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Revolutii si evolutii ale stiintelor omice in epoca postgenomica

ROLUL UNUI CENTRU REGIONAL DE GENETICA
MEDICALA IN ERA POSTGENOMICA -
PERSPECTICA CRGM DOLJ
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RARE DISEASES by the numbers
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New Report Highlights a Decade of Innovation in Rare Diseases Stephanie Fischer, March 5, 2015



e Medicina Genomica

e Medicina Personalizata
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7 Franta 24 ERN-uri — Retele tematice
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“ERNSs in cifre”

500 Spitale (= 500 Directori de spitale)

2000 Echipe medicale (= 2000 sefi de echipe medicale)
>20.000 Medici (+ Paramedici + asistenti)

O flota de cel putin 153 de Airbus 380

Slide realizat cu acordul profesorului Alexis
Arzimanoglu / Coordonator al ERN pentru Epilepsii
Rare si Complexe EpiCARE / Presedinte Grup
Coordonator ERN
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PREVENTION

4 out of every 10 cases of
cancer are
preventable The Plan will
draw attention to:

taxation’s role for tobacco
and alcohol

reducing exposure to
carcinogens in the work
place and in the

environment

Farm to Fork Strategy to
promote healthy diets

DIAGNOSIS
Address gaps in
knowledge

Digitalisation reduces
detection time

Technical support
to Members States

Regulatory support
reduces inequalities

Europe’s Beating Cancer Plan proposes

actions for all stages of the disease

TREATMENT

Improved treatment
times

Incentivising innovation

Pharmaceutical strategy
for affordable therapies

European Health Data

Space promotes
exchanges and research

QUALITY OF LIFE
OF PATIENTS &
SURVIVORS

improving quality of
life for patients and
survivors

Avoiding
discrimination

Psychological support

Back-to-work support



CUPRINS

Il. Genetica Medicala in Romania - Istoric & Activitati & Misiune



SCURT ISTORIC

» 1957 - anul infiintarii departamentelor de Genetica Medicala in Baltimore si Seattle de catre Victor McKusick, respectiv Arno

Motulsky)

» 1995 - infiintarea Societatii Romane de Genetica Medicala (SRGM)
> 1997 OMS 344
- primele locuri la Rezidentiat in Genetica Medicala

- desemnarea a zece personalitati medicale - medici primari in GM.

» 2001 - OMS 457 privind reglementarea denumirii si codificarii structurilor organizatorice (sectii, compartimente,

laboratoare, cabinete) ale unitatilor sanitare din Romania - Codul 4083 — Explordri genetice paraclinice — adulti/copii

* completat in 2018 prin OMS 563/2018 - Codul 1493 - Codul specialitatii Genetica Medicala — adulti/copii
(reglementeaza activitatea clinica)

> 2014 - OMS 1358/2014 privind infiintarea retelei de genetica medicala!!!



Genetica Medicala este specialitatea care vizeaza:

a) depistarea, diagnosticarea, tratarea si recuperarea pacientilor cu afectiuni genetice si a celor cu

anomalii congenitale;

b) estimarea riscului de recurenta a bolilor genetice in familiile pacientilor si acordarea unui sfat

genetic corect si competent, cu scopul prevenirii altor cazuri in familie

Definitie inclusa in Curriculum de pregatire in specialitatea genetica medicala publicat de
Ministerul Sanatatii din Roménia

https://rezidentiat.ms.ro/curricule/2018/genetica_medicala_2018.pdf



GENETICA MEDICALA

specialitate

CLINICA

LABORATOR

Populatie
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ACTIVITATILE GM

Clinica&Laborator

INDIVID
POPULATIE

2. Cercetare-D-I 3. EDUCATIE




MISIUNEA?

- Specialitatii Genetica Medicala

- unui Centru Regional de Genetica Medicala

- preventie, diagnostic precoce, management BOALA GENETICA *

- interventie la nivel individual, familial, populational



CUPRINS

lll. Reteaua Romana de Genetica Medicala (RRMG)



OMS 1358/2014

Reteaua Romana de genetica medicala

”Uniti rezistam, divizati cddem!”



Reteaua Romana de Genetica Medicala
6 Centre Regionale de Genetica Medicala (CRGM)

Timisoara

”Uniti rezistdm, divizati cadem!”



ACTIVITATILE Clinice & Laborator in cadrul unui CRGM

OMS 1358/2014

A. GENETICA MEDICALA - CLINICA:
- Ambulatoriu — Cabinet GM
- Compartiment/Sectie GM

B. GENETICA MEDICALA - LABORATOR:
- Citogenetica
- Genetica Moleculara



RETEAUA ROMANA DE GENETICA MEDICALA (RRGM)
Integrata in retelele europene!

Pentru gestionarea patologiilor rare complexe cu prevalenta scazuta (majoritatea de cauza genetica)
care afecteaza aproximativ 30 milioane de cetateni ai Uniunii Europene. Aceste boli necesita resursa
umana inalt specializata, echipare de varf si tratament personalizat.

La nivel european exista 24 retele europene de referinta in managementul integrat al patologiilor rare,
determinate genetice (ERN).



GENOMICA si ERN

e
- English () Search

European Commission > Live, work, travel in the EU > Public Health >

oo [ e R e

Overview
State of Health
S 5 o inthe EU 5 2 so
FTY 1
) W™
=
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European Reference Network on bone disorders (Facisheet 7\ - Website)

European Reference Network on craniofacial anomalies and ear, nose and throat (ENT)
disorders (Factsheet =| -+ |- Website)

European Reference Network on endocrine conditions (Factsheet A :\ - Website)

European Reference Network on epilepsies (Factsheet ,:\ - Website)

European Reference Network on kidney diseases (Facisheet | {~--] - Website)

European Reference Network on neurological diseases (Factsheet | (== - Website)

European Reference Network on inherited and congenital anomalies (Factsheet /x| (==~ - Website)
European Reference Network on respiratory diseases (Factsheet | (-] - Website)

European Reference Network on skin disorders (Factsheet .| -] - Website)

European Reference Network on adult cancers (solid tumours) (Factsheet )=| -] - Website)

European Reference Network on haematological diseases (Factsheet | {---| - Website)
European Reference Network on urogenital diseases and conditions (Factsheet | {~--] - Website)
European Reference Network on neuromuscular diseases (Factsheet | (-] - Website)
European Reference Network on eye diseases (Factsheet )« 7 | - Website)

European Reference Network on genetic tumour risk syndromes (Factsheet A i\ - Website)
European Reference Network on diseases of the heart (Factsheet | {~--] - Website)

European Reference Network on congenital malformations and rare intellectual
disability (Factsheet | (-« | - Website)

European Reference Network on hereditary metabolic disorders (Factsheet A ‘j\- Website)

European Reference Network on paediatric cancer (haemato-oncology) (Factsheet | { =] -
Website)

European Reference Network on hepatological diseases (Factsheet | {---| - Website)

European Reference Network on connective tissue and musculoskeletal diseases (Factsheet Ju| (-~
- Website)

European Reference Network on immur iency, y and e
diseases (Factsheet )| == - Website)
European Reference Network on Transplantation in Children (Factsheet = | {--~| - Website)

European Reference Network on Rare Multisystemic Vascular Diseases (Factsheet x| {~=] -
Website)




Cine suntem noi, CRGM Dol;j?



Timisoara
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%ﬂ BIOLOGIE CELULARA SI MOLECULARA
GENETICA
UMFCV

~ Laborator Geneticd

@) @)
l LABORATOR LABORATOR ¥'Y_  CABINETGM
A\’ /™~ AMPRENTARE ADN GENOMICAUMANA - [ X AMBULATORIU
UMAN - 2002 UMFCV - 2011 SCIUC - 2012
@) @) @)
CRGM Dolj — OMS 1358/
CONSOLIDARE CEXBR (2017)
2014
VIiZIUNE — ENTUZIASM — CURAJ - RO - NMCA-1D - ERN ITHACA /zj\\ ~ Cabinet Ambulatoriu
RESPONSABILITATE -STIINTA - JOINT ACTION ERN INTEGRATION

COLABORARE —SUPORT

"How little thlngs make a Change.” CERCETARE TRANSLATIONALA

EDUCATIE

= Compartiment cu paturi

GENOMICA

DIAGNOSTIC GENETIC CLINIC & MOLECULAR

\ EXCELENTA TN EDUCATIE, DIAGNOSTIC & CERCETARE IN GENETICA &
o ()



Spitalul Clinic Judetean Urgenta din Craiova

Universitatea de Medicina si Farmacie din Craiova

Laborator cercetare -

Genomica Umana

= 1. Laborator Genetica Medicala (SCJUC)
=) 2. Cabinet Genetica Medicala (SCJUC - Ambulatoriu)
= 3. Compartiment de Genetica Medicala (in amenajare,
inaugurarea in 2024 - SCJUC)
+ cod “1493" - codul GM

http://www.geneticamedicala.ro/



CUPRINS

IV. CRGM Dolj — Activitati — Prezent & Perspective



Spitalul Clinic Judetean Urgenta din Craiova

Universitatea de Medicina si Farmacie din Craiova

Laborator cercetare —

Genomica Umana

=== 1. Laborator Genetica Medicala (SCJUC)
—

—

http://www.geneticamedicala.ro/



LGU - UMFCV & LGMed CRGM Dolj - SCJUC

1. DIAGNOSTIC

C__INDIVID_>

COMUNITATE

2. Cercetare-D-I 3. EDUCATIE




DIAGNOSTIC
LGMed — CRGM Dolj - SCJUC

Prenatal (ex: citogenetica/genetica moleculara din LA);

Post-natal (ex: diagnosticul genetic al persoanelor cu suspiciune de
boli genetice/boli rare);

Genetica non-self (ex: diagnosticul COVID-19 prin Real-Time PCR,
secventiere)

Oncogenetica (identificare mutatii germline & mutatii somatice)



METODE GENETICE FOLOSITE
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METODE GENETICE FOLOSITE

Secventiere
...GATTACAY....

v

Capilara

NGS

lllumina NextSeq 550
IVD

Applied Biosystems 3730



Flux LGMed — CRGM - SCJUC

4. Secventiere (NGS/capilara)

T 3. Real-Time PCR 2. Extractie ADN/ARN




L GMed
in CRGM - SCJUC

- Prenatal (ex: citogenetica/genetica moleculara din LA) — aproximativ 1500 teste
efectuate;

DIN TRIM Il 2023 - TESTARE ADN FETAL LIBER CIRCULANT - LABORATOR DE GENETICA
MEDICALA DIN RETEAUA PUBLICA DE SANATATE CERTIFICAT PENTRU NIPT

- Postnatal — peste 2500 teste genetice efectuate in CRGM Dolj, peste 70% copii (cazuri
din toate regiunile Romaniei);

- COVID-19
~ 116.000 teste RT-PCR;
~ 5000 teste secventiere NGS SARSCOV2

- Oncogenetica (identificare mutatii germline & mutatii somatice);
Secventiere capilara & NGS mutatii germline - BRCA1&2 - 100 cazuri
NGS mutatii somatice — TSOncology 500 — 8 cazuri



CUPRINS

V. CRGM in era postgenomica



ROLUL CRGM & RRGM IN ERA POSTGENOMICA

e PARTENERIN:
Preventie — screening familial & consiliere genetica

Diagnostic & tratament personalizat — testare genetica pentru diagnostic / pentru
identificare de optiuni terapeutice personalizate

Ingrijire integrata & personalizatd - CRGM & RRGM integrare in ERNs - suport &
colaborare pentru afiliere & participare in ERN specifice

Cercetare & Inovare — integrare & participare in initiative europene precum EATRIS



Va multumim !

http://geneticamedicala.ro

|

|

IHE DREAM
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