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Hemoglobinopathies are the most
common monogenic diseases.
ARUP has a comprehensive
offering of hemoglobinopathy
testing, from HPLC to genetic
confirmation. Hemoglobin testing
is particularly indicated in the

following situations:
* Microcytic hypochromic anemia after iron
deficiency has been ruled out
e Chronic hemolytic anemia

* Vascular obliteration crises of unclear
etiology in patients from areas where
HbS and/or HoC is widespread

* Drug-induced anemia

* Erythrocytosis and/or cyanosis caused by
hematological factors

* Hydrops fetalis of unclear etiology

* Prevention (e.g.. testing family members
or partners)

* Prenatal diagnosis
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Hemoglobinopathy Testing Algorithm ARUP Hemoglobinpathy Test Menu

clinical and/or laboratory suspicion for
hemoglobinopathies and thalassemia
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high-performance liquid chromatography
(HPLC)/capillary electrophoresis
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known ethnic
population

Alpha Globin (HBA1 and HBA2) Deletion/Duplication (2011622)

increased Hb A2 variant hemoQIObm Preferred first-tier genetic test for confirmation of suspected alpha thalassemia
or alpha thalassemia trait; detects common, rare, and novel deletions or

¢ ¢ duplications of the alpha globin gene cluster.
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thalassemia
v likely Hb non Hb S/C/E
S/C/E
Negative not SE population ¢ ¢ ¢
I I beta globin solubility Alpha Globin (HBAT and HBA2) Sequencing (2001582)
sequencing test Commonly used as a second-tier test for detection of alpha thalassemia; requires

I approval from an ARUP genetic counselor.

alpha globin deletion/

L

duplication by MLPA normal ;
P 4 sickle cell Beta Globin (HBB) Gene Sequencing (0050578)
disease Molecular confirmation of a suspected structural hemoglobinopathy or beta
thalassemia.
v
suspicious of alpha
thalassemia
¢ Beta Globin (HBB) HbS, HbC, and HbE Mutations, Fetal (0051422)
The Hemoglobin Evaluation Cascade (2005792) takes Genetic test on fetal samples for prenatal detection of HbS, HbC, and HbE
. . . . tati 3
alpha globin the guesswork out of ordering. This test will reflex until a mutations
sequencing diagnosis is reached. Familial Mutation, Targeted Sequencing (2001961)
Detects mutation previously identified in a family member; consultation with an
ARUP genetic counselor is advised.
AR
..@_.'.01'\. E Familial Mutation, Targeted Sequencing, Fetal (2001980)
s B FOI’ more informoﬂon Clﬂd edUCOTioncl Oppor-l-uniﬂes Visi'l- Fetal testing to detect a previously characterized mutation in a family member;
— 5y ﬁ. ’ ' requires approval from an ARUP genetic counselor.
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