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IVS-I-2 (T>A)
Codon 43 (G->T)
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1@aW1z (Customized Panel) &msudszansine Asraileiieusy Commercial IVD kit
Sample Commercial Customized Specificity

Targets Discovery IVD kit panel
A / S1 Del-a3.7/aa Del-a3.7/aa 100%
l" O\_\/ S2 Del-SEA/aa Del-SEA/aaa  100%
/ s3 Normal Normal 100%

NGS-based Variant Profiling Literature review &

of Thai Samples population data mining S4 Normal Normal 100%
S5 Del-a3.7/aa Del-a3.7/aa 100%
S6 Normal Normal 100%

. S7 Normal Normal 100%
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Variants Prioritization
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(NTDT) ffadafifvuanoss@iuues Fetal Hemoglobin (HbF)
Fagnauaulaeulasy 15w BCLTIA, KLF1, HBG2, DNMTY,

Assay & Primer Design GATADZ2A uwae HBSIL-MYB [3] N15A57934a88uyy
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Tagludassuiann (Transfusion-free survival) laoeinansugn
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Giene SNPs Location * Mucle- High Clinical correlation
oiude  HWF
change allele
BCLHA  rsh] 749494 Lod62308  T=C O increased HbF, ameliorating f-thalassemia
severty [15]

BCLINA ra N BORST LABRI00  ASG A independently associated with HbF levels
[34]

Wet-Lab Imp|ementation BCLNA  rs6F5816 LODETTI6 AT A increased HbF, fewer complications [35)
BCLIA 1427407 Do040E  T=G T increased HBF, fewer complications [35]
- BCLIA rsT5399488 160491212 C=T C independently associated with HbF levels

[34]
” BCLINA  mT66432 LO0492835  C=A O increased HBF, predict disease severity [34]

/ - BCLINA rsd671393 Led9IEle  A>G A strongly sssociated with HBF levels [34)
> ] HMIF ra 7T 76054 GIMATTIR A=G G increased HbF, ameliorating fi-thalassemia
\/ N — severity [29]
. e L HMI® rad ROS440 6G:1353105420 A>T T mcreased HbF, ameliorating f-thalassemia
Multiplex PCR scverity [29]
At MALDI-TOF Mass HMIP m9494142 6135110502 T>C © |M-maxd3;hl', amcliorating f-thalassemia
Spectrometry Analysis ‘ severity [29)
MM rafS34003 6135130426 T=A A increased HBF, ameliorting f-thalassemia
seventy [37]
HBG2 raT482144 N1:5254939  G=A A increased HbF, decreased clinical severity
[38]
KLF} rsl3TRE26RE IR I2BREZZS GO O mcreased HBF, decreased clinical severity
‘ [z
KLF} r3ET0TSHE  IRI28R8338 OG0 G increased HbE, decreased clinical severity
[12]
KLEY rsdR3352840  IHI2BE5306 C=T T increased HbF, decreased clinical severity
. q q [1z]
Data Analysis & Validation KLFI  rAR3352839  19:12884950 C>T T inereased HbE, decreased clinical severity
[1z]
KLF! rsdR3352R4 1 IMIBR4OTY G=C O increased HbF, decreased clinical severity
[z
KLF} radB3352842  II2RETIZE C>T 0T mecreased HbF, decreased clinical severity
(1]
DNMTY sl 60065459 1910148923 G=A A mcreased HbF, ameliornting fi-thalassemia
seventy [16]

GATADIA  r=TT2S01609 19019465364 C>T T increased HBF, ameliorating f-thalassemia
severity [17]
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ARMS-PCR, Sanger sequencing
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131 common mutations
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Multiplex PCR + MALDI-TOF MS

A57352AU DNA laginss (Genotyping)

g9 - avalananedu SNP/Indel lunsufen
g9un (10-40+ targets/assay)

ﬂiaUﬂquﬁ'\‘i common + rare + Thai-specific
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gININ?IN mass-based detection
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g9 9095911 screening MUIUNIN
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