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Wednesday Q1, 23 September, 2009
1.
Review of the Agenda
2.
Review of September 2009 Ballot Results

The CG WG balloted following items in the September 2009 ballot:
- HL7 V3 A_GeneticLoci GeneticVariation _universal CMET

- HL7 V3 A_GeneticLoci GeneticVariation _eventual CMET

- HL7 V3 Gene Expression DAM
- HL7 V2 Implementation Guide: Clinical Genomics; Fully-LOINC Qualified Genetic

   Variation Model 
Items not balloted :

-Pedigree CMET was not balloted in the September 2009 ballot. Comments were still  

  received.

Difference between the CMET universal and CMET eventual:
CMET eventual can be used in the Lab model. Lab model has particular constraints as to how the payload is carried. With CMET eventual the CG model can be used in the V3 Lab result model. 

Technical difference :  CMET eventual has a constaint in the moodCode. 

HL7 V2 Implementation Guide
Current V2 IG does not inlude tests description , test order the guide/model only the results.

Next steps : next version of HL7 V2 IG will include the test description and test orders.
Touchpoint to CDA : we could use CDA to combine the V2 and V3.
Current state: in the course of V2 IG work test  description has already been launched.

HL7 Data Types
Discussion around new Data types, that will be released next year, after harmonization with ISO, CDISC data types.
Impact on CG work: As models are usually mapped to the latest HL7 Tooling. XML ITS Tooling, XML schema will look differently but no items will have to be  re-balloted.
3.
Review Specimen Handling
There is a Lab/O&O Specimen CMET, but not refined enough to be used in molecular applications. CG WG will jointly work with the Lab WG to refine the CMETs for specific, complex specimen handling (e.g. DNA extraction, aliquoting) for laboratory applications. Mollie – request for future modelling. In clinical practice: specimen need to be annotated with somatic/germline specimen. Biopsies are  included.
Impact: otherwise no data intepretation possible in molecular realm.
 Scott – suggestion:  approach data concerns, point of collection and lab preps. As those steps are not accordingly accomodated in the model for our purpose.
Next steps : Focus first on data collection and lab preps to be accomodated in the lab spec.
Wednesday Q2, 23 September, 2009
1.
Genetic Variation CMET Ballot Reconciliation

Walk-through of the Clinical Genomics DIM and its ActClasses.

Walk-through of the Genetic Variation model. Genetic Variation covers sequence and small number of gene probes.
Discussion about Genetic Variation CMET: 
Raw sequencing data to be hold in the model:

Model has the option to encapsulate the raw data (e.g. BSML) or to reference it from a repository.

2.
Ballot reconciliation of CG CMETs (V3_CG_CMET_R9_N1_2009SEP)
Reconciliating comments from Austin Kreisler :

Discussion :

Impact on the CG DIM : Annotation CMET has to be used with every ActClass where the text attribute is used. 
Conclusion : Annotation CMET will be added to each class. 
Discussion the V2-V3 model consistence
Marta question - how much of the V2 cover the V3 model and vice versa ?

Both models support the same results reporting. Result data can be represented in the same  way in V2 and V3. Both in V3 and V2 same, LOINC vocabulary panels are used. Difference is : in V2 you need to look at every single gene to create the pattern from several genes reported. In V3 the pattern can be directly derived.
The gap analysis between V2-V3 was made on Metabolism and Cancer use cases.
Metabolism and Cancer use cases are in-sync regarding the results data represented.

Wednesday Q3, 23 September, 2009
1.
PartnersHealthcare - Pilot Project Updates
Mollie gave a report on the recent pilot activites  at  PartnersHealthcare.
-Patient Genome Explorer

-GeneInsight

-Patients´genome is being  mapped against data repositories with known variances, instead of mapping to find new variances.
Next steps: Partners Healthcare is working on representing allergy and toxicology. Mollie will give an update in future.
2.
 Familiy history modelling work 
Discussing the Pedigree model :

Clinicians working on asthma, want to extend the family history by : smoking, smoking environment, bmi.
Conclusion : Vocabulary needs to be specified. Terminologies as LOINC codes are suggested to be used.

Support for Complex Diseases : Asthma use case Mollie.

Wednesday Q4, 23 September, 2009
1.
V 3 Model Work 
Clinical Genomics DIM
Amnon made a walk-through of the Clinical Genomics DIM.
Main question : What should be the structure of the entire Clinical Genomics domain?
a)  Are we scoping the human and pathogen genomes or just human?
b) If we don´t make the basis on small locus specific changes, will it be the methods that shall be specified?  What are the other type of categorizaton, focal points of the methodology, as data structure yields different lab methods.
Use case : HIV resistance tesing : at the time of sequencing the virus starts to mutate. Current observed proportion of virus is type A but in 2 years it might be type B. Required will be two models represeting type A and B.
Pedigree Model 

We need to show how the Pedigree Model is derived from The Clinical Genomics DIM.
Approach : include the entire family history model in to the Clinical Genomics DIM.

Discussions around how to include the family history model.

Approach : Postpone the family history model to the Thursday session and discuss it with Kevin Hughes.

Questions to be answered in the Thursday sessions  :

a) Given, family history topic will be pursued within CG, what should be our approach to getting it documented in the DIM ?

b) 1 or 2 DIMs ?
c) Implementable CMETs vs views? (Views : various implementation guides against the same model)
2. 
HL7 V2 Implementation Guide - inclusion in the HITSP C 80 – Clinical Document Message Terminology 
Clinical Implementation Needs :
Messages – Implementation 

- Lab order
Extensions to 2.5.1 Results Implementation  Guide

- Test definition

· Genomic region examined

· Reference sequence

- Suport for Complex Disease

· Asthma – example

- Large dataset without interpretation

- Germline variants associated with toxigenomic response
Action item : review the LOINC codes in the 2.2.3.12.1.
Thursday Q1, 24 September, 2009 
Joint meeting with O&O 

1.
HHS workshop announcement

Becky Khush and Mollie are co-chairing an HHS workshop on clinical genomics standards in October.  Phil Pochon is also on the planning commitee.

2.
HL7 V2 Implementation Guide CG Ballot discussion  - cont. (Mollie)

- HL7 V2 IG is in stable state. No negative vote or feedback received during the September 2009 ballot.
Next steps : work on the enhancements. Next versions of the implementation guide will include test definitions of whole-genome scans and other extensions e.g. pneumonology 
- Keith Boone and Mollie - developed strategies to work closely together.
Keith Boone has taken the vocabulary from the HL7 V2 Fully LOINC qualified Implementation Guide and included it in the HITSP Vocabulary project.  Now he got an extended HITSP (C 37) and HITSP (C 84) to be able to use that vocabulary. A lot of work has been done for clinical reporting, and will get into the modelling work of CCD/CDA. 
- Grant/Mollie – are working on  extending /veryfying the terminology in HITSP C 80.

- Laboratory order : Currently the  HL7 V2 IG has a gap in the laboratory order as now only  results/observation  is  represented
Discussion :

Currently , not clear whether we should start with an IHE Lab order profile  or create a new HL7 V2.5.1 Lab Order Implementation Guide. 
Impact : Changing the IHE Lab profile might mean too much work to modify it for lab orders.
Approach : wait until it is clarified which approach to take. Decision should be made in the next couple of months.
3.
O&O Update on key activities (Hans)
Hans gave a summary of the O&O activities and its impact on the CG work. 
Main topic that O&O is concerned about regarding the progress in V3 :
O&O/CG update

· Behavioural Model 

-Focal Point to flesh out SAEAF „Services Aware Enterprise Architecture Framework "prototype :O&O
· Model Inconsistency
-Focal Point to flesh out SAEAF prototype : Strc Doc

-Consideration:


Approach 1 – Detailed CMETS 

Approach 2 - RIM-ish + Templates 

Approach 3 – Wrapper

Consistency modeling with Clinical Statement :
CS adopted all gaps and variances that were identified in the joint CG/CS discussions.

Currently, there different models being incorporated into the Clinical Statement :

Some as statements, messages, documents. Consistency has to be establish between CS and the rest of CS-incorporated models. 
Main thoughts to keep in mind  : How can we express  the same content using CMETs, Templates or wrappers.
Discussion:

Which modelling approach does CG want to take. CMET-based modelling, documents ? 
Discussion around family history .

Conclusion :

Currently, no aggreement which modeling approach to take. No consensus yet.

*** Shall the CDA R3 shall be based on the latest Clinical Statement ? 

All depending on what O&O, Composite Order, CDA is doing.
CCD is based on the clinical statement.

CDA R2 is basis of CCD ***
4.
Family History CMET (Kevin)

Currently, two models for family history:
- CCD based
- CG pedigree
Problem : HealthVault is already pointing to family history models. There are currently two CCD and  CG pedigree, which one to pick?

Discussion

CCD is notable to carry the family history at this point of time.

CCD model not detailed enough for CG applications.

Discussions around in which timeframe the family history and CDA R3 can be adopted by HITSP.
Approach : 
CG WG to analyse whether there is a part of CCD that can be extended by CG.
5.
HL7 V3 CG CMET for Lab Message (Amnon)

Two relevant effectiveTime in the in the CMET.
Intepretation Time = activity time
Genetic sample : effective Time when taken
6. 
Specimen Handling CMET (Joyce)
Not discussed.
7.
Genomics Data in CCD/CS (Amnon)

Not discussed.
8.
Genetic Test Orders (Mollie and Allen)

Not discussed.

Thursday Q2, 24 September, 2009 (B)
Joint Meeting with CG& CDS

Kevin Hughes - presented the Surgeon General´s Familiy History webportal.

Tool developed at the Mass General Hospital : RiskApps  calculates the risk based on CG Family History model, RiskApps uses HL7 messages imported from the Surgeon General  Webapplcs.
riskApps uses BRACPRO calculation model, developed to calculate the risk of breast cancer.
RiskApps : provides a decision support for a doctor in terms of:
-    what is the risk of developling breast cancer over time

- recommendation whether silblings other close relatives should be tested (Mammography, MRI etc.)
Discussion about  languages for rule-based programming for clincal decision support

R : RiskApps 
GELLO : most developed to write and share the rules.
Discussion 
about the applying GELLO on the Clinical genomcs family history:
If  CDS comes to the aVMR it has to look at CDA,CCD.CCD : lacks the fatherand mother id.

Conclusion : the CDS is reviewing the VMR project.
Isuues to be looked at : What is the genetic data from CG that CDS needs to know.

HL7 V2 Genetic Variation Implementation Guide was referenced to CDS.

Future plan :Come up with a CDS service for the pedigree.
Next steps : 
to look how family history would look like in VMR
look at the CDA CCD translations as that has to be applicable to CDS HL7 messages

Thursday Q3, 24 September, 2009
Mollie – report on the HHS workshop. Standards consensus to be used in the products not research.
Grant – report about  23andME

Brandon  Welch – report on his work on family history. ItRunsInMyFamily.com working with Greg Downing . http://www.itrunsinmyfamily.com
Similarities with HHS tool. 

Marta – report on IICC (IVD Industry Connectivity Consortium). Scope, goals, stakeholders.

To be considered in the IICC – new ways of microbiology resistance testing via genetic testing.
Amnon - report on the EU Hypertension  Project  using HL7 V3.
Allen - Genetic Non-Discrimination Act Update will be postpoden to a conference call.
Thursday Q4, 23 September, 2009
Project Documentation Updates and 3 Year Plan
Planning Next Steps

HL7 V3 CG  Genetic Variation CMET Implementation Guide

Discussion: .
We need to have an IG for the constrained HL7 V3 Genetic Variation CMET.
Take out the HL7 V3 GeneticVariation Universal CMET. 

Specify it for the V3 alone. Update the document regarding referencing to V2.
Not call it an Implementation Guide, but call it Walk-through.

Walk-through : is documenting the model.
Implementation Guide : Use case specific.
Move parts to the ballot site.
Describe the attribute on the upper level = on the CG Topic level.

Clean it up –Amnon.
CDA and Genetic Reporting
Goal : create a genetic testing human readable report.
Work in collaboration with Keith Boon.
Contact Maren Scheuner for her experience with reporting genetic data into documents.

The Clinical Genomics genetic data reporting will be based on CDA R3.
Conclusion : target May 2010 for  ballot  
Genetic Description in V2 Message IG
Correction sto be made :  Page 30 : in the HL7 V2 IG  LOINC code needs to be corrected.
Gene Expression CMET 

- need to be updated

- need work to harmonize with NCI

- Mollie - germline/somatic need to be added
Next Steps : finish the ballot reconciliation DAM.
Start with the CMET for Gene expression.

Discussion around what is the scope of the CMET
Specimen Handling CMET
Continue discussions during the next telcos.
Miscallaneous
Next CG Conference Call schedule for October 4-5, 2009

Stay with the Tuesday schedule : 11:00 AM (US Eastern Time, GMT -4 DST)
Ballot reconciliation will be postpode to the next conference call.
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