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Hemoglobinopathies and Thalassemias

By: Bonny Champagne, Product Manager

p Genetic disorders of hemeglobin production fall into two categories:
1 T * Hemoglobinopathies are consistent with the production of abnormal hemoglobin due to the eW H
substitution by mutation of an amino acid(s) that makes up a polypeptide, or globin chain,

Cumently 938 hemoghobin vararits have been discovered and documentzd, Only a small s '

number af documented hemoglobin vanants are commanly seen such as Hb S, HB E, Hb C, Hb Op tl 0 n

O-Los Angeles. and Ho GPhiladelphia, .

* Thalassemias are consistent with a decreased production of nomal hemoglabin duse to

mutations in one or more of the globin genes, The type of globin chain whose synthesis is reduced dictates the thalassemia's classification,
Currently 383 thalassemias are documented in the Database of Human Hemoglobin Variants and Thalassemias,

trophar

Im the United States alone, over & million people have some fonm of
thalassemia or hemoglobinopathy, These genetic disorders can
either be prasent as heterozygous (carrer) or homozygows (disease)
states,

Hermoglobin tasting may be performed in the following cases:

* Prenatal screening and genetic counseling, especially for high-
risk mothers - those with affected family members and/or of a
descant with a higher prevalence af hemoglobin variants,

* Detection of common hemoglobin variants early in life through
siate mandated newbaorn screening, All states currently perform
hemoglobin screening on newboms. In the U3, alone, there are
appraimatety 4.1 million births annualby!

* Detect and identify hemoglobin variants in indhiduals with
SyYmpEtoms consistent with hemoglobinopathies or thalassemias,

* |dentify hemoglobin vanants in asymplomatic parents with a
symptomatic child.

* Manitor affected individuals undergoing various treatments or 5 y
s, Figure 1

Avanety of testing methodologies have been used throughout the years including hemoglobin electrophoresis (alkaline and acid pH), isoelectric
focusing (IEF ), and high performance liquid chromatography (HPLC). Today, there's a new option!

The Facts:

m Sebia Electrophoresis has now received FOA-clearance to market the CAPILLARYS™ Hemoglobin assay. CAPILLARYS Hemoglobin is performed by
---------- caphlary electrophoresis and is designed for the separation and guantification of normal hemoglobins (A, F, AZ), and the detection of comman
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m Many of you may be wondering why you have not received a new SEPARATIONS issue in a while. Sebia has been very busy
“ with several new products including the recent launch of our CAPILLARYS Hemoglobin assay; there are more exciting
products to come in the next few months so stay tuned. There have also been some new faces at Sebia. | recently joined
the Sebia team in February and took over the duties as Marketing Manager. My goal is to work with you and our Sebia
team to make sure we are meeting your electrophoresis needs. You will see some new and notable changes in Sebia as we
move forward; our primary objective is to continue to increase our commitment to provide exceptional customer service
and support. Please contact us with any ideas for future issues of SEPARATIONS at marketing@sebia-usa.com. Look for
your next issue of SEPARATIONS early next year. We want to make sure that you are separated from SEPARATIONS ...no
morel
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