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Genotypes and phenotypes associated with the HbS mutation

f genotype Hb electrophoresis Phenotype
Sickle cell trait pAIpS HbS Approx. 40%
(HbAS) H Normal Clinically asymptomatic
Rest HbA
Sickle cell disease pe/ps HbS Approx. B0-98%
(HbSS) HbF 0-20% Most severe of the
HbA None genotypes
HbA, Normal
Sickle cell disease p3/pe HbS 50% Less severe than HbSS
(HbSC) HbC 50% but retinopathy more
Minimal HbA, common
Sickle cell disease pEIp° HbA None
(S/p° thalassemia) thalassemia HbA, 4-6% As severe as HbSS
HbF 0-25%
Rest HbS
Sickle cell disease peIpt HbA Up to 35%
(S/p* thalassermia) thalassemia HbA, 4-69% Mild to moderate
HbF 0-20% phenotype
Rest HbS (>50%)
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Micro-vascular obstruction

- acute cnsoes

- chronic progressive
organ damage
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Acute chest syndrome
Pulmonary hyperension

Ongoing fibroas

Vascular

Stroke

Carabral artory damage
Hetinal artery pcolusion/
retinopathy

Heart
Card imy opathy
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Spleen
Aulosplenectomy |
Splomc soquosiation
Chrone hypersplenam
Impaked mmunity

Gall bladder
Gall sionas

.| Pagnllary necrosis
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Avascular necrosis
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Aplaatic crisis

Kidney
Hyposthanura
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Meningitis Streptococcus pneumoniae
Haemophilus influenza
Nesseria meningitidis
Acute Chest Syndrome Streptococcus pneumoniae

Mycoplasma pneumoniae
Chlamydia pneumoniae
Legionella

Respiratory Syncytial Virus (RSV)

Osteomyelytis/Septic Arthritis Salmonella
Staphylococcus aureus
Streptococcus pneumoniae

Urinary Tract Infection (UTI) Escherichia Coli (E.Coli) and other gram-negative bacteria
Infection of unknown origin Streptococcus pneumoniae

Haemophilus influenza,

Salmonella

Gram-negative bacteria
Influenza infection Viral influenza

Transient Red Cell Aplasia Parvovirus B 19
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Evaluate educational Neuropsychological |
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TCD ultrasound
1
Abnormal Not abnormal Low High risk based on
(=200 cm/sec) (<200 cm/sec) risk other information**
4 34 <4 3
Confirm Repeat TCD q Protocol treatment
Abnormal every 3-12 months* Gbseivation or clinical trial
1 <1 <4
Abnormal
MRI/MRA examination Our treatment options:
« Observation for progression
4  Hydroxyurea
" « Transfusion
traCnhsrf?;?)n « Other (eg. antiplatelet agents)
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