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PCR (polymerase chain reaction)

DNA
DNA
lon Torrent
PGM
FACSCalibur™
DNA
TREC (T cell receptor
recombination circles) KREC
(Kappa-chain  recombination  excision
circles) real time PCR
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)
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Exon 700
WEF EiE EOEE| Exon 8 |FS Eikcs
MYHS  |Myosin, Heavy Chain 9 229131 67  |MYH-related disease MHA, SBS, FTNS, EPTS
GPlba  |Glycoprotein Iba 17pter-p12 2 Bernard-Soulier syndrome BSS
GPIER | Glycoprotein IBR 22q11.2 2 Bernard-Soulier syndrome B33
GPIX | Glycoprotein IX 3g21.3 3 Bernard-Soulier syndrome BSS
ACTNT  |Actinin, Alpha 1 14q24 .1 36  |(Autcsomal dominant macrothrombocytopenia)
. Friend Leukemia Virus Parig-Trousseau type thrombocytopenia, Jacobsen's
FLI Integration 1 11924.3 1 syndrome TCRT
FLMNA  |Filamin A Xq28 67  |(X-linked dominant thrombocytopenia)
GATA1 | GATA Binding Pratein 1 ®p11.23 g |*linked thrambocytopenia and dyserythrapaiesis with | 1
or without anemia
ITGAZB |Integrins alpha 2B 17g21.32 35 |Glanzmann thrombasthenia
ITGB3 |Integring beta 3 17g21.32 14 |Glanzmann thrombasthenia
NBEALZ |MNeurobeachin-Like 2 3p21.31 81 |Gray platelet syndrome GPS
TUBB1 |Tubulin beta-1 20g13.32 3 {Autzsomal dominant macrothrombocytopenia)
VWF on Willebrand Factor 12p13.3 61 Montreal platelet syndrome MP3
ATP-Binding Cassette, Sub- . . . N
ABCGS Family G (WHITE], Member 5 2p21 13 |Thrombocytopenia associated with sitosterolagmia
ATP-Binding Cassette, Sub- ; . L _
ABCGE Family G (WHITE}, Member & 2p21 13 |Thrombocytopenia associated with sitosteralaemia
MYL9  |Myosin Light Chain & 20g11.23 4
Myeloproliferative Leukemia ! .
oMPL |\ s Oncogene 1p34.2 11 |Amegakaryocytic thrombocytopenia CAMT
REMBA |RNA Binding Motif Protein 84 1921.1 B Thrombocytopenia with absent radii TAR
Runt-Related Transcription Familial platelet disorder with predispasition to acute
RUNX1 Factor 1 21922.3 18 myelogenous leukemia FDPIAML
AMKRDZ6 |Ankyrin Repeat Domain 26 10p121 31 |ANKLD26-related thrombocytopenia
HOXA11 |Homeobox A11 7p15.2 p  |Amegakaryocytic thrombocytopenia with radio-ulnar |~ rp) 1o
sv¥nostosis
{Autesomal dominant nonsyndromic
CYCS | Cytochrome C Tp21.2 3 thrombocytopenia)
WAS Wiskott-Aldrich Syndrome Xp11.23 18 |Wiskott-Aldrich syndrome, X-linked thrombocytopenia |WAS, XLT
WASWASL Interacting Protein .
WIPF1 Family, Member 1 2931.2 5] Wiskatt-Aldrich syndrome 2, XLT WASZ, XLT
. Familial platelet disorder with predispasition to acute
CBL Chbl Proto-Oncogene 11q23.3 14 myelogenous leukemia FDP/AML
Acyl-coenzyme A binding . . . .
ACBDS domain containing protein 5 10p12.1 22 |(Autesomal dominant inherited thrombocytopenia)
Microtubule asscciated serine . . . .
MASTL threonine like kinase 10p12.1 18 |{Autcsomal dominant inherited thrombocytopenia)
5BF2 |SET Binding Factor 2 11p154 40 |Charcot-Marie Tooth Disease typedB2
W-Ets Avian Erythroblastosis ) A ,
ETS1  |Virus E26 Oncogene Homolog 110233 1 Paris-Trousseau type thrombocytopenia, Jacobsen's
q syndrome
22q11 deleticn syndreme {which includes velo-cardio-
COMT | Catechol-O-methyltransferase 22q11.21 17 |facial (VGF) syndrome) and DiGeorge syndrome
{DGS)
22011 deletion syndrome {which includes velo-cardio-
TBX1 Testis-Specific T-Box Protein 22g11.21 10 |facial (VCF} syndrome) and DiGeorge syndrome
{DGS)
MDS1 And EVIT1 Complex Deletion of the 3926 (region including the EVI1 and
MECOM Locus 3q26.2 3 MOS1 genes )
Protein Tyrosine Phosphatase, Amegakaryocytic thrombocytopenia in Moonan
PTENT MNon-Receptor Type 11 120241 18 syndrome
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(iii)

Surface marker 2009.6 [2012.2 |2013.11 Gate
T cell CD3 87.17 48.60 62.25 [%Lym
Helper T cell CD4 43.83 46.03 30.80 (%CD3Lym
Cytotoxic T cell CD8 35.15 46.35 27.44 [%CD3Lym
CD4/CD8 1.25 099 112
Memory T cell CD4+CD45RO 0.03 2891 25.29 |%CD4CD3Lym
Thymic naive T cell |CD45RA+CD3 1+ 69.05 61.76 | 52.45 |%CD4CD3Lym
Central naive T cell |CD45RA+CD31- 1.56 551 7.78 |%CD4CD3Lym
Treg CD25+CD127-+ 0.00 7.28 8.93 [%¥CD4CD3Lym
ALPS criteria (DNT) |CD4-CD8-CD3+afT+ 090 1.57 |%CD3TCRap
y8T cell y8T 13.08 3.28 15.11 [%CD3
NKT cell CDI+TCRV24a+ TCRVI 1+ 0.05 0.09 0.10 [¥CD3
B cell CD19 3.98 28.34 11.13 [%Lym
Transitional B cell CD38+lgM+high 0.83 [%¥CD19Lym
Plasma cell CD38+lgM-high 0.56 [%CD19Lym
pre-B2 cell (CSR B) |CD18+lgD-IgM- 0.68 |%CD19Lym
Naive B cell CD19+CD27-1gD+ 8172 9728 97.70 [%CD19Lym
Memory B cell CD19+CD27+ 14.28 1.94 2.27 [%CD19Lym
IgM memory B cell |CD19+CD27+1gD+ 8.57 1.79 1.64 [%CD19Lym
Switched memory B cell |CD19+CD27+1gD- 5.1 11.79 0.63 |%CD19Lym
IgK 46.49 4457 43.46 [%CD19Lym
Il 44.97 44.05 45.54 (%CD19Lym
KL positive 209 027 0.05 |%CD19Lym
CD38-CD24++ 22.03 6.02 4.23 |%CD19Lym
CD38+CD24+ 37.37 1019 | 81.74 [%CD19Lym
GCD38+CD24++ 39.31 69.91 10.08 |¥CD19Lym
NK cell CD3-CD16+CD56+ 0.88 431 31.94 [%Lym
pDC Lin~HLADR+CD123+ 023 0.16 |¥WBC
mDC Lin-HLADR+CD11¢+ 029 0.21 |%WBC
L TREC 0 0 0
turnover/proliferation |gjKREC 3.19E+03| 3.80E+03| 2.91E+04|
arker SIKREC 5.30E+03) 2.90E+04] 1.39E+04
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