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Bolile rare in cardiologie 

·Definitia  bolilor  rare: prevalenta <1/2000  

·In cardiologie 

Prevalenta  

Displazia aritmogena de VD 1:2000-5000  

Cardiomiopatia  Fabry 1:17.000 

Amiloidoza  TTR necunoscuta 

Noncompactarea VS 1:10.000 

Sindrom QT lung congenital 1:2500-5000  

Sindrom Brugada 1:2000 

CMH sarcomeric 1:500 

Boala Marfan  1:20.000  

Moarte  subita  
Insuficienta  cardiaca  

Disectie  de aorta  



Ce prevenim?   

·Moartea subita 

·Depistarea tardiva  ï crestere morbi -mortalitate  

Maron  et al, Circulation 2009  Corrado et al, JACC 2003 



CEBR acreditare nationala 



Retele europene 



Echipa 

·Coordonator :  

¹ Conf.dr. Ruxandra Jurcut  

·Membrii  echipei : 

¹ Prof. dr. Carmen Ginghina 

¹ Prof. dr. Bogdan Popescu 

¹ Dr. Andreea Sandulescu 

 

· Echipa  extinsa  

¹ Genetica:  Dr Viorica Radoi 

   Centrul  de Medicina  Genomica UMF Timisoara  

¹ Psiholog IUBCV 

¹ Echipa cardiologie interventionala  

¹ Echipa electrofiziologie  

¹ Anatomie patologica 



Ce facem? 

·Diagnostic complet  

¹ Inclusiv  genetic, RM cardiac 

·Screening familial  

·Consiliere genetica 

·Registre 

·Retele europene 

·Publicatii   

·Cursuri  si conferinte  

·Educatie pentru  pacienti  

 



Cardiologie  Dr Ruxandra Jurcut  

Nefrologie  Dr Elena Rusu, dr Camelia 
Achim, conf dr Gener Ismail    

Neurologie  Dr Adriana Dulamea 

Pediatrie  Dr Cristina Stoica 

Oftalmologie  Dr Alice Munteanu  

IUBCV  
ñProf.dr.C.C.Iliescu ò 

Echipa  multidisciplinara  boala  Fabry  



Expertiza boala Fabry in Romania 
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Nr  Patient  Sex Age eval  Age diagn  Year Dgn  Diagnostic mode  Mutation  

1 PDC M 55 52 2013 Cardio HVS  p.Asn215Ser 

2 PM F 80 78 2014 Fam  (cardio)  p.Asn215Ser 

3  ID  M 43 37 2010 Renal  c.[671A>G](p.[Asn224Ser])  

4 VM F 26 26 2016  Family screening  c.[671A>G](p.[Asn224Ser])  

5 SNP M 40 36 2012 Renal c.[141G>A], (p.[ W47*])  

6 SS F 59 59 2016  Fam (cardio)  c.[141G>A], (p.[ W47*])  

7  MA M 28 20 2008  Neuro (patie) c.[1000_1290del]   

8 MM  F 55 55 2016  Fam (cardio, neuro, ofta) c.[1000_1290del]   

9 MM  F 54 53 2015  Fam (?) c.[485G>A] (p.[W162*])  

10  MV F 34 33 2015  Fam (Renal) c.[485G>A] (p.[W162*])  

11 MT M 35 29 2010 Neuro c.[485G>A] (p.[W162*])  

12  BD M 54 18 1978 Cutaneous (sud, ker) c.[295C>T] (p.[Q99*])  

13  BEle F 31 31 2016  Fam (OK) c.[295C>T] (p.[Q99*])  

14 BEdu M 2 2 2016  Fam (OK) c.[295C>T] (p.[Q99*])  

15 CI M 46 36 2006  Neuro c.[548delG]  

16 CM F 68 68 2015  Fam (cardio)  c.[548delG]  

17 TI  F 48 48 2015  Fam (?) c.[548delG]  

18 LA M 19 17 2013 Renal c.[779G>A] (p.[G260E])  

19 LM  F 45 40 2016  Fam (?) c.[779G>A] (p.[G260E])  

20 MIC M 26 25 2015  Neuro c.[836A>G](p.[Q279R])  

21 MI  F 51 51 2016  Fam (neuro,ofta) c.[836A>G](p.[Q279R])  

22 EC M 41 41 2016  Fam (Renal, ofta) c.[836A>G](p.[Q279R])  

23 PG M 29 17 2004  Neuro Unavailable  

24 PI F 59 47 2004  Fam (cardio, renal, ofta) Unavailable  

25 JI  F 59 59 2016  Cardio  c.[644A>G](p.[N215S])  

26 DC M 41 41 2015  Renal c.[863C>A] (p{A288D])  

27 DMR M 49 49 2016  Renal c.[831G>A](p.Trp277*)  

28 CM F 78 70 2007 Fam (cardio)  Unavailable  

29 BG M 66 66 2016  Cardio   c.[416A>G](p.[Asn139Ser]) 

30 DV F 48 48 2016  Neuro 



Registre 

·Nationale 

¹ RENCMH  

¹ CARDIOGEN  

ėCardiomiopatie  Fabry 

ėDisplazie aritmogena VD 

ėNoncompactare cardiaca 

ė  + boala Marfan  

 

·Internationale  

¹ EORP Cardiomiopatii  

¹ Registru  international boala  Fabry  

251 pts 

19 pts 

22 pts 

5  pts 

200  pts 

21  pts 



Educatie pentru  medici 

·Sesiuni dedicate bolilor  CV genetice la  
¹ Congresul national de cardiologie 

¹ Congresul national de medicina interna  

 

·Conferinte dedicate bolilor  CV genetice la 
¹Curs international ñCardiomiopatii  ereditareò (aprilie  2017) 

¹ Cursurile postuniversitare  ale Disciplinei  Cardiologie IUBCV 
ñProf.dr.C.C.Iliescuò 

¹ Cursurile pentru  studenti  

 

·Participare activa in expert meetings boala Fabry in 
Romania, Cehia, Franta 



Cercetare 

·Studii  asupra diagnosticului  diferential  al 
cardiomiopatiei  Fabry de CMH sarcomerica 
¹ 1 lucrare doctorat 

¹ 1 lucrare de licenta (2017) 

·Identificarea  caracteristicilor  cu determinism 
prognostic la rudele grd I ale pacientilor  cu boala 
Marfan  
¹ 1 lucrare de licenta (2017) 

·Evaluarea pacientilor  cu ARVC ï studiu  de cohorta 
¹ 2 lucrari  de licenta (2016, 2018) 



Asociatii  pentru  pacienti 

·Fundatia Romana pentru  Boli  Lizozomale 

¹ Asociatia pacientilor  cu boala Fabry 

 

·Comunitatea pacientilor  cu CMH 

¹ Facebook 



Intalniri  pacienti  

·11 mai 2017 

¹ Prima intalnire  a pacientilor  cu boala Fabry 

¹ Echipa de medici  de pe platforma  Fundeni (cardiolog, 
nefrolog, neurolog, pediatru , oftalmolog ) 

 



Ghiduri  pentru  pacienti  


