym

Acronym to be used for display in the GTR test page, if different from above @
suggest new acronyms &
e

@ add another acrorym

Mode of inheritance @

\ [
Disease mechanism

\ [

Prevalence @

LRL for prevalence

Citations for prevalence @
‘ )
@ Add another dtation for prevaencs (search PLbed

Private comment about the condition jphenotype to GTR staff &

Copyright | Dechimer  Prizacy | Accessbilty | Contact
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Basics  Oroering  Indication  Methodalogy

Submission IDSUB 180208

# Requred field. * Completed field, Hover over @ to dsplay help informaticn.
Test Method(s)
Method # 1 [ 3 Major method category )
@ remove Moleciiar Geretics j

# Method category
| Sequence analysis of the enfire codng regon |

# Primary Test Methodology
|Bi—directicnd Sanger Sequence Analysis j

Instruments
Affymetrix GeneChip Scanrer 3000 76 Whole-Genome Assodation Sys=]
Affymetrix GeneTitan® MC

Affymetrix HotStart-IT Probe gPCR Master Mix with UDG (2)
Aglilent 2100 Bicanalyzer

Agilent SureSdect

Applied Biosystems 3730 capillary sequendng instrument
Applied Biosystems T90CHT Sequenca Detacion System
Applied Biosystems SOLD v4 System Sequencer

@ add another method

Platforms @

Affymetrix CyteScan HD Array =
Affymetrix Gene Profiling Array cGMP U133 P2

Affymetrix GeneCHp Human Genome U133 Plus 2.0 Aray

Affymetrix GeneCHp Human Mitochondid Resequendng Aray 2.0
Affymetrix Genome-Wide Human SNP Array 6.0

Affymetrin QuantiGene 2.0 Assay

Adilent Human G Island Microanay Kit, 1x244K

Adgilent Human BNCODE ChiP-on-chip Microar ay

Adilent Human miRINA Microarray Kit Release 16,0, 860K =

Test procedure or protocol @

Citations for test procedure or protocol &
‘ ]
@ Add another ditation for test pracedure or protocol (search PubMed!

Confirmation of test results {ex. how does the lab confirm positive results: using new sample /different method) @

You may store or edta comment here to desaibe the test, but to maxmize conrectivity with ofher databases we strongly recommend you provide test target data in the test targets section below, Example: the comment 'Bi-cirectional
sequendng of exors 1-5 with concurrent andysis of NP_000000.0:p.Glu234Gly" can be entered a5 exors 1-5 a5 one test target and MP_000000.0:p.Gluz34Gly as another. See the details here.

Test comiment(s) (ex. is there addtional information users should know about this test) @
‘ ®

@ Add another fest comment

*Test Targets

lease add a test target to continue,

Some condition(s) are not connected to a test target. Please add a target for each condition.
Add Test Target \
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Basics  Ordering  Indication [Methodblagys Irterpretation  Performance characteristics  Overviesy

# Requred field. * Completed field, Hover over @ to dsplay help informaticn.

[ # Targetis
& Germline: select for heredtary conditions
© Somatic: sdect for canoer management tests and menitoning of non-hereditary disease sudh as trarsplantation rejecticn
© Both

Target is associated with
[ Cystic fibrosis

* Targetis i

gere 7

Gene @

CFTR: cysfic fibrosis ransmembrane conductanos regulator (ATP-bindng X

Additional information

& Assodated Reference Sequences and Exore
 Variants
© MNere

Associated Reference Sequences and Exons

Associated Reference Sequence &@ Relevant exons for each associated reference sequence @
\ @ remoswe

@ Add another assodated reference sequence

(Save Target | Cacel

Contact GTR Sfaff  Help Documents TR Homepage  Brandi Kattman  Log et

Submission IDSUB 180208

Copyright | Dechimer  Prizacy | Accessbilty | Contact
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Hover over @ to dsplay help information.

Upload Sample Reports

Sample negative report @
Browse... | No file selected,
Sample positive report &

Browse... | No file selected
Sample YUS report @

Browse.. | No file selected

Variants of Unknown Significance (VUS): Pdlicy and Interpretation

What is the protocd for interpreting a variation asa VUs? @

What software is used to interpret novel variations? &

What is the laboratory's policy on reporting novel variations? &

Are family mermbers with defined clinical status recruited to assess significance of VUS without charge? @
Cyes ©No C Cedire oarewer  ® Mot provided

Comments about recruiting family members to assess significance of YUS without charge

will the lab re-contact the ordering physicianif variant interpretation changes? @
Ces C Mo C Dedire oarswer  ® Mot provided

Comments about the laboratory procedure tore-contact the ordering physician @

Research performed after clinical testingis complete &

Save 8 Corftinue

Copyright | Dechimer  Prizacy | Accessbilty | Contact
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New Clinical Test Stbmission ICxSUB 180908
Basics Orderirg  Indication Methocblogy  Interpretation | Perfirmance characteristics

o Requred field. * Completed field, Hover over @ to dsplay help information

Availability
* Test performance location(s)

Identify where dl componerts of the test are performed. Tests which are performed entirely out-of-house should not be registered. Tn-house' means within the |ab/fadility covered by the same CLIA ¢ ertification number, Use text box
o briefly desaibe comporents perfarmed at an outside fadlity e.g., Specimen preparation - DA isolation done in [locatior]]. For Wet |2 work done at an cutside fadility, briefly desaribe methoddogy and location performed.

Test work In-hoLse Atan outside lab
Entire test =

Spedimen preparation r r
wiet lab work r r
Interpretation r r
Generate report - r

Comment on test performance location(s) @

[ * analytical validity @
999 sersitivity and spedificity.

Citations to support analytical validity @

@ Add another dtation to sLpport analytical validity (search PubiMed
Assay limitation(s) @

Citations to support assay limitation @
‘ ]
(@ Add another ditation to sLpport assay limitation(s) (search PLbiMed)

Quality Assurance

Is proficiency testing performed for this test? @
@ ves O No
Proficiency testing method &

Provider for proficiency testing @

M’_aj_or CAP category CAP category CAP test list
H | = @remove

Lol L

@ add another CAP test
Description of proficiency testing method @

Gitations to support the above statement @
‘ [}
@ Add another ditation to support profidency testing method (search Pubied

Description of internal test validation method @

Citations to support the above statement @
‘ )
@ Add another dtation to sLppert intemal test validation method (search PUEMed)

dlinical validity

Statement of clinical validi

Citations to support the above statement @
‘ )
@ Add another dtation to support dinicd vaidity (search PUbived]

dlinical Utility

How likely the testis to improve patient outcomes significanty. Provide references m resommendatiors or practice guicklines that have been issued by authontative groups. If none avallable, labs may display a statement explaining
that suffident research has not been conducted to demorstrate the utility of the fest.

inicdl Ltlity # 1 [ Category of clinical utility
@ remove | |
URL to explain the clinical utility

Citations to support the clinical utility @

| @ add ancther diation to support the dinical utility (search PLbMed)

@ add arther dirical utlity

Save & Cortirue
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New Clinical Test Stbmission [DXSUB 180508
Basics  Oroering  Indication  Methoddlogy  Interpretation  Performance characteristics | Oweryiesy

Presiew how your test will dsplay  Sybmit

Refurn to homepage
Basics
This test is for Clinical
Name Mew Clinical Test
Test purpose Ciagncsis
Test-specific licenses Licerse#:
Ordering
Informed consent Cedire o arswer
required
Pre-test generic Cedire to arswer
counseling required
Post-test generic Cedire to arswer

counseling required

Test-specific services

Test-specific additional

services

Contact person Brandi Kattman
Condition /Phenotype: Cystic fibrosis

Mode of inheritance Autsomad recessive inheritance
Disease mechanism loss of function

Methodology

Test method(s) Mdeauar Geretics, Sequence andysis of the entire coding region, Bi-drectional Sanger Sequerie Analysis

Test target(s)

Targetis germline

Identifiedby gene: CFTR. cystic fibrosis trarsmembrane conductance regulator (ATP-bindng cassette sub-family €, mermber 7)
Reference Sequence(s)

variant(s)

Interpretation

Are family members nat provided
recruited to assess

significance of VUS

will the labre-contactthe  not provided
ordering physician if

variant interpretation

changes

Performance characteristics

Test performance Ertire test: intermal
location(s)

Analytical valicity 99% sersitivity and spedficity.
Proficiency testingis yes

performed for this test?
Presten how your test will display
Scbmit

Refurn to homepage

Copyright | Dichimer  Brivacy | Accesshiity | Contact
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Bagicss Participation  Condition  Methodology  Overview

“# Required field, * Completed field, Hover over @ to dsplay help informaticn.

* Laboratory test name @ short test name @
[Meur Research Test [

#* What is the purpose of the research test? &

® Confribute to generdizable knowledge
© For the laboratory to generate data in order 1 make techrical improvements to a fest

Study related to this test
Research study name @ Short study name @

diinicalTrials.gov identifier @

LRL for the study @

If the study is approved by a research ethics committee (e.g., IRB), please provide the protocol number @

What is the study type? @

© Interventional shudy (or Clinical Tria)
© Observationd study

€ Bpanded acosss

© Mot applicable

* Study description @

Citations for study description @
‘ ]
@ Add another diation for study description (search PubMed)

Study aims and hypotheses @

Upload study protocol @
Browse... | No file selected,

Researchers

* Person responsible for the study @

\ -

* Study contact @

Co-investigator @

‘ j @ remove
@ add another co-Tnvestigator

Research contact pdlicy &

\
Save & Cortinue
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New Research Test Sibrission [DSUB 180209
Basics [Rarticlpation} Condition Methodology  Overview

# Required field. * Completed field. Hover over @ to dsplay help informaticn.

Upload participant consent form

Browse... |No file selected.

Is the study currently recruiting participants? &

Recruitment sites &

Save 8 Conftirue

GTR Submission — Generic Genetics Confact GTR Staff  HelpDocuments TR Homepage  Brand Kattman  Leg out
New Research Test Stbrmission [DSUB1E0S0%
Basics Participation | Condition Methodblony  Cverview

There is o indcaticn information in this test. Please add an indication.
‘ CorditionPhenotype ‘ Fritnary ‘ Acnonq

Add ether conditiors/phenctypes

Limitto: I~ pharmacogenetic response conditions
HINT: Type the generc drug name, resporse’ andfor hypersersitvity'

# Type Condition,/Phenotype to search
CF: Cystic fibrosis Search

Select condtiors/phenotypes induded in ths test:

™ o Ashkenazi Jewish disorders

Spongy degeneration of central nervous system
Niemann-Pick disease, type A
Familial dy sautenomia
Bloom syndrome
Fanconi anemia, complementation group ¢
Ganglioside sialidase deficiency
Cystic fibresis
CTay-Sachs disease

Ao aa

" Hexosaminidase A deficiency, adult type
T Jduvenile b ini A D

Torsion dy stonia
Gaucher's disease, type 1

a7

Add selected conditions/phenctypes \

Do you want to add a novel condition notin GTR? _Add a nove condtion

Cortinue | & the methodlogy section

Copyright | Disclsimer  Privacy | Accessbiity | Contact
Niational Center for Biotechnology Information | LS. Mational Library of Medicine

é_ _/( - Last Revision: Thu Gct 23 11:50:49 2014 -0400
s




GTR Submission — Generic Genetics T

New Research Test

Submission IDSUB 180209
Basics  Participation | Condition Methodilogy  Cverview

# Requred field. * Completed field, Hover over @ to dsplay help informaticn.

Condition/Phenotype Information

# Condition /Phenotype name, please select from the autocomplete list @
Indication
dlisease j

Condition/Phenotype name to be used for display in the GTR test page, if different from above &

Suggest new synonyms

@
@ Add arother syrorym

Acronym to be used for display in the GTR test page, if different from above @
suggest new acronyms &
e

@ add another acrorym

Mode of inheritance @

\ [
Disease mechanism

\ [

Prevalence @

LRL for prevalence

Citations for prevalence @
‘ )
@ Add another dtation for prevaencs (search PLbed

Private comment about the condition jphenotype to GTR staff &

Copyright | Dechimer  Prizacy | Accessbilty | Contact
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New Research Test
Basics  Participation  Condition  Methodalogy

Submission IDSUB 180209

# Requred field. * Completed field, Hover over @ to dsplay help informaticn.
Test Method(s)
Method # 1 [ 3 Major method category
@ remove Moleciiar Geretics j

# Method category
| Sequence analysis of the enfire codng regon |

# Primary Test Methodology
IBi—directicnd Sanger Sequence Analysis j

Instruments
Affymetrix GeneChip Scanrer 3000 76 Whole-Genome Assodation Sys=]
Affymetrix GeneTitan® MC

Affymetrix HotStart-IT Probe gPCR Master Mix with UDG (2)
Aglilent 2100 Bicanalyzer

Agilent SureSdect

Applied Biosystems 3730 capillary sequendng instrument
Applied Biosystems T90CHT Sequenca Detacion System
Applied Biosystems SOLD v4 System Sequencer

@ add another method

Platforms @

Affymetrix CyteScan HD Array =
Affymetrix Gene Profiling Array cGMP U133 P2

Affymetrix GeneCHp Human Genome U133 Plus 2.0 Aray

Affymetrix GeneCHp Human Mitochondid Resequendng Aray 2.0
Affymetrix Genome-Wide Human SNP Array 6.0

Affymetrin QuantiGene 2.0 Assay

Adilent Human G Island Microanay Kit, 1x244K

Adgilent Human BNCODE ChiP-on-chip Microar ay

Adilent Human miRINA Microarray Kit Release 16,0, 860K =

Test procedure or protocol @

Citations for test procedure or protocol &
‘ ]
@ Add another ditation for test pracedure or protocol (search PubMed!

Confirmation of test results {ex. how does the lab confirm positive results: using new sample /different method) @

You may store or edta comment here to desaibe the test, but to maxmize conrectivity with ofher databases we strongly recommend you provide test target data in the test targets section below, Example: the comment 'Bi-cirectional
sequendng of exors 1-5 with concurrent andysis of NP_000000.0:p.Glu234Gly" can be entered a5 exors 1-5 a5 one test target and MP_000000.0:p.Gluz34Gly as another. See the details here.

Test comiment(s) (ex. is there addtional information users should know about this test) @
‘ ®

@ Add another fest comment

*Test Targets

lease add a test target to continue,

Some condition(s) are not connected to a test target. Please add a target for each condition.
Add Test Target \

Copyight | DEckimer  Privacy | Accesshilty | Contact
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Basics  Participation  Condition | Methodology
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* Required field, % Completad field, Hover over @ to dsplay help information.

*Targetis

® Germling: selact for heredtary condiiors

© Somatic: seect for cancer management tests and monitonng of non-heredtary disease such as Trarsplantaton regction
€ Both

Target is associated with

[V Cystic fibrosis (Meeds 1D be linked to a test targat)

# Targetis identifiedby @
chromesomal regonymitocho ™

chromosome, mitochondrion, or ¢ netic band @
cormplete genome

Save Target | Cancel
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New Research Test Stbmission [DXSUB 180509
Basics  Participation  Condition  Methodology — Overview

Presiew how your test will dsplay  Sybmit

Refurn to homepage
Basics
This test is for Research
Name Mew Research Test
Test purpose Contribute to gererdizable knowledge
Study name
Study Description To discover new genes assodated with dsease.

Person responsible for the  Brandi Kattman
study

Study contact Brandi Kattman

Contact policy
Participation
Condition /Phenotype: Cystic fibrosis
Mode of inheritance Autosomd recessive imheritance
Disease mechanism loss of flnction
Methodology

Test method(s) Mdeauar Geretics, Sequence andysis of the entire coding regon, Bi-drectional Sanger Sequerie Aralysis

Test target(s)

Targetis germline

Identifiedby chromecsomal regonymitodhondion: aomplete genome
Reference Sequence(s)

Variant(s)

Presien hour your test will display

Sibmit
Refurn to homepage

Copyright | Dbchimer  Privacy | Accessbilty | Contact
tational Center For Biotechnolagy Infarmation | LS. Hakional Library of Medicine
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