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EVIDENCIES TEORIA ENDOSIMBIOTICA MITOCONDRIA

e Tamany mitocondira similar a arquea
e ADN bicatenari circular sense introns
e Divisio per fisio binaria, no mitosi

e Centres energetics en membranes

e Ribosomes 70Si no 80S

e RNAr 16s identic a arquea

 Codi genetic diferent



FUNCIONS MITOCONDRIA

e Produccio ATP.per F.O.

e Vies metaboliques. Sintesi hemo
* Produccio Fe-S clusters

e Alliberament caspases

e Vies de diferenciacio a traveés

de caspases
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e 200 mitocondries per erlt'rq}g&%te e -
e 5-10 copies ADN 16.569 pb‘eodlflca 13 mRNA, 22 RNAt 2 RNAr
* Meés de 1000 genes mitoconcrials si situats en el nuclicelular
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TABLE1 Differential diagnosis of bone marrow ring sideroblasts

Clonal - Myeloid Neoplasms Non Clonal Causes
1. Myelodysplastic syndrome (MDS) 1. Hereditary sideroblastic anemia
i. MDS with ring sideroblasts and single lineage i. X- linked sideroblastic anemia- ALAS2 mutations
dysplasia (MD5-RS 5LD) ii. SLC25A38 related sideroblastic anemia
ii. MDS with ring sideroblasts and multilineage iii. Glutaredoxin 5 (GLRX5) related sideroblastic anemia
dysplasia (MDS-RS-MLD) iv. Congenital sideroblastic anemia without identified molecular defects
iii. MDS with excess blasts and ring sideroblasts v. Sideroblastic anemia as a component of genetic syndromes
iv. MDS-U with ring sideroblasts I. X-linked sideroblastic anemia with ataxia- ABCB7 mutations

Il. Kearns Sayre syndrome

lll. Myopathy, lactic acidosis, and sideroblastic anemia

IV. Sideroblastic anemia, B cell immunodeficiency, periodic fevers,
and developmental delay

V. Pearson marrow-pancreas syndrome

V1. Thiamine-responsive megaloblastic anemia syndrome

VIl. Congenital sideroblastic anemia due to NDUFB11 mutations.

2. Myeloproliferative neoplasms (MPN) 2. Alcoholism
i. Essential thrombocythemia with ring sideroblasts
ii. Primary myelofibrosis with ring sideroblasts

3. MD5/MPN overlap syndromes 4. Drug-induced sideroblastic anemia
i. MDS/MPN with ringed sideroblasts and thrombocytosis i. INH
(MDS/MPMN-RS-T) ii. Chloramphenicol
ii. Chronic myelomonocytic anemia with ring sideroblasts iii. Linezolid
iii. Unclassified MDS/MPN with ring sideroblasts iv. Penicillamine

5. Copper deficiency
&. Lead poisoning
7. Zinc toxicity

Patnaik MM, Tefferi A. Am J Hematol
2019
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ASC lligada. al sexe per mut ALAS2

Tipus mes frequent de ASC (40%)

Gravetat clinica molt variable. Sol ser lleu
Afectacio homes mitjana edat.

Anemia VCM 60-70

Sense necessitat transfusional

Hemocromatosi

DD Anemia refractaria, HH i Talassemia intermitja
Ocasionalment deficit afinitat piridoxina
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ACS rel. amb mutacions SLC25A38

15% ASC

Autossomica recessiva

Anemia microcitica hipocroma severa
Necessitats transfusionals infancia
Curs similar a |la talassemia maior
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> 702 Mutacions SF3B1 — SRSF2

RARS

|

Amplificacio - Proliferacio

e DNMT3A
e TET2

v

RCMD-RS

e JAKII
e ASXL1
* MPL, CALR

RARS-T




Alteracio SF3B1, entitat independent?
Hauria de ser entitat de la WHO?

Cazzola M, Malcovati L, BJH 2016
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