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1 | A | DR, RIS, | i (G Sanger | ppp orDNA|  5-10ml | 2-8°C 14 | Radiography/medical % Y N
Mutation Germline Sequencing Sequencing impression/ reports
. . PBE or DNA | 5-10 ml/> Pathology report/ Patient
ALK tic Mutat Lo .
2 Somatifm(:;n S(;\?la ;Zblaztztfsj Mol- Trans Sesall%::rin or paraffin  |20% Tumoral | 2-8 °C 14 clinical information/ N N N
Y Y duencing block Tissue Form TE-REX-FO-097
Alpha Globin, Carrier o
3 | AlphaThal  Detection, Hematologic | Mol-~ 1 g 0 i |pREorDNA| s-10ml | 2-8°C | 30 CBC-Hb 1y N N
Female diseases, Alpha Thalasemia . Electrophoresis-Ferritin
. Multiplex PCR
Thalassemia
Alpha Globin, Carrier
Detection, Hematologic Mol- Sanger CBC- Hb
4 | Alpha Thal Male . . Sequencing- | PBE or DNA 5-10 ml 2-8 °C 30 . . Y N N
diseases, Alpha Thalasemia ) Electrophoresis-Ferritin
. Multiplex PCR
Thalassemia
Alpha Globin, Carrier
Detection, Hematologic Mol- Sanger CBC- Hb
5 | Alpha Thal Other . . Sequencing- | PBE or DNA 5-10 ml 2-8 °C 30 . . Y N N
diseases, Alpha Thalasemia . Electrophoresis-Ferritin
. Multiplex PCR
Thalassemia
Alph'a Globin, Be‘Fa- Sanger CBC- Hb
Globin, Thalassemia, Mol Sequencin Electrophoresis-Ferritin
6 |Alpha-Beta-XMN| Hematologic diseases, . q & | PBE or DNA 5-10 ml 2-8°C 30 .p . . Y N N
o . Thalasemia | ARMS PCR- Medical impression-
Thalassemia Diagnosis, Multiplex PCR Transfusion dependenc
Thalassemia Major whp 4 P Y
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ASXI.J’ Somatic PBE or DNA | 5-10 ml/> medical impression/ by the
ASXL1 Common Mutation, Cancer, Sanger .
7 . . . . Mol- Trans . or paraffin  |20% Tumoral | 2-8 °C 14 reports/Pathology N attending N
Somatic Mutation Myeloproliferative Sequencing block Tissue Reports/prescrintion hysician
Neoplasms, (MPN) P P p Py
ATRX Common ATRX, Somatic Sanger PBE or DNA | 5-10 ml/> medical impression/ by the
8 . . Mutation, Nervous Mol- Trans g . or paraffin  |20% Tumoral | 2-8 °C 14 reports/Pathology N attending N
Somatic Mutation Sequencing . . ..
System Cancer block Tissue Reports/prescription physician
Beta-Globin. Sanger
. Mol- . BC-H
9 | Beta Thal Female Thalassemia; Thalaosemia Sequencing- | PBE or DNA 5-10 ml 2-8 °C 30 ElectroCh(iesi:)Fcrritin Y N N
Hematologic diseases ARMS PCR P
Beta-Globin. Sanger
. Mol- . BC-H
10 | Beta Thal Male Thalassemia; Thalaosemia Sequencing- | PBE or DNA 5-10 ml 2-8 °C 30 Electroch(iesisterritin Y N N
Hematologic diseases ARMS PCR P
Beta-Globin. Sanger
. Mol- . BC-H
11 | Beta Thal Other Thalassemia; Thalaosemia Sequencing- | PBE or DNA 5-10 ml 2-8 °C 30 ElectroCh(iesi:)Fcrritin Y N N
Hematologic diseases ARMS PCR P
BRAF, V600, Exonl5,
Somatic
. i - L .
BRAF Mutation MutationNervous System Sanger Tis or DNA 5-10 ml/ medical impression/ by thf:
12 . Cancer, Melanoma, Mol- Trans . 20% Tumoral | 2-8 °C 7 reports/Pathology N attending N
(Tissue) Sequencing or FFPE . . ..
Colorectal Cancer, Tissue Reports/prescription physician
Lymphoma, Hairy cell
leukemia
Diagnosis, big genitalia, Reverse Stri medical impression/
13 | CAH-Strip Assay | CAH, Congenital adrenal | Mol- Others Assa P pBE or DNA 5-10 ml 2-8 °C 14 reports/Pathology Y Y N
hyperplasia Y Reports/prescription




Document code: TE-REX-LI-021 g idy Gl [aia ) gie

Bif
£

version: 03 A ga 1 hay U
bl aad 35 o S ST g s Tl IS e
ougbda s | say 0 glda s S| " fﬁfw‘
s Test e o ladl g Mg Ses | mtimua | EESPIYI SR I e it
i keyword method sample volume storage 'F:Tlg(;)a;; dacument Al:re‘::st) PostJ test have an
counseling| counseling emergfency
function
CALR, Somatic
Mutation, Saneer Prescription, medical by the
14 CALR Myeloproliferative Mol- Trans g . PBE or DNA 5-10 ml 2-8°C 14 impression, CBC / N attending N
Sequencing ..
Neoplasms (MPN), reports physician
Cancer
CEBPA CEBPA, Somatic Sanger PBE or DNA | 5-10 ml/> medical impression/ by the
15 Common Mutation, Acute Myeloid | Mol- Trans Se ueicin or paraffin  |20% Tumoral | 2-8 °C 14 reports/Pathology N attending N
Somatic Mutation | Leukemia (AML), Cancer q £ block Tissue Reports/prescription physician
16 CF common CFTR gene .(Cystlc Mol- Others Reverse Strip PBE or DNA 5-10 ml 2.8 °C 14 medical impression/ v v N
Mutation Female Fibrosis) Assay reports
18 CF C.ommon CFTR gene ﬁCystlc Mol- Others Reverse Strip PBE or DNA 5.10 ml 2.8 °C 14 medical impression/ v v N
Mutation Other Fibrosis) Assay reports
CKIT, Somatic Mutation,
Acute Myeloid Leukemia
(AML), Sanger medical impression/ by the
19 CKIT Myeloproliferative Mol- Trans Se ueicin PBE or DNA 5-10 ml 2-8 °C 14 reports/Pathology N attending N
Neoplasms q £ Reports/prescription physician
(MPN),Sarcoma,
Melanoma, Cancer
CKIT, Somatic Mutation, Saneer Tis or DNA >20% medical impression/ by the
20 | CKIT-Tissue Gastric Cancer, GIST, Mol- Trans g . Tumoral 2-8 °C 14 reports/Pathology N attending N
Sequencing or FFPE . . ..
Cancer Tissue Reports/prescription physician
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MTHFR (A1298C)
(C677T), PAI, by the
21| Clotting Panel | FVEXHIV3ALin 1y Gihers | REVerseSUIP | pup i DNA| s-loml | 2:8°C 14 medical impression/ N | attending | N
Factor XIII gene), Assay reports hvsician
Prothrombin (Factor II) Py
(G20210A),
. GJB2- Connexin26-
gp | Commexin26 | 3eh) G, Diagnosis, | ok 9ene Sanger | ppp o DNA| 5.10ml | 2-8°C 30 Audiometry result Y Y N
Female . . Sequencing Sequencing
Carrier Detection
. GJB2- Connexin26-
g3 | Comnexin26 | 3h G, Diagnosis, | Mo Gene Sanger | ppp 'DNA|  s5-10ml | 2-8°C 30 Audiometry result Y Y N
Male . . Sequencing Sequencing
Carrier Detection
. GJB2- Connexin26-
24| COmmeXin26 | 3eh) G, Diagnosis, | ok 9ene Sanger | ppp ' DNA| 5-10ml | 2-8°C 30 Audiometry result Y Y N
Other . . Sequencing Sequencing
Carrier Detection
25 Connexin 30 GJ}.36_ annexm?O, Mol- Gepe Sanger. PBE or DNA 5-10 ml 2-8 °C 30 Audiometry result Y Y N
Diagnosis, Carrier Sequencing Sequencing
26 DMI DMI Mol-Others | 128Nt | ppp o DNA| 5-10ml | 2:8°C 30 medical impression/ Y Y N
Analysis reports
5-10 ml
Mol- . . Blood or o o
27 DNA Bank DNA Bank . DNA Extraction| PBE or Tis 2-8°C 1095 Prescription Y Y N
Extraction 20% Tumoral
Tissue
28 | DNA Collection- Mol" N A Extraction 2.8°C Y N N
mouth swab Extraction
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5-10 ml
DNA-Extraction- | Checking of Quality and Mol- . . Blood or medical impression/
2 . . DNA Extract PBEor T 2-8° Y N N
? Report Quantity of DNA Extraction xiraction orts 20% Tumoral §°c 3 reports
Tissue
DNMT3A, Common
Somatic Mutation,
DNMT3A Pharmacogenetics, Saneer PBE or Tis or 5-10 ml/> medical impression/ by the
30 Common Myeloproliferative Mol- Trans Se ueicin DNA or FEPE 20% Tumoral | 2-8 °C 14 reports/Pathology N attending N
Somatic Mutation| Neoplasms (MPN), q g Tissue Reports/prescription physician
Acute Myeloi Leukemia
(AML)
colorectal cancer , Solid Reverse Stri medical impression/ by the
31| DPYD (5-fu) : Mol- Others P I PBEorDNA| 5-10ml | 2-8°C 14 p N | attending | N
tumor , IVS14+1G>A Assay reports ..
physician
Duchenne Muscular
Dystrophy, DMD, BMD, medical impression/
32 | Duchenne-Ind Dystrophin. Deletion Mol- Others MLPA PBE or DNA 5-10 ml 2-8 °C 14 re oll)'ts Y Y N
/Duplication, Diagnosis, P
Carrier Detection
L N 11 L .
CZﬁgC(;?;flil;;la osl‘lofnn:ic Sesj:r%:;n / | Tis or DNA > 20% medical impression/
33 EGFR . ’ Mol- Trans q g Tumoral 2-8 °C 7 reports/Pathology N N N
Mutation, Exonl8, 19, Reverse Strip or FFPE Tissue Reports/prescrintion
20,21 Assay PoTISpreserip
Breast cancer, Prostat Sanger > 20% medical impression/
34 ESR1 ’ Mol- Trans g . Tis or FFPE Tumoral 2-8 °C 14 reports/Pathology N N N
cancer, Estrogen receptor Sequencing . .
Tissue Reports/prescription
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FXITI(V34L in Factor Sesjgf:irn / medical impression/
35|  Factor XIII XIII gene, Diagnosis, | Mol- Others q & |PBEorDNA| 510ml | 2-8°C 14 P N N N
. . Reverse Strip reports
Carrier Detection
Assay
Sanger
36 |Factor-V (Leiden)| 2otV (Leiden) - | ) Others | SeUeNCing/ | ppp  pNA| s-loml | 2:8°C 14 medical impression/ N N N
G1691A Reverse Strip reports
Assay
FancA-Se FancA. Fanconi anemi Mol- Gene Sanger medical impression/
37 4 - 1ol "° | Sequencing/ML| PBEor DNA | 5-10ml | 2-8°C 60 p Y Y N
MLPA Germline Mutation Sequencing PA reports
Cancer, Pericardial, by the
38 nl::t:ti(::lpa(tjla%elslfs) Peritoneal, Screening, giotei:ﬁf Sesirfl:iecrin PBE or DNA 5-10 ml 2-8 °C 60 - Y attending N
Y Slide, Urine q & q & physician
FLT3-Acute CBC/medical by the
MyeloiLeukemia (AML), Sanger impression/ .
FLT- Mol- T . PBE or DNA -10 ml 2-8° 14 N tt N
39 3 FLT3-ITD, FLT3-835- ol rans Sequencing or 5-10m §°c reports/Pathology 2 enfh.ng
. . L physician
Somatic Mutation Reports/prescription
FMF-Familial
Mediterranean Fever,
40 FMF MeFv Mutat19n, Mol- Others Reverse Strip PBE or DNA 5.10 ml 2.8 °C 14 medical impression/ N v N
Common Mutation, Assay reports
Diagnosis, Carrier
Detection
Fragment Mol- Fragment 3 P G s el
41 - Diagnostic test/ Research . £et PCR Product 25UL 2-8°C 3 Jusl o il i e Ml N N N
Reaction Sequencing Analysis Sl
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Mol- Fragment 3P s S (5 ) 4 5ai Jad
42 | Fragment Run | Diagnostic test/ Research . el PCR Product 25UL 2-8 °C 3 Jusl o il i e Dl N N N
Sequencing Analysis
Sl
FraX, Premature Ovarian
Failure (POF), X link PCR- Fragment medical impression/
43 FraX-Mol Syndromic Mental Mol- Others |Analysis/Southe| PBE or DNA 5-10 ml 2-8 °C 30 p Y Y N
. . . reports
Retardation, Diadnosis, m
Carier Detection
44 Frledre{ch s |FXN, GAA E)‘(panatl'on, Mol- Others PCR- Fragr'nent PBE or DNA 5-10 ml 2.8 °C 30 medical impression/ v v N
ataxia Friedreich's ataxia Analysis reports
Common Somatic medical impression/
ATA .
45 . . Conun9n Variant, Mol- Trans Sanger. PBE or DNA 5-10 ml 2-8°C 14 reports/Pathology N Y N
Somatic Mutation . . Sequencing .
Myebproliferative Reports/prescription
GBA gene;beta-
| . R i ical i .
46 Gaucher glucocerebrosidase, | 1 (oo | ReverseStrip | ppp  NA | soml | 2:8°C 14 e Rl N Y N
Dagnosis, Carrier Assay reports
Detection
Gemline Mutation, . .
g7 | CGeneSeq02-05 | b osis, Carrier Mol- Gene Sanger | ppp o DNA|  S5-10ml | 2-8°C 30 Prescription, medical Y Y N
Exon . Sequencing Sequencing impression/ reports
Detection
Gemline Mutation, . .
o || SEEEREBI | et e Mol- Gene Sanger | ppp ' DNA| 5-0ml | 2-8°C 30 medical impression/ Y Y N
Exon - Sequencing Sequencing reports
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Gemline Mutation
11-2 . . . Mol- ical i i
49 Gene Seq > Diagnosis, Carrier © GePe Sanger. PBE or DNA 5-10 ml 2-8 °C 60 medical impression/ Y Y N
Exon . Sequencing Sequencing reports
Detection
Gemline Mutation
26- . . . Mol- ical i i
50 Gene Seq 26-50 Diagnosis, Carrier © Gepe Sanger. PBE or DNA 5-10 ml 2-8 °C 60 medical impression/ Y Y N
Exon . Sequencing Sequencing reports
Detection
H3F3A, Common
. . > 200 L .
H3F3A Common Somatic Mutatlf)n, Sanger Tis or DNA 20% . medical impression/ by thg
51 . . Pharmacogenetics, Mol- Trans . Tumoral 2-8°C 14 reports/Pathology N attending N
Somatic Mutation Sequencing or FFPE . . ..
Nervous System Cancer, Tissue Reports/prescription physician
Cancer
52 |Hemochromatosis HFE, Dlagnos'l s, Carrier Mol- Others Reverse Strip PBE or DNA 5-10 ml 2-8 °C 14 medical impression/ Y Y N
Detection Assay reports
- medical impression/
H hilia A- . Mol- Long R
53 emop .1 14 Inversion 22 © GePe ONg Mange PBE or DNA 5-10 ml 2-8 °C 30 reports/Pathology Y Y N
Inversion 22 Sequencing PCR b
Reports/prescription
- medical impression/
H hilia A- . Mol-
54 emophu 1.a Sequencing © Gepe Sanger. PBE or DNA 5-10 ml 2-8 °C 60 reports/Pathology Y Y N
Sequencing Sequencing Sequencing .
Reports/prescription
HTT gene, CAG
Expanation, L .
55 Huntington Huntington's disease Mol- Others PCR- Fragr'nent PBE or DNA 5-10 ml 2-8 °C 30 medical impression/ Y Y N
Analysis reports
(HD), autosomal
dominant inheritanc
FGFR3, Germline . .
5 | RBCSCRTIES | p e D, || o G Sanger | ppp o DNA| 5-0ml | 2-8°C 14 medical impression/ Y Y N
ia . . Sequencing Sequencing reports
Carrier Detection
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IDHI, Somatic Mutation, . >20% medical impression/ by the
IDH1 Common | Nervous system Cancer, Sanger Tis or DNA .
57 . . o Mol- Trans . Tumoral 2-8°C 7 reports/Pathology N attending N
Somatic Mutation Myeloprolifrative Sequencing or FFPE Tissue Reports/prescrintion hysician
Neoplasms (MPN) p P P phy
IDH2, Somatic Mutation, . >20% medical impression/ by the
IDH2 Common | Nervous system Cancer, Sanger Tis or DNA o .
58 . . r Mol- Trans . Tumoral 2-8 °C 7 reports/Pathology N attending N
Somatic Mutation Myeloprolifrative Sequencing or FFPE Tissue Reports/prescription hvsician
Neoplasms (MPN) pors’p P Py
Imatinib CML, T3151, resistance Sanger CBC/ Prescription/ by the
59 . to tyrosine kinase Mol- Trans g . PBE or cDNA| 5-10 ml 2-8°C 14 medical impression/ N attending N
Resistance s Sequencing ..
inhibitor (TKI) therapy, reports physician
UGT1A1%*28 genotype,
. . Lo . 5
60 Irlno'c'e(fan Pharma'cogenomlcs, Mol- Others Sanger‘ PBE or DNA 5.10 ml 2.8 °C 14 medical impression/ N BT N
Toxicity Pancreatic Neoplasms, Sequencing reports b
Colorectal Neoplasms,
JAK2, Myeloprolifrative Saneer CBC/ Prescription/ by the
61 | JAK2 Exon 12 Neoplasms (MPN), Mol- Trans g . PBE or DNA 5-10 ml 2-8 °C 7 medical impression/ N attending N
. Sequencing ..
Leukemia, MPN reports physician
JAK2, V617F,
TAK? sene Leukemia, Sanger CBC/ Prescription/ by the
62 - . Myeloprolifrative Mol- Trans Sequencing/ | PBE or DNA 5-10 ml 2-8 °C 14 medical impression/ N attending N
v617F Mutation . ..
Neoplasms Real time PCR reports physician
(MPN).CML.AML
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KRAS Common Sanger
Mutation. Exon 2. 3. 4 Sequencing/ Tis Or DNA >20% medical impression/ by the
63 K-RAS ’ >7 7 | Mol-Trans | Reverse Strip Tumoral 2-8°C 7-10 reports/Pathology N attending N
Codone 12-13.61- or FFPE . . ..
Assay/Real Tissue Reports/prescription physician
colorectal Cancer .
time PCR
MCC+QF-PCR Maternal Cell Fragment AF/AFC/Tis/ o Prescription/ medical
o4 Aneuploidies Contamination Mol-Trans Analysis PBE or DNA 3-10ml 2-8°C 3 impression/ reports Y Y N
65| MCC-PND Maternal Cell Mol-Trans | /€™Mt | ppE orDNA | 5-10ml | 2-8°C 3 | Prescription/medical -}y Y N
Contamination Analysis impression/ reports
MLPA- Large Deletion
/Insertion, Diagnosis, Prescription/ medical
66 | MLPA- CAPN3 . . Mol- Others MLPA PBE or DNA 5-10 ml 2-8 °C 14 . . Y Y N
Carrier Detection, impression/ reports
CAPN3, CALpain3
MLPA- Celiac Celiac disease (HLA- Prescription/ medical
Mol- Oth MLPA PBE or DNA -10 ml 2-8° 14 . . Y N N
571 D2 & DOS DQ2/ HLA-DQS) ol- Others or >-10m §°C impression/ reports
MLPA, Alpha
Thalassemia, Detection Mol PBE or DNA
68 | MLPA-Alpha | of copy number changes . MLPA or CV or AF 5-10 ml 2-8 °C 14 CBC- Hb Electrophoresis Y Y N
. . Thalasemia
in the Alpha globin gene or AFC
cluster
o PBE or DNA . .
69 MLPA~ MLPA-Aneuploidies, - [ 1 1 5iherg MLPA  |orCVorAF | 5-10ml | 2-8°C 7 Prescription/ medical Y Y N
Aneuploidies QF, Down Syndrome or AFC impression/ reports
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MLPA, Delta-Beta
Thalassemia, Detection Mol- PBE or DNA
70 MLPA-Beta | of copy number changes . MLPA or CV or AF 5-10 ml 2-8 °C 14 CBC- Hb Electrophoresis Y Y N
. . Thalasemia
in the Beta globin gene or AFC
cluster
MLPA, Breast and
71 | MLPA-BRCATL- | Ovarian Cancer, Mol- Others MLPA  |PBEorDNA| 5-10ml | 2-8°C 14 medical impression/ Y Y N
1I Diagnosis, Carrier reports
Detection
deleiitom, ImgEmon, Prescription/ medical
72 MLPA-CLL Chrionic lymphocytic Mol- Trans MLPA PBE or DNA 5-10 ml 2-8 °C 14 . v . Y Y N
. impression/ reports
leukemia
MLPA,
MLPA-CMT Charcot—Marie-Tooth medical impression/
73 | (Duplication- disease (CMT), HNPP, | Mol- Others MLPA PBE or DNA 5-10 ml 2-8 °C 14 re oll)'ts Y Y N
PMP22) Diagnosis, Carrier P
Detection
MLPA- Large Deletion medical impression/
74 |MLPA-Del/Dup I| /Insertion, Diagnosis, Mol- Others MLPA PBE or DNA 5-10 ml 2-8 °C 120 re orl)'ts Y Y N
Carrier Detection P
> 20% medical impression/ by the
MLPA-MGMT . . Tis Or DNA Tumoral o .
75 Methylation Hypermethylation, glioma| Mol- Trans MLPA or FFPE Tissue/5-10 2-8°C 14 reports/Pathol.og.y N attenfh.ng Y
) Reports/prescription physician
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MLPA- Deletion
/Insertion, Diagnosis,
Carrier Detection1p36

deletion
syndrome/2p16.1-p15
microdeletion
syndrome/2q23.1
microdeletion/microdupli
cation syndrome/Glass
syndrome/3q29
microdeletion
syndrome/3q29
microduplication
syndrome/Wolf-
Hirschhorn Lo .
76 | . MLPA- syndrome/Cri-du-Chat | Mol- Others MLPA | PBEorDNA| 5-10ml | 2-8°C 14 medical impression/
Microdeletions reports
syndrome/Sotos
syndrome/Williams-
Beuren
syndrome/Williams-
Beuren duplication
syndrome/Langer-
Giedion
syndrome/9q22.3
microdeletion
syndrome/DiGeorge
syndrome-2/Prader-Willi
syndrome/Angelman
syndrome/Witteveen-
Kolk*/ 15q24
microdeletion
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1 0,
MLPAMLAL | s TisOrDNA | Tumors medical impression’ by the
77 | 2,PMS2,MSH6 . Mol- Trans MLPA . 2-8°C 14 reports/Pathology Y attending N
Hypermethylation match repair gene, or FFPE Tissue/5-10 Reports/prescription hysician
P Y microsatellitc instability ml P P p phy
MLPA-Mutation Diagnosis, b1g genitalia, medical impression/ by th.e
78 CAH CAH, Congenital adrenal | Mol- Others MLPA PBE or DNA 5-10 ml 2-8 °C 14 reports/Pathology N attending N
hyperplasia Reports/prescription physician
Limb-girdle muscular
dystrophy; MLPA- Large medical impression/
79 | MLPA-SGCA Deletion Duplication, Mol- Others MLPA PBE or DNA 5-10 ml 2-8 °C 14 re oll)'ts Y Y N
Diagnosis, Carrier P
Detection
MPII:/} Sec;:)nart(l);fli/il:itj;lon- Sanger CBC/ Prescription/ by the
80 | MPL-Mutation ye op Mol- Trans g . PBE or DNA 5-10 ml 2-8 °C 14 medical impression/ N attending N
Neoplasms (MPN), Sequencing ..
reports physician
Cancer
Micro Satellite
o . 5-10 ml/> medical impression/ by the
Inastability- Colorectal Fragment PBE and Tis o o .
81 MSI Cancer . MMR, Miss Mol- Trans Analysis or FFPE 20 A)T"i[Sl;meoral 2-8°C 14 ;:pgrr::;Pgilglioi); i N at}tlelzilil;i N
Match Repare, HNPCC ! P P p phy
Sanger by the
82| MTHFR MTHER (A1298C) | 101 Others | S°UeN8 | ppp  DNA | 5-10ml | 2:8°C 14 medical impression/ N | attending | N
(C677T) Reverse Strip reports ..
Assay physician




Document code: TE-REX-LI-021 g idy Gl [aia ) gie

Bif
£

version: 03 A ga 1 hay U
bl aad 35 o S ST g s Tl IS e
ougbda s | say 0 glda s S| " aﬁ?j»’
s Test 83538 D il i Asaipsi Aisai paa NS @ )“L‘i ‘ S8 on S fion e:"":" f‘ L‘fé‘ ““L‘;: ::'“‘ | Does it
i keyword method sample volume storage 'F:Tlg(;)a;; dacument Al:rei:st) PostJ test have an
counseling| counseling emergfency
function
Ci\r/ll;;?rtlzrilon Mutation Confirmation, Mol- Gene Sanger Prescription/ medical
83 ) Diagnosis, Carrier : £ |PBEorDNA| 5-10ml | 2-8°C 60 rescripth Y Y N
Family (up to 3 . Sequencing Sequencing impression/ reports
Detection
person)
Mutation Mutation Confirmation, Mol- Gene Sanger Prescription/ medical
84 |Confirmation-Ind |  Diagnosis, Carrier : £ |PBEorDNA| 5-10ml | 2-8°C 60 rescripth % Y N
. . Sequencing Sequencing impression/ reports
(aditional person) Detection
=509 — -
NF1 Common | NF1, Somatic Mutation, Sanger Tis Or DNA 20% o medical impression/ by th'e
85 . . Mol- Trans . Tumoral 2-8 °C 14 reports/Pathology N attending N
Somatic Mutation Sarcoma, Cancer Sequencing or FFPE . . ..
Tissue Reports/prescription physician
NGS- Carrier Carrier Screenin Prescription/ medical
86 Screening- & Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 impression/ Y Y N
. OMIM Genes .
Medical Exome reports/pedigree
NGS- Multi
Cancer With
. PBE or DNA | 5-10 ml/> . . by the
lid T . P t 1 .
g7 |  CNV Panel Solid Tumer, Cancer, |\ 1 NGg NGS orTisor |20% Tumoral | 2-8°C | 90-120 | Trescription/medica N |attending | N
(Solid Tumer and | NGS, Germline, Somatic . impression/ reports ..
. FFPE Tissue physician
Non solid Tumer
Cancer)
. NGS, Ataxia, Gemline .. .
gg | NOS-AWXia | \p ction, Diagnosis, | Mol- NGS NGS PBEorDNA | 5-10ml | 2.8°C | 90-120 | ©rescription/medical Y Y N
Exome . . impression/ reports
Carrier Detection
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NGS-BRCA I-I

89 Panel

NGS- Germline
mutation, Diagnosis,
Breast cancer, Ovarian
Cancer, pancreatic
cancer, BRCA1-
BRCAIIL BRCAL,
BRCAZ2. Sequencing

Mol- Gene
Sequencing

NGS

PBE or DNA

5-10 ml

2-8°C

60

Prescription/ medical
impression/ reports

NGS-BRCA [-II

%0 Plus del/dup

NGS- Germline
mutation, Diagnosis,
Breast cancer, Ovarian
Cancer, pancreatic
cancer, BRCA1-
BRCAIIL BRCAL,
BRCA2. Sequencing

Mol- Gene
Sequencing

NGS

PBE or DNA

5-10 ml

2-8°C

60

Prescription/ medical
impression/ reports

NGS-BRCA I-1I
91 Plus del/dup
(Somatic) Panel

NGS- Germline
mutation, Diagnosis,
Breast cancer, Ovarian
Cancer, pancreatic
cancer, BRCA1-
BRCAIIL BRCAL,
BRCAZ2. Sequencing

Mol- Trans

NGS

DNA in
streck tubes

5-10 ml

2-8°C

60

Prescription/ medical
impression/ reports

NGS-Carrier

2 Screening Female

NGS,Parents (Including
carrier detection),
Gemline Mutation,
Diagnosis, Carrier
Detection, Reproductive
Screening

Mol- NGS

NGS

PBE or DNA

5-10 ml

2-8°C

90-120

Prescription/ medical
impression/ reports
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NGS,Parents (Including
NGS-Carrier carrier detection),
Screening Gemline Mutation, Prescription/ medical
93 . . . . Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . . Y Y N
Female (Without Diagnosis, Carrier impression/ reports
DMD) Detection, Reproductive
Screening
NGS,Parents (Including
carrier detection),
g4 | NGS-Carrier | Gemline Mutation, =)\ NGS  |PBEorDNA| 5-10ml | 2:8°C | 90120 | [rescription/medical 1} g Y N
Screening male Diagnosis, Carrier impression/ reports
Detection, Reproductive
Screening
NGS-Ciliopathies,
NGS- Gemline Mutation Prescription/ medical
95 Ciliopathies . . . Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . P Y Y N
Diagnosis, Carrier impression/ reports
Exome .
Detection
NGS-CMT & NGS, Sensory
96 Sensory Neuropathies, Gemline |/} NGg NGS PBEorDNA | 5.10ml | 2-8°C | 90-120 | Trescription/medical Y Y N
Neuropathies Mutation, Diagnosis, impression/ reports
(103G) Exome Carrier Detection
NGS-CNV NG]%i:} flr(r)l:;rslecl\::rtiz?on’ PBEorDNA | 5-10 ml/> Prescription/ medical
97 g S Mol- NGS NGS or Tisor |20% Tumoral | 2-8 °C 120 . P . Y Y N
Exome Detection, Solid Tumor, . impression/ reports
Cancer FFPE Tissue
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NGS-Corpus Nis_eizgi,su S(}(i?rllll(i)r?:m Prescription/ medical
98 Callosum S . Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . L Y Y N
. Mutation, Diagnosis, impression/ reports
Agenesis Exome . .
Carrier Detection
NGS, Carniofacial
NGS- Anomalies, Gemline Prescription/ medical
99 Craniofacial . . . Mol- NGS NGS PBE or DNA 5-10 ml 2-8°C 90-120 . P . Y Y N
. Mutation, Diagnosis, impression/ reports
anomalies Exome . .
Carrier Detection
NGS-Disorders | NGS, Disorders in sex
100 1 Sex development, Gemline |y, ) g NGS PBEorDNA | 5-10ml | 2.8°C | 90-120 | ©rescription/medical Y Y N
development Mutation, Diagnosis, impression/ reports
Exome Carrier Detection
NGS-Duo NGS, Duo (Proband & 1
jo1| (Proband &1 —ffamily member, Gemline |, ) N NGS PBEorDNA | 5.10ml | 2-8°C | 90-120 | Trescription/ medical Y Y N
family member) Mutation, Diagnosis, impression/ reports
Exome Carrier Detection
. NGS-Epilepcy, Gemline . .
102| NGS-Epilepey |y o tion, Diagnosis, | Mol- NGS NGS PBEorDNA | 5.10ml | 2-8°C | 90-120 | Trescription/medical Y Y N
Exome . . impression/ reports
Carrier Detection
NGS-Exome
(Medical exome | NGS,Gemline Mutation, Prescrintion/ medical
103 for OMIM Diagnosis, Carrier Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . l . Y Y N
. impression/ reports
refrenced genes Detection
200X)
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NGS-Exome (Medical
NGS-Exome exome for OMIM
104 | (Medical exome | - refrenced genes) Mol-NGS NGS | PBEorDNA| 5-10ml | 2-8°C | 90-120 | ©rescription/medical -y Y N
for OMIM Gemline Mutation, impression/ reports
refrenced genes) Diagnosis, Carrier
Detection
Mitochondrial disrder, . .
- +
1o5| NOS-Exomet o plasmy, mtDNA | Mol- NGS NGS PBEorDNA | 5-10ml | 2.8°C | 90-120 | Prescription/medical Y Y N
Mito 100X . impression/ reports
Screening
NGS-Hearing Loss,
NGS-Heari line Mutati P ipti ical
106| NGS-Hearing | Gemline Mutation, Mol- NGS NGS PBEorDNA| 5-10ml | 2-8°C | 90-120 | Crescription/medica Y Y N
Loss Exome Diagnosis, Carrier impression/ reports
Detection
NGS- NGS- .
Hemostatic/Thro Hemostatic/Thrombotic Prescription/ medical
107 .. disorders, Gemline Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . P . Y Y N
mbotic disorders . . . impression/ reports
Mutation, Diagnosis,
Exome . .
Carrier Detection
NGS,Hereditary Cancer,
10g| NGS-Hereditary | Gemline Mutation, |y ) N NGS PBEorDNA | 5.10ml | 2-8°C | 90-120 | Trescription/medical | g Y N
Cancer Diagnosis, Carrier impression/ reports
Detection
NGS-Hereditary Prescription/ medical
109| comprehensive | NGS,Hereditary Cancer, | Mol-Gene seq NGS PBE or DNA 5-10 ml 2-8°C 60 . l . Y Y N
cancer panel impression/ reports
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NGS,Hereditary Cancer,
110 NGS-Hereditary Gc?mhne .Mutanc.)n, Mol- NGS NGS PBE or DNA 5.10 ml 9.8 °C 60 P.rescrlptllon/ medical v v N
Cancer plus CNV Diagnosis, Carrier impression/ reports
Detection,CNV
NGS-Hereditary | NGS, Hereditary Spastic
11 Spastic Paraplegia Gemline Mol- NGS NGS PBEorDNA | 5.10ml | 2-8°C | 90-120 | Trescription/ medical Y Y N
Paraplegia Mutation, Diagnosis, impression/ reports
Exome Carrier Detection
NGS-ID NGS-ID (Syndr.omlc-
(Syndromic- It omis), Prescription/ medical
12| >yadrome Gemline Mutation, Mol- NGS NGS PBEorDNA | 5-10ml | 2:8°C | 90-120 | oo Pd Y Y N
NonSyndromic) . . . impression/ reports
Diagnosis, Carrier
Exome .
Detection
NGS, Iron disorders,
13| NGS-ron Gemline Mutation, |y, ) NGg NGS  |PBEorDNA| 5-10ml | 2:8°C | 90120 | [rescription/medical j g Y N
disorders Exome Diagnosis, Carrier impression/ reports
Detection
NGS, Mendelian
114| NGS-Mendelian | Disorders, Gemline | )\ NGS PBEorDNA | 5-10ml | 2-8°C | 90-120 | ©rescription/medical Y Y N
Disorders Exome | Mutation, Diagnosis, impression/ reports
Carrier Detection
NGS-Metabolic
NGS-Metaboli . . P ipti ical
115 | NOS-Metabolic | 0 fers, Metabolic | Mol-NGS NGS PBEorDNA| 510ml | 2-8°C | 90-120 | Prescription/medica Y Y N
disorders Exome disorders impression/ reports
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NGS,Mitochondrial
A6 disorders, Gemline Prescription/ medical
116 | Mitochondrial L . Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . P . Y Y N
. Mutation, Diagnosis, impression/ reports
disorders Exome . .
Carrier Detection
NGS,Movement
117| NGS-Movement |- disorders, Gemline Mol- NGS NGS PBEorDNA| 5-10ml | 2.8°C | 90-120 | Prescription/medical Y Y N
disorders Exome | Mutation, Diagnosis, impression/ reports
Carrier Detection
R N(iifr/lnill?epsleégrrrlﬁienneltal Prescription/ medical
118 congenital L . Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . P . Y Y N
. Mutation, Diagnosis, impression/ reports
anomalies Exome . .
Carrier Detection
NGS, Muscular
NGS-Muscular Dystrophy &
119 Dystrophy & Musc.:ledlsorde.rs, Mol- NGS NGS PBE or DNA 5.10 ml 2.8 °C 90-120 PFCSCI‘lptl.OH/ medical v v N
Muscledisorders Gemline Mutation, impression/ reports
Exome Diagnosis, Carrier
Detection
KDM6A, Leukemia,
NGS,Cancer,TP53,SMC1
A,PTEN,NMP1,HRAS.E
NGS- i i i ’ P ipti ical
120 gii(?;:flel TV6,CEBPA,BRAF,FLT | Mol- NGS NGS PBEorDNA | 10ml 2-8°C 30 fzfcrr;l:;l‘;% Ir‘;e‘i‘:t: Y Y N
4 3,JAK2,U2AF1,WT1,SF3 P P
B1,ATRX,ASXL1,KI1T,
NRAS,E2H2,IDH1,IDH2
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. |Leukemia,RNA,NGS,Cancer,RA
NGS-Onco Multi F1,BRAF,NTRK1,23, Prescription/ medical
121| cancer RNA EGFR,FGFR3,PBX1,NRG,ROS | Mol- NGS NGS PBE or FFPE 10 ml 2-8 °C 30 impression/Pathology Y Y N
quiOn panel 1,RET,ALK,TFE3,PRKACA,ER reports
G,PPARG,MET
NGS,Parents (Including
NGS-Parents carrier detection), Prescrintion/ medical
122 | (Including carrier Gemline Mutation, Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . P . Y Y N
. . . . impression/ reports
detection) Exome Diagnosis, Carrier
Detection
NGS-Primary
NGS-Primary immundeficincies, Prescrintion/ medical
123 | immundeficincies Gemline Mutation, Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . P . Y Y N
. . . impression/ reports
Exome Diagnosis, Carrier
Detection
NGS,Reanalysis of data,
124 NGS-Reanalysis Ge'mhne .Mutatl(.)n, Mol- NGS NGS PBE or DNA 5-10 ml 2.8 °C 60 P.rescrlpt{on/ medical v v N
of data Diagnosis, Carrier impression/ reports
Detection
NGS,Research, Gemline
NGS-R h o SO Prescripti ical
125 | NOS-Research |y tion, Diagnosis, | Mol- NGS NGS PBEorDNA| 5-10ml | 2-8°C | 90120 | Trescription/medica Y Y N
Exome 100X . . impression/ reports
Carrier Detection
NGS,Gemline Mutation, Prescription/ medical
126 | NGS-RP Exome Diagnosis, Carrier Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . l . Y Y N
Detection impression/ reports
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NGS,Skin Disorders,
127  NGS-Skin Gemline Mutation, |} NGg NGS  |PBEorDNA| 5-10ml | 2:8°C | 90120 | rescription/medical j g Y N
disorders Exome Diagnosis, Carrier impression/ reports
Detection
Thyroid cancer, Lung, . .
1og| NOS-TMBand | | o ectal cancer, EGER | Mol- NGS NGS PBEorDNA | 5-10ml | 2-8°C 45 Prescription/ medical Y Y N
MSI . impression/ reports
Mutation
NGS-Trio (Proband & 2
NGS-Trio family preferred
129| (Proband &2 members) Exome, Mol- NGS NGS PBEorDNA | 5-10ml | 2.8°C | 90-120 | Crescription/medical Y Y N
family preferred Gemline Mutation, impression/ reports
members) Exome Diagnosis, Carrier
Detection
NGS,Gemline Mutation,
130,  NGS-Vision Diagnosis, Carrier Mol- NGS NGS PBEorDNA | 5-10ml | 2-8°C | 90-120 | ©rescription/medical Y Y N
disorders Exome Detection, Vision impression/ reports
disorders
N((}};\:Jnli: ° Whole Genome Whole genome medical impression/
131 . Sequencing, Breakpoint Mol- NGS 8 . PBE or DNA 5-10 ml 2-8 °C 90 P Y Y N
Sequencing detection sequencing reports
(WGS)
Sanger Prescription/medical 7
132 NPM-1 NPM1, Somatic Mutation| Mol- Trans g . PBE or DNA 5-10 ml 2-8 °C 7 . ‘p N attending N
Sequencing impression/ reports/CBC i
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NRAS Common Sanger
Mutation. Exon 2. 3. 4 Sequencing/ >20% medical impression/ by the
133 N-RAS Co don’e 12-13 ’61 > | Mol-Trans | Reverse Strip | Tis Or DNA | Tumoral 2-8°C 7-10 reports/Pathology N attending N
' Assay/Real Tissue Reports/prescription physician
colorectal Cancer .
time PCR
PAI, Clotting Problem. Se SL?:E:irn / medical impression/ by the
134 PAI ’ £ > | Mol- Others q & |PBEorDNA| 5-10ml | 2-8°C 14 P N | attending | N
Trombosis Reverse Strip reports ..
physician
Assay
t(1;19) - (12, 21) -
1(9;22); t(4§1 1), RT-PCR/Real All disease diagnosis by th'e
135 Panel ALL Translocation , Mol- Trans Time PCR PBE or BM 5-10 ml 2-8°C 14 documents - N attending N
Leukemia, Diagnosis, prescription - CBC physician
Prognosis
t(4;11) - t(8, 21) -
1(9;22); t(15;71), inv16, RT-PCR/Real All disease diagnosis by the
136 Panel AML Translocation , Mol- Trans . PBE or BM 5-10 ml 2-8 °C 14 documents - N attending N
. . . Time PCR . ..
Leukemia, Diagnosis, prescription - CBC physician
Prognosis
. . Fragment o .
137 Paternity Paternity Mol- Trans Analysis PBE or DNA 5-10 ml 2-8 °C 14 Identity documents Y Y N
. . Fragment .
138 | Paternity-Ind Paternity Mol- Trans Analysis PBE or DNA 5-10 ml 2-8 °C 14 Identity documents Y Y N
139 PCR- PCR Mol- Trans PCR DNA in 5-10ml | 2-8°C 3 Prescription/ medical | ¢ Y N
Ampilification streck tubes impression/ reports
PDGFRa, Somatic Saneer >20% medical impression/ by the
140 | PDGFRa-Tissue Mutation, GIST Mol- Trans g . Tis Or DNA Tumoral 2-8 °C 14 reports/Pathology N attending N
Sequencing . . ..
(Exonl8), Sarcoma Tissue Reports/prescription physician
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Sanger
PGD-PGT-M- sequencing/ L .
141 PGD Monogenic disease-IVE- | Mol- PGD Linkage Blastomere/ 1-4 2-8°C 2 medical impression/ Y Y Y
. blastocyst | Blastomeres reports
PND analysis
Sanger
PGD-PGT-M- sequencing/ L .
. . Blast <4 1
142 PGD I Monogenic disease-IVF- | Mol- PGD Linkage astomere/ 2-8 °C 2 medical impression/ Y Y *Y
. blastocyst | Blastomeres reports
PND analysis
Sanger
PGD-PGT-M- sequencing/ L .
>
143 PGD II Monogenic disease-IVE- | Mol- PGD Linkage Blastomere/ 4 2-8°C 2 medical impression/ Y Y N
. blastocyst | Blastomeres reports
PND analysis
PGD-PGT-M-
144|  PGD SEX1 Monogenic disease-IVF- Mol- PGD aglvfixﬁ/csalt{izn- Blastomere/ 1-4 9.8 °C ) medical impression/ v v v
PND-Pre-PGT-M-SEX P ’ blastocyst | Blastomeres reports
.. QF analysis
determination
PGD-PGT-M-
145 PGD SEX II Monogenic disease-IVF- Mol- PGD aﬁN{iXﬁ/csai:){n Blastomere/ >4 2.8 °C By medical impression/ v v v
PND-Pre-PGT-M-SEX P s blastocyst | Blastomeres reports
L. QF analysis
determination
Sanger
PGD,_P(.}T_M_ seq.uencmg/ o Prescription/ medical
146 PGD-Pre Monogenic disease-IVF- | Mol- PGD Linkage PBE or DNA 5-10 ml 2-8 °C 60 impression/ reports Y Y N
PND-Pre-PGT-M analysis P P
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Sanger
PGD-PGT-M- sequencing/ . .
147 PGD'grfB]zeta & | Monogenic disease-IVE- | Mol- PGD Linkage |PBEorDNA| 5-10ml | 2-8°C 60 Pffnscrr;’:‘g;// r:f‘l‘rct:l Y Y N
PND-Pre-PGT-M analysis P P
PKU (Phenylketonuria),
PAH Gene, Germline . .. .
148| PKUFemale | Mutation, Diagnosis, | ».ov 9ene Linkage | ppp o DNA| sil0ml | 2-8°C 30 Prescription/ medical Y Y N
. . Sequencing analysis impression/ reports
Carrier Detection,
Metabolic disorders
PKU (Phenylketonuria),
PAH Gene, Germline
- . Mol- P it ical
149 PKU Male Mutation, Diagnosis, © GePe Sanger. PBE or DNA 5-10 ml 2-8 °C 30 ?escrlp 1.0n/ medica Y Y N
. . Sequencing Sequencing impression/ reports
Carrier Detection,
Metabolic disorders
PKU (Phenylketonuria),
PAH Gene, Germline .. .
150| PKUOther | Mutation, Diagnosis, | ~.on 9¢ne Sanger | ppp o DNA| 5-0ml | 2-8°C 30 Prescription/ medical Y Y N
. . Sequencing Sequencing impression/ reports
Carrier Detection,
Metabolic disorders
PGD-PGT-M-
Monogenic discase-IVF- Sanger medical impression/
151 PND- PGD PND-Pre-PGT- Mol- PGD get CVS/Amnion 5-10 ml 2-8 °C 14 P Y Y N
. . Sequencing reports
MPreimplantation
genetic diagnosis
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Sanger
PND- Alpha . PBE or DNA
152| PND-Alpha | Thalassemia, Prenatal Mol- - | Sequencing- | ‘oo AR | sioml | 2-8°C 14 CBC-Hb % Y %
Diacnosis Thalasemia | Multiplex PCR- or AFC Electrophoresis-Ferritin
. Alpha MLPA
PND -CF (Cystic Sanger
153 PND-CF fibrosis), Sequencing, Mol- Others Sequencmg/ PBE or DNA 5.10 ml 2.8 °C 14 medical impression/ v v v
MLPA ,Prenatal Reverse Strip reports
Diagnosis Assay
PND,_DMD ’ Sanger o medical impression/
154 | PND-Duchenne Sequencing, MLPA, Mol- Others |Sequencing/ML | PBE or DNA 5-10 ml 2-8 °C 14 - Y Y Y
Prenatal Diagnosis PA P
PND _.FRAX’ ’ Fragment o medical impression/
155 PND-FraX PreMutation, Prenatal Mol- Others |Analysis/Southe| PBE or DNA 5-10 ml 2-8 °C 14 reports Y Y Y
Diagnosis m P
. Sanger
PND -Ga}lcher Germline Sequencing/ medical impression/
156 PND-Gaucher Mutation, Prenatal Mol- Others ; PBE or DNA 5-10 ml 2-8 °C 14 Y Y Y
. . Reverse Strip reports
Diagnosis
Assay
Germline Mutation
PND-Mutati . ’ Mol- P ipti ical
157 Y a.1on Sequencing, Prenatal © GePe Sanger. PBE or DNA 5-10 ml 2-8°C 14 ?escrlp 1.0n/ medica Y Y Y
Confirmation . . Sequencing Sequencing impression/ reports
Diagnosis
. . Sange'r o medical impression/
158| PND-Others | PND, Prenatal Diagnosis | Mol- Others | Sequencing- | PBE or DNA 5-10 ml 2-8 °C 14 R Y Y Y
MLPA
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PND-PKU,
(Phenylketonuria),
i Mol- P ipti ical
159|  PND-PKU Germline ol- Gene SNET I pBEorDNA|  510ml | 28°C | 14 rescription/ medical |-, Y **yY
Mutation,Prenatal Sequencing Sequencing impression/ reports
Diagnosis, Metabolic
disorders
Mol- Gene Sanger Complete information of
160 PND-PRE PND, NEW Variant g PBE or DNA 5-10 ml 2-8 °C 60 previous tests/clinical Y Y N

Sequencin Sequencin .
q J q £ records/paraclinic tests

PND- Sex L .
161|  PND-Sex | Determination, Prenatal | Mol- Others PCR PBEorDNA | 5-10ml | 2-8°C 14 medlcarlem;l;tr:“m“/ Y Y Y
Diagnosis P
. PBE or DNA .
162| PNDSickle | TTD-Sickle, Prenatal Mol- Sangel | CVorAF | S5-10ml | 2:8°C 14 | CBC-Electrophoresis- |y, Y Y
Diagnosis Thalasemia Sequencing or AFC Ferritin
163| PNDsMa | CND-SMAPrenatal oy o MLPA  |PBEorDNA| 5-10ml | 2-8°C 14 medical impression/ Y Y Y
Diagnosis reports
PND, Beta Sanger PBE or DNA .
164| PND-Thal Beta thalassemia,Prenatal Thzl\;laostmia Sequencing- | or CV or AF 5-10 ml 2-8 °C 14 CBC- E;e:;rri(iﬁlhoresm- Y Y Y
Diagnosis Beta MLPA or AFC
Somatic Mutatin, = 20% medical
. . (] .
165 POLE Commc?n Endometrla'l Canger Mol- Trans Sanger. Tis or DNA Tumoral 2.8 °C 14 compression/reports/path v v N
Somatic Mutation| POLE, Helisomatic Sequencing or FFPE Tissue ology results/form TE-

mutations REX-FO-097/
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Sanger
PT-Pro- Sequencing/ medical impression/ by the
166 Thrombin Factor II,Prothrombin,PT | Mol- Others d g PBE or DNA 5-10 ml 2-8 °C 14 p N attending N
(Factor II) Reverse Strip reports physician
Assay
Determination of PBE or DNA
. and AF or 3-5ml
QF-PCR Ancuploidy of Chr. 13, Fragment PBE or DNA | Amnion or Prescription/ medical
167 18,21, xand Y in fetus, | Mol- Trans gmet 2.8 °C 3 eseript Y Y N
Aneuploidies abnormality. Sereenin Analysis and CVsor | CVSand5- impression/ reports
Ane;y’loi e PBE or DNA | 10 ml PBE
P and TC
Common Somatic
Variant, Thyroid . 5-10 ml/> medical by the
168 RET C ommop medullary Carcinoma, Mol- Trans Sanger. PBE or Tis or 20% Tumoral | 2-8 °C 14 compression/reports/path N attending N
Somatic mutation Sequencing DNA . .. ..
proto- oncogen, receptor Tissue ology results/prescription physician
tyrosin kinase
RT-PCR- ALL . All disease dlagn.os?s by th'e
169| RT-PCR (1-19) . . . Mol- Trans RT-PCR PBE or BM 5-10 ml 2-8°C 7 documents/ prescription N attending N
Leukemia, Diagnosis ..
/ CBC physician
All disease diagnosis by the
170| RT-PCR (12-21) RT_P(.:R_ ALL > Mol- Trans RT-.PCR/Real PBE or BM 5-10 ml 2-8 °C 7 documents/ prescription N attending N
Leukemia, Diagnosis Time PCR ..
/ CBC physician
RT-PCR- AML, AML- RT-PCR/Real All disease diagnosis by the
171| RT-PCR (15-17) M3, PML-RARA , Mol- Trans . PBE or BM 5-10 ml 2-8°C 7 documents/ prescription N attending N
L . Time PCR o
Leukemia, Diagnosis / CBC physician
RT-PCR (15-17) | RT-PCR- AML, AML- RT-PCR/Real All disease diagnosis by the
172| Quantitative M3, PML-RARA , Mol- Trans Time PCR PBE or BM 5-10 ml 2-8 °C 14 documents/ prescription N attending N
PMLRARa Leukemia, Diagnosis / CBC physician
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RT-PCR- ALL All disease diagnosis by the
173| RT-PCR (4-11) . . Mol- Trans RT-PCR PBE or BM 5-10 ml 2-8 °C 7 documents/ prescription N attending N
Leukemia, Diagnosis / CBC physician
All disease diagnosis by the
174 | RT-PCR (8-21) RT_PC.R_ AML . Mol- Trans RT-.PCR/Real PBE or BM 5-10 ml 2-8°C 7 documents/ prescription N attending N
Leukemia,Diagnosis Time PCR / CBC physician
RT-PCR- CML, P190 All disease diagnosis by the
175 RT-PCR (9-22) BCR-ABL, Leukemia, Mol- Trans RT-.PCR/Real PBE- BM 5-10 ml 2-8 °C 7 documents/ prescription N attending N
(P190KD-ela2) . . Time PCR .
Diagnosis / CBC physician
RT('II: 1091({)129]5?2) RT-PCR- CML, P190 LG All disease diagnosis by the
176 P210KD BCR-ABL, Leukemia, Mol- Trans Time PCR PBE- BM 5-10 ml 2-8 °C 7 documents/ prescription N attending N
P230KD) Diagnosis / CBC physician
RT-PCR (9-22) | RT-PCR-CML, P210 RT-PCR/Real All disease diagnosis by the
177| (P210KD-b2a2- | BCR-ABL , Leukemia, Mol- Trans Time PCR PBE- BM 5-10 ml 2-8 °C 7 documents/ prescription N attending N
b3a2) Diagnosis / CBC physician
RT-PCR- CML, P210 All disease diagnosis by the
178 RT-PCR (9-22) BCR-ABL, Leukemia, Mol- Trans RT-.PCR/Real PBE- BM 5-10 ml 2-8 °C 7 documents/ prescription N attending N
(P230KD-e19a2) . . Time PCR ..
Diagnosis / CBC physician
RT-PCR (9-22) | RT-PCR- CML, P190 RT-PCR/Real All disease diagnosis by the
179| Quantitative BCR-ABL, Leukemia, Mol- Trans Time PCR PBE- BM 5-10 ml 2-8 °C 14 documents/ prescription N attending N
(P190KD-€ela2) Diagnosis / CBC physician
Rgiigt;?i_\f) RT-PCR- CML, P210 RT-PCR/Real All disease diagnosis by the
: ) : ° prescripti
180 BCR-ABL, Leukemia Mol- Trans PBE- BM 5-10 ml 2-8 °C 14 documents/ prescription N attending N
(P210KD-b2a2- . . Time PCR ..
b3a2) Diagnosis / CBC physician




Document code: TE-REX-LI-021

Bif
£

B9 g (A G Gl pal Ol g

version: 03 e ga 1dg U
@l pad ~ 35 oS S 5 eS8l S
culis
: st e Jai] e s e I s Gag
. S A i “sdigy Gipma | omtimne |0 FESTI A Y
iy Test ID 59) AN 303 Glba Jf fa 0
keyword method sample volume storage ) dacument have an
yw P 9 TAT (Day) Pre test Post test
counseling| counseling efr::r;gt;n:y
RT-PCR- AML All disease diagnosis by the
181 | RT-PCR inv (16) . . - Mol- Trans RT-PCR PBE- BM 5-10 ml 2-8°C 7 documents/ prescription N attending N
Leukemia, Diagnosis / CBC physician
182 Sequencing Sequencing, limb-girdle | Mol- Gepe Sanger. PBE or DNA 5.10 ml 2.8 °C 30 P.rescrlptllon/ medical v v N
CAPN3 muscular dystrophy-1 Sequencing Sequencing impression/ reports
CFTR-Cyctic Fibrosis-
183 Sequencing CF | _ Sermiine Mutation, - Mol- Gene Sanger | ppp 'DNA|  5-10ml | 2-8°C 60 Prescription/ medical Y Y N
Sequencing, Diagnosis, | Sequencing Sequencing impression/ reports
Carrier Detection
DMD, Duchenne
. muscular dystrophy - . .
1g4| Sequencing Gy, | Lo e Sanger | ppp o DNA| 5-0ml | 2-8°C 60 Prescription/ medical Y Y N
DMD/BMD . . . Sequencing Sequencing impression/ reports
Sequencing, Diagnosis,
Carrier Detection
MEFV, FMF- Germline
185 | Sequencing FMF | Mutation, Sequencing, | Mol- Gene Sanger | ppp ' DNA| s-l0ml | 2.8°C | 30 | Frescription/medical Y N
Diagnosis, Carrier Sequencing Sequencing impression/ reports
Detection
Sequencing Germline Mutation, . .
1606 EtmioeTuinios | Sespriiis, Do, || Lros S Sanger | ppp rDNA|  5-10ml | 2-8°C 30 Prescription/ medical % Y N
. . . Sequencing Sequencing impression/ reports
1S Carrier Detection
Sequencing . Mol- Sanger Hefs e ) s il
187 . Sequencing RUN . . PCR Product 25UL 2-8°C 3 soSdledal 5yl mdl))| N N N
Reaction Sequencing Sequencing il Sl e
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Mol- Sancer sl 5 S (5 9y 4 sad Jad
188 | Sequencing Run Sequencing Run i Seque%‘lcing PCR Product 25UL 2-8 °C 3 305 cledhl 5 el Jls N N N
‘:Jl.u ‘)\ d.mS\ D ﬂ‘ D]
Li-fraumeni Syndrome,
P53, TP53, Germline . .
189 | Sequencing TPS3|  Mutation, Sequecing, | 1o 91 Sanger | ppp rDNA| 5-10ml | 2-8°C 30 Prescription/ medical Y Y N
. . . Sequencing Sequencing impression/ reports
Diagnosis, Tumer protein
P53, TRP53
190 SEX- Sex-Determination | Mol- Others PCR PBEorDNA | 5-10ml | 2-8°C 3 medical impression/ Y Y N
Determination reports
Cancer,Sanger
Sequencing, MDS, Uie> L .
oy | SFIBI Common (¢, | W e Breast | Mol- Trans SaNEr | ppE orDNA | 5-10ml | 2-8°C 14 medical impression/ N Y N
Somatic Mutation Sequencing reports
Cancer, CLL,
Endometrial Cancer
192 Sickle Female | Sikle cell Thalassemia Mol- Sanger | ppE orDNA| 5-10ml | 2-8°C 14 CBC-Hb |y N N
Thalasemia Sequencing Electrophoresis-Ferritin
193|  SickleMale | Sikle cell Thalassemia Mol- SaNEr | ppE orDNA | 5-10ml | 2-8°C 14 CBC-Hb oy N N
Thalasemia Sequencing Electrophoresis-Ferritin
194|  Sickle Other | Sikle cell Thalassemia Mol- Sanger | ppE orDNA| 5-10ml | 2-8°C 14 CBC-Hb |y N N
Thalasemia Sequencing Electrophoresis-Ferritin
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Smith Lemli Opitz
Syndrome, deficiency in
) ) o . :
195 SLOS Géne the enzyme 7 Mol Gepe Sanger. PBE or DNA 5.10 ml 2.8 °C 14 PFCSCI‘lptl.OH/ medical v e @l N
Sequencing dehydrocholesterol Sequencing Sequencing impression/ reports b
reductase, abnormality in
cholesterol metabolism
SMA-Spinal Muscular medical impression/ e o
196/ SMA Female | Atrophy, Diagnosis, | Mol- Others MLPA  |PBEorDNA| 5-10ml | 2-8°C 14 p y | =7 «N
. . reports b
Carrier Detection
SMA FraX- If’{reeplr’(;:urclzr\;ce ScGrZ:rrrllllrilri’: MLPA, TP Prescription/ medical e
197 | Carrier screening & . ¥ . Mol- Others ’ PBE or DNA 5-10 ml 2-8°C 30 . P . Y X =R N
Screening, Carrier PCR impression/ reports b
female .
Screening
Elilee i T medical impression/ e
198 SMA Male Atrophy, Diagnosis, Mol- Others MLPA PBE or DNA 5-10 ml 2-8 °C 14 P Y HE =R N
. . reports b
Carrier Detection
SMA-Spinal Muscular medical impression/ e
199 SMA Other Atrophy, Diagnosis, Mol- Others MLPA PBE or DNA 5-10 ml 2-8°C 14 P Y HE = N
. . reports b
Carrier Detection
LD medical compression/
Mutation,Myeloprolifrati . 5-10 ml/> by the
SRSF2 Common Sanger PBEorTisor |, o reports/ pathology .
200 Somatic Mutation| *© INETRLE (RLELY) Mol- Trans Sequencing |DNA or FFPE 2L Tumoral 2-8°C 14 results/ doctor's Y attenfilpg N
Cancer, Tissue . physician
. prescription
Pharmacogenetics
— : -
201 Sex SRY, Sex Determination | Mol- Others PCR PBEorDNA | 5-10ml 2-8°C 3 medical impression/ Y HERLON
Determination reports I
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TERT Common Mif;ifg:zis Sanger Tis or DNA > 20% mreed 12?1530:11'[1:51505 o by the
202 . . ’ Mol- Trans = Tumoral 2-8°C 14 . P 'gy Y attending *Y
Somatic Mutation | System Cancer, Cancer, Sequencing or FFPE . results/ doctor's ..
. Tissue .. physician
Pharmacogenetics prescription
Thalassemia, XMN, Mol ARMS PCR-
203 | Thal II-1-XMN Carrier Detection, . XMNI Sanger | PBE or DNA 5-10 ml 2-8°C 14 CBC- Hb Electrophoresis Y N N
. . Thalasemia .
Thalassemia Major Sequencing
TP53, Somatic Mutation,
Chronic Lymphocytic > 20% medical compression/ by the
TP L ia (CLL Tis or DNA ° rts/ pathol :
204 53.Commoln eukemla.(C .)’ Mol- Trans Sanger. 1S or Tumoral 2-8 °C 14 reports/ patho o'gy N attending N
Somatic Mutation|  Myeloproliferative Sequencing or FFPE . results/ doctor's ..
Tissue . physician
Neoplasms, Cancer, prescription
Pharmacogenetics
U2AF1, Common
U2AF1 Common slf:rll:ltel\zi\/[ ::lttlaettli(::? Sanger Tis or DNA > 20% mre: lf)i‘:sjm:glr:lsos o by the
205 . . BERCHCS,, Mol- Trans get Tumoral 2-8°C 14 p P 'gy N attending *Y
Somatic Mutation Myeloprolifrative Sequencing or FFPE Tissue results/ doctor's hysician
Neoplasms (MPN), prescription phy
Cancer
Warfarin Reverse Stri medical impression/ by the
206 . Warfarin Resistance Mol- Others P | PBE or DNA 5-10 ml 2-8 °C 14 p Y attending N
Resistance Assay reports ..
physician
207| WGAPGDI Mol- PGD | amplification | D ostomere/ 1-4 2-8°C 2 medical impression/ N Y Y
blastocyst | Blastomeres reports
S fTr -
208/ WGA PGD II Mol-PGD | amplification | Dostomere/ ! 2-8°C 2 medical impression/ N Y Y
blastocyst | Blastomeres reports
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. medical compression/
WT1 common AML, ALL, Prostate Sanger Tis or DNA reports/ atlilolo
209 . ) S Mol- Trans £t orFFPEor | 5-10ml | 2-8°C 14 POrIS/ patioTogy N Y N
somatic mutation | cancer, Breast cancer Sequencing PBE results/ doctor's
prescription
. . Y-Microdeletion; Male medical impression/
210 | Y-Microdeletion . . Mol- Others PCR PBE or DNA 5-10 ml 2-8 °C 14 P Y Y N
Infertility , Azoospermia reports




* test performed by clinical dept

BMH Bone Marrow Heparin
BMSH Bone Marrow Substitute Heparin*
PBH Prepheral Blood Heparin
FFPE Formalin Fixed Paraffin Embeded
AFC Ammniotic Fluid Cells Cultured
AF Ammniotic Fluid
CV chorionic villi
POC Product of Conception
Tis Tissue
PBE Prepheral Blood EDTA
Se Serum
SBP Skin Biopsy Punch
BS Bucal Smear
Sw Swab
BF Body Fluid
AS Aspiration
SL Slide
PBF Prepheral Blood Fresh
PCR P PCR Product
SB Skin Biopsy
* Prepheral blood with >10% balst
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