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[bookmark: _Toc282074156][bookmark: _Toc412109858]Introduction

This document delineates the field definitions that will be used in the Genetic Testing Registry (GTR) to aggregate relevant data on genetic tests.  This template will allow the following:

· Collection of data important in the use and evaluation of available genetic tests, including information on analytical validity, clinical validity, and clinical utility.
· Dissemination of useful information for physicians, consumers, payers, researchers
· Development of a user-friendly genetic testing database for reporting, exchanging, and updating of information

The GTR is being designed to collect adequate information on clinical and research genetic tests while taking into consideration the reporting burden on the laboratories, existing resources, standards, and practices, and the practicalities of measuring some of these attributes in the best of conditions.  The information that will be collected is divided into three top level fields, namely, laboratory, personnel and test.  There are approximately 31 minimally required fields that represent the minimum amount of information that must be submitted in order to register a test in GTR.  There are approximately 24 fields that GTR would be able to auto-complete in an attempt to decrease the burden on the submitter and there are approximately 85 fields that are either recommended (35) or optional (50); these fields collect relevant information that may not be available for some tests.  Recommended filed will display the words “Not Provided” on the website when left blank by the submitter, optional fields will not appear in the website when left blank by the submitter.
Each data element includes a definition of the data element, the planned implementation and references to outside resources that have suggested the data element or currently request it from laboratories. The following reference short names are listed with the corresponding complete citation:

AMP – Association for Molecular Pathology Survey and Response submitted to the Genetic Testing Registry Request for Information (RFI). Accessible at: http://oba.od.nih.gov/oba/gtr/comments/Association_for_Molecular_Pathology.pdf

AHRQ  – Update on Emerging Genetic Tests Currently Available for Clinical Use in Common Cancers. Available at:
https://sp.ncbi.nlm.nih.gov/IEB/RCS/gtr/Shared%20Documents/Database/GeneTestsTracker/GeneTestTracker.pdf 

CAP – College of American Pathologists Molecular Checklist. Available at http://www.cap.org

eDOS – HL7 Version 2 Implementation Guide: Laboratory Test Compendium Framework, Release 1 (eDOS). 2010 Health Level Seven, International. Accessible at http://www.hl7.org/implement/standards/index.cfm

GA – Genetic Alliance: Zonno K, Terry S. A call for action from Genetic Alliance: Registry of genetic tests – A critical stepping stone to improving the genetic testing system. Genetic Testing and Molecular Biomarkers, 13:153-154, 2009.

HL7 LOINC – HL7 Version 2 Implementation Guide: Clinical Genomics; Fully LOINC-Qualified Genetic Variation Model Release 1. 2009 Health Level Seven, International. Accessible at http://www.hl7.org/implement/standards/index.cfm

Javitt et al – Javitt G, Katsanis S, Scott J, Hudson K. Developing the blueprint for a genetic testing registry. Public Health Genomics. 2010; 13(2):95-105. PubMed ID: 19556748

MMWR – Centers for Disease Control and Prevention (CDC): Morbidity and Mortality Weekly Report (MMWR): Good Practices for Molecular Genetic Testing for Heritable Diseases and Conditions. (2009) Accessible at: www.cdc.gov/mmwr/preview/mmwrhtml/rr5806a1.html

McKesson – McKesson Advanced Diagnostics Management: Response submitted to the Genetic Testing Registry RFI and meetings with GTR staff members. RFI comments accessible at: http://oba.od.nih.gov/oba/comments/McKesson_Advanced_Diagnostic_Management.pdf

------
Data elements in this document are indicated by the following hierarchy:
[bookmark: _Toc282074157][bookmark: _Toc282183584][bookmark: _Toc412109859]Header (NOT a data field)
[bookmark: _Toc282074158][bookmark: _Toc282183585][bookmark: _Toc412109860]Header of family of data fields
[bookmark: _Toc282074159][bookmark: _Toc282183586][bookmark: _Toc412109861]Data field or family of data fields
Data field
Types of information that should be used to define the upper level data field


References: 	In the survey administered to AMP members, 72% of responders said they were willing to participate in the GTR.

[bookmark: _Toc282074160][bookmark: _Toc412109862]Laboratory information
It is expected that Laboratory Information is provided and updated with a different time cycle than Test Information. That is, Laboratory Information may be updated independently of Test Information and vice versa. For a CLIA laboratory, it is expected that some fields will correspond to elements in the CLIA database, as documented below. 
None of the Laboratory fields map to the e-DOS, since the MSH-4 data element, “Sending Facility” is entirely site defined.
References: 	77% of AMP respondents are able to provide laboratory information.
[bookmark: _Toc282074161][bookmark: _Toc412109863]Name of laboratory/facility
In this section, the submitter can provide all information that identifies the submitting entity (in most cases laboratory is used in this document) by populating the fields below.
[bookmark: _Toc277851713][bookmark: _Toc277934908][bookmark: _Toc282074162][bookmark: _Toc412109864]Name of laboratory:  Text field – Minimal
This is the complete name of the test provider. 
Required field for both clinical and research tests.
References: 	CLIA [fieldname]
McKesson
Javitt et al

[bookmark: _Toc412109865]Name of laboratory acronyms: Text field – Optional
This is the acronym(s) or short name(s) that identify the test provider. Allow entering multiple acronyms.
Optional field for both clinical and research tests.
[bookmark: _Toc412109866]GeneTests at NCBI lab ID, if known: Text field – Optional
This field only applies to laboratories who participated in the GeneTests Laboratory Directory when it was housed at NCBI-NLM-NIH. Laboratories that participated in the GeneTests Laboratory Directory but are registering a lab as new in GTR must provide their current GeneTests institution ID to help identify themselves and prevent multiple lab records from displaying to the public. If the laboratory record is migrating from the GeneTests database, this field is automatically provided. This data is not publically displayed.
Optional field for both clinical and research tests.
[bookmark: _Toc277851714][bookmark: _Toc277934909][bookmark: _Toc282074163][bookmark: _Toc412109867]Name of institution: Text field – Optional
This is the complete name of the institution that the lab is part of (ex. hospital, university, etc). It may be the same as “Name of Laboratory” for independent labs.
Optional field for both clinical and research tests.
References: 	Javitt et al
[bookmark: _Toc282074164][bookmark: _Toc412109868]Name of institution acronyms: Text field – Optional
This is the acronym(s) or short name(s) that identify the institution that the lab is part of. Allow entering multiple acronyms. 
Optional field for both clinical and research tests.
[bookmark: _Toc277851715][bookmark: _Toc277934910][bookmark: _Toc282074165][bookmark: _Toc412109869]Name of department: Text field – Optional
This is the name of the department used in the Facility address.
Optional field for both clinical and research tests.
References: 	Javitt et al
[bookmark: _Toc282074166][bookmark: _Toc412109870]Facility address 
Address information of the test provider. In our forms we may use Lab but recognize that not all entities will be laboratories. There can be different mailing vs. shipping addresses that should be considered. The information collected is shown in the fields below and the submitter can choose whether to have the street address public or not.
Note: MGWG recommends that Mailing Address not be on the grid when searching for tests.
[bookmark: _Toc277851718][bookmark: _Toc277934911][bookmark: _Toc282074169][bookmark: _Toc412109871]Facility street & number: Text field - Optional
This is the street Facility address (ex. building number and street name).
Optional field for both clinical and research tests.
References: 	Javitt et al
McKesson
[bookmark: _Toc282074174][bookmark: _Toc412109872]Facility address other: Text field – Optional
Submitter can specify any other Facility address details as applicable.
Optional field for both clinical and research tests.
References: 	Javitt et al
McKesson
[bookmark: _Toc282074171][bookmark: _Toc412109873][bookmark: _Toc277851720][bookmark: _Toc277934913]Facility city: Text field – Minimal - Validation
City will be validated along with state against the postal code entered.
Required field for both clinical and research tests.
[bookmark: _Toc282074172][bookmark: _Toc412109874]Facility state/province: Pull-Down list – Minimal - Validation
State will be validated along with city against postal code entered.
Required field for both clinical and research tests.
[bookmark: _Toc282074173][bookmark: _Toc412109875]Facility postal code: Text field – Minimal – Validation
Postal code will be validated against state and city combination entered.
Required field for both clinical and research tests.
[bookmark: _Toc282074167][bookmark: _Toc412109876]Facility country: Pull-Down list – Minimal
This is the country used in the Facility address. United States will be set as default. 
Required field for both clinical and research tests.
[bookmark: _Toc282074168][bookmark: _Toc412109877]Facility address can be made public – Yes/No checkbox – Minimal
Submitter can choose whether they want GTR users to have their address available in the oublic site.
Default: yes.
Required field for both clinical and research tests.
[bookmark: _Toc412109878][bookmark: _Toc277851721][bookmark: _Toc277934914][bookmark: _Toc282074175]Facility contact information
[bookmark: _Toc412109879]Phone number: Text field - Minimal
This is the general phone number for the lab. It could be specified as:  Country-specific area code (set parameters) – phone number.
Required field for both clinical and research tests.
References: 	Javitt et al
McKesson
[bookmark: _Toc277851722][bookmark: _Toc277934915][bookmark: _Toc282074176][bookmark: _Toc412109880]Facility fax number: Text field - Optional
This is the existing general fax number for the lab which can be used by GTR users. It could be specified as:  Country-specific area code (set parameters) – fax number.
Optional field for both clinical and research tests.
References: 	Javitt et al
McKesson
[bookmark: _Toc277851723][bookmark: _Toc277934916][bookmark: _Toc282074177][bookmark: _Toc412109881]Facility email address and/or URL to web contact form: Text field - Minimal
This is the existing general email address for the lab or the URL for the lab’s web contact form. This information will be available to all GTR users.
Required field for both clinical and research tests.
References:	Javitt et al
McKesson
[bookmark: _Toc277851724][bookmark: _Toc277934917][bookmark: _Toc282074178][bookmark: _Toc412109882]Facility main website URL: Text field – Optional
This is the URL for the lab’s website.
Optional field for both clinical and research tests.
References: 	Javitt et al
[bookmark: _Toc277851740][bookmark: _Toc277934919][bookmark: _Toc282074179][bookmark: _Toc412109883][bookmark: _Toc277851726]Laboratory types of service
[bookmark: _Toc412109884]Laboratory types of service name: Pick from list + Suggest new - Optional
List of all services offered by the laboratory with the ability to multi-select. Services selected in this field represent all services offered by the laboratory and are not test-specific. The laboratory can add any new service not named in the list provided. 
Current list:
	· Clinical Testing/Confirmation of Mutations Identified Previously
	· Confirmation of research findings

	· Cord Blood Banking
	· Custom Balanced Chromosome Rearrangement Studies

	· Custom Deletion/Duplication Testing
	· Custom Prenatal Testing

	· Custom Sequence Analysis
	· Custom microarray analysis

	· Custom mutation-specific/Carrier testing
	· DNA Banking

	· Data Storage and Backup
	· Genetic counseling

	· Identity Testing
	· Insurance appeals support

	· Insurance billing
	· Insurance preauthorization

	· Marker Chromosome Identification
	· Mutation Confirmation

	· Preimplantation Genetic Diagnosis (PGD)
	· RNA Banking

	· Result interpretation
	· Specimen Source Identification

	· Tissue Banking
	· Uniparental Disomy (UPD) Testing

	· Whole Exome Sequencing
	· Whole Genome Sequencing

	· X-Chromosome Inactivation Studies
	· Other, specify_________________



Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Laboratory_services.txt
Optional field for both clinical and research tests.
Note: GTR uses the term services to classify tests that are not specific to a specific condition, set of conditions or genes, or chromosomal structures. Services are registered in the GTR with the registration of the laboratory, and not as a test. Included is the order or catalog code for the service used in the order requisition, if applicable.
References: 	CAP MOL.05075
Javitt et al
[bookmark: _Toc282074180][bookmark: _Toc412109885]Laboratory services order code: Text field - Optional
This is the order code that the laboratory uses for the particular service(s) selected in the field above.
Optional field for both clinical and research tests.
[bookmark: _Toc412109886]Laboratory services comment: Text field – Optional
This field allows the submitter to provide additional information regarding the laboratory service selected from Laboratory Types of Service(s). 
Optional field for both clinical and research tests.
[bookmark: _Toc282074182][bookmark: _Toc412109887]Laboratory affiliations
Is the laboratory linked to a larger health care system, clinical unit that cares for individuals with a given disorder, academic institution?  Submitters can identify parent companies of fully owned subsidiaries in this field.
Optional field for both clinical and research tests.
[bookmark: _Toc412109888]Name of affiliate: Text field – Optional 
The name of institutions/programs the lab is affiliated or partnered with. Examples of affiliations are a larger health care system, clinical unit that cares for individuals with a given disorder, clinical research divisions and parent companies of fully owned subsidiaries. If the lab has multiple affiliations, all should be entered separately.
[bookmark: _Toc412109889]Website URL: Text field – Optional 
The URL for the website of the lab's affiliates
[bookmark: _Toc412109890][bookmark: _Toc282074183]Laboratory participation in external programs
Submitter can specify if lab participates in programs such as standardization or data exchange programs. Submitter can select multiple programs. ClinVar participation will be determined via NCBI's organization database for GTR and ClinVar and automatically reported on GTR records.
Optional field for both clinical and research tests.
[bookmark: _Toc412109891]Participation in standardization programs: Checkboxes – Optional 
Does the laboratory participate in standardization programs?
Current list:
· CETT Program (Collaboration Education and Test Translation)
· ISCA Consortium (International Standards for Cytogenomic Arrays)
· Locus-specific Databases
· Mutation-specific Databases
· Other
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Standardization_programs.txt
[bookmark: _Toc282074184][bookmark: _Toc412109892]Participation in data exchange programs: Checkboxes – Optional
Does the lab participate in data exchange programs?
Current list:
· CETT Program (Collaboration Education and Test Translation)
· ICCG (International Collaboration for Clinical Genetics) - Previously ISCA
· Locus-specific Databases
· Mutation-specific Database 
· Other
Curent list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/External_programs.txt 
[bookmark: _Toc277851727][bookmark: _Toc277934922][bookmark: _Toc282074185][bookmark: _Toc412109893]Personnel information

In this section, the laboratory will provide the information for its staff member(s) and will be able to make choices regarding if and how each person entered will be displayed in the GTR website or just stored in the database.  The laboratory can enter multiple people and identify them as staff or research personnel. Research collaborators may or may not work at the lab, their information is available to be displayed in research tests only.

At least one Person per laboratory is required to be identified as the Laboratory Director. 

The personnel information is provided only once for the laboratory and can be disseminated to all the tests the laboratory offers. Furthermore, specific contacts for specific tests can be linked from the lab, rather than re-entered.

References: 	CAP MOL.40000 “Director Qualifications”; CAP MOL.40100 “Personnel – Technical Operations”; CAP MOL.40150 “Technologist Qualifications”
Javitt et al
McKesson
[bookmark: _Toc277851728][bookmark: _Toc277934923][bookmark: _Toc282074186][bookmark: _Toc412109894]Person name
These fields collect the complete name of the staff member for which information will be provided in this section. 
First name: Text field – Minimal (for at least one person)
Required field for both clinical and research tests.
Middle initial: Text field – Optional
Optional field for both clinical and research tests.
Last name: Text field – Minimal (for at least one person)
Required field for both clinical and research tests.
[bookmark: _Toc412109895][bookmark: _Toc277851717][bookmark: _Toc277934924][bookmark: _Toc282074190][bookmark: _Toc282074187]Display person on GTR website: Yes/No radio button – Minimal
Should this person’s information be displayed in the GTR website for users to have available? A person can be displayed in the GTR website but choose that their contact information be kept private.
Required field for both clinical and research tests.
[bookmark: _Toc412109896]Primary laboratory contact: Yes/No radio button – Minimal
Is this person the primary lab contact for GTR staff? If checked, this person will receive communication from GTR staff if and when appropriate (e.g. annual update messages, submission questions). Each lab needs at least one person for whom ‘Yes’ is selected for this field.
Required (if applicable) field for both clinical and research tests.
[bookmark: _Toc412109897]Laboratory director: Yes/No radio button – Minimal
Is this person a laboratory director? Each lab needs at least one person for whom ‘Yes’ is selected for this field.
Required (if applicable) field for both clinical and research tests.
[bookmark: _Toc412109898]Person ID: Automatically provided – Hidden (required for XML bulk loads)
This is a unique key for the Person applicable only for test submission via xml. This is only for Laboratories providing data electronically to ensure that they can link a test uniquely to a person in XML bulk upload of data.
Hidden field for both clinical and research tests.
[bookmark: _Toc282074188][bookmark: _Toc412109899][bookmark: _Toc277851716][bookmark: _Toc277851729]Person job title: Pick from list + Suggest new - Optional
This is the person’s professional title in the laboratory. Submitters can select multiple titles per person. There will be a list of the most common titles (below) to facilitate quick entry and an “Other” field to allow manual entry.
Optional field for both clinical and research tests.
Current list:
· Administrator
· CLIA License Holder
· Genetic Counselor
· Lab Associate Director
· Lab Director
· Medical Director
· Nurse
· Research Nurse
· Scientific Director
· Staff
· Other
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Personnel_titles.txt 
[bookmark: _Toc277934925][bookmark: _Toc282074197][bookmark: _Toc412109900][bookmark: _Toc277851732][bookmark: _Toc277934930][bookmark: _Toc277934926][bookmark: _Toc282074189]Person academic degree(s): Select from list - Optional
The academic degree(s) the person holds. Submitter can select multiple academic degrees which will be displayed after the name on website. This information is just for display purposes so only need to select degrees they want displayed. 
Current list:
	· AA
	· BA

	· BASc
	· BAdm

	· BEng/BE
	· BMedSc/BMedSci

	· BPharm
	· BS

	· BSc
	· BTech

	· CN.A
	· CRNA

	· DDS/DMD
	· DNP

	· DO
	· DSW

	· DSc
	· Deng

	· MD
	· PhD

	· EngD
	· FNP

	· JD
	· JSD/SJD/LLD

	· LLB
	· LLM

	· LPN
	· MA

	· MBA
	· MPH

	· MPharm
	· MSW

	· MSc
	· MS

	· ND
	· Other

	· PharmD
	· PsyD

	· RN
	· ScD


Optional field for both clinical and research tests.
[bookmark: _Toc412109901][bookmark: _Toc282074198]Person professional certifications
The certification(s) the person holds from medical colleges, boards, associations, and any other relevant organization or institution. Examples of items on the list are below each of the fields below
Professional board: Select from list – Optional
Current list:
	· American Board of Allergy and Immunology
	· American Board of Anesthesiology

	· American Board of Colon and Rectal Surgery
	· American Board of Dermatology

	· American Board of Emergency Medicine
	· American Board of Family Medicine

	· American Board of Genetic Counseling
	· American Board of Histocompatibility and Immunogenetics

	· American Board of Internal Medicine
	· American Board of Medical Genetics

	· American Board of Neurological Surgery
	· American Board of Nuclear Medicine

	· American Board of Obstetrics and Gynecology
	· American Board of Ophthalmology

	· American Board of Orthopaedic Surgery
	· American Board of Otolaryngology

	· American Board of Pathology
	· American Board of Pediatrics

	· American Board of Physical Medicine and Rehabilitation
	· American Board of Plastic Surgery

	· American Board of Preventive Medicine
	· American Board of Psychiatry and Neurology

	· American Board of Radiology
	· American Board of Surgery

	· American Board of Thoracic Surgery
	· American Board of Urology

	· Genetic Nursing Credentialing Commission
	· National Academy of Clinical Biochemistry


Professional board specialty: Select from list – Optional
Current list:
	· Advanced practice nurse in genetics
	· Aerospace Medicine

	· Allergy and immunology
	· Anatomic Pathology and Clinical Pathology

	· Anesthesiology
	· Certified Histocompatibility Specialist

	· Certified Histocompatibility Technologist
	· Certified Histocompatiblity Associate

	· Clinical Biochemical Genetics
	· Clinical Cytogenetics

	· Clinical Genetics
	· Clinical Molecular Genetics

	· Colon and rectal surgery
	· Dermatology

	· Diplomate of the ABHI
	· Emergency medicine

	· Family medicine
	· Genetic counselor

	· Genetics clinical nurse
	· Internal medicine

	· Medical genetics
	· Neurological surgery

	· Neurology
	· Neurology with Special Qualification in Child Neurology

	· Nuclear medicine
	· Obstetrics and Gynecology

	· Occupational Medicine
	· Ophthalmology

	· Orthopaedic surgery
	· Otolaryngology

	· Pathology - Anatomic
	· Pathology - Clinical

	· Pediatrics
	· Physical Medicine and Rehabilitation

	· Plastic surgery
	· Psychiatry

	· Public Health and General Preventive Medicine
	· Radiation Oncology

	· Radiologic Physics
	· Radiology - Diagnostic

	· Surgery
	· Thoracic surgery

	· Urology
	· Vascular Surgery


Professional board subspecialty: Select from list – Optional
Current list
	· Addiction Psychiatry
	· Adolescent Medicine

	· Advanced Heart Failure and Transplant Cardiology
	· Blood Banking/Transfusion Medicine

	· Cardiovascular Disease
	· Child Abuse Pediatrics

	· Child and Adolescent Psychiatry
	· Clinical Cardiac Electrophysiology

	· Clinical Neurophysiology
	· Clinical and Laboratory Dermatological Immunology

	· Congenital Cardiac Surgery
	· Critical Care Medicine

	· Cytopathology
	· Dermatopathology

	· Developmental-Behavioral Pediatrics
	· Emergency Medical Services

	· Endocrinology, Diabetes and Metabolism
	· Epilepsy

	· Forensic Psychiatry
	· Gastroenterology

	· Geriatric Medicine
	· Geriatric Psychiatry

	· Gynecologic Oncology
	· Hematology

	· Hospice and Palliative Medicine
	· Infectious Disease

	· Interventional Cardiology
	· Maternal and Fetal Medicine

	· Medical Biochemical Genetics
	· Medical Oncology

	· Medical Toxicology
	· Molecular Genetic Pathology

	· Neonatal-Perinatal Medicine
	· Nephrology

	· Neurodevelopmental Disabilities
	· Neuromuscular Medicine

	· Neuropathology
	· Neurotology

	· Nuclear Radiology
	· Orthopaedic Sports Medicine

	· Pain Medicine
	· Pathology - Chemical

	· Pathology - Forensic
	· Pathology - Hematology

	· Pathology - Medical Microbiology
	· Pathology - Molecular Genetic

	· Pathology - Pediatric
	· Pediatric Cardiology

	· Pediatric Critical Care Medicine
	· Pediatric Dermatology

	· Pediatric Emergency Medicine
	· Pediatric Endocrinology

	· Pediatric Gastroenterology
	· Pediatric Hematology-Oncology

	· Pediatric Infectious Diseases
	· Pediatric Nephrology

	· Pediatric Otolaryngology
	· Pediatric Pulmonology

	· Pediatric Radiology
	· Pediatric Rehabilitation Medicine

	· Pediatric Rheumatology
	· Pediatric Surgery

	· Pediatric Transplant Hepatology
	· Pediatric Urology

	· Plastic Surgery Within the Head and Neck
	· Psychosomatic Medicine

	· Pulmonary Disease
	· Reproductive Endocrinology/Infertility

	· Rheumatology
	· Sleep Medicine

	· Spinal Cord Injury Medicine
	· Sports Medicine

	· Surgery of the Hand
	· Surgical Critical Care

	· Transplant Hepatology
	· Undersea and Hyperbaric Medicine

	· Vascular Neurology
	· Vascular and Interventional Radiology


Professional credentials: Select from list – Optional
Current list
	· ABA
	· ABAI

	· ABCRS
	· ABD

	· ABEM
	· ABFM

	· ABIM
	· ABMG

	· ABNM
	· ABNS

	· ABO
	· ABOG

	· ABOS
	· ABOto

	· ABP
	· ABPM

	· ABPMR
	· ABPN

	· ABPS
	· ABPath

	· ABR
	· ABS

	· ABTS
	· ABU

	· APNG
	· BB(ASCP)

	· C(ASCP)
	· CG(ASCP)

	· CGC
	· CHA(ABHI)

	· CHS(ABHI)
	· CHT(ABHI)

	· CT(ASCP)
	· D(ABHI)

	· DLM
	· DABMG

	· FAAD
	· FAAFP

	· FAAN
	· FAAO

	· FAAOS
	· FAAOS

	· FAAP
	· FACAI

	· FACAI
	· FACEP

	· FACMG
	· FACNM

	· FACOG
	· FACP

	· FACP
	· FACPM

	· FACR
	· FACRM

	· FACS
	· FCAP

	· FACMG
	· FACB

	· GCN
	· H(ASCP)

	· HT(ASCP)
	· HTL(ASCP)

	· M(ASCP)
	· MB(ASCP)

	· MLS(ASCP)
	· MLT(ASCP)

	· Other
	· PA(ASCP)

	· SBB(ASCP)
	· SC(ASCP)

	· SCT(ASCP)
	· SH(ASCP)

	· SM(ASCP)
	



Optional field for both clinical and research tests.
References: 	39% of AMP respondents are able to provide this information.
[bookmark: _Toc282074200][bookmark: _Toc412109902]Person publicly displayed credentials: Autopopulate based on certification and degree
This field may display all credentials named on the prior 3 fields the way they will be displayed in the public site. Credentials to be displayed are automatically provided based on the information entered.
Autopopulate field for both clinical and research tests.
[bookmark: _Toc412109903][bookmark: _Toc277934927][bookmark: _Toc282074191]Person contact information
Contact information for personnel can be entered and display publicly or be kept private. A person’s public telephone number and email address can be entered if a person will be selected as a test-specific contact, in other words, displayed on clinical test records so users can contact the person about the test. Information about how to contact a research person can be entered if a person will be selected as the study contact; that is, displayed on research test records so users can contact the person about the research test or study.
Person public phone number: Text field – Optional
This is the phone number to be made available for the public to contact the person. If the person is being entered as a test-specific contact, then a public phone number is required, for all other laboratory personnel, a public phone number is optional.
Format – US: area code-phone number and extension. Example: 202-555-5555 ext 123
	International: +country code-area code-phone number (as applicable). Example: +351-234-555555
Optional field for both clinical and research tests. Required if test-specific contact for both clinical and research tests.
[bookmark: _Toc282074192]Person private phone number: Text field – Optional (Minimal for at least one person per lab)
GTR requires the contact information, either a direct work phone number or email address, of at least one laboratory staff member for communication about submission and maintenance of records. This can be the same as the public phone number.
Format – US: area code-phone number and extension. Example: 202-555-5555
	International: +country code-area code-phone number (as applicable). Example: +351-234-555555
Optional field for both clinical and research tests. Required for at least one person for both clinical and research tests.
[bookmark: _Toc277851731][bookmark: _Toc277934929][bookmark: _Toc282074195][bookmark: _Toc277851730][bookmark: _Toc277934928][bookmark: _Toc282074193]Person public email address: Text field – Optional
This is the email address or the URL to the lab web contact form to be made available for the public to contact the person. If the person is being entered as a test-specific contact, then a public email address is required, for all other laboratory personnel, a public email address is optional.
Format: email@host.com Example: smith@lab.com
Optional field for both clinical and research tests. Minimal field for both clinical and research tests if test-specific contact.
[bookmark: _Toc282074196]Person private email address: Text field – Optional (Minimal for at least one person)
The email account attached to NCBI login system by default. This cannot be a web contact form because GTR staff needs to be able to contact this person directly about GTR submissions. This field is optional for personnel being listed for the lab that are not involved in the submission or maintenance of information in the GTR. This email will not be displayed to the public; however, it can be the same as the person’s public email.
Format: email@host.com Example: smith@lab.com
Optional field for both clinical and research tests. Minimal field for at least one person for both clinical and research tests.
Person public fax number: Text field - Optional
This is the fax number to be made available for the public to contact the person.
Format – US: area code-fax number and extension. Example: 202-555-5555
	International: +country code-area code-fax number (as applicable). Example: +351-234-555555
Optional field for both clinical and research tests.
[bookmark: _Toc282074194]Person private fax number: Text field - Optional
This is the person’s work fax number that will not be made public but may be used by GTR staff to contact as needed.
Format – US: area code-fax number and extension. Example: 202-555-5555
	International: +country code-area code-fax number (as applicable). Example: +351-234-555555
Optional field for both clinical and research tests.
Person supplementary public contact comment: Text field – Optional
Comment to be displayed with public contact information for this person.
Examples: “Person is only available Monday-Thursday”, “Contact for information about mitochondrial disorders”.
Optional field for both clinical and research tests.
[bookmark: _Toc277851733][bookmark: _Toc277934932][bookmark: _Toc282074201][bookmark: _Toc412109904]Laboratory licensure and accreditations
In this section, the submitter can provide information related to the different regulations that govern the laboratory such as CLIA certifications and state licenses as shown in the fields below.
References: 	GA
MMWR
[bookmark: _Toc277851735][bookmark: _Toc277934934][bookmark: _Toc282074202][bookmark: _Toc412109905]CLIA certification
[bookmark: _Toc277851736][bookmark: _Toc277934935][bookmark: _Toc282074203]CLIA certification number: Text field – Optional (Minimal for USA labs providing clinical tests)
This is the certification number assigned by the Clinical Laboratory Improvement Amendments (CLIA) program to the laboratory. This field is required for US labs listing clinical tests. International labs and labs registering research tests are not expected (or required) to have CLIA certification.
Minimal field for USA labs with clinical tests. Optional field for USA or international labs with research tests.
References: 	Javitt et al
McKesson
eDOS MSH-3 “Sending Application (CLIA ID sending Lab)”
MMWR
CLIA expiration date: Text field – Optional (Minimal for USA labs providing clinical tests)
This is the expiration date of the current CLIA certification for the laboratory.  This field is required for US labs providing clinical tests that have entered a CLIA certification number. Entered as (mm/dd/yyyy) or select date from the pop up calendar.
There is a calendar in this field, the submitter may choose to select a date on the calendar.
Minimal for USA labs with clinical tests. Optional for USA or international labs with research tests.
References: 	Javitt et al
McKesson
[bookmark: _Toc282074204][bookmark: _Toc412109906][bookmark: _Toc277851737][bookmark: _Toc277934936]State license(s)
State license name: Pull-Down list – Optional  
This is the name of the state under which the lab is licensed to practice. Submitter may select multiple.
Current list:
State Clinical Laboratory State Licensing Agency - Agency Accronym
AL - Alabama Department of Public Health ADPH
AK - Alaska Department of Health and Social Services DHSS
AZ - Arizona Department of Health Services ADHS
AR - Arkansas Department of Health ADH
CA - California Department of Public Health CDPH
CO - Colorado Department of Public Health and Environment CDPHE
CT - Connecticut Department of Public Health DPH
DE - Delaware Health and Social Services DHHS
DC - District of Columbia Department of Health DCDOH
FL - Florida Agency for Health Care Administration AHCA
GA - Georgia Department of Community Health DCH
HI - State of Hawai'i Department of Health DOH
ID - Idaho Department of Health and Welfare IDHW
IL - Illinois Department of Public Health IDPH
IN - Indiana State Department of Health ISDH
IA - Iowa Department of Public Health IDPH
KS - Kansas Department of Health and Environment KDHE
KY - Kentucky Cabinet for Health and Family Services CHFS
LA - State of Louisiana Department of Health and Hospitals DHH
ME - Maine Department of Health and Human Services DHHS
MD - Maryland Department of Health and Mental Hygiene DHMH
MA - Executive Office of Health and Human Services EOHHS
MI - Michigan Department of Community Health MDCH
MN - Minnesota Department of Health MDH
MS - Mississipi State Department of Health MSDH
MO - State of Missouri Department of Health and Senior Services DHSS
MT - Montana Department of Public Health and Human Services DPHHS
NE - Nebraska Department of Health and Human Services DHHS
NV - Nevada Department of Health and Human Services DHHS
NH - New Hampshire Department of Health and Human Services DHHS
NJ - State of New jersey Department of Health and Senior Services DHSS
NM - New Mexico Department of Health NMDOH
NY - New York State Department of Health NYSDOH
NY - New York Clinical Laboratory Evaluation Program NYCLEP
NC – North Carolina Department of Health and Human Services DHHS
ND - North Dakota Department of Health NDDoH
OH - Ohio Department of Health ODH
OK - Oklahoma State Department of Health OSDH
OR - Department of human Services DHS
PA - Pennsylvania Department of Health PADOH
RI - State of Rhode Island Department of Health RIDOH
SC - South Carolina Department of Health and Environmental Control DHEC
SD - South Dakota Department of Health SDDOH
TN - Tennessee Department of Health TDOH
TX - Texas Department of State Health Services DSHS
UT - Utah Department of Health UDOH
VA - Virginia Department of Health VDH
VT - Vermont Department of Health VDH
WA - Washington State Department of Health DOH
WV - West Virginia Department of Health and Human Resources DHHR
WI - Wisconsin Department of Health Services DHS
WY - Wyoming Department of Health WDH
Optional field for both clinical and research tests.
[bookmark: _Toc282074205]State license #: Text field – Optional
This is the license number issued by the US state to the laboratory.  It is required for labs that select a state license.
Optional field for both clinical and research tests, unless a state license is available.
[bookmark: _Toc282074206]State license expiration date: Text field – Optional
This is the expiration date on the US state license.  It is required for labs that select a state license.
There is a calendar in this field; the submitter may choose to select a date from the calendar. Entered as (mm/dd/yyyy).
Optional field for both clinical and research tests.
[bookmark: _Toc282074207][bookmark: _Toc412109907]Other certification(s)/license(s)
Other certifications/licenses name: Pull-Down list – Optional
This is the name of all other certifications, accreditations or licenses that the lab holds not named in the fields above.  This field can include federal and international certifications/licenses such as ISO. Submitter may select multiple.
Current list:
· American Association of Blood Banks, AABB
· College of American Pathologists, CAP
· Clinical Pathology Accreditation (UK) Ltd, CPA
· European Federation for Immunogenetics, EFI
· European Molecular Genetics Quality Network, EMQN
· NTSAD Tay-Sachs Carrier Testing QC Program, NTSAD
· New York State Clinical Laboratory Evaluation Program, NYS CLEP
· National Association for DNA Collection and Management, NADCM
· American Osteopathic Association, AOA
· American Society of Histocompatibility and Immunogenetics, ASHI
· Joint Commission on Accreditation of Heathcare Organizations, JCAHO
· International Organization for Standardization 15189, ISO15189
· Reference Institute for Bioanalytics, RfB
· Other, please specify _______	
Optional field for both clinical and research tests.

References: 	69% of AMP respondents are able to provide this information
McKesson
Javitt et al
MMWR
[bookmark: _Toc282074208]Other certification/license #: Text field – Optional
This is required for those labs which have license/accreditation/certification numbers available.
Optional field for both clinical and research tests.
[bookmark: _Toc277851738][bookmark: _Toc277934937][bookmark: _Toc282074209]Other certification/license expiration date: Text field – Optional
This field is required for those labs which have certification/accreditation/licenses with expiration dates.
There is a calendar in this field; the submitter may choose to select a date from the calendar. Entered as (mm/dd/yyyy). 
Optional field for both clinical and research tests.
[bookmark: _Toc282074210][bookmark: _Toc412109908][bookmark: _Toc277851741][bookmark: _Toc277934921][bookmark: _Toc277851742][bookmark: _Toc277934938]Default laboratory values for test information
Information stored in the default section can be copied to each test offered by the lab while maintaining the submitter’s ability to change them as the test is submitted.
The default section is optional and has been designed only to save submitters from entering the same information multiple times (per test) when entering clinical tests manually. It only applies to tests created after default values are submitted (it will not populate tests that were submitted prior to the default data was entered). The following fields can be provided in the default section if the submitter wants that answer to appear in all their tests.  The same fields appear in their appropriate sections both in this document and in the electronic submitter forms.
Default Test Contact Policy: checkbox – Optional
Default Test Orderable By: – Pull-Down List - Optional
Default How to Order: Text + URL – Optional
Default URL to lab website with information about how to order this test Lab
Default Test-Specific Laboratory Services: Check box – Optional
Default Test-Specific Services Order Code: Manual Entry – Optional
Default Test-Specific Services Comment: Manual Entry – Optional
Default Test-Specific Laboratory Additional Services: Check box – Optional
· Custom mutation-specific/Carrier testingCustom Prenatal Testing
Default Test-Specific Additional Services Order Code: Manual Entry – Optional
	Corresponds to custom mutation-specific/Carrier testing or Custom prenatal testing default fields
Default Test-Specific Additional Services Comment: Manual Entry – Optional
	Corresponds to custom mutation-specific/Carrier testing or Custom prenatal testing default fields
Default Specimen Source – Pull Down List – Optional
Optional field for both clinical and research tests.
Default Variants of unknown significance (VUS) policy and interpretation
What is the Protocol for Interpreting a Variation as a VUS? – Text Field – Recommended
What Software is Used to Interpret Novel Variations? – Text Field – Optional
What Is the Laboratory’s Policy on Reporting Novel Variations? – Text Field – Recommended
Are Family Members Who Have Defined Clinical Status Recruited to Assess Significance of VUS Without Charge? – Yes/NoDecline to answer Checkbox with comments - Recommended
Will the Laboratory Re-contact the Ordering Physician if Variant Interpretation Changes? – Yes/No/Decline to answer checkbox with comments – Optional
Comments about the laboratory procedure about the laboratory procedure to re-contact the ordering physician
[bookmark: _Toc282074213]Default Sample Negative Report – Optional
[bookmark: _Toc282074214]Default Sample Positive Report – Optional
Default VUS Report – Optional
[bookmark: _Toc282074215][bookmark: _Toc412109909]Clinical test information
Each test is a specific, orderable test from a particular test provider, and receives a unique GTR accession number. The same or similar test performed by different laboratories gets a different accession. Thus, a laboratory is free to define an orderable test exactly as they represent it in their catalog.
[bookmark: _Toc412109910][bookmark: _Toc277851743][bookmark: _Toc277934939][bookmark: _Toc282074216]GTR database test attributes
[bookmark: _Toc412109911]GTR accession ID: (Auto assigned by NCBI with versioning) – Automatically provided
A GTR accession ID has the format GTR00000001.1, a leading prefix “GTR” followed by 8 digits, a period, then 1 or more digits representing the version. When a laboratory updates a test, the accession stays the same, but the version increments. GTR accessions and versions are issued and controlled by NCBI. Any changes to the test information will result in a version change. Changes to laboratory and personnel information will not result in a version change. Access to archived versions of tests will be provided to submitters and users.
Necessary for both clinical and research tests.
References:	eDOS OM1-7 “Other Service/Test/Observation/IDs for the Observation”
McKesson
HL7
[bookmark: _Toc412109912]Date last touched: Automatically provided
When a laboratory submits updates to test-specific data fields, the date (format = MM-DD-YYYY) is recorded. This field is associated with the GTR Accession ID, where the accession stays the same, but the version increments. The date last touched will update with the test versions.  Any changes to the test information will result in a version change and subsequently update the date last touched. Changes to laboratory and personnel information will not result in a version change and will not update the date last touched for the test entry.
Necessary for both clinical and research tests.
[bookmark: _Toc282074223][bookmark: _Toc412109913][bookmark: _Toc277851745][bookmark: _Toc277934941][bookmark: _Toc282074217]Test tracking ID: Text field – Optional (only for bulk uploads)
For tests provided electronically via one of the excel files or XML, one critical element MUST be provided here: a test tracking ID. This is a code which is unique for the test from that laboratory. NCBI will use this code to determine if the laboratory is providing a new test, or an update to an existing test, so it is critical that the same code be submitted for the same test always.
This field only applies to clinical tests.
References:	e-DOS OM1-2 “Producer’s Service/Test/Observation ID”.
[bookmark: _Toc412109914]Name of clinical test
Name of test should include one or more of the following subfields.
References: 	87% of AMP respondents are able to provide this information.
[bookmark: _Toc277851746][bookmark: _Toc277934942][bookmark: _Toc282074218]Laboratory test name: Text field – Minimal
This is the test name which will appear as the title on the GTR public website (e.g. test lists, test detail page) and the title of the test record in the submission interface. It should be the clinical test name in the lab’s catalog. 
Minimal field for both clinical and research tests.
References: 	eDOS OM1- 8 and 51 “Other Names (recognized by the producer for the observation)”
McKesson
MMWR
[bookmark: _Toc277851749][bookmark: _Toc277934943][bookmark: _Toc282074219][bookmark: _Toc277851747]Laboratory test short name: Text field – Optional
This is the submitter’s short name or mnemonic for the test.
This field applies to clinical and research tests.
References: 	e-DOS OM1-10 “Preferred Short name or Mnemonic for the Observation”
MMWR
[bookmark: _Toc277851748][bookmark: _Toc277934944][bookmark: _Toc282074220]Manufacturer test name: Text field – Optional
This is the common commercial test name (ex. OvaSure, FDA kit name, etc).   Manufacturer test could be an FDA approved test, a kit, or some other manufacturer test.
This field only applies to clinical tests.
[bookmark: _Toc277851750][bookmark: _Toc277934945][bookmark: _Toc282074221]Search terms: Text field - Optional
The submitter can enter other synonyms and aliases they want the test to be searchable by. These can be names that have been archived, keyword(s) and so on.
This field only applies to clinical tests.
References: 	eDOS OM1-11 “Preferred Long Name for the Observation”
[bookmark: _Toc282074222][bookmark: _Toc412109915]Test development – Pull-Down list – Recommended
The submitter can categorize how the test was developed by specifying whether the test is laboratory developed (LDT), FDA reviewed, an externally manufactured kit, a modified FDA-reviewed test or combination as exemplified in the proposed list below. This field is to help delineate the differences in certification requirements between test types.  Please note that reflex testing is not distinctly included in this field.
Current list:
· Test developed by laboratory (no manufacturer test name)
· FDA-reviewed (has FDA test name)
· Manufactured (research use only; not FDA-reviewed)
· Modified FDA (has FDA-reviewed entry, but with lab modifications/field changes)
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Test_development.txt
This field only applies to clinical tests.
[bookmark: _Toc412109916][bookmark: _Toc277851848][bookmark: _Toc277934946][bookmark: _Toc282074224][bookmark: _Toc277851751]Test-Specific services
Laboratory services that are offered in conjunction with the specific test. This field is different from 'Laboratory services' which allows submitters to select general services the laboratory provides.
Test-Specific services: Pull-down list – Optional
Submitters can select multiple services related to the test.
Current list:
· Clinical Testing/Confirmation of Mutations Identified Previously
· Confirmation of research findings
· Custom Balanced Chromosome Rearrangement Studies
· Custom Deletion/Duplication Testing
· Custom Sequence Analysis
· Data Storage and Backup
· Genetic counseling
· Identity Testing
· Marker Chromosome Identification
· Maternal cell contamination study (MCC)
· Preimplantation Genetic Diagnosis (PGD)
· Result interpretation
· Specimen Source Identification
· Uniparental Disomy (UPD) Testing
· X-Chromosome Inactivation Studies
· Other, specify_________________
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Test_services.txt
Optional field for both clinical and research tests.
Test-Specific services order code: Text field – Optional
Lab’s order code for test specific laboratory service.
Optional field for both clinical and research tests.
Test-Specific services comment: Text field – Optional
This field allows the submitter to provide additional information regarding the test-specific service. 
Optional field for both clinical and research tests.
[bookmark: _Toc412109917]Test-Specific additional services
Additional test services are custom prenatal and/or mutation-specific testing. These are processed separately so they can display in different pages.
Test-Specific additional services: Pull-Down list – Optional
These two test services were singled out for processing purposes; specifically, so they can show up in the lab comparison (grid) page. On the public display site, there is only one header/list for Test Services.
Laboratories can specify if they offer custom prenatal and/or mutation-specific testing.  These additional services will be represented in GTR’s test list page and in the lab comparison (grid) page.
Current list:
· Custom mutation-specific/Carrier testing
· Custom Prenatal Testing
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Test_additional_services.txt
Optional field for both clinical and research tests.
Test-Specific additional services order code: Text field – Optional
The order code(s) corresponding to the test-specific custom prenatal and custom mutation-specific/carrier testing additional test services.
Display next to the specific Additional Test Services as “Order Code:” (on the testitem page). 
Optional field for both clinical and research tests.
Test-Specific additional services comment: Text field – Optional
This field allows the submitter to provide additional information regarding the test-specific additional services. 
Optional field for both clinical and research tests.
[bookmark: _Toc412109918]How to order: Text + URL - Recommended
This is the description of the test ordering procedure and an URL to the lab website for more details about how the test can be ordered from the lab.
This field only applies to clinical tests.
References: 	CAP MOL.32300 and MOL.32350 “Requisition Information”
eDOS OM1-12 “Orderability”
[bookmark: _Toc277851858][bookmark: _Toc277934947][bookmark: _Toc282074225][bookmark: _Toc412109919][bookmark: _Toc277851759][bookmark: _Toc277851849][bookmark: _Toc277851859][bookmark: _Toc277853399]Specimen source(s): Checkbox + URL – Recommended
List only includes general specimen type required (whole blood, frozen tissue, fresh tissue, sputum, etc). Detailed specimen requirements for the ordering physician should be found at the supplied URL or in the ‘How to order’ text field. Multiple entries can be selected. Single URL may be supplied.
References: 	73% of AMP respondents are able to provide this information.
CAP MOL.33050 “Specimen Collection/Handling Requirements”
eDOS OM4-6 “Specimen”
McKesson
Javitt et al
HL7

Example list:
· Amniocytes
· Amniotic fluid
· Bone marrow
· Buccal swab
· Peripheral (whole) blood
· Other, specify __________________
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Specimen_sources.txt
This field only applies to clinical tests.
[bookmark: _Toc277934948][bookmark: _Toc282074226][bookmark: _Toc412109920]Test-Specific contact person: Pull-Down list – Recommended
In the interactive forms, the submitter may select from one of the personnel supplied in the laboratory record. The name of the person must be selected in order to be displayed publicly. Multiple people may be selected and displayed as test specific contacts. For bulk submission via the full test spreadsheet, the person name should be entered exactly how it is in the database. For direct electronic submission of data (i.e. via XML), this field must be supplied as either a unique name matching the personnel list, or a personnel ID previously supplied.
Recommended field for both clinical and research tests.
References: 	eDOS OM1-17 “Telephone Number of Section”
MMWR
[bookmark: _Toc277934949][bookmark: _Toc282074227][bookmark: _Toc412109921]Test-Specific contact policy: Checkbox – Recommended
The overall policy of the lab regarding who (patients vs. health care providers) can contact the lab and when (pre-test/post-test/anytime).
Current list:
· Pre-test email/phone consultation regarding genetic test results and interpretation is provided to patients/families.
· Post-test email/phone consultation regarding genetic test results and interpretation is provided to patients/families.
· Laboratory can only accept contact from health care providers. Patients/families are encouraged to discuss genetic testing options with their health care provider.
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Contact_policy.txt
Recommended field for both clinical and research tests.
[bookmark: _Toc277934950][bookmark: _Toc282074228][bookmark: _Toc412109922]Informed consent required: Yes/No/Based on applicable state law/Decline to answer Checkbox – Recommended (default Decline to answer)
Submitters can choose to let users know if a test requires informed consent prior to testing. It may be the case that all tests for all labs will likely need a disclaimer that informed consent is determined by the ordering physician’s state laws.
Informed consent required choices:	 
· Yes
· No
· Decline to answer
· Informed consent requirements are determined based on applicable state law
This field only applies to clinical tests.
References: 	MMWR
[bookmark: _Toc277851850][bookmark: _Toc277934951][bookmark: _Toc282074229][bookmark: _Toc412109923]Pre-Test genetic counseling required: Yes/No/Decline to answer Checkbox – Recommended (default Decline to answer)
Submitters can choose to let users know if a test requires genetic counseling prior to testing.
Pre-test genetic counseling choices:
· Yes
· No
· Decline to answer
This field only applies to clinical tests.
References: 	MMWR
[bookmark: _Toc412109924][bookmark: _Toc277851847][bookmark: _Toc277934952][bookmark: _Toc282074230]Post-Test genetic counseling required: Yes/No/Decline to answer Checkbox – Recommended (default Decline to answer)
Submitters can choose to let users know if a test requires genetic counseling prior to the release of test results.
Informed consent required choices:	 
· Yes
· No
· Decline to answer
This field only applies to clinical tests.
References: 	MMWR
[bookmark: _Toc412109925]Testing strategy: Text + Citations – Recommended
Submitters can describe the suggested sequence of ordering tests, discuss reflex testing, and related issues.  This field is for recommendations on how to order the different tests in sequence of relevance to the patient being tested. This field should not include discussion of methodology or test procedural protocols. Laboratories can describe whether a test has a required reflex test or a reflex mechanism. Each test component should be described.  If a test is ordered, additional tests may be performed as necessary under certain circumstances based on initial results and that should be described in this field.  
This field only applies to clinical tests.
References: 	eDOS OM1-34 “Reflex Tests/Observations”
[bookmark: _Toc277851754][bookmark: _Toc277934955][bookmark: _Toc282074231][bookmark: _Toc412109926]Laboratory test order code: Text field - Recommended
This is the laboratory’s order or catalog code for the test (ie. The order code to put in the requisition to order the test from the lab).
This field only applies to clinical tests.
References: 	eDOS OM1-2“Producer’s Service/Test/Observation ID”
MMWR
[bookmark: _Toc412109927][bookmark: _Toc277851758][bookmark: _Toc277934959][bookmark: _Toc282074232]LOINC code(s): Text – Optional 
Submitters can provide the LOINC code(s) that identify the test. Multiple codes can be entered as applicable to the test. There is a “search” link that takes the submitter to the LOINC website to search for the LOINC code for the test. Once identified, the code must be copied and pasted in this text box. GTR will automatically provide a url with the code entered to the respective LOINC record in the LOINC website for users to have access to it from the GTR test page.
This field only applies to clinical tests.
[bookmark: _Toc412109928]Test codes URL: Text – Recommended 
Submitters can provide an URL for the lab’s website with information on codes including CPT, ICD-9, and ICD-10 that are applicable to this test.
This field only applies to clinical tests.
References: 	eDOS OM1-7 “Other Service/Test/Observation IDs for the Observation”
McKesson
HL7
[bookmark: _Toc277851752][bookmark: _Toc277934961][bookmark: _Toc282074233][bookmark: _Toc412109929][bookmark: _Toc277851851][bookmark: _Toc277851760]URL for the test: Text field – Recommended
[bookmark: _Toc277851854][bookmark: _Toc277934962]Submitter provided link to their website for test-specific information.
Recommended field for both clinical and research tests.
References: 	26% of AMP respondents are able to provide this information.
Javitt et al
[bookmark: _Toc282074234][bookmark: _Toc412109930]Availability
This section identifies the location where different aspects of the test are performed. To increase transparency of where the test is performed and to show whether the outside lab has the same qualifications as the reporting lab. External means any lab/facility that does not belong to the reporting lab.  For example, a test performed at an outside facility owned by the same company would be considered to be performed “at an outside lab”.  Submitters can enter details and provide appropriate information for clarification of their entry as needed.
References: 	McKesson
[bookmark: _Toc277851855][bookmark: _Toc277934963][bookmark: _Toc282074235][bookmark: _Toc412109931]Performance site for test components: Checkbox + Text comment – Minimal
Identification of where all parts of the test are performed. The complete list of options is below. Submitter can check multiple boxes. There is also a free text box for comments.  The text box must be filled out if any part of the test is performed at an outside facility. It should contain information about the outside lab, the procedure or any other relevant information.
· Entire test performed in-house
· Specimen preparation performed in-house
· Specimen preparation performed at an outside lab
· Wet lab work performed in-house
· Wet lab work performed at an outside lab
· Interpretation performed in-house
· Interpretation performed at an outside lab
· Report generated in-house
· Report generated at an outside lab
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Test_location.txt
Minimal field for clinical tests.
References: 	eDOS OM1-27 “Outside Site(s) where Observation may be Performed” - optional
Javitt et al
[bookmark: _Toc277851856][bookmark: _Toc277934964][bookmark: _Toc282074239][bookmark: _Toc412109932]Accessibility
This section identifies who can order the test.
References: 	GA
MMWR
[bookmark: _Toc277851857][bookmark: _Toc277934965][bookmark: _Toc282074240][bookmark: _Toc412109933]Test orderable by: Checkbox – Optional
Submitter should identify who can order the test from this lab (eg. specify Health Care Providers: Licensed physician, PA, RN, NP, GC, etc.). Submitter can select multiple choices. 
Current list:
· Health Care Provider
· Public Health Mandate
· Out-of-State Patients
· In-State Patients
· Licensed Physician
· Physician Assistant
· Licensed Dentist
· Registered Nurse
· Nurse Practitioner
· Genetic Counselor
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Test_orderable_by.txt
This field only applies to clinical tests.
[bookmark: _Toc277934974][bookmark: _Toc282074251][bookmark: _Toc412109934]Reporting of test results
[bookmark: _Toc277851852][bookmark: _Toc277934975]This section contains information on how the lab reports test results and clinical interpretation back to the ordering individual and lists the responsibilities the lab assumes for reporting results and providing clinical interpretations.
Suggestion: Standards for molecular reporting (AMP), ACMG sequence variants categories. Labs should be asked to define their criteria for interpretation (e.g. Pathogenic, benign, uncertain results).
References: 	CAP MOL.35942 “Result Reporting”
eDOS OM1-32 “Interpretation of Observations”
McKesson
MMWR
HL7-LOINC 51969-4 “Genetic Analysis Summary Report”
[bookmark: _Toc282074252][bookmark: _Toc412109935]Sample negative report: Upload document – Recommended 
Submitter can upload a sample negative report for the corresponding test. The report should not have any patient information. GTR staff will review reports to make sure there is no identifiable information before making the report public.
This field only applies to clinical tests.
[bookmark: _Toc277851853][bookmark: _Toc277934976][bookmark: _Toc282074253][bookmark: _Toc412109936]Sample positive report: Upload document – Recommended 
Submitter can upload a sample positive report for the corresponding test. The report should not have any patient information. GTR staff will review reports to make sure there is no identifiable information before making the report public.
This field only applies to clinical tests.
[bookmark: _Toc412109937]Sample VUS report: Upload document – Optional
Submitter can upload a sample VUS report for this test if applicable. The report should not have any patient information. GTR staff will review reports to make sure there is no identifiable information before making the report public.
This field only applies to clinical tests.
[bookmark: _Toc412109938]Variants of unknown significance (VUS) policy and interpretation
Submitter can enter information on how Variants of Unknown Significance (VUS) are handled in the lab by supplying the information in the subfields below.
[bookmark: _Toc282074255][bookmark: _Toc412109939]What is the protocol for interpreting a variation as a VUS?: Text field – Recommended
Description of how Variants of Unknown Significance are analysed and reported.
This field only applies to clinical tests.
[bookmark: _Toc282074256][bookmark: _Toc412109940]What software is used to interpret novel variations?: Text field – Optional
Examples of software applications for medical molecular genetics interpretation include: Melina II, MEME Suite, VISTACartagenia Bench, Alamut, SIFT, PolyPhen, Align-GVGD, GeneSplicer, laboratory proprietary internal software. 
This field only applies to clinical tests.
[bookmark: _Toc282074257][bookmark: _Toc412109941]What is the laboratory’s policy on reporting novel variations?: Text field – Recommended
Description of how the lab reports novel variations, it could include who gets contacted and how (ex. person ordering the test will be contacted via telephone as soon as VUS is identified). 
This field only applies to clinical tests.
[bookmark: _Toc412109942]Are family members who have defined clinical status recruited to assess significance of VUS without charge?: Yes/No/Decline to answer/Not provided - Checkbox + Comments – Recommended
Will the lab offer the test to family members free of charge? The laboratory may choose to not disclose this information by selecting the “Decline to answer” option.
This field only applies to clinical tests.
[bookmark: _Toc282074259][bookmark: _Toc412109943]Will the laboratory re-contact the ordering physician if variant interpretation changes?: Yes/No/Decline to answer/Not provided – Checkbox + Comments – Recommended
Description of how the lab deals with ongoing interpretation of genetic tests results after the initial report. The laboratory may choose not to disclose this information by selecting the “Decline to answer” option.
This field only applies to clinical tests.
[bookmark: _Toc282074263][bookmark: _Toc412109944]Is research allowed on the sample after clinical testing is complete?: Text field – Recommended
After clinical testing is complete, does the laboratory perform any research testing using the submitted specimen? Are there any details to clarify this field? (e.g. are patients reconsented?)
This field only applies to clinical tests.
[bookmark: _Toc277934977][bookmark: _Toc282074264][bookmark: _Toc412109945]Indications for use
This section describes the reasoning for performing the test. Information is provided in the fields below by the submitter and parts are automatically filled with information from NCBI from sources such as ClinVar, OMIM, HPO and MeSH.
References: 	AHRQ
CAP MOL.30670 “Clinical Indication/Clinical Utility”
MMWR
[bookmark: _Toc277851761][bookmark: _Toc277934978][bookmark: _Toc282074265][bookmark: _Toc412109946]Purpose of the test: Pull-Down list – Minimal
This is the purpose(s) or indication(s) for use of the test. Multiple purposes can be selected.
Current list:
· Diagnosis
· Drug Response
· Monitoring
· Mutation Confirmation
· Pre-implantation genetic diagnosis 
· Predictive
· Pre-symptomatic
· Prognostic
· Recurrence
· Risk Assessment 
· Screening 
· Therapeutic management
Definition of the terms:
Diagnosis - Identification or confirmation of disease.
Drug response - Evaluation of genetic variability influencing an individual’s reaction to specific medications, as in a pharmacogenetic test. Excludes immune-mediated adverse drug reactions (dose-independent drug allergies).
Monitoring - Periodic or continuous evaluation of a disease or condition over time, including a patient’s response to medical treatment.
Mutation confirmation - Re-evaluation of a genetic test result to assess the validity of the initial result. For example, research test results or results from another laboratory.
Pre-implantation genetic diagnosis - Genetic testing performed on a small number of cells from a human embryo prior to uterine implantation as part of assisted reproduction procedures.
Predictive - Information from the test can be used to determine or predict the potential risk of eventually developing a disease or a disorder. Applicable to predictive biomarkers used in oncology, used to predict treatment response.
Pre-symptomatic - Genetic analysis of an asymptomatic or unaffected individual who is at risk of a specific genetic disorder.
Prognostic - Information from the test can be used to determine or predict the aggressiveness of the disease or overall outcome of the disease at the time of initial diagnosis and prior to initiation of treatment. Applicable to prognostic biomarkers used in oncology.
Recurrence - Used to detect disease recurrence in a patient who has already been diagnosed and treated for cancer.
Risk assessment -Evaluation of the likelihood of developing a specific condition based on genetic risk. Includes carrier testing in affected families.
Therapeutic management - Information can be used to determine therapeutic decision making.
Screening - Evaluation of a target population to identify a subgroup affected by a genetic condition or that have the potential to transmit the trait to their offspring. Includes newborn screening, ethnicity-based screening and pre-conceptual genetic testing.
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Purpose_of_the_test.txt
This field only applies to clinical tests.
References: 	61% of AMP respondents are able to provide this information.
AHRQ
McKesson
Javitt et al
MMWR
[bookmark: _Toc277851762][bookmark: _Toc277934979][bookmark: _Toc282074266][bookmark: _Toc412109947]Clinical or Research test: Checkbox - Minimal
Submitters indicate whether the test is for clinical purposes or is a research test by clicking an initial button that opens a different set of forms since the information collected is different for these two types of tests. 
MGWG supports inclusion of this field and recommends adding a field to indicate if data is used for research purposes (such as ISCA or CETT). MGWG also recommends a stronger connection at the lab display for when a lab does both clinical and research testing.
Minimal field for both clinical and research tests.
[bookmark: _Toc277851763][bookmark: _Toc277934980][bookmark: _Toc282074267][bookmark: _Toc412109948]Condition for which test is offered: Pick from autocomplete dictionary + Suggest new – Minimal
[bookmark: _Toc277851764][bookmark: _Toc277934981]Name of the disease, syndrome, drug response or phenotype for which the test can be ordered. Submitters can choose a condition name from the autocomplete dictionary. Start typing the condition name and the autocomplete dictionary will display choices. Try different spelings of the condition name if you do not see the name in the list. Search GTR for condition names. 
Please note that condition names in this list may differ from the laboratory preferred name and the lab has the opportunity in the field below to type how it wants the condition to appear in their test page. The autocomplete dictionary list of diseases is comprised by names from sources like SNOMED CT, OMIM, GeneReviews, and other authoritative sources. This is an attempt to standardize disease nomenclature in GTR. When a condition is selected from the autocomplete dictionary, some fields will be automatically provided.  
If the condition name is not in the autocomplete dictionary, the submitter has the opportunity to search the GTR database of condition names and then copy and paste it in this box. 
If the test is being offered for a condition not found in the autocomplete dictionary (i.e. a newly published disease), the submitter can enter the new condition name in this box and provide a comment and all supportive evidence in the box at the bottom of the page entitiled “Private comment about the condition/phenotype to GTR staff”. GTR staff will review all documentation and add the condition name to the database.
A test may have multiple indications. This means that a submitter can enter multiple condition names for which the test is offered. 
If the test has more than one condition (e.g. panels), one condition is selected as primary. By default, the first condition entered is identified as the primary condition. The primary condition in a test dictates the information displaying publicly in the Indication tab of the test and in the relevant sections of the navigation panel of the test (right hand corner of the test page).
Minimal field for both clinical and research tests.
References: 	Javitt et al
HL7 LOINC 51963-7 “Medication Assessed”
HL7-LOINC 51967-8 “Genetic Disease Assessed”
HL7-LOINC 53577-3 “Reason for Study, Additional Note”
MGWG: discussion of pick list. 
[bookmark: _Toc412109949][bookmark: _Toc282074268]Lab-Displayed condition name: Text field – Optional
The submitter can provide the condition name they want associated with the test if the condition name is different from the one selected in the autocomplete dictionary provided in the field above.  This field is optional and only needs to be filled if the submitter wants to provide a different condition name or preferred synonym. This name will be displayed in the public test record.
Optional for both clinical and research tests.
[bookmark: _Toc412109950]Condition identifier(s): Automatically provided
NCBI will provide the SNOMED CT name as the preferred condition name when available. The term is connected to the same concepts from sources such as OMIM, Orphanet and GeneReviews.
Field applies to both clinical and research tests.
References: 	McKesson
[bookmark: _Toc277851765][bookmark: _Toc277934982][bookmark: _Toc282074269][bookmark: _Toc412109951]Condition synonym(s): Automatically provided + Suggest new
Once the condition/phenotype is identified, the condition synonym(s) will automatically display for the submitter to review. The submitter can also provide the condition synonym(s) they want associated with the test if the condition synonym is different from the one(s) automatically provided by GTR by suggesting new synonym(s).
Field applies to both clinical and research tests.
[bookmark: _Toc277851766][bookmark: _Toc277934983][bookmark: _Toc282074270][bookmark: _Toc412109952]Condition preferred acronym: Automatically provided
The condition preferred acronym will be automatically provided when a condition is selected from the autocomplete dictionary.
Field applies to both clinical and research tests.
[bookmark: _Toc412109953][bookmark: _Toc277851767][bookmark: _Toc277934984][bookmark: _Toc282074271]Condition acronym(s): Automatically Provided + Suggest New
The condition alternate acronyms will be automatically provided when a condition is selected from the autocomplete dictionary. The submitter can type other condition acronyms that the lab uses and that do not appear on the list. These acronyms will only be displayed in the test item page for this lab.
Field applies to both clinical and research tests.
[bookmark: _Toc412109954]Lab-Displayed condition preferred acronym: Text field – Optional
The submitter can provide a preferred condition acronym they want associated with the test if the condition acronym is different from the one automatically provided by GTR.
This field only applies to clinical tests.
[bookmark: _Toc412109955][bookmark: _Toc277851768][bookmark: _Toc277934985][bookmark: _Toc282074272]INDICATION TYPE: PULL-DOWN LIST – AUTOMATICALLY PROVIDED + SUGGEST NEW
NCBI assigns broad categories to the name of a condition.
Current list: 
· blood group
· disease
· finding
· named protein variant 
· pharmacological response
This fields applies to both clinical and research tests.
[bookmark: _Toc412109956]Disease clinical summary: Automatically provided
This information is based on the primary condition selected for the test. It will be displayed to the public and is not currently available in the submission interface.
Field automatically provided for both clinical and research tests.
[bookmark: _Toc412109957][bookmark: _Toc277851769][bookmark: _Toc277934986][bookmark: _Toc282074273]Disease clinical feature(s): Automatically provided
[bookmark: _Toc277851776][bookmark: _Toc277934993][bookmark: _Toc282074280]This information is based on the primary condition selected for the test. It will be displayed to the public and is not currently available in the submission interface.
Field automatically provided for both clinical and research tests.
[bookmark: _Toc412109958]Mode of inheritance: Automatically provided + Suggest new
This information is based on the primary condition selected for the test. The mode of inheritance will be automatically provided when available and the submitter will have the opportunity to suggest a new mode of inheritance by selecting from a menu list. If the condition may be inherited according to multiple modes of inheritance, please select ‘Other’ and type all the applicable modes of inheritance.
Current list:
· Autosomal dominant inheritance
· Autosomal dominant inheritance with maternal imprinting
· Autosomal dominant inheritance with paternal imprinting
· Autosomal recessive inheritance
· Autosomal unknown
· Codominant
· Genetic anticipation
· Mitochondrial inheritance
· Multifactorial inheritance
· Oligogenic inheritance
· Sex-limited autosomal dominant
· Somatic mutation
· Sporadic
· Unknown mechanism
· X-linked dominant inheritance
· X-linked inheritance
· X-linked recessive inheritance
· Y-linked inheritance
· Other, please specify
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Mode_of_inheritance.txt
Field applies to both clinical and research tests.
[bookmark: _Toc412109959][bookmark: _Toc282074321][bookmark: _Toc283735893][bookmark: _Toc277851781][bookmark: _Toc277934998]Disease mechanism: Pull-Down list + Suggest new – Optional 
This is the disease mechanism for the condition/phenotype in relation to the test target (measurement). This is the identification of the reasoning or biological process that causes the disease.
Current list:
· Gain of function
· Loss of function
· Other, please specify
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Disease_mechanism.txt
Field applies to both clinical and research tests.
[bookmark: _Toc412109960]Prevalence: Automatically provided + Suggest new + URL + Citations – Optional
The prevalence, or the most current estimated number of cases of the disease in the population. Citation(s) can be provided to support the prevalence statement and a URL to a page with more information.
This field applies to both clinical and research tests.
[bookmark: _Toc412109961]AMA CPT code(s): Select from list – Optional
[bookmark: _Toc282074284]AMA CPT MoPath code(s) is the set of molecular pathology Current Procedural Terminology (CPT®) codes - 'MoPath' codes - from the American Medical Association (AMA) are available for selection into the test record. The MoPath CPT codes were developed to represent nucleic acid analyses to detect germline or somatic variation or for HLA Class I and Class II typing, all of which are in scope for GTR. Tier 1, Tier 2, and 'Unlisted' codes are available in GTR to submitters who accept the AMA license agreement. The so-called 'stacking codes' have been deleted from the AMA CPT codebook. 
This field only applies to clinical tests.
[bookmark: _Toc412109962]Target Population: Text + Citations – Recommended
This is the explanation of which segment(s) of the population should be tested for this disease using this specific test, and why. Citation(s) can be provided to support the information about target population.
This field only applies to clinical tests.
References: 	MMWR (recommended patient population)
[bookmark: _Toc412109963]Private comment about the condition/phenotype to GTR staff: Text – Optional
This is a place for submitters to provide explanations or suggestions about a condition/phenotype name that differs from those in the GTR autocomplete dictionary. GTR staff will review and process the new condition/phenotype name as appropriate.
This field applies to both clinical and research tests.
[bookmark: _Toc277851782][bookmark: _Toc277934999][bookmark: _Toc282074285][bookmark: _Toc412109964]Test methodology
This section contains technical information about the test as submitted by the lab.
MGWG: Methodology is one of the most valuable fields to clinicians and needs to be easily viewable on public retrieval.
[bookmark: _Toc412109965][bookmark: _Toc277851783][bookmark: _Toc277935000][bookmark: _Toc282074286]Major method category: Pull-down list – Minimal 
Category of test methods by major method category which subsets the menu choices for subsequent fields.
Current list:
· Biochemical Genetics
· Cytogenetics
· Molecular Genetics
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Major_method_category.txt
This field applies to both clinical and research tests.
References:	eDOS OM1-18 “Nature of Service/Test/Observation”
McKesson
MMWR
If this is by test type (molecular, biochemical, etc.) we could map the data from GeneTests method categories.
HL7-LOINC 48002-0 “Genomic Source Class” (somatic/germ)
[bookmark: _Toc412109966]Method category: Pull-Down list - Minimal
Name of the general category the test belongs to. Can select multiple categories per test. Each category will have a single higher level category which is assigned by NCBI based on category selected. Multiple sets of higher level method category, method category and test methodology can be entered per test.
Example list for cytogenetics:
	FISH-metaphase
	Cytogenetics

	FISH-interphase
	Cytogenetics

	Chromosome breakage studies
	Cytogenetics

	Sister chromatid exchange
	Cytogenetics

	Multicolor FISH (M-FISH)/Spectral Karyotyping (SKY)
	Cytogenetics

	Fluorescence in situ hybridization (FISH)
	Cytogenetics

	Karyotyping
	Cytogenetics



Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Method_category.txt

This field is field for both clinical and research tests.

References: 	73% of AMP respondents are able to provide this information.
eDOS OM1-14 “Coded Representation of Method”
MMWR
	
[bookmark: _Toc277851784][bookmark: _Toc277935001][bookmark: _Toc282074287][bookmark: _Toc412109967]Primary test methodology: Pull-Down list + Suggest new – Minimal
Name of the test method used in the assay. Allows multiple selection and ability to enter value not on the list. Each methodology is selected after selection of a category. Once a method category is selected, one or more test methodologies relevant to that category can be selected or a new method entered. If a user selects multiple method categories after each selection of a category they will be given a list of relevant test methodologies to choose from (or enter new). 
Example list:
· Allele-specific primer extension (ASPE)
· Alternative splicing detection
· Bi-directional Sanger Sequence Analysis
· C-banding
· Chromatin Immunoprecipitation on ChIP
· Other, specify______________________
This field is for clinical and research tests.
References: 	CAP MOL.30680 “Manufacturer Instructions”
CAP MOL.31705 “LDT Reporting”
CAP MOL.31935 “Modified FDA-Approved Assay”
HL7-LOINC 55233-1 “Genetic Analysis Master Panel”
HL7-LOINC 55232-3 “Genetic Analysis Summary Panel”
McKesson

[bookmark: _Toc277851786][bookmark: _Toc277935003][bookmark: _Toc282074288][bookmark: _Toc412109968]Platforms: Pull-Down list - Recommended
Name of the platform used in the test, if any. This field is not currently displaying to the public.
Example list:
· Affymetrix CytoScan HD Array
· Agilent Human CpG Island Microarray Kit, 1x244K
· Illumina Infinium HD HumanCytoSNP-12
· Manufacturer-specific test
· None/not applicable
· Other, specify_________
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Platforms.txt
This field applies to both clinical and research tests.
References: 	CAP MOL.29290 “Reagent Data”
Javitt et al
HL7
[bookmark: _Toc277851788][bookmark: _Toc277935005][bookmark: _Toc282074289][bookmark: _Toc412109969]Instrument(s) used during testing: Pull-Down list + Suggest New – Recommended
Submitters can name the instrument(s) used for a specific methodology. If the instrument used is not on the list there is the ability to provide new instrument names. 
Example list:
· Applied Biosystems 3730 capillary sequencing instrument
· BioRad CFX96
· Covaris S2 Sonicator
· PerkinElmer Victor3 1420 Multilabel Plate Reader
· Roche LightCycler 480
· Other, specify
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Instruments.txt
This field only applies to both clinical and research tests.
References: 	eDOS OM1-13 “Identity of Instrument used to Perform this Study”
Javitt et al
[bookmark: _Toc277851790][bookmark: _Toc277935007][bookmark: _Toc282074290][bookmark: _Toc412109970]Test Procedure/Protocol: Text + Citations – Optional
This is the summary of the methodology which may include the description of the specific steps for each method used in the assay.  
This field applies to both clinical and research tests.
References: 	CAP MOL.34921 “Sequencing Assay Optimization” 
eDOS OM1-41 “Description of Test Methods”
[bookmark: _Toc412109971]Confirmation of Test Results: Text Field – Recommended
Submitters can provide further information regarding if they confirm results, and how. Example, “Positive results are confirmed on a new DNA preparation using repeat sequence analysis”.  
This field applies to both clinical and research tests.
[bookmark: _Toc277851791][bookmark: _Toc277935008][bookmark: _Toc282074291][bookmark: _Toc412109972]Test target(s)
[bookmark: _Toc277851792][bookmark: _Toc277935009][bookmark: _Toc282074292]This section describes the analytes, chromosomal or mitochondrial regions, genes and variants, or proteins that are measured in the test. Every target must be linked to at least one specific indication.
[bookmark: _Toc412109973]Germline, Somatic or both: radio button – Minimal (germline selected by default)
Identify whether the test target is germline or somatic (e.g. cancer) or both.
This field applies to both clinical and research tests.
[bookmark: _Toc412109974]What the Test Measures: Pull-Down List – Minimal 
This field names the category of the analyte being tested. 
Current list:
· Analyte
· Chromosomal region/mitochondrion
· Gene
· Protein
This field applies to both clinical and research tests.
References: 	HL7-LOINC 48006-1 “Amino Acid Change Type”
HL7-LOINC 48019-4 “DNA Sequence Variation Type”
Javitt et al
MMWR
[bookmark: _Toc277851793][bookmark: _Toc277935010][bookmark: _Toc282074293][bookmark: _Toc412109975]Gene(s) Being Tested: Text Field – select from autocomplete dictionary - Minimal
[bookmark: _Toc277851794][bookmark: _Toc277935011]This is the symbol of the gene that the test interrogates. There is an autocomplete dictionary that provides choices when the gene name or symbol is typed. When the gene name is identified, the gene symbol, synonym, location, family, OMIM # will be provided automatically in the public site, if available.
This field applies to both clinical and research tests.
References: 	87% of AMP respondents are able to provide this information.
CAP MOL.34914 “Gene Information”
Javitt et al
HL7-LOINC 48018-6 “HGNC Gene Identifier”
MMWR
[bookmark: _Toc277851796][bookmark: _Toc277935013][bookmark: _Toc282074296][bookmark: _Toc412109976]Gene Location: Automatically Provided
This information will be displayed to the public and is not currently available in the submission interface.
References: 	HL7-LOINC 47999-8 “DNA Region Name”
This field applies to both clinical and research tests.
[bookmark: _Toc277851799][bookmark: _Toc277935016][bookmark: _Toc282074299][bookmark: _Toc412109977]Associated reference sequence: Text Field – Optional
Submitters must provide a gene name, analyte, protein or chromosomal location. If a gene name is provided, the chromosomal location will be automatically provided as available. Submitters can provide as specific a location being tested as possible or just the chromosome band number. There is an autocomplete dictionary that provides choices as you typin (eg. NM). 
This field applies to both clinical and research tests.
References: 	HL7-LOINC 47999-8 “DNA Region Name”
[bookmark: _Toc277851800][bookmark: _Toc277935017][bookmark: _Toc282074300][bookmark: _Toc412109978]Relevant Exon(s): Text Field – Optional
Submitter can specify which exons are being tested and their location. When specifying the exons tested, the reference sequence must be identified as well.
This field applies to both clinical and research tests.
[bookmark: _Toc277935018][bookmark: _Toc282074301][bookmark: _Toc412109979][bookmark: _Toc277851801]Variant(s): Text Field OR autocomplete dictionary + suggest new – OPtional
[bookmark: _Toc277935019]Submitter can specify which variant(s) are tested by HGVS name or expression, common name. There is an autocomplete dictionary that provides choices as the NM or NP or the variation are typed. Please select from the autocomplete dictionary.
This field applies to both clinical and research tests.
References: 	79% of AMP respondents are able to provide this information.
CAP MOL.34907 “Restriction Endonuclease Digestion Confirmation”
CAP MOL.34914 “Gene Information” 
CAP MOL.34931 “Sense/Antisense Sequence”
HL7-LOINC 48003-8 “DNA Sequence Variation Identifier (dbSNP rs#)”
HL7-LOINC 48004-6 “DNA Sequence Variation (HGVS)”
HL7-LOINC 48005-3 “Amino Acid Change”
[bookmark: _Toc412109980]Clinical Significance: pull-down List + citations – Recommended
Select the clinical significance of the variant to condition selected by selecting from the menu list. Submitters also have the opportunity to provide citations.
Current list:
· Benign
· Benign/Likely benign
· Likely benign
· Likely pathogenic
· Pathogenic
· Pathogenic/Likely pathogenic
· Uncertain significance
· association
· confers sensitivity
· conflicting data from submitters
· drug response
· not provided
· protective
· risk factor
· Other, specify
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Clinical_significance.txt
This field applies to both clinical and research tests.
[bookmark: _Toc412109981]Variant Identifier (rs#/nsv#): Automatically Provided
dbSNP (rs#) and dbVar (nsv#) associated with provided variants, if applicable. This information will be displayed to the public and is not currently available in the submission interface.
This field applies to both clinical and research tests.

References: 	HL7-LOINC 48003-8 “DNA Sequence Variation Identifier (dbSNP rs#)”
[bookmark: _Toc412109982]ANALYTE(S): AUTOCOMPLETE DICTIONARY + SUGGEST NEW – MINIMAL (IF APPLICABLE)
For biochemical tests, the submitter can specify which analyte or enzyme is being tested.  There is an autocomplete dictionary that provides choices as the analyte name is typed.
[bookmark: _Toc282074302]This field applies to both clinical and research tests.
[bookmark: _Toc412109983]CHROMOSOMAL REGION/MITOCONDRION: AUTOCOMPLETE DICTIONARY + SUGGEST NEW – MINIMAL (IF APPLICABLE)
Submitters can provide as specific a location being tested as possible. If specific and detailed information is provided, it would be possible to map it to RefSeqGene and validate against NCBI resources. It would also make it possible to auto-populate the information on most gene and protein fields. 
This field applies to both clinical and research tests.
References: 	HL7-LOINC 48013-7 “Genomic RefSeq Identifier”
HL7-LOINC 51958-7 “Transcript RefSeq Identifier”
HL7-LOINC 47998-0 “DNA Sequence Variation Display Name”

[bookmark: _Toc277851771][bookmark: _Toc277934988][bookmark: _Toc282074275][bookmark: _Toc412109984]Protein Name(s): Pick from autocomplete dictionary + suggest new
There is an autocomplete dictionary that provides choices as the protein or enzyme name is typed.
This field applies to both clinical and research tests.	
[bookmark: _Toc277851772][bookmark: _Toc277934989][bookmark: _Toc282074276][bookmark: _Toc412109985]Protein Synonym(s): Automatically Provided
This information will be displayed to the public and is not currently available in the submission interface.
This field applies to both clinical and research tests.
[bookmark: _Toc277851773][bookmark: _Toc277934990][bookmark: _Toc282074277][bookmark: _Toc412109986]Protein Acronym(s): Automatically Provided
[bookmark: _Toc277851775][bookmark: _Toc277934992][bookmark: _Toc282074279]This information will be displayed to the public and is not currently available in the submission interface.
This field applies to both clinical and research tests.
[bookmark: _Toc412109987]Test Comment: Text Field – Optional
This field will allow submitters to provide additional details on the test and its targets. For example, add details such as, “Bi-directional sequencing of exons 1-5 with concurrent analysis of Glu234Gly”. Please note that adding details about the test in this field does not preclude from providing details about the targets the test interrogates in the test target section.
This field applies to both clinical and research tests.
[bookmark: _Toc277851803][bookmark: _Toc277935021][bookmark: _Toc282074304][bookmark: _Toc412109988]Performance Characteristics
This section contains information such as analytical validity and assay limitations, as provided by the lab.  The suggested fields below will capture the test’s performance characteristics.
References: 	GA
[bookmark: _Toc277851804][bookmark: _Toc277935022][bookmark: _Toc282074305][bookmark: _Toc412109989]Analytical Validity: Text- Manual entry – Minimal
Defined as the accuracy and reliability of the test for measuring the component of interest. Labs can provide an explanation of how accurate and reliable the test is by describing the available information on analytical sensitivity and the number of specimens used to calculate it, analytical specificity, precision and accuracy that represent the information available from a typical validation study (ex. as required for CAP). These fields have been categorized in the fields below for clarity but please note that all this information will be entered in one text box (citations will be entered separately) in an effort to reduce reporting burden and ease data entry by submitters. Labs are also encouraged to include internal data about analytical validity in this field, especially, if there are no citations or published papers available. 
This field only applies to clinical tests.
References: 	CAP MOL.30785 “Validation Studies – LDT’s”
CAP MOL.31475 “Validation Study”
MMWR
[bookmark: _Toc277851805][bookmark: _Toc277935023]Analytical Sensitivity: 
[bookmark: _Toc277851806][bookmark: _Toc277935024]In this field, the submitter can describe the analytical detection rate.
References: 	55% of AMP respondents are able to provide this information.
CAP MOL.31475 “Validation Study”
McKesson
Javitt et al
Number of Specimens Used to Calculate:
References: 	CAP MOL.30900 “Validation Studies – Specimen Selection”
[bookmark: _Toc277935025][bookmark: _Toc277851807]Analytical Specificity: 
[bookmark: _Toc277935026]In this field, the submitter can describe the analytical false positive rate.
References: 	55% of AMP respondents are able to provide this information.
CAP MOL.31475 “Validation Study”
McKesson
Javitt et al
[bookmark: _Toc277851808][bookmark: _Toc277935027]Precision: 
In this field, the submitter can describe how close the results match those from independent sources (known to be the true results).
References: 	37% of AMP respondents are able to provide this information.
CAP MOL.31475 “Validation Study”
eDOS OM2-3 “Range of Decimal Precision”
McKesson
[bookmark: _Toc277851809][bookmark: _Toc277935028][bookmark: _Toc277851827][bookmark: _Toc277935047]Accuracy:
In this field, the submitter can describe how close repeated results match each other.
References: 	42% of AMP respondents are able to provide this information.
CAP MOL.31475 “Validation Study”
McKesson
[bookmark: _Toc412109990]Analytical Validity Citation(s): text – Recommended
Laboratories are encouraged to provide citations to support their analytical validity statements. PubMed citations (PMID or PMCID) are encouraged when available as this will facilitate linking to the full citation from the GTR website. The submission user interface enables submitters to search the PubMed database by providing a link called “Search PubMed” next to the citations box. Once the desired paper is identified, submitters must copy the PMID or PMCID and past it in the citations box of the GTR submission user interface. When a PMID or PMCID are provided, citations are displayed as links to the PubMed record so they are easily available to users of the GTR public site.
This field only applies to clinical tests.
[bookmark: _Toc282074306][bookmark: _Toc412109991]Assay Limitation(s): Text + Citations – Recommended
In this field, the submitter can describe any factors that affect the value of the test for its intended use by providing information on test limitations and restrictions.
This field only applies to clinical tests.
References: 	58% of AMP respondents are able to provide this information.
CAP MOL.31245 “Reference/Reportable Range”
MMWR
[bookmark: _Toc277851828][bookmark: _Toc277935048]Limit of Detection:
References: 	45% of AMP respondents are able to provide this information.
[bookmark: _Toc277851829][bookmark: _Toc277935049]Test Restrictions: 
For example, describe whether the test was validated only for certain subpopulations or particular uses.
[bookmark: _Toc277851810][bookmark: _Toc277935029][bookmark: _Toc282074307][bookmark: _Toc412109992]Quality Control and Quality Assurance
[bookmark: _Toc277851818][bookmark: _Toc277935038][bookmark: _Toc277851812][bookmark: _Toc277935031]This section contains information on the test QC and QA methods, such as PT testing and validation procedures, as provided by the lab.
References: 	37% of AMP respondents are able to provide this information.
CAP MOL.20000 “Documented QM/QC Plan”
[bookmark: _Toc282074308][bookmark: _Toc412109993]Proficiency Testing Performed on this Test: Yes/No radio button – Recommended
In this section, the submitter can provide information on proficiency testing if the lab performs it for this test. Proficiency testing can be defined as the use of blind testing to assess whether the laboratory can perform a test correctly. Usually the samples are provided by an organization independent of the laboratories performing the test and that information can be provided in the fields below. 
This field only applies to clinical tests.
References: 	MMWR
[bookmark: _Toc282074309][bookmark: _Toc412109994]Method used for proficiency testing: – Pull-Down list + Suggest new – Recommended
Submitter can specify which type of proficiency testing is performed for the lab; for example, whether the lab participates in a formal PT program, alternative assessment or intra-laboratory sample exchanges. Submitter can select multiple choices. This field is minimal if PT is performed on this test. 
Current list:
· Alternative Assessment
· Formal PT program
· Inter-Laboratory
· Intra-Laboratory
· Other, specify______
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Proficiency_testing_method.txt
This field only applies to clinical tests.
References: 	CAP MOL.10150 “PT Participation”
CAP MOL.10160 “Alternative Performance Assessment”
[bookmark: _Toc277851813][bookmark: _Toc277935032][bookmark: _Toc282074310][bookmark: _Toc412109995]Proficiency testing provider: Pull-Down list + Suggest new – Recommended
Submitter can identify the agency or society that provides the PT program for the test.
This field only applies to clinical tests.
Current list:
· American College of Medical Genetics / College of American Pathologists, ACMG/CAP
· American College of Physicians - Medical Laboratory Evaluation, ACP MLE
· Association for Molecular Pathology, AMP
· Belgian Official EKE Schemes, GLP Monitoring Programme
· Canadian External Quality Assessment Laboratory, CEQAL
· Centers for Disease Control and Prevention Newborn Screening Quality Assurance Program, CDC DLS
· Clinical Pathology Accreditation (UK) Ltd., CPA
· European Concerted Action on Thrombosis External Quality Assessment Program, ECAT EQAP
· European Molecular Genetics Quality Network, EMQN
· European Research Network for the Evaluation and Improvement of Screening Diagnosis and Treatment of Inherited Metabolic Disorders - External Quality Assessment Schemes, ERNDIM EQAS
· External Quality Assessment for Molecular Genetic Testing for Phenylketonuria, EQA-PKU
· Human Genetic Society of Australasia, HGSA
· Institute for Standardization and Documentation in the Medical Laboratory, INSTAND
· Pacific Northwest Regional Genetics Group, PacNoRGG
· Society for Inherited Metabolic Disorders, SIMD
· Other, specify
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Proficiency_testing_provider.txt 
[bookmark: _Toc412109996][bookmark: _Toc277935033][bookmark: _Toc282074311]CAP information
If the test PT provider is CAP, submitter can enter the appropriate information. Multiple options can be selected. Choices for controlled lists were taken from 2012 CAP Survey catalog. Available at: http://www.cap.org/apps/docs/proficiency_testing/2012_surveys_catalog.pdf
This field only applies to clinical tests.
Major CAP category: Pull-Down list – Recommended
Example list:
· Alpha-1 Antitrypsin (SERPINA1) Genotyping
· Biochemical Genetics
· Cytogenomic Microarray Analysis
· Defective DNA Mismatch Repair/HNPCC
· Molecular Hematologic Oncology
· Pharmacogenetics
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/CAP_test_categories.txt 
CAP cAtegory: Pull-Down list – recommended
Example list for biochemical genetics:
	Acylcarnitines, qualitative and quantitative
	Biochemical Genetics

	Amino acids, qualitative and quantitative
	Biochemical Genetics

	Carnitine, qualitative and quantitative
	Biochemical Genetics

	Glycosaminoglycans (mucopolysaccharides), qualitative and quantitative
	Biochemical Genetics

	Organic acids, qualitative and quantitative
	Biochemical Genetics

	Educational challenge
	Biochemical Genetics


Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/CAP_test_list.txt 
CAP test list: Pull-Down list – Recommended
Example list for pharmacogenetics:
	PGx
	Allele detection (genotype)

	PGx
	Interpretation

	PGx
	CYP2C19

	PGx
	CYP2C9

	PGx1
	IL28B

	PGx2
	HLA-B*5701


[bookmark: _Toc277851814][bookmark: _Toc277935034][bookmark: _Toc282074312][bookmark: _Toc412109997]Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/CAP_test_codes.txt
Description of proficiency testing method: Text + Citations – Recommended
Submitter can explain how PT is performed for the test and include information on PT results, reportable range, testing interval and number of specimens tested.
This field only applies to clinical tests.
References: 	CAP MOL.10170 “PT Integration Routine Workload”
[bookmark: _Toc277851816][bookmark: _Toc277935036]Proficiency Testing Score/Results:
References: 	CAP MOL.10200 “PT Evaluation”
[bookmark: _Toc277851820][bookmark: _Toc277935040][bookmark: _Toc277851817][bookmark: _Toc277935037]Proficiency Testing Reportable Range:
References: 	CAP MOL.31245 “Reference/Reportable Range”
[bookmark: _Toc277851815][bookmark: _Toc277935035]Proficiency Testing Interval:

Number Specimens per PT Interval:

[bookmark: _Toc277851824][bookmark: _Toc277935044][bookmark: _Toc282074313][bookmark: _Toc412109998]Internal test validation method description: Text + Citations - Recommended
[bookmark: _Toc277851825][bookmark: _Toc277935045]Submitter can explain how the laboratory validates the test (initially or when test is changed) and describe the validation method reportable range.
This field only applies to clinical tests.
References: 	CAP MOL.30785 “Validation Studies – LDTs”
CAP MOL.30900 “Validation Studies – Specimen Selection”
CAP MOL.30957 “Verification Studies- FDA cleared”
CAP MOL.31015 “Validation studies – Specimen Types”
CAP MOL.31130 “Validation Study Comparison”
CAP MOL.31475 “Validation Study”
Javitt et al
Validation Method Reportable Range:
References: 	CAP MOL.31245 “Reference/Reportable Range”
CAP MOL.31360 “Reference/Reportable Range Quantitative”

[bookmark: _Toc277851830][bookmark: _Toc277935050][bookmark: _Toc282074314][bookmark: _Toc412109999]Clinical validity: Text + Citations – Recommended 
[bookmark: _Toc277935051][bookmark: _Toc277851831]Defined as how consistently and accurately the test detects or predicts the intermediate or final outcomes of interest. In this section, the submitter can provide available information on clinical specificity and sensitivity, describe the population and identify the number of specimens used in the validation procedure, and list calculated predictive positive and negative values.
This field only applies to clinical tests.
References: 	39% of AMP respondents are able to provide this information.
CAP MOL.31590 “Clinical Performance Characteristics”
McKesson
Javitt et al
GA
MMWR
[bookmark: _Toc277935053]Clinical Sensitivity:
[bookmark: _Toc277851832][bookmark: _Toc277935054]Submitter can provide the proportion of positive test results among patients with the defined clinical presentation.
References: 	27% of AMP respondents are able to provide this information.
CAP MOL.31590 “Clinical Performance Characteristics”
Javitt et al
MGWG: recommendation that this is valuable information for clinicians and should consider adding as a distinct field that is easily viewable
Clinical Specificity:
[bookmark: _Toc277935052]Submitter can provide the proportion of negative test results among patients without the defined clinical presentation. 
References: 	29% of AMP respondents are able to provide this information.
CAP MOL.31590 “Clinical Performance Characteristics”
Javitt et al
Population(s) Used to Calculate:
[bookmark: _Toc277851833][bookmark: _Toc277935055]Submitter can describe the population used for clinical validity studies. 
References: 	CAP MOL.31590 “Clinical Performance Characteristics”
Number of Specimens Used to Calculate:
Submitter can provide the number of specimens used to calculate the clinical sensitivity and specificity of the test.
[bookmark: _Toc277851834][bookmark: _Toc277935056]Positive Predictive Value:
The submitter can provide the chance of having the phenotype among those that test positive.
References: 	CAP MOL.31590 “Clinical Performance Characteristics”
[bookmark: _Toc277851835][bookmark: _Toc277935057]Negative Predictive Value:
[bookmark: _Toc277851836][bookmark: _Toc277935058]The submitter can provide the the chance of not having the phenotype among those that test negative.
References: 	CAP MOL.31590 “Clinical Performance Characteristics”
[bookmark: _Toc412110000][bookmark: _Toc277851837][bookmark: _Toc277935059][bookmark: _Toc282074315]Clinical utility: Pull-Down list + URL + Citations – Recommended
In this field, the submitter can provide available information related to clinical utility such as: describe whether diagnosis can be made without the test; what the burdens are for the patient; cost effectiveness; impact of the test result to the patient (i.e. disease management, lifestyle, prevention); describe impact of test result to family members. A medical definition of clinical utility is defined narrowly (How likely the test is to significantly improve patient outcomes), but GTR uses a broader definition including possible impact on family, lifestyle planning, etc.
Submitters can select categories from a pull-down menu describing how a test might be used and provide references from the peer-reviewed literature that support the categories choices or a URL to a page with such information.  Submitters can select multiple items from the list. Each item selected must be supported by citation(s) or references to recommendations or practice guidelines for the test that have been issued by authoritative groups (e.g., U.S. Preventive Services Task Force, professional societies such as ACMG, EuroGentest) or a URL to such information.
The categories for the pull-down list are: 
· Avoidance of invasive testing 
· Establish or confirm diagnosis 
· Guidance for management 
· Guidance for selecting a drug therapy and/or dose 
· Lifestyle planning
· Predictive risk information for patient and/or family members
· Reproductive decision-making 
· Sufficient research has not been conducted to establish utility of the test
· Other, specify______
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Clinical_utility_categories.txt
Submitters can also provide a URL to their lab’s webpage with more information on the clinical utility of the test; for example, a description of how the test is useful for the public, utility of outcomes (clinical, personal, decision making, informational, etc), harms, benefits, added value (when compared to current management without genetic testing) and associated treatments. 
References that are in PubMed or PubMedCentral will be automatically categorized as per PubMed/PubMedCentral’s tags. All other references must be manually categorized by submitters into one of the following three categories:
· Published studies
· Published guidelines
· Third-party reviews and/or recommendations
If no evidence of utility is available, submitters could choose to display a statement explaining that sufficient research has not been conducted to demonstrate the utility of test.
This field only applies to clinical tests.
References: 	40% of AMP respondents are able to provide this information.
CAP MOL.30670 “Clinical Indication/Clinical Utility”
McKesson
Javitt et al
GA
MMWR
[bookmark: _Toc277851860][bookmark: _Toc277934966][bookmark: _Toc282074241][bookmark: _Toc412110001][bookmark: _Toc277851868][bookmark: _Toc277935067][bookmark: _Toc282074316]Regulations – Test
This section delineates information for the test-specific FDA regulations, applicable certifications and licenses as described in the fields below.
This section only applies to clinical tests.
References: 	Javitt et al
GA
HL-7
MMWR
[bookmark: _Toc282074242][bookmark: _Toc277851861][bookmark: _Toc277934967][bookmark: _Toc412110002]FDA regulatory clearances of the test
Submitter can provide information related to the test or part(s) of the test that has been submitted for review by the FDA. There is one set of the fields per item or part of the test that has FDA information which is selected in the field “FDA review of”. If there has been no FDA review, then only the "FDA Category Designation" field is applicable. If the test is a test developed by the laboratory (LDT) and the FDA exercises enforcement discretion, then the submitter only needs to fill out the field “FDA Category Designation”.
If multiple parts of the test have been reviewed by the FDA, the submitter can provide multiple sets of information for each part of the test reviewed by the FDA. For example, if both the reagents and the instrument used during the test have been reviewed by the FDA, the submitter can provide two sets of “FDA review of, FDA category designation, FDA regulatory status, FDA application #, and upload FDA approval documents”. If the FDA application # is provided, GTR will automatically provide a link to the FDA website with information on that specific application # so the submitter does not have to upload the documents manually. The submitter is encouraged to provide at least the “FDA Category Designation”. 
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/FDA_Category_Pt_1.txt
This field only applies to clinical tests.
[bookmark: _Toc282074244][bookmark: _Toc277851862][bookmark: _Toc277934968][bookmark: _Toc282074243]Has there been FDA review of the test?: Yes/No Checkbox – Optional 
This field only applies to clinical tests.
FDA review of: Pull-Down list + Suggest new – Optional
Submitter can name which item(s) they are providing FDA review/clearance info for. Submitter can select multiple items and each item needs its own set of “FDA review of, FDA category designation, FDA regulatory status, FDA application #, and upload FDA approval documents”.
Current list: 
· ASR – Analyte Specific Reagent(s)
· Assay(s)
· Instrument(s)
· IVDMIA - In Vitro Diagnostic Multivariate Index Assay(s)
· Test kit(s)
· Other, specify ______
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Items_FDA_reviewed.txt 
This field only applies to clinical tests.
FDA category designation:  Pull-Down list – Recommended
Default is “FDA exercises enforcement discretion” which applies to tests developed by the laboratory which have not been evaluated by the FDA. Submitter can choose from the list below. 
Current list:
· IVD – In Vitro Device
· RUO – Research Use Only. Not for use in diagnostic procedures.
· IUO – Investigational Use Only. The performance characteristics of this product have not been established.
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/FDA_Category_Pt_1.txt
This field only applies to clinical tests.
References: 	CAP MOL.29290 “Reagent Data”
[bookmark: _Toc282074245]FDA regulatory status: Pull-Down list - Optional
Submitter can specify the status of the application for FDA clearance of choice from above (test kit, assay, reagents, instruments, etc). Submitter can choose from the list below.
Current list:
· FDA Cleared/Approved
· FDA exempt
· Pending
· Not Submitted
· Other, specify ______
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/FDA_status.txt
This field only applies to clinical tests.
References: 	50% of AMP respondents are able to provide this information.
Javitt et al
GA
HL7
MMWR
[bookmark: _Toc277851863][bookmark: _Toc277934969][bookmark: _Toc282074246]FDA application #: Text field – Optional
Required if “FDA Cleared/Approved” is chosen. NCBI will automatically provide a link to the FDA page with the approval documents using the application #. Submitter can review the link.
This field only applies to clinical tests.
[bookmark: _Toc282074247][bookmark: _Toc277851867][bookmark: _Toc277934973][bookmark: _Toc277851864][bookmark: _Toc277934970]FDA approval documents: Upload – Optional
NCBI will provide a link to the FDA page with the approval documents using the application # entered above. However, the submitter can also upload these documents directly into GTR.
This field only applies to clinical tests.
[bookmark: _Toc282074248][bookmark: _Toc412110003]New York State CLEP certification
Submitters can select whether the test has New York State Clinical Laboratory Evaluation Program certification.
This field only applies to clinical tests.
[bookmark: _Toc282074249]NYSCLEP certification status: Pull-Down list - Optional (Minimal if NYSCLEP selected above)
Current list:
· Approved
· Grandfathered
· Exempt
· Pending

Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/NYS_CLEP_status.txt 
New York State CLEP certification #: Text field – Optional (Minimal if NYSCLEP selected above)
Certification/License number is minimal if NYSCLEP selected above.
This field only applies to clinical tests.
[bookmark: _Toc282074250]New York State CLEP certification expiration date: Text field – Optional (Minimal if NYSCLEP selected above)
Expiration date is minimal if certification/license selected above. Entered as (mm/dd/yyyy).
This field only applies to clinical tests.

[bookmark: _Toc412110004]Research test information
For the purposes of the GTR, a research test is defined as a test that is performed for the purpose of contributing to generalizable knowledge or for a laboratory to generate data in order to make technical improvements to a test.
The following data fields that are specifically associated with research tests, not clinical tests. The fields that are collected for both test types are identified in throughout the document.
[bookmark: _Toc412110005]GTR accession ID: (Auto Assigned by NCBI with versioning) – Automatically Provided
A GTR accession ID has the format GTR00000001.1, a leading prefix “GTR” followed by 8 digits, a period, then 1 or more digits representing the version. When a laboratory updates a test, the accession stays the same, but the version increments. GTR accessions and versions are issued and controlled by NCBI. Any changes to the test information will result in a version change. Changes to laboratory and personnel information will not result in a version change. Access to archived versions of tests will be provided to submitters and users.
References:	eDOS OM1-7 “Other Service/Test/Observation/IDs for the Observation”
McKesson
HL7
[bookmark: _Toc412110006]Date last touched: Automatically Provided
When a laboratory submits updates to test-specific data fields, the date (format = MM-DD-YYYY) is recorded. This field is associated with the GTR Accession ID, where the accession stays the same, but the version increments. The date last touched will update with the test versions.  Any changes to the test information will result in a version change and subsequently update the date last touched. Changes to laboratory and personnel information will not result in a version change and will not update the date last touched for the test entry.
[bookmark: _Toc412110007]Name of research test
Name of test should include one or more of the following subfields.
References: 	87% of AMP respondents are able to provide this information.
[bookmark: _Toc412110008]Laboratory test name: Text field – Minimal
This is the test name which will appear as the title on the GTR public website for the research test (e.g. test lists, test detail page) and the title of the test record in the submission interface. It should be the research test name.
References: 	eDOS OM1- 8 and 51 “Other Names (recognized by the producer for the observation)”
McKesson
MMWR
[bookmark: _Toc412110009]Laboratory test short name: Text field – Optional
This is the submitter’s short name or mnemonic for the test.
References: 	e-DOS OM1-10 “Preferred Short name or Mnemonic for the Observation”
MMWR
[bookmark: _Toc412110010]What is the purpose of the research test?: Radio button – Minimal
For the purposes of the GTR, a research test is defined as a test that is performed for the purpose of contributing to generalizable knowledge or for a laboratory to generate data in order to make technical improvements to a test. 'Contribute to generalizable knowledge' is applicable if the intent is to publish the study results and/or the study protocol is aproved by a research ethics committee (e.g., Institutional Review Board).
Current list:
· Contribute to generalizable knowledge
· For the laboratory to generate data in order to make technical improvements to a test
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Purpose_of_research_test.txt 
[bookmark: _Toc412110011]Research study information
[bookmark: _Toc412110012]Research study name: Text – Optional 
Complete study name from protocol approved by research ethics committee, if applicable. Otherwise, name of study used by the laboratory.
[bookmark: _Toc412110013]Short study name: Text – Optional
Shortened study name one line in length to appear in lists and summaries.
[bookmark: _Toc412110014]ClinicalTrials.gov identifier: Text – Optional 
If study is registered at www.ClinicalTrials.gov, enter Identifier in format NCT00000000.
[bookmark: _Toc412110015]URL for the study: Text – Optional 
Enter URL to the study website, if one is available.
[bookmark: _Toc412110016]Protocol number If the study is approved by a research ethics committee: Text – Optional (recommended if the purpose of the test is to contribute to generalizeable knowledge)
If the study is approved by a research ethics committee (e.g., Institutional Review Board),  the protocol number should be provided.
[bookmark: _Toc412110017]What is the study type?: Radio button – Optional
Current list:
· Interventional study (or clinical trial)
· Observational study
· Expanded access
· Not applicable
Definitions from ClinicalTrials.gov:
Interventional - Participants are assigned to receive diagnostic, therapeutic, or other types of interventions.
Observational - Participants are assessed for biomedical or health outcomes. Interventions may be received but are not assigned as part of the study.
Expanded Access - Investigational new drugs are provided to patients with serious conditions through an FDA-regulated process.
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Study_type.txt
[bookmark: _Toc412110018]Description of Research: Text field + Citations – minimal
Single open text field to describe the research study/test and citations to support the description. There can be multiple citations and citations are optional.
[bookmark: _Toc412110019]Study aims and hypotheses: Text – Optional
Specify study aims and hypotheses. Copy/paste from study protocol, if available.
[bookmark: _Toc412110020]Upload Study protocol: Upload – Optional
Upload study protocol as a pdf or word file. The file should not have any proprietary information.
[bookmark: _Toc412110021]Researchers and contact information
Research personnel are entered in the Laboratory section of the submission site, then selected from within test submissions. The Laboratory personnel section in the lab has information about the required information for each of the research person type. 
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Research_personnel.txt
[bookmark: _Toc412110022]Person responsible for the study: Select From list – Minimal
Name of principal investigator or lab director who is ultimately responsible for the conduct of the research.
[bookmark: _Toc412110023]Study contact: Select From list – Minimal
Person designated as the contact to enroll participants in study.
[bookmark: _Toc412110024]Co-investigator: SELECT FROM LIST – Optional
Individual(s) involved with the Principal investigator in the scientific development or execution of the research project.
[bookmark: _Toc412110025]Research contact policy: Text – Optional
Description of when and how Study contact should be contacted.
[bookmark: _Toc412110026]Study participation Information
[bookmark: _Toc412110027]Upload participant consent form: Upload - Optional
Upload consent form (as a pdf or word file) that participants are required to review and sign. GTR users will be able to view and print the document.
[bookmark: _Toc412110028]Is the study currently recruiting participants?: Radio button – Recommended 
Indicate whether enrollment is currently active or not. This information should be kept up-to-date by editing the test whenever recruitment status changes.
Current list:
· Yes
· No
· Unknown
[bookmark: _Toc412110029]Eligibility criteria: Text – Recommended
Listing of the inclusion and exclusion criteria for study participation e.g. age range, gender, diagnostic features, etc.
[bookmark: _Toc412110030]Recruitment sites: Text – Optional
Description of the site(s) or location(s) where participants would go to enroll and participate in the study.
[bookmark: _Toc412110031]Indications for Use
This section describes the reasoning for performing the test. Information is provided in the fields below by the submitter and parts are automatically filled with information from NCBI from sources such as ClinVar, OMIM, HPO and MeSH.
References: 	AHRQ
CAP MOL.30670 “Clinical Indication/Clinical Utility”
MMWR
[bookmark: _Toc412110032]Condition for Which Test is Offered: Pick from Autocomplete Dictionary + Suggest New – Minimal
Name of the disease, syndrome, drug response or phenotype for which the test can be ordered. Submitters can choose a condition name from the autocomplete dictionary. Start typing the condition name and the autocomplete dictionary will display choices. Try different spelings of the condition name if you do not see the name in the list. Search GTR for condition names. 
Please note that condition names in this list may differ from the laboratory preferred name and the lab has the opportunity in the field below to type how it wants the condition to appear in their test page. The autocomplete dictionary list of diseases is comprised by names from sources like SNOMED CT, OMIM, GeneReviews, and other authoritative sources. This is an attempt to standardize disease nomenclature in GTR. When a condition is selected from the autocomplete dictionary, some fields will be automatically provided.  
If the condition name is not in the autocomplete dictionary, the submitter has the opportunity to search the GTR database of condition names and then copy and paste it in this box. 
If the test is being offered for a condition not found in the autocomplete dictionary (i.e. a newly published disease), the submitter can enter the new condition name in this box and provide a comment and all supportive evidence in the box at the bottom of the page entitiled “Private comment about the condition/phenotype to GTR staff”. GTR staff will review all documentation and add the condition name to the database.
A test may have multiple indications. This means that a submitter can enter multiple condition names for which the test is offered. 
If the test has more than one condition (e.g. panels), one condition is selected as primary. By default, the first condition entered is identified as the primary condition. The primary condition in a test dictates the information displaying publicly in the Indication tab of the test and in the relevant sections of the navigation panel of the test (right hand corner of the test page).
References: 	Javitt et al
HL7 LOINC 51963-7 “Medication Assessed”
HL7-LOINC 51967-8 “Genetic Disease Assessed”
HL7-LOINC 53577-3 “Reason for Study, Additional Note”
MGWG: discussion of pick list. 
[bookmark: _Toc412110033]Lab-displayed Condition Name: Manual Entry - Optional
The submitter can provide the condition name they want associated with the test if the condition name is different from the one selected in the autocomplete dictionary provided in the field above.  This field is optional and only needs to be filled if the submitter wants to provide a different condition name or preferred synonym. This name will be displayed in the public test record.
[bookmark: _Toc412110034]Condition Identifier(s): Automatically Provided
NCBI will provide the SNOMED CT name as the preferred condition name when available. The term is connected to the same concepts from sources such as OMIM, Orphanet and GeneReviews.
References: 	McKesson
[bookmark: _Toc412110035]Condition Synonym(s): Automatically Provided + Suggest New
Once the condition/phenotype is identified, the condition synonym(s) will automatically display for the submitter to review. The submitter can also provide the condition synonym(s) they want associated with the test if the condition synonym is different from the one(s) automatically provided by GTR by suggesting new synonym(s).
[bookmark: _Toc412110036]Condition Preferred Acronym: Automatically Provided
The condition preferred acronym will be automatically provided when a condition is selected from the autocomplete dictionary.
[bookmark: _Toc412110037]Condition Acronym(s): Automatically Provided + Suggest New
The condition alternate acronyms will be automatically provided when a condition is selected from the autocomplete dictionary. The submitter can type other condition acronyms that the lab uses and that do not appear on the list. These acronyms will only be displayed in the test item page for this lab.
[bookmark: _Toc412110038]Lab-displayed Condition Preferred Acronym: Manual Entry - Optional
The submitter can provide a preferred condition acronym they want associated with the test if the condition acronym is different from the one automatically provided by GTR.
[bookmark: _Toc412110039]Indication type: select from list – Automatically Provided + Suggest New
NCBI assigns broad categories to the name of a condition.
Current list: 
· blood group
· disease
· finding
· named protein variant 
· pharmacological response
[bookmark: _Toc412110040]Disease Clinical Summary: Automatically Provided
This information is based on the primary condition selected for the test. It will be displayed to the public and is not currently available in the submission interface.
[bookmark: _Toc412110041]Disease Clinical Feature(s): Automatically Provided
This information is based on the primary condition selected for the test. It will be displayed to the public and is not currently available in the submission interface.
[bookmark: _Toc412110042]Mode of Inheritance: Automatically Provided + Suggest New
This information is based on the primary condition selected for the test. The mode of inheritance will be automatically provided when available and the submitter will have the opportunity to suggest a new mode of inheritance by selecting from a menu list. If the condition may be inherited according to multiple modes of inheritance, please select ‘Other’ and type all the applicable modes of inheritance.
Current list:
· Autosomal dominant inheritance
· Autosomal dominant inheritance with maternal imprinting
· Autosomal dominant inheritance with paternal imprinting
· Autosomal recessive inheritance
· Autosomal unknown
· Codominant
· Genetic anticipation
· Mitochondrial inheritance
· Multifactorial inheritance
· Oligogenic inheritance
· Sex-limited autosomal dominant
· Somatic mutation
· Sporadic
· Unknown mechanism
· X-linked dominant inheritance
· X-linked inheritance
· X-linked recessive inheritance
· Y-linked inheritance
· Other, please specify
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Mode_of_inheritance.txt 
[bookmark: _Toc412110043]Disease mechanism: select from list + Suggest new– optional 
This is the disease mechanism for the condition/phenotype in relation to the test target (measurement). This is the identification of the reasoning or biological process that causes the disease.
Current list:
· Gain of function
· Loss of function
· Other, please specify
[bookmark: _Toc412110044]Prevalence: Automatically provided + Suggest new + URL + Citations – optional
The prevalence, or the most current estimated number of cases of the disease in the population. Citation(s) can be provided to support the prevalence statement and a URL to a page with more information.
[bookmark: _Toc412110045]Private comment about the condition/phenotype to GTR staff: text – optional
This is a place for submitters to provide explanations or suggestions about a condition/phenotype name that differs from those in the GTR autocomplete dictionary. GTR staff will review and process the new condition/phenotype name as appropriate.
[bookmark: _Toc412110046]Test Methodology
This section contains technical information about the test as submitted by the lab.
MGWG: Methodology is one of the most valuable fields to clinicians and needs to be easily viewable on public retrieval.
[bookmark: _Toc412110047]mAJOR Method Category: Pull-down list – Minimal 
Category of test methods by major method category which subsets the menu choices for subsequent fields.
Current list:
· Biochemical Genetics
· Cytogenetics
· Molecular Genetics
References:	eDOS OM1-18 “Nature of Service/Test/Observation”
McKesson
MMWR
If this is by test type (molecular, biochemical, etc.) we could map the data from GeneTests method categories.
HL7-LOINC 48002-0 “Genomic Source Class” (somatic/germ)
[bookmark: _Toc412110048]Method Category: Pull-Down List - Minimal
Name of the general category the test belongs to. Can select multiple categories per test. Each category will have a single higher level category which is assigned by NCBI based on category selected. Multiple sets of higher level method category, method category and test methodology can be entered per test.
Example list for cytogenetics:
	FISH-metaphase
	Cytogenetics

	FISH-interphase
	Cytogenetics

	Chromosome breakage studies
	Cytogenetics

	Sister chromatid exchange
	Cytogenetics

	Multicolor FISH (M-FISH)/Spectral Karyotyping©„¢ (SKY©)
	Cytogenetics

	Fluorescence in situ hybridization (FISH)
	Cytogenetics

	Karyotyping
	Cytogenetics



Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Method_category.txt

References: 	73% of AMP respondents are able to provide this information.
eDOS OM1-14 “Coded Representation of Method”
MMWR
	
[bookmark: _Toc412110049]Primary Test Methodology: Pull-Down List + Suggest New – Minimal
Name of the test method used in the assay. Allows multiple selection and ability to enter value not on the list. Each methodology is selected after selection of a category. Once a method category is selected, one or more test methodologies relevant to that category can be selected or a new method entered. If a user selects multiple method categories after each selection of a category they will be given a list of relevant test methodologies to choose from (or enter new). 
Example list:
· Methylation-specific PCR
· Microarray
· Multiplex Ligation-dependent Probe Amplification (MLPA)
· Next-Generation (NGS)/Massively parallel sequencing (MPS)
· Oligonucleotide Ligation Assay (OLA)
· Other, specify______________________
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Primary_test_methodology.txt

References: 	CAP MOL.30680 “Manufacturer Instructions”
CAP MOL.31705 “LDT Reporting”
CAP MOL.31935 “Modified FDA-Approved Assay”
HL7-LOINC 55233-1 “Genetic Analysis Master Panel”
HL7-LOINC 55232-3 “Genetic Analysis Summary Panel”
McKesson

[bookmark: _Toc412110050]Platforms: Pull-Down List - Recommended
Name of the platform used in the test, if any. This field is not currently displaying to the public.
Example list:
· Affymetrix GeneChip Human Genome U133 Plus 2.0 Array
· Illumina Infinium HD HumanCytoSNP-12
· Life Technologies TaqMan OpenArray MicroRNA Panels
· Manufacturer-specific test
· None/not applicable
· Other, specify_________
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Platforms.txt

References: 	CAP MOL.29290 “Reagent Data”
Javitt et al
HL7
[bookmark: _Toc412110051]Instrument(s) Used during Testing: Pull-Down List + Suggest New – Recommended
Submitters can name the instrument(s) used for a specific methodology. If the instrument used is not on the list there is the ability to provide new instrument names. 
Example list:
· Affymetrix HotStart-IT Probe qPCR Master Mix with UDG (2X)
· Agilent 2100 Bioanalyzer
· Applied Biosystems 3730 capillary sequencing instrument
· Roche LightCycler 480
· Tecan Genesis Robotic Workstation 150
· Other, specify
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/Instruments.txt

References: 	eDOS OM1-13 “Identity of Instrument used to Perform this Study”
Javitt et al
[bookmark: _Toc412110052]Test Procedure/Protocol: Text + Citations – Optional
This is the summary of the methodology which may include the description of the specific steps for each method used in the assay.  
References: 	CAP MOL.34921 “Sequencing Assay Optimization” 
eDOS OM1-41 “Description of Test Methods”
[bookmark: _Toc412110053]Confirmation of Test Results: Text Field – Recommended
Submitters can provide further information regarding if they confirm results, and how. Example, “Positive results are confirmed on a new DNA preparation using repeat sequence analysis”.  
[bookmark: _Toc412110054]Test target(s)
This section describes the analytes, chromosomal or mitochondrial regions, genes and variants, or proteins that are measured in the test. Every target must be linked to at least one specific indication.
[bookmark: _Toc412110055]Germline, Somatic or both: radio button – Minimal (germline selected by default)
Identify whether the test target is germline or somatic (e.g. cancer) or both.
[bookmark: _Toc412110056]What the Test Measures: Pull-Down List – Minimal 
This names the category of the analyte being tested. 
Current list:
· Analyte
· Chromosomal region/mitochondrion
· Gene
· Protein
References: 	HL7-LOINC 48006-1 “Amino Acid Change Type”
HL7-LOINC 48019-4 “DNA Sequence Variation Type”
Javitt et al
MMWR
[bookmark: _Toc412110057]Gene(s) Being Tested: Text Field – select from autocomplete dictionary - Minimal
This is the symbol of the gene that the test interrogates. There is an autocomplete dictionary that provides choices when the gene name or symbol is typed. When the gene name is identified, the gene symbol, synonym, location, family, OMIM # will be provided automatically in the public site, if available.

References: 	87% of AMP respondents are able to provide this information.
CAP MOL.34914 “Gene Information”
Javitt et al
HL7-LOINC 48018-6 “HGNC Gene Identifier”
MMWR
[bookmark: _Toc412110058]Gene Location: Automatically Provided
This information will be displayed to the public and is not currently available in the submission interface.
References: 	HL7-LOINC 47999-8 “DNA Region Name”
[bookmark: _Toc412110059]Associated reference sequence: Text Field – Optional
Submitters must provide a gene name, analyte, protein or chromosomal location. If a gene name is provided, the chromosomal location will be automatically provided as available. Submitters can provide as specific a location being tested as possible or just the chromosome band number. There is an autocomplete dictionary that provides choices as you typin (eg. NM). 
References: 	HL7-LOINC 47999-8 “DNA Region Name”
[bookmark: _Toc412110060]Relevant Exon(s): Text Field – Optional
Submitter can specify which exons are being tested and their location. When specifying the exons tested, the reference sequence must be identified as well.
[bookmark: _Toc412110061]Variant(s): Text Field OR autocomplete dictionary + Suggest new – OPtional
Submitter can specify which variant(s) are tested by HGVS name or expression, common name. There is an autocomplete dictionary that provides choices as the NM or NP or the variation are typed. Please select from the autocomplete dictionary.

References: 	79% of AMP respondents are able to provide this information.
CAP MOL.34907 “Restriction Endonuclease Digestion Confirmation”
CAP MOL.34914 “Gene Information” 
CAP MOL.34931 “Sense/Antisense Sequence”
HL7-LOINC 48003-8 “DNA Sequence Variation Identifier (dbSNP rs#)”
HL7-LOINC 48004-6 “DNA Sequence Variation (HGVS)”
HL7-LOINC 48005-3 “Amino Acid Change”
[bookmark: _Toc412110062]Clinical Significance: pull-down List + citations – Recommended
Select the clinical significance of the variant to condition selected by selecting from the menu list. Submitters also have the opportunity to provide citations.
Example list:
· Affects
· Benign
· Likely benign
· Likely pathogenic
· Pathogenic
· Uncertain significance
· association
· confers sensitivity
· drug response
· not provided
· protective
· risk factor
· Other, specify
Current list: ftp://ftp.ncbi.nlm.nih.gov/pub/GTR/standard_terms/CAP_test_list.txt
[bookmark: _Toc412110063]Variant Identifier (rs#/nsv#): Automatically Provided
dbSNP (rs#) and dbVar (nsv#) associated with provided variants, if applicable. This information will be displayed to the public and is not currently available in the submission interface.
References: 	HL7-LOINC 48003-8 “DNA Sequence Variation Identifier (dbSNP rs#)”
[bookmark: _Toc412110064]Analyte(s): autocomplete dictionary + Suggest new – Minimal (if applicable)
For biochemical tests, the submitter can specify which analyte or enzyme is being tested.  There is an autocomplete dictionary that provides choices as the analyte name is typed.
[bookmark: _Toc412110065]Chromosomal region/mitocondrion: autocomplete dictionary + Suggest new – Minimal (if applicable)
Submitters can provide as specific a location being tested as possible. If specific and detailed information is provided, it would be possible to map it to RefSeqGene and validate against NCBI resources. It would also make it possible to auto-populate the information on most gene and protein fields. 
References: 	HL7-LOINC 48013-7 “Genomic RefSeq Identifier”
HL7-LOINC 51958-7 “Transcript RefSeq Identifier”
HL7-LOINC 47998-0 “DNA Sequence Variation Display Name”

[bookmark: _Toc412110066]Protein Name(s): Pick from autocomplete dictionary + Suggest new
There is an autocomplete dictionary that provides choices as the protein or enzyme name is typed.
[bookmark: _Toc412110067]Protein Synonym(s): Automatically Provided
This information will be displayed to the public and is not currently available in the submission interface.
[bookmark: _Toc412110068]Protein Acronym(s): Automatically Provided
This information will be displayed to the public and is not currently available in the submission interface.
[bookmark: _Toc412110069]Test Comment: Text Field – Optional
This field will allow submitters to provide additional details on the test and its targets. For example, add details such as, “Bi-directional sequencing of exons 1-5 with concurrent analysis of Glu234Gly”. Please note that adding details about the test in this field does not preclude from providing details about the targets the test interrogates in the test target section.
[bookmark: _Toc412110070]References:
[bookmark: _Toc277851869][bookmark: _Toc277935068]These are references used in the writing of this document.
PubMed ID(s):
[bookmark: _Toc277851870][bookmark: _Toc277935069]OMIM Disease
[bookmark: _Toc277851871][bookmark: _Toc277935070]OMIM Gene
[bookmark: _Toc277851872][bookmark: _Toc277935071]AHRQ
[bookmark: _Toc277851873][bookmark: _Toc277935072]GeneReviews
[bookmark: _Toc277851874][bookmark: _Toc277935073]Orphanet Reviews
[bookmark: _Toc277851875][bookmark: _Toc277935074]Orphanet Case Articles
[bookmark: _Toc277851876][bookmark: _Toc277935075]Genetics Home Reference Disease
[bookmark: _Toc277851877][bookmark: _Toc277935076]Genetics Home Reference Gene
[bookmark: _Toc277851878][bookmark: _Toc277935077]ACMG Guidelines
[bookmark: _Toc277851879][bookmark: _Toc277935078]ACOG Guidelines
[bookmark: _Toc277851880][bookmark: _Toc277935079]NSGC Guidelines
[bookmark: _Toc277851881][bookmark: _Toc277935080]SIMD Guidelines
[bookmark: _Toc277851882][bookmark: _Toc277935081]ASHG Guidelines
[bookmark: _Toc277851883][bookmark: _Toc277935082]ACLA Guidelines
[bookmark: _Toc277851884][bookmark: _Toc277935083]CAP Guidelines
[bookmark: _Toc277851885][bookmark: _Toc277935084]EGAPP; ACCE Guidelines; GeT-RM Program
[bookmark: _Toc277851886][bookmark: _Toc277935085]Other CDC Resources: Lab Practice Evaluation Team; Newborn Screening and Related Conditions Team
[bookmark: _Toc277851887][bookmark: _Toc277935086]ACT Newborn Screening Guidelines
[bookmark: _Toc277851888][bookmark: _Toc277935087]NCHPEG GeneFacts Decision-Support Pages
[bookmark: _Toc277851889][bookmark: _Toc277935088]CLSI Guidelines (Clinical and Laboratory Standards Institute)
[bookmark: _Toc277851890][bookmark: _Toc277935089]NCCLS MMIA Guidelines (National Committee for Clinical Laboratory Standards)
[bookmark: _Toc277851891][bookmark: _Toc277935090]APHL Guidelines (American Public Health Laboratories)
[bookmark: _Toc277851892][bookmark: _Toc277935091]NIST Guidelines
[bookmark: _Toc277851893][bookmark: _Toc277935092]USPSTF Guidelines (US Preventive Services Task Force)
[bookmark: _Toc277851894][bookmark: _Toc277935093]DOE Task Force Guidelines [Need to check and see if any of these are disease or method related]
[bookmark: _Toc277851895][bookmark: _Toc277935094]NICE Guidelines
[bookmark: _Toc277851896][bookmark: _Toc277935095]Patient Support/Advocacy Groups
[bookmark: _Toc277851897][bookmark: _Toc277935096]Genetic Alliance
Create an information sheet that the labs can use that gathers all information together seamlessly.

[bookmark: _Toc282074317][bookmark: _Toc412110071]Comments:
[bookmark: _Toc412110072][bookmark: _Toc282074318]Phase II Fields for Research Tests
[bookmark: _Toc282074261][bookmark: _Toc412110073]Research Laboratory’s Policy on Returning Results – Text Field – Optional
Description of how the laboratory releases the test results: person to whom results are delivered to, who delivers the results, delivery method, etc.
Phase II field for research tests only.
[bookmark: _Toc282074262][bookmark: _Toc412110074]If a Novel Variation is Found, is the Sample Sent to a CLIA Certified Laboratory for Confirmation? – Yes/No Checkbox – Optional
Phase II field for research tests only.
[bookmark: _Toc412110075]Dropped Fields:
[bookmark: _Toc277934931][bookmark: _Toc282074199][bookmark: _Toc412110076][bookmark: _Toc277934960][bookmark: _Toc282074319][bookmark: _Toc283735891]Person Other Certifications: Select from List - Optional
The certification(s) the person holds from all colleges, boards, associations, or any other relevant organization or institution not named in the field above. 
This field has been removed merged with Person Professional Credentials.
Optional field for both clinical and research tests.
[bookmark: _Toc412110077]Test Turn-Around-Time: Text Field - Optional
Ability to provide a range of TATs. Possibly asking for minimum, average and maximum TATs.
References:	CAP MOL.20300 “Turn Around Time”
eDOS OM1-23 “Typical Turn Around Time”
McKesson
Javitt et al
MGWG expressed concern that this may vary widely depending on circumstances, and that an ordering group would have to discuss this with the testing lab anyway. MGWG did not think it would be used to decide which test lab to select. MGWG recommended dropping this field from GTR.
[bookmark: _Toc282074320][bookmark: _Toc283735892][bookmark: _Toc412110078]Price
 ‘Price’ was determined to be removed at this time due to significant controversy and difficulty in consistency in reporting.

[bookmark: _Toc282074236][bookmark: _Toc412110079]If Test or Part(s) of Test Performed Externally – CheckBox – Minimal
The following two questions will only be required if the test or any part of the test is performed externally. If submitter chooses that the entire or a portion of the test is performed externally, they may show whether they are permitted to enter the external collaborator’s details of the test and whether the external collaborator had the ability to review the information for accuracy.  Submitters will not be required to report who the external collaborator/lab is.
[bookmark: _Toc282074238][bookmark: _Toc311464235][bookmark: _Toc412110080]This Entry Has Been Reviewed by the External collaborator(s) for Accuracy: Checkbox Yes/No (Minimal IF test or Part(s) of Test performed Externally)
Required if any portion of the test is performed externally. In the case that more than three facilities are involved in the testing process, if one facility has not reviewed the test and the other has, No should be selected. For example, if lab A is the reporting lab, wet lab work is performed in lab B (reviewed entry), interpretation in company C (did not review entry), the answer to this question is No.
This field only applies to clinical tests.
[bookmark: _Toc282074237][bookmark: _Toc311464234][bookmark: _Toc412110081][bookmark: _Toc311464262]I Am Authorized to Enter Details of Test: Checkbox Yes/No (Minimal if Test or Part(s) of Test performed Externally)
Required if any portion of the test is performed externally.
This field only applies to clinical tests.
[bookmark: _Toc412110082]Drug Information:  Automatically Provided
For pharmacogenetic tests, additional information about the drug can be obtained from the links to PharmGKB and DailyMed that will be displayed in the Dicovery panel of the test item page.
Field applies to both clinical and research tests.
OTHER NAMES TYPE: PULL-DOWN LIST – OPTIONAL
The submitter can classify the type of test name entered above. Examples include: archived, synonym, keyword, or they can specify other.
This field only applies to clinical tests.
[bookmark: _Toc277851802][bookmark: _Toc277935020][bookmark: _Toc282074303][bookmark: _Toc412110083]Probe(s) Being Tested: Text Field OR Possibly Bulk Upload - Optional
Submitters can identify the probes used in the test.
This field only applies to clinical tests.
References: 	CAP MOL.34188 “Probe Characteristics”
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