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*Els documentalistes gestionem HC
- Paper, electroniques,......No histories personals.
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Citizen's interface,
e.g. webpage/mobile
application

Virtual clinic

- Data integration and mining
« Dedsion support

Personal health records
+ Health & wellness data Research and reference
« Genetic data database

= Cohorts

+ Biobanks
+ Research articles

Electronic health records
+ Patient infomation —
'"Sickness data”
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e Nova informacio en un noud format

. "Whatis genetic testing? - Genetics Home Reference". Ghr.nlm.nih.gov. 2011-05-30. Retrieved 2011-06-07.

- Genetic testing is "the analysis of chromosomes
(DNA), proteins, and certain metabolites in order to
detect heritable disease-related genotypes,
mutations, phenotypes, or karyotypes for clinical
purposes."! [t can provide information about a
person's genes and chromosomes throughout life

If you can't afford $1000 to know more about your genetic destiny, then store

rour DNA at home! DNA Direct makes it possible for you.

If yes, Medgadget’s tip could be the best option:

Image credit and more info: Eyve on DNA


http://en.wikipedia.org/wiki/Chromosome
http://en.wikipedia.org/wiki/Metabolites
http://en.wikipedia.org/wiki/Genotype
http://en.wikipedia.org/wiki/Mutation
http://en.wikipedia.org/wiki/Phenotype
http://en.wikipedia.org/wiki/Karyotype
http://en.wikipedia.org/wiki/Genetic_testing%23cite_note-pmid9381169-5
http://en.wikipedia.org/wiki/Person
http://www.ghr.nlm.nih.gov/handbook/testing/genetictesting

e Especial proteccio

- Impacte a familia

L
Grupo del articulo 23 sobre proteccion de datas
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Font “My family health portrait”

Patiert Mame:  Jane Tester Linlt Mumber: 9990001 Date Of Birth:  12/12/1956
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« Compte amb la interpretacio

- Quina educacio teniu com a metges??? | ciutadans??

Then don't forget to browse your own SNPs gene by gene. e M——
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Que estem fent?

- Consentiment, escanejar, donar en ma, guardar a paurt,..
- Codificar??

- Més de 2.000

[]Test diagnostics per adequar tractament

[]Test de suport reproductiu

[ITests predictius

“Nomenclature of Medicine-Clinical Terms (SNOMED-CT) has a strong representation of clinical conditions, The Logical Observation Identifiers Names and Codes

(LO-INC) provides reasonable coverage of possible genetic test procedures and the Clinical Bioinformatics Ontology (CBO) provides a semantically structured

vocabulary representing the physical observations of the diagnostic laboratory (variants observed, cytogenetic findings etc.)”
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Online Mendelian luheritance in Man B8 University

Previewindes:: | Mistoy | Cipooand | Details. |

(L umas
» Enter ane or mors ssarch terms

+ Use Limits to restnct your search by search Seld. chromosome, and cther crtena,
= Use Index to browse terms Feund in OMIM records

» Usze Histary to retneve records Bom prewous searches, of to combme searches

| omiM™ - Online Mendelian Inheritance in Man™

Welcomse to OMIM, Online Mendeban Inheritance in Man. Thas database 15 a catalog of human genes and genetc disorders muthored and edited by Dr Victar
A MeFusck and ks colleagees st Johns Hopling and eltewhere, and developed for the Weald Wide Web by NCEI, the Hational Center for Bictechaslogy

Information. The databate contans texhus] mformation and references It also contams copious knks to MEDLTNE and sequence records in the Entrez system,
and bnks to addional related resowrces a8 NCEI and elsewhere

You can do a search by entermg one or more terms i the text box above. Advanced search opfions are accessible va the Lumits, PremewdIndex, History, and
Chpboard options in the grey bar beneath the tet boa. The ORI help document provides addsional information and exanples of basse and adwanced searches.

The lenks to the left provids forther techmcal mformation, searching optons, frequently asked questions (FAQH, and mformation on alted resources, To retum to
thiz page, ehcle on the OMIM link in the black header bar or o the graphec at the top of any OMIM page

HNOTE: OMIM i intended for use prmarily by physicians and other copcemed with disorders, by genetcs researchers, and by advanced
students m seience and medeme. Whale the MM databace i open to the pubbe, users seekmg bt & d medical or genetic condition are
urged 1o consult with a quakfied physician for diagnoss and for answers to personal questions
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OMIM™ and Onbine Mendehan Inherfance n Man™ are trademaks of the Johas Hoplins Universay.




Que tenim que fer
- A més de compliramb la legislacio, i els PNT interns

- UN PROJECTE DINS LA

SCDM e s |
IW a0 '__.;lﬂ:_ ST - x| [ "
. . pirth u |'E'£m"':"'|:]'Ir
. Entrevistes semiestructurades | |
a professionals. Tractarem
temes de custodia |
confidencialitat, organitzacio m
g Results | Procedures | Problems | Full Rﬂp-ﬂrt]
de la info Omica i reptes i ol
| Results
oportunitats a la hora d’ o
Results
integrar aquesta info ala hc3 ... |
Results
. Pensem en uns mix de
L. . Char actaristics may be prasent based on
participants: documentalistes, S
. . A ll-"--' Erhnicity
metges assistencials, S— —_—
Underwaight AAZIEI_minug_G
Brenchiectasis or Becurmeni_lewer_respratory_tract_mnfection GITIT _minws_1_A

Dingnastic procedure

Nutrtignal_statas_imaroved




Gracies per la vostra atencio

Juliana.ribera@bigpredict.net

Veure:

HL7 Clinical Genomics Group. HL7 clinical genomics.

<http://www.hl7.org/
Special/committees/clingenomics/index.cfm>

http://www.informaticsreview.

com/wiki/index.php/Confidentiality, privacy, and_se
curity_of_genetic_and_ge
nomic_test_information_in_electronic_health_records:

_points_to_consider

Sequeiros J, Paneque M, Guimaraes B. et al. The wide

variation of definitions of

genetic testing in international recommendations,

guidelines and reports. J Community

Genet. 2012;3(2):113-124. [PubMed]
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