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Primary Prevention

ldentifying persons at risk for condition to allow for education and
follow-up (i.e. health promotion/protective measures)

Secondary Prevention

ldentification of patients with a disease prior to onset of symptoms or
sequelae of the disease (i.e. screening)
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1. Life-threatening and/or catastrophic condition
* 2. Inexpensive and practical screening test
e 3. Effective treatment which prevents complications
1 g alad) AS 31 i) Ol Gsia 0 A8 A oS ) Jlie S
* Sickling disorders:
e Life-threatening
e Can be identified via screening Hb electrophoresis
e Penicillin prophylaxis reduces mortality



Normal Hemoglobin (HbA)

- Heterotetramer
2 aand 2 B chains (,B,)

- Each globin chain is bound
to a heme moiety




Globin Genes
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Progression of Globin Synthesis
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Electrophoresis does not quantify hemoglobins other
than relative abundance

NENSP cannot distinguish between certain
hemoglobins

— HbE from HbO,,, OR  HbD

o thalassemia
— Indicated by presence of Hb Bart’s

— But cannot determine degree of a thalassemia in newborns and
cannot identify in non-newborns

B thalassemia
— Cannot identify p thalassemia trait

L ]

from HbG
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* HbF > HbA : What does this mean? Normal

Is this a disease? No, What do you do? Nothing .

* Hb F > HbA > HbS : What does this mean? Sickle cell trait

Is this a disease? No What do you do? Family testing and counseling
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e What does this mean? A form of sickle cell disease: Either HbSS or
HbS-R0 thalassemia.

e |s this a disease? Yes

* What do you do? Immediately start Penicillin VK 125 mg PO BID. See
infant within 1-2 weeks. Send repeat NBS (Hb Electrophoresis, Sickle
prep) & Refer patient to a pediatric hematologist.



HbF>HbS>HbA: s &L & il ea

e What does this mean? A form of sickle cell disease: HbS-[3+
thalassemia

e |s this a disease? Yes

* What do you do? Immediately start Penicillin VK 125 mg PO BID,
See infant within 1-2 weeks Send repeat NBS (Hb Electrophoresis,

Sickle prep) & Refer patient to a pediatric hematologist

- One parent is HBbAS (sickle cell trait) and the other i
HbA - thalassemia (beta-thalassemia trait)
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The infamt has HLS - thhalassemia disease
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Alpha thalassemia syndrome

O

OO0 OO0 OO0

Everybody has 2 copies of a globin
gene on every chromosome 16.

aa/ a a (healthy)

a a/ a _ (silent carrier)

a_/ a_ (athalassemia trait)
aa/__ __ (a thalassemia trait)
a_/ _ _(Hb H Disease )

/ _ _ (Hydrops fetalis )



ALPHA THALSSEMIA
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Hb=13.7
RBC=5.58
MCV=71.7
MCH=24.6

MCHC=34.3
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