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“Odiseea” bolilor rare

Peste 7,000 de boli rare descrise pana in prezent

3.5 - 5.9% din populatie, insemnand peste 300 milioane de
persoane la nivel global sunt afectate de o boala rara

5 —7 ani, 8 specialisti, 2 — 3 diagnostice gresite
80% dintre bolile rare au componenta genetica

NGS reprezinta, la ora actuala, cea mai rapida cale catre
diagnostic
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De ce este importanta genomica
in bolile rare?

Conform American College of Genetics and Genomics! (ACMG),
diagnosticul molecular in bolile rare are multiple beneficii:

* Tratament tintit, personalizat, bazat pe dovezi
e Costuri reduse in managerierea cazurilor

IACMG Board of Directors. Clinical utility of genetic and genomic services: a position statement of the American College of Medical
Genetics and Genomics. Genet Med. 2015;17(6):505-507. doi:10.1038/gim.2015.41
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De ce este importanta genomica
in bolile rare?

Conform American College of Genetics and Genomics! (ACMG),
diagnosticul molecular in bolile rare are multiple beneficii:

* Consiliere familiala corespunzatoare
* Confort psihologic pentru familie
* Beneficii sociale

IACMG Board of Directors. Clinical utility of genetic and genomic services: a position statement of the American College of Medical
Genetics and Genomics. Genet Med. 2015;17(6):505-507. doi:10.1038/gim.2015.41
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Cum arata activitatea noastra curenta?

* Oferim diagnostic pentru boli rare prin program national, pentru copii
si adulti

* Am evaluat/oferit diagnostic pentru > 6000 de pacienti cu boli rare
intre 2014 - 2022

* Tn sectia cu paturi, oferim tratamentul cronic/de substitutie pentru:
- Osteogeneza Imperfecta,
- Sindrom Morquio,
- Sindrom Hunter,
- Neurofibromatoza (cu neurofibroame plexiforme),
- Deficit de lipaza acida lizozomala
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Ce investigatii putem oferi pacientilor nostri?
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e Cariotip molecular (SNP Array)

* Secventiere panel de gene: =i - -

v'TruSightCardio — panel de 174 de gene
v TruSightOne — panel de 4813 gene - |
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Cateva imagini din laboratoarele noastre...
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Cateva imagini din laboratoarele noastre...
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Proiecte in care am fost implicati

Centrul de Medicina Genomica
v2; Universitatea de Medicina
si Farmacie “Victor Babes”
Timisoara; ID: 1854;
SMIS:487449, Nr.contract:
677/09.04.2015 POSCCE
Operatiunea 2.2.1: Dezvoltarea
infrastructurii CD existente si
crearea de noi infrastructuri CD

’

\

§GENOMICA

Despre Noi

Centrul de Medicina Genomica (CMG) se constituie ca un nucleu de cercetare si formare
in cadrul Universitatii de Medicin si Farmacie Victor Babes.

Dispunénd de cele mai recente tehnologii si expertizd cheie pentru cercetarea OMICS

(Genomicd, Proteomicd, Metabolomicd, Epigenomicd), CMG va reuni colective
prestigioase de cercetare din cadrul UMFVBT, facand legatura cu cercetarea clinicé si cu
domeniile prioritare Horizon 2020.

Prin derularea de proiecte europene, CMG va asigura evaluarea calitatii si achizitionarea
eficientd si bine planificatd de noi instrumente, extrem de importante in mentinerea unui
avantaj competitiv pentru cercetdtorii Universitétii noastre si pentru partenerii europeni.
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Proiecte in care suntem implicati

Extinderea serviciilor medicale si comunitare pentru
persoanele afectate de boli genetice si rare, MEDI.COM-
RARE, noiembrie 2022 — aprilie 2024
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Proiecte in care am fost implicati

Science and Technology in childhood Obesity Policy (STOP),

Grant Agreement number 774548; Call: Horizon 2020-SFS-

2016-2017; Topic: SFS-39-2017, Research Innovation Action
2018 — 2022

Science and Technology in childhood Obesity Policy

Fact Sheet Reporting Results

Objective

STOP
Grant agreement ID: 774548

10.3030/774548 (£
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Proiecte in care am fost implicati

Use of nutrigenomic models for the personalized treatment
with medical foods in obese people (NutriGen), 2016 — 2020

B u.s. National Library of Medicine

ClinicalTrials.gov

Find Studies v About Studies v Submit Studies ~ Resources v A

Home >  Search Results > Study Record Detail

Use of Nutrigenomic Models for the Personalized Treatment With Medical Foods in Obese People (NutriGen)

ClinicalTrials.gov Identifier: NCT02837367

PROIECTUL NUTRIGEN, O PREMIERA NATIONALA iN
DOMENIUL NUTRIGENOMICII, ESTE LANSAT LA
TIMISOARA

oct. 13, 2016 | Genetica
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Proiecte in care am fost implicati

Formarea PROfesionala a
personalului medical in
GENetica medicala -
PROGEN - SMIS 107623;
Contract POCU:
91/4/8/107623/08.12.2017
(12.2017 — 12.2019)
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Activitatea noastra stiintifica

IF=53.254

THE LANCET Citari = 3110

ARTICLES | VOLUM SUE 542, DECEMBER 16, 2017

Worldwide trends in body-mass index, underweight, overweight, and

obesity from 1975 to 2016: a pooled analysis of 2416 population-based
measurement studies in 128-9 million children, adolescents, and adults

NCD Risk Factor Collaboration (NCD-RisC) ' « Show footnotes
Original Investigation
October 31, 2022

JAMA Neurology

Genetic Testing to Inform Epilepsy Treatment
Management From an International Study of Clinical

Practice
Dianalee McKnight, PhD'; Ana Morales, MS; Katheyn E. Hatchell, Ph'; et al IF =29,9
Joumal > Author Affliations | Artcle Information An = 2022
BM) Journals JAMA Newrol. Published 1,202, doit0 0223651

Journal of

Medical Genetics

Biallelic variants in BRCAT gene cause a recognisable
phenotype within chromosomal instability syndromes
reframed as BRCA1 deficiency

Adela Chirita-Emandi @ ,"? Nicoleta Andreescu, - Cristina Popa,’
Alexandra Mihailescu,' Anca-Lelia Riza,>* Razvan Plesea,>* Mihai loana,>*
Smaranda Arghirescu,>® Maria Puiu'?

IF =6,318
An = 2021

JELL 01 S8 paysIand 1si 19Ua9 PO (

IF =202.73
Citari = 119

THE LANCET An = 2021

ARTICLES | VOLUME 398, ISSUE 1030: 0, SEPTEMBER 11,2021

Worldwide trends in hypertension prevalence and progress in treatment

and control from 1990 to 2019: a pooled analysis of 1201 population-
representative studies with 104 million participants

NCD Risk Factor Collaboration (NCD-RisC) ' « Show footnotes

« Published: August 24,2021 « DOI: https://doi.org/10.1016/50140-6736(21)01330-1 «

THE LANCET

ARTICLES | VOLUME 396

Height and body-mass index trajectories of school-aged children and

adolescents from 1985 to 2019 in 200 countries and territories: a pooled
analysis of 2181 population-based studies with 65 million participants IF = 60.392

NCD Risk Factor Collaboration (NCD-RisC) ! « otn Citari =90

An = 2020

« Published: November 07,2020 « DOI: https://doi.org/10.1016/S0140-6736(20)31859-6 «
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Activitatea noastra stiintifica

nature

Explore content ¥  About the journal ¥ Publish with us v

nature > letters > article

Letter | Open Access ‘ Published: 08 May 2019

Rising rural body-mass index is the main driver of the
global obesity epidemicin adults

NCD Risk Factor Collaboration (NCD-RisC)

Nature 569, 260-264 (2019) ‘ Cite this article

IF = 41,557
Citari = 270
An 2019

nature

Explore content ¥ About the journal ¥ Publish with us v

nature > articles » article

Article | Open Access | Published: 29 March 2023

Diminishing benefits of urban living for children and
adolescents’ growth and development

NCD Risk Factor Collaboration (NCD-RisC)

Nature 615, 874-883 (2023) \ Cite this article

13k Accesses | 285 Altmetric | Metrics

IF =65.8
Citari=0
An 2023
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Ce ne dorim 1n continuare?

Colaborari nationale si internationale — diagnostic si cercetare

Proiecte nationale si internationale prin care sa crestem
echipele din centrele noastre si sa maturam testarea genomica

O legislatie adecvata privind testarea genetica in Romania

Cresterea numarului de geneticieni in spitale, universitati,
centre de cercetare

Conditii mai bune pentru persoanele cu boli rare.... DENCIII
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Multumesc!




