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Molecular Cause

B Autosomal Recessive, though it sometimes can be autosomal dominant

= Alpha-thalassemia is caused by deletions on chromosome 16
= [eads to deletion of HBA1 gene or HBA2 gene in alpha globin
=  Genotypes: S _
- Silent Carrier ecul
- (-a/aa) or (-/aaa) i . heme

- Alpha-thalassemia trait

Ihc. All Hghts rezered .

- Alpha thalassemia minor

- (-a/-a) or (--/aa)
- Hb H disease
- (/-a)
- Hydrops Fetalis red blood cell
(/)

helical shape of the
polypeptide molecule

@ Beta-thalassemia is caused by deletions on chromosome 11
= Leads to deletion of HBB gene in beta globin
- Beta-thalassemia Minor
-Beta-thalassemia Intermedia
- Beta -thalassemia Major
=  Both alpha and beta globin are in the hemoglobin in red blood cells



Clrrent Treatments

A

most effective diagnosis is a physical exam (for phenotypes) and a
ood count) with a blood test.

is also available.

eded for patients with beta-thalassemia minor, alpha
nt carrier. They do need frequent blood tests to make
oet worse.

ar blood transfusions

buildup

Deferoxamine (under the skin) = Pump
* Deferasirox (oral) = Pill

s with even more severe symptoms, a bone marrow transplant can be
given. ugh this is a cure, it is not ideal, and not recommended for most

patients.

s Patients are given high doses of radiation and drugs that destroy all
defective bone marrow

o Compatible donors are usually hard to find
@ Treatment of individual symptoms is sometimes recommended



Proposal

oduces about 95% of the body’s blood cells

seems to be a good cure

atopoietic stem cells; cells that mature into healthy RBCs
dy by IV (intravenous therapy)

ilical Cord Stem Cell Transplant'
m Cells are taken immediately after a baby is born from the umbilical

patients reach childhood, their hemoglobin is normal

splant is done early on since there is only a limited number of cells
in the umbilical cord cells and must be used as early as possible

Limitations:
o New and very limited information about this process
o Many diseases that can occur from this therapy
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