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What is it?
Thalassemia is an inherited genetic blood 
disorder that causes the body to create an 
abnormal type of hemoglobin (protein that 
carries oxygen on red blood cells). 

The body then attacks the abnormal 
hemoglobin and kills the whole red blood cell. 
This leads to anemia and can also cause 
problems with iron overload in the body.

The Types
There are 2 main types of Thalassemia:
1. Alpha – When a gene(s) related to the 

production of Alpha globin (one of the 
ingredients in hemoglobin) is missing or 
mutated. 

2. Beta (Cooley anemia) - When a gene(s) 
related to the production of Beta globin 
(one of the ingredients in hemoglobin) is 
missing or mutated

Major/Minor
Both Alpha and Beta have 2 subsets called 
“Thalassemia Major” and “Thalassemia 
Minor”. 

To have Thalassemia Major a person must 
inherit the gene defect from both parents.
If only one parent passes the gene defect then 
the person would have Thalassemia minor and 
become a carrier. 

A person might not even be aware as they 
often do not have symptoms.

The Types - continued
Alpha thalassemia has 2 additional 
subcategories that are considered severe:
• Hemoglobin H disease – This occurs when 

there are 3 missing/changed alpha genes 
and leads to serious issues with facial 
structure overgrowing. It may also cause 
splenomegaly (enlarged spleen), jaundice 
(yellow appearance of skin/whites of 
eyes), and malnourishment.

• Hydrops Fetalis – This occurs when all 4 
alpha genes are missing/changed and 
happens before a child is born. Generally 
the child is stillborn or dies after birthing.

Both types of Thalassemia can cause an 
enlarged liver, spleen, or heart.

Note the overgrowth 
of some boney 
structures of the 
face. Also notice the 
pale complexion 
commonly 
associated with 
anemia

Risk Factors
Alpha thalassemia most often affects anyone 
from China, Africa, Southeast Asia and the 
Middle East.

Beta thalassemia is more common in those 
from the Mediterranean. It might also affect 
African Americans or East Asians.

Family History is the factor to consider. 
Genetic testing is available to those that want 
to ensure that it’s safe to have children.
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• Liver disease
• Heart attack
• Heart failure
• Diabetes

• Increased risk of 
infection

• Osteoarthritis
• Hypothyroidism
• Hypogonadism

• Excessive 
tiredness or 
fatigue

• Delayed growth
• Facial deformities

• Jaundice  (yellow 
hue of skin/whites 
of eyes)

• Frequent 
infections

Treatment of Thalassemia - continued
• Diet changes – Limited meat (high iron 

content), plant-based choices, iron limited 
juices/cereals

Prognosis (outlook)
Depending on the severity of Thalassemia is 
may not have much effect on a person’s life. 
Those with only the trait may not have any 
symptoms.

Those with Major forms of thalassemia might 
need frequent transfusions and medical care. 
The lifespan for severe cases can be as low as 
20-30 years.

Iron Overload
Since the body is not using it’s intake of iron 
to produce hemoglobin iron can build up in 
the system. High iron can lead to iron 
overload which has many issues such as:

High iron can be treated with Desferal and 
Exjade (Canada). 

Desferal helps to remove iron from the body 
but can be painful and take a long period of 
time to administer intravenously.

Exjade is an oral medication, without many of 
the side effects that intravenous Desferal has, 
and may lead to higher success rates.

Both these medications significantly increase 
the prognosis (outlook) for those with 
Thalassemia

Common signs and symptoms
Those with Thalassemia Minor may have no 
symptoms but grow smaller than normal red 
blood cells.

Common symptoms of thalassemia when it is 
symptomatic may include:

Diagnosis of Thalassemia
Thalassemia is often diagnosed by blood 
sample where the red blood cell is looked at 
for any abnormal shape. 

A test called hemoglobin electrophoresis 
helps to separate the cells apart for better 
diagnosis.

Treatment of Thalassemia
Depending on the severity of the Thalassemia 
it might be treated by:
• Blood transfusion (generally every 2-3 

weeks) – may be paired with iron 
chelation therapy (bonding of molecules 
together for removal, more on that 
below) 

• Splenectomy (removal of the spleen 
[spleen breaks down RBCs])
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Inheritance Odds

Thalassemia.com is a great in-depth 
resource and is the source of the graphic 

below. For more check it out.


