PROGRAM

09:00 - 09:20

09:20 - 09:40

09:40 - 10:00

10.00 - 11:00

10:00 - 10:20

10:20 - 10:40

10:40 - 11:00

11:00 - 11:20

11:20 - 13:30

1:20 - 11:40

11:40 - 11:55

1:55 - 12:10

12:10 - 12:25

12:25 - 12:40

12:40 - 12:55

12:55 - 13:10

13:10 - 13:15

13:15 - 14:30

Deschidere

Dificult&ti in screening-ul si tratamentul bolilor rare

Dan L. DUMITRASCU

Bolile lizozomale - de la simptome comune la diagnostic specific
Camelia ALKHZOUZ, Simona BUCERZAN, Cecilia LAZEA,

Diana MICLEA, Carmen ASAVOAIE

BOLILE RARE PEDIATRICE |
Moderatori: Tudor Lucian POP, Camelia ALKHZOUZ

Boli rare hepatice pediatrice — prezent si perspective de viitor

Tudor Lucian POP

Fibromialgia - dificultdti diagnostice

Calin LAZAR, Mirela CRISAN

Posibilitati diagnostice, terapeutice si evolutive in rahitismul hipofosfatemic X-linkat
Simona BUCERZAN, Camelia ALKHZOUZ, Carmen ASAVOAIE, Roxana ILIES,

Florina NAZARIE, Maria MUNTIU, Ana DAVID

Pauzd de cafea

BOLILE RARE PEDIATRICE Il
Moderatori: Calin LAZAR, Simona BUCERZAN

Mutatia genei KCNQ2 - cauza de aritmie ventriculard si convulsii benigne neonatale
Cecilia LAZEA, Crina SUFANA, Gabriel CISMARU, Cristina PANTELEMON,

Oana MAN, Célin LAZAR

Acondroplazia: noi aspecte terapeutice

Mirela CRISAN, Simona BUCERZAN, Camelia ALKHZOUZ, Cétdlina MARGINEANU
Sindromul Russell-Silver

Daniela IACOB, Diana MICLEA

Cauze genetice in hipotiroidismul congenital

Diana MICLEA, Simona BUCERZAN, Camelia ALKHZOUZ

Tntre mit si realitate: hemofilia A formd severd la femei. Prezentare de caz.
Cristina BLAG, M&ddilina BOTA, loana MATACUTA-BOGDAN, Diana MICLEA
Abordarea diagnosticd si terapeuticd in hipoglicemia copilului

Alina GRAMA

Colestaza intrahepaticd benignd recurentd, dificultdti diagnostice

Gabriel BENTA

Concluzii

Pauzd de pranz

14:30 - 16:00

14:30 - 14:50

14:50 - 15:10

15:10 - 16:00
15:10 - 15:25

15:25 - 15:35

15:35 - 15:50

15:50 - 16:00

16:00 - 16:15

16:15 - 16:30

16:30 - 18:25

16:30 - 16:45

16:45 - 17:00

17:00 - 17:15

17:15 - 17:30

17:30 - 17:45

17:45 - 18:00

18:00 - 18:25

18:25 - 18:45

18:45 - 19:00

BOLILE RARE LA ADULT |
Moderatori: Ina KACSO, Dan RADULESCU

Sindromul hemolitic uremic atipic

Ina KACSO

Afectarea cardiacd in boala Fabry, posibilitdti de tratament
Dan RADULESCU

Simpozion Satelit SANOFI GENZYME

Actualitéti in Boala Gaucher

Dan L. DUMITRASCU

Probleme de management al pacientilor cu Boala Gaucher
Bogdan CHIS

Contributia asociatiilor de pacienti la managementul bolilor rare
Marioara BALAN, George SANCA

Explordrile ultrasonografice la pacientii cu Boala Gaucher
Bogdan CHIS

Pauzé de cafea

Simpozion satelit RECORDATI RARE DISEASES
Boala Castelman
lonut Ciprian TOMULEASA

BOLILE RARE LA ADULT Il
Moderatori: Vitalie VACARAS, Bogdan CHIS

Echitatea si incluziunea social& pentru pacientii cu boli rare din Romania
Dorica DAN

Dificult&ti in tratamentul unui pacient cu noncompactare ventriculard

Raluca TOMOAIA, Dana POP, Dumitru ZDRENGHEA, Alexandra DADARLAT-POP,
Ruxandra BEYER

Diagnosticul endoscopic in anomaliile congenitale traheobronsice

Ana CHIS, Andreea CATANA

Sindromul Sjogren si limfoamele

Maria BADARINZA, Daniela FODOR

Sindrom Kartagener la un adolescent cu situs inversus complet

Andreea CATANA, Ana CHIS, Zina CUZMICI-BARABAS, Mariela Sanda MILITARU
Implicatii neurologice in Boala Fabry

Adina STAN

Implicatii neurologice in cistinoz&

Vitalie VACARAS

Discutii, sinteza zilei

Concluzii



