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HbA =59 2%
HbAg = 1.5%
HUEF = 1.0%

Paternal sample

MCV : 69.2 fL

Hb Typing : A,ABart’sH
Genotype : ——/-0 %7
Phenotype : deletional HbH disease

MCH : 19.7 pg

HbH disease

Hb Bart's =194 (8%
HEH = &%
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Maternal sample

MCV : 64.8 fL MCH : 20.3 pg
Hob Typing : A A

Genotype : ==/OLOL (Unknown type)

Phenotype : Unknown O°~thal carrier

Fetal sample

Hb Typing : Bart’sH

_SEA/ __

Genotype : - (Unknown type)

Phenotype : Hb Bart’s hydrops fetalis




MLPA analysis of the Ol-globin gene cluster from the maternal DNA
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MLPA analysis of the Ol-globin gene cluster from the fetal DNA
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Prevalence study result

Oct 19 — Sep 20

Total 4,952 samples

4,033 samples

PCR for Q(°~thalassemia

Positive for

——>FA 769 samples

—_Tha": 3 samples

Melt curve analysis

-d{RFU)dT

Melt Peak

Temperature, Celzius

MCV < 80 fL

HbA, < 3.5% (Not [3-thal trait) # 525 samples

HbE trait (HoA+E < 25%)

Positive for —— : 9 samples (1.71%)
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A large novel 44.6 kb deletion named o O_thalassemia Chiang Rai (--B) was first described in the indi- Received 23 September 2021
viduals with uncommon Hb Bart's hydrops fetalis and HbH dlsease This study aimed to develop a Revised 20 January 2022
real-time gap PCR and melt curve analysis for the detection of --F and investigate its frequency in Accepted 6 February 2022
northern Thailand. Among 4,952 blood samples, the assay was performed in 525 samples with a mean
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were positive for - in which two were HbH disease and the rest were heterozygous for -- R This deletion; northern Thailand
study demonstrated the success of real-time gap PCR with melt curve analysis for R dlagn05|s
Additionally, the prevalence of -- |n the northermn Thai population was comparable to - ' Thus, this

study implies the importance of -- R in northem Thailand. Moreover, the developed real -time gap PCR
with melt curve analysis is simple and highly accurate, and may be considered as an additional tool for
routine o’-thalassemia -* diagnosis in this region.
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HBZps HBM HBA1ps HBA2 HBA1 HBQ

--CR(44.6 kb)
—-THAL(33 4 kb)
--SEA (19.3 kb)



1. WRRINT57529 Realtime PCR with EvaGreen and HRM analysis
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ATNANADY o’-thalassemia —=S8A, ——_THA "y Re ——

CR

6,916 FnsiNg

AA1AN 2565 T4 HNT1AN 2567

1,013 (14.65)

23 (0.33%)

254 (3.67)

2 (0.03)

47 (0.68)

25 (0.36)

3 (0.04)

1,317 (19.04)
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