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1 | Achondroplasia | D'adnosis, FGFR3, WL Sanger PBEOrDNA| 510ml | 2:8°C qn, | REEIEY R e Y Y N
Mutation Germline Sequencing Sequencing impression/ reports
- > i
ALK Common Somatic Mutation, Sanger PBE or D'.\IA 5-10 ml/ o Pathglpgy r epory P.atlent
2 Somatic Mutation Neuroblastoma Mol- Trans Sequencin or paraffin  |20% Tumoral | 2-8 °C 14 clinical information/ N N N
quencing block Tissue Form TE-REX-FO-097
Alpha Globin, Carrier Sanger
g || AUEEILED DT, e e Mol- - | sequencing- | PBEorDNA| 510mi | 2-8°C 30 CBC-Hb Y N N
Female diseases, Alpha Thalasemia . Electrophoresis-Ferritin
. Multiplex PCR
Thalassemia
Alpha Globin, Carrier
Detection, Hematologic Mol- Sanger CBC-Hb
4 | Alpha Thal Male L . 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
Alpha Globin, Beta- Sanger CBC- Hb
Globin, Thalassemia, Mol- Sequencing- Electrophoresis-Ferritin-
6 |Alpha-Beta-XMN| Hematologic diseases, . quUencing- | ppe or pNA | 5-10ml | 2-8°C 30 Phol . Y N N
T . Thalasemia | ARMS PCR- Medical impression-
Thalassemia Diagnosis, Multiplex PCR Transfusion dependenc
Thalassemia Major P P y
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ASXIT1’ Somatic PBE or DNA | 5-10 mi/> medical impression/ by the
ASXL1 Common Mutation, Cancer, Sanger . o .
7 . . . . Mol- Trans . or paraffin  |20% Tumoral | 2-8 °C 14 reports/Pathology N attending N
Somatic Mutation Myeloproliferative Sequencing block Tissue Renorts/prescrintion hvsician
Neoplasms, (MPN) P P P phy
ATRX Common ATRX, Somatic Sanaer PBE or DNA | 5-10 mil/> 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 . b -
System Cancer block Tissue Reports/prescription physician
Beta—GIoblln, Mol- Sange.r . CBC- Hb
9 | Beta Thal Female Thalassemia; Thalasemia Sequencing- | PBE or DNA 5-10 ml 2-8°C 30 Electrophoresis-Ferritin Y N N
Hematologic diseases ARMS PCR P
Beta—GIobl_n, Mol- Sange_r ) CBC- Hb
10 | Beta Thal Male Thalassemia; Thalasemia Sequencing- | PBE or DNA 5-10 ml 2-8 °C 30 Electrophoresis-Ferritin Y N N
Hematologic diseases ARMS PCR P
Beta-GIobl_n, Mol- Sange_r CBC- Hb
11 | Beta Thal Other Thalassemia; Thalasemia Sequencing- | PBE or DNA 5-10 ml 2-8°C 30 Electrophoresis-Ferritin Y N N
Hematologic diseases ARMS PCR P
BRAF, V600, Exon15,
Somatic
. MutationNervous System . 5-10 ml/> medical impression/ by the
12 BRAF _Mutatlon Cancer, Melanoma, Mol- Trans Sanger. Tis or DNA 20% Tumoral | 2-8°C 7 reports/Pathology N attending N
(Tissue) Sequencing or FFPE . L -
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
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CALR, Somatic
Mutation, Sanaer Prescription, medical by the
14 CALR Myeloproliferative Mol- Trans ger PBE or DNA 5-10 ml 2-8°C 14 impression, CBC / N attending N
Sequencing .
Neoplasms (MPN), reports physician
Cancer
Di?fﬁgzdgzgric Gastric cancer, Sanger Sanger medical impression/
15 | sequencing, Hereditary | Mol-Gene seq ger PBE 10 ml 2-8°C 60 P Y Y N
Cancer (HDGC); cancer Sequencing reports
CDH1
CEBPA Common CEBPA, Somatic Sanaer PBE or DNA | 5-10 mi/> medical impression/ by the
16 Somatic Mutation Mutation, Acute Myeloid | Mol- Trans Se ue?ncin or paraffin  {20% Tumoral | 2-8 °C 14 reports/Pathology N attending N
Leukemia (AML), Cancer a g block Tissue Reports/prescription physician
18 CF Cpmmon CFTR gene _(Cystlc Mol- Others Reverse Strip PBE or DNA 5-10 ml 9.8 °C 14 medical impression/ v v N
Mutation Male Fibrosis) Assay reports
19 CF Cpmmon CFTR gene _(Cystlc Mol- Others Reverse Strip PBE or DNA 5-10 ml 9.8 °C 14 medical impression/ v v N
Mutation Other Fibrosis) Assay reports
CKIT, Somatic Mutation,
Acute Myeloid Leukemia
(AML), Sanger medical impression/ by the
20 CKIT Myeloproliferative Mol- Trans g . PBE or DNA 5-10 ml 2-8°C 14 reports/Pathology N attending N
Sequencing L -
Neoplasms Reports/prescription physician
(MPN),Sarcoma,
Melanoma, Cancer
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CKIT, Somatic Mutation, . > 20% medical impression/ by the
. . Sanger Tis or DNA o .
21 | CKIT-Tissue Gastric Cancer, GIST , Mol- Trans . Tumoral 2-8°C 14 reports/Pathology N attending N
Sequencing or FFPE . L .
Cancer Tissue Reports/prescription physician
MTHFR (A1298C)
(C677T), PAI, Reverse Stri medical impression/ by the
22 | Clotting Panel |FV;FXIII(V34L in Factor | Mol- Others P PBE or DNA 5-10 ml 2-8°C 14 P N attending N
. Assay reports i
XI1I1 gene), Prothrombin physician
(Factor 11) (G20210A),
. GJB2- Connexin26-
g3 | Connexin 26 35Del G, Diagnosis, | VOl Gene Sanger | oee rDNA| 5-10ml | 2-8°C 30 Audiometry result Y Y N
Female . . Sequencing Sequencing
Carrier Detection
. GJB2- Connexin26-
pq | COMNExin26 35Del G, Diagnosis, | Mol- Gene Sanger | oaE orDNA| 5-10ml | 2-8°C 30 Audiometry result Y Y N
Male . . Sequencing Sequencing
Carrier Detection
. GJB2- Connexin26-
g5 | Connexin 26 35Del G, Diagnosis, | VOl Gene Sanger | oee orDNA| 5-10ml | 2-8°C 30 Audiometry result Y Y N
Other . . Sequencing Sequencing
Carrier Detection
26| Connexinzg | ©JB6-Connexin30, | Mol- Gene Sanger | ppE o DNA| 510ml | 2-8°C 30 Audiometry result Y Y N
Diagnosis, Carrier Sequencing Sequencing
. medical impression/
27 CYP2Co MAYZENT.’ Multiple Mol- Trans Sanger- PBE or DNA 5-10 ml 2-8°C 14 reports/Pathology Y N N
Genotype Sclerosis, MS Sequencing L
Reports/prescription
28 DM1 DM1 Mol-Others | 9MeNt | ppE o DNA | 5-0ml | 2:8°C 30 medical impression/ Y Y N
Analysis reports
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5-10 ml
29|  DNA Bank DNA Bank Mol bNA Extraction| PBEorTis | 299" | ogec | 1005 Prescription Y Y N
Extraction 20% Tumoral
Tissue
30 | DNA Collection- Mol bnA Exraction 2-8°C Y N N
mouth swab Extraction
5-10 ml
DNA-Extraction- | Checking of Quality and Mol- . . Blood or o medical impression/
81 Report Quantity of DNA Extraction DNA Extraction|  PBE or Tis 20% Tumoral 2-8°C 3 reports Y N N
Tissue
DNMT3A, Common
Somatic Mutation,
DNMT3A Pharmacogenetics, . 5-10 mil/> medical impression/ by the
. . Sanger PBE or Tis or o .
32 Common Myeloproliferative Mol- Trans Sequencin DNA or EFPE 20% Tumoral | 2-8 °C 14 reports/Pathology N attending N
Somatic Mutation|  Neoplasms (MPN), g g Tissue Reports/prescription physician
Acute Myeloi Leukemia
(AML)
colorectal cancer , Solid Reverse Stri medical impression/ by the
33 DPYD (5-fu) ’ Mol- Others P PBE or DNA 5-10 ml 2-8°C 14 P N attending N
tumor , IVS14+1G>A Assay reports -
physician
Duchenne Muscular
Dystrophy, DMD, BMD, medical impression/
34 | Duchenne-Ind Dystrophin. Deletion Mol- Others MLPA PBE or DNA 5-10 ml 2-8°C 14 re oFr)ts Y Y N
/Duplication, Diagnosis, P
Carrier Detection




Document code: TE-REX-LI-021

PN (S Comd Cund 1w lgis

version: 06 AT
) PN 18 o
&3] 2 -3 (o0 )5 S5 9 (G595 35 e
0y9bbhe 1 3L | amy 059Lb0 4 5L Mi”’,%'s
. R 3 & N R .b,:
. 03lgls Pl o) Hged £ wigod w2 SISl | o 4990 S yle Pb’“,)j# orbsle s Does it
s, Test ID (595) s uls> $3,15 Ldulesl 3,05
keyword method sample volume storage dacument have an
TAT (Day) Pre test Posttest
counseling counseling Ly
function
Coll Carcinoma, Somat Sequencingl | TisorONa | > 2% medicalimpressions
35 EGFR . ’ Mol- Trans a g Tumoral 2-8°C 7 reports/Pathology N N N
Mutation, Exon18, 19, Reverse Strip or FFPE Tissue Renorts/prescrintion
20, 21 Assay portsiprescrip
Breast cancer, Prostat Sanger > 20% medical impression/
36 ESR1 ' Mol- Trans g . Tis or FFPE Tumoral 2-8°C 14 reports/Pathology N N N
cancer, Estrogen receptor Sequencing . L
Tissue Reports/prescription
FXIN(V34L in Factor Sesjgr?sirn / medical impression/
37 Factor XIlII X111 gene, Diagnosis, Mol- Others d g PBE or DNA 5-10 ml 2-8°C 14 P N N N
- - Reverse Strip reports
Carrier Detection
Assay
Sanger
38 | Factor-V (Leiden)| T 2ctor-V (Leidem) -1y o) Others | SeOUencing/ | ope ioNA | s0ml | 2-8°C 14 medical impression/ N N N
G1691A Reverse Strip reports
Assay
FancA-Seq- FancA. Fanconi anemi Mol- Gene Sanger medical impression/
39 a T rem, "® | sequencing/ML | PBEorDNA| 5-10ml | 2-8°C 60 P Y Y N
MLPA Germline Mutation Sequencing PA reports
Cancer, Pericardial, by the
40 FAP .(APC genfe Peritoneal, Screening, Mol- Ge_n ¢ Sanger. PBE or DNA 5-10 ml 2-8°C 60 - Y attending N
mutation analysis) . . Sequencing Sequencing -
Slide, Urine physician
FLT3-Acute CBC/medical by the
MyeloiLeukemia (AML), Sanger o impression/ .
41 FLT-3 FLT3-ITD, FLT3-835- Mol- Trans Sequencing PBE or DNA 5-10 ml 2-8°C 14 reports/Pathology N atrt]er;?cl?ag:] N
Somatic Mutation Reports/prescription phy
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FMF-Familial
Mediterranean Fever,
42 EME MeFv Mutatlo_n, Mol- Others Reverse Strip PBE or DNA 510 ml 9.8 °C 14 medical impression/ N v N
Common Mutation, Assay reports
Diagnosis, Carrier
Detection
S5 Sae 5 Aisal dud
g3 | Fragment o anostic test/ Research | MOF Fragment | 5o product | 25UL 2-8°C 3 Jasl 3 e i e DUl N N N
Reaction Sequencing Analysis e
Mol- Fragment 3 S 550 s il
44 | Fragment Run | Diagnostic test/ Research . gmer PCR Product 25UL 2-8°C 3 Jus) o ik i cile Ml N N N
Sequencing Analysis
)
FraX, Premature Ovarian
Failure (POF), X link PCR- Fragment medical imoression/
45 FraX-Mol Syndromic Mental Mol- Others | Analysis/Southe | PBE or DNA 5-10 ml 2-8°C 30 e oFr)ts Y Y N
Retardation, Diadnosis, rn P
Carier Detection
6 Fl’ledl’EI.Ch S FXN, GAA E)\(panatl.on, Mol- Others PCR- Fragment 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/
47 | GATA Common Variant, Mol- Trans Sanger | ppe i DNA | Bd0ml | 2-8°C 14 reports/Pathology N Y N
Somatic Mutation . . Sequencing L
Myebproliferative Reports/prescription
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GBA gene;beta-
48 Gaucher glucocere.br05|dgse, Mol- Others Reverse Strip PBE or DNA 510 ml 9.8 °C 14 medical impression/ N v N
Dagnosis, Carrier Assay reports
Detection
Gemline Mutation, - .
49 | CeNeSEA0205 | pianosis, Carrier | MOk Gene S0 | ppEorDNA|  5d0ml | 2:8°C | 30 | Frescription medical Y N
Exon . Sequencing Sequencing impression/ reports
Detection
Gemline Mutation, L .
5o | o€ SeA06-10 | 1y onosis, Carrier WL Sanger PBEOrDNA| 510ml | 2-8°C 30 e i e Y Y N
Exon . Sequencing Sequencing reports
Detection
Gemline Mutation, L .
51 | Ceneseall-2s |y nosis, Carrier Mol- Gene Sanger PBEOrDNA| 510ml | 2-8°C 60 medical impression/ Y % N
Exon . Sequencing Sequencing reports
Detection
Gemline Mutation, L .
5o | CeNeSeA26-50 | 1y, nosis, Carrier B Sanger PBEOrDNA| 510ml | 2-8°C 60 peicaliiicelod Y Y N
Exon . Sequencing Sequencing reports
Detection
H3F3A, Common
. . > 209 L .
H3F3A Common Somatic Mutatlt?n, Sanger Tis or DNA 20% ) medical impression/ by thg
53 . . Pharmacogenetics, Mol- Trans . Tumoral 2-8°C 14 reports/Pathology N attending N
Somatic Mutation Sequencing or FFPE . L .
Nervous System Cancer, Tissue Reports/prescription physician
Cancer
54 | Hemochromatosis| [ C» DIGNOSIS, Carmier |, oy | REVErSESUID | ppe o pna | s0ml | 2-8°C 14 UL LS U Y Y N
Detection Assay reports
- medical impression/
55 | Hemophilia A- Inversion 22 Mol-Gene | LongRange | ,or  hNA | 510 ml 2-8°C 30 reports/Pathology Y Y N
Inversion 22 Sequencing PCR L
Reports/prescription
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. medical impression/
56 | Hemophilia A- Sequencing Mol- Gene Sanger | peE o DNA| 510ml | 2-8°C 60 reports/Pathology Y Y N
Sequencing Sequencing Sequencing L
Reports/prescription
HTT gene, CAG
57 Huntington E?<panat|on, Huntington's Mol- Others PCR- Fragment PBE or DNA 510 ml 9.8 °C 30 medical impression/ v v N
disease (HD), autosomal Analysis reports
dominant inheritanc
. FGFR3, Germline L .
5g |Hypochondroplasif 4 - ion, Diagnosis, | Mol Gene Sanger | paE o DNA| 510ml | 2-8°C 14 medical impression/ Y % N
a . . Sequencing Sequencing reports
Carrier Detection
IDH1 Common Ilil)g\llé)ﬁs ;nzttmeg;itclg: | Sanger Tis or DNA > 20% medical impression/ by the
59 . . Y e . ' Mol- Trans g . Tumoral 2-8 °C 14 reports/Pathology N attending N
Somatic Mutation Myeloprolifrative Sequencing or FFPE Tissue Renorts/prescriotion hvsician
Neoplasms (MPN) portsip P phy
IDH2 Common IIEI);\Z/L)E;) ?ittmeg;i::lgrn | Sanger Tis or DNA > 20% medical impression/ by the
60 . . y e ' Mol- Trans g . Tumoral 2-8°C 14 reports/Pathology N attending N
Somatic Mutation Myeloprolifrative Sequencing or FFPE Tissue Renorts/brescrintion hvsician
Neoplasms (MPN) ports/p P PRy
Imatinib CML, T315lI, resistance Sanaer CBC/ Prescription/ by the
61 . to tyrosine kinase Mol- Trans ger PBE or cDNA| 5-10 ml 2-8°C 14 medical impression/ N attending N
Resistance - Sequencing .
inhibitor (TKI) therapy, reports physician
UGT1A1*28 genotype,
. . L . =
62 Irlnot_ec_an Pharma.cogenomlcs, Mol- Others Sanger_ PBE or DNA 510 ml 9.8 °C 14 medical impression/ N BIREPEN N
Toxicity Pancreatic Neoplasms, Sequencing reports b
Colorectal Neoplasms,
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JAK2, Myeloprolifrative Sanaer CBC/ Prescription/ by the
63 | JAK2 Exon 12 Neoplasms (MPN), Mol- Trans g . PBE or DNA 5-10 ml 2-8°C 14 medical impression/ N attending N
. Sequencing -
Leukemia, MPN reports physician
JAK? gene JAKI\ZA’ \ellf)ﬂrsl,i;::timla, Sanger CBC/ Prescription/ by the
64 g . yelop Mol- Trans Sequencing/ | PBE or DNA 5-10 ml 2-8°C 7 medical impression/ N attending N
v617F Mutation Neoplasms Real time PCR reports hysician
(MPN),CML,AML P PRy
Sanger
Mu;tRi(’;S E;(;?:;Og 4 Sequencing/ Tis Or DNA > 20% medical impression/ by the
65 K-RAS ' L Mol- Trans | Reverse Strip Tumoral 2-8°C 7-10 reports/Pathology N attending N
Codone 12-13.61- or FFPE . e .
Assay/Real Tissue Reports/prescription physician
colorectal Cancer -
time PCR
MCC+QF-PCR Maternal Cell Fragment  |AF/AFC/Tis/P o Prescription/ medical
66 Aneuploidies Contamination Mol- Trans Analysis BE or DNA S-10ml 2-8°C 8 impression/ reports Y Y N
67| MCC-PND Maternal Cell Mol-Trans | [ 189MeNt | ppe orDNA | 520ml | 2-8°C 3 Prescription/ medical Y Y N
Contamination Analysis impression/ reports
MLPA- Large Deletion
68 | MLPA-CAPN3 | /Insertion, Diagnosis, |\, oo MLPA  |PBEorDNA| 510ml | 2-8°C 14 | Prescription/medical Y Y N
Carrier Detection, impression/ reports
CAPN3, CALpain3
MLPA- Celiac Celiac disease (HLA- o Prescription/ medical
69 DO2 & DOS8 DO2/ HLA-DQS) Mol- Others MLPA PBE or DNA 5-10 ml 2-8°C 14 impression/ reports Y N N
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MLPA, Alpha
Thalassemia, Detection Mol- PBE or DNA
70 | 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
- PBE or DNA - .
7| MUPA- MLPA-Aneuploidies, | y1o others | MLPA  |orCVorAF | sdoml | 2.8°c | 7 | Frescriptionfmedical oy Y N
Aneuploidies QF, Down Syndrome or AEC impression/ reports
MLPA, Delta-Beta
Thalassemia, Detection Mol- PBE or DNA
72 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
73 |MLPA-BRCA |-ji|  Ovarian Gancer, Mol-Others | MLPA  |PBEorDNA| 5-10ml | 2:8°c | 14 | mMedicalimpression/ Y Y N
Diagnosis, Carrier reports
Detection
deletion, Insertion, Prescription/ medical
74 MLPA-CLL Chrionic lymphocytic Mol- Trans MLPA PBE or DNA 5-10 ml 2-8°C 14 . P . Y Y N
- impression/ reports
leukemia
MLPA,
MLPA-CMT Charcot—Marie—Tooth medical imoression/
75 | (Duplication- disease (CMT), HNPP, Mol- Others MLPA PBE or DNA 5-10 ml 2-8°C 14 P Y Y N
- . - reports
PMP22) Diagnosis, Carrier
Detection
MLPA- Large Deletion medical impression/
76 | MLPA-Del/Dup I | /Insertion, Diagnosis, Mol- Others MLPA PBE or DNA 5-10 ml 2-8°C 120 e oFr)ts Y Y N
Carrier Detection P
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> 20% medical impression/ by the
77 MLPA-MGMT Hypermethylation, glioma| Mol- Trans MLPA Tis Or DNA Tumoral 2-8°C 14 re orts/PaIt)hoIo N attg,ndin Y
Methylation yp Y 9 or FFPE Tissue/5-10 P o9y aing
ml Reports/prescription physician
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78

MLPA-
Microdeletions

IVILFA- DelIeuurl
/Insertion, Diagnosis,
Carrier Detection1p36

deletion
syndrome/2p16.1-p15
microdeletion
syndrome/2q23.1
microdeletion/microduplic
ation syndrome/Glass
syndrome/3q29
microdeletion
syndrome/3q29
microduplication
syndrome/Wolf-
Hirschhorn syndrome/Cri-
du-Chat 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
syndrome/Rubinstein-

Mol- Others

MLPA

PBE or DNA

5-10 ml

2-8°C

14

medical impression/
reports

Tavihi cvindramalNAillar
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MLPA-MLH1- Hypgrmethy!atlon, . . > 20% medical impression/ by the
Somatic Mutation, Mis Tis Or DNA Tumoral o .
79 | 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 physician
microsatellitc instability ml
MLPA-Mutation Diagnosis, big genitalia, medical impression/ by the
80 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/
81 | MLPA-SGCA Deletion Duplication, Mol- Others MLPA PBE or DNA 5-10 ml 2-8°C 14 e o[:ts Y Y N
Diagnosis, Carrier P
Detection
MPL, Somatic Mutation- CBC/ Prescription/ by the
. Myeloprolifrative Sanger R S . .
82 | MPL-Mutation Mol- Trans . PBE or DNA 5-10 ml 2-8°C 14 medical impression/ N attending N
Neoplasms (MPN), Sequencing .
reports physician
Cancer
Micro Satellite L .
. . 5-10 ml/> medical impression/ by the
83 MSI Inastability- Coloret.:tal Mol- Trans Fragmep t PBE and Tis 20% Tumoral | 2-8 °C 14 reports/Pathology N attending N
Cancer, MMR, Miss Analysis or FFPE Tissue Reports/prescription hysician
Match Repare, HNPCC P P P Py
Sanger by the
84|  MTH-FR MTHFR (A1298C) | \1o1. others | SSAUeNiing/ | ope o oNA | 5a0ml | 2-:8°C 14 medical impression/ N |atending | N
(C677T) Reverse Strip reports .
physician
Assay
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Coh:;:?\:g;?on— Mutation Confirmation, Mol- Gene Sanger Prescription/ medical
85 . Diagnosis, Carrier ; %" | PBEOrDNA| 5-10ml | 2-8°C 60 rescript Y Y N
Family (up to 3 . Sequencing Sequencing impression/ reports
Detection
person)
Bl S (S Mol- Gene Sanger Prescription/ medical
86 | Confirmation-Ind |  Diagnosis, Carrier ; % | PBEOrDNA| 510ml | 2-8°C 60 rescriptt Y Y N
. . Sequencing Sequencing impression/ reports
(aditional person) Detection
. . . > 0, - A T
NF1 Common | NF1, Somatic Mutation, Sanger Tis Or DNA 20% o medical impression/ by th_e
87 . . Mol- Trans - Tumoral 2-8°C 14 reports/Pathology N attending N
Somatic Mutation Sarcoma, Cancer Sequencing or FFPE . L -
Tissue Reports/prescription physician
NGS- Carrier Carrier Screenin Prescription/ medical
88 Screening- g 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 Solid Tumer, Cancer PBE or DNA | 5-10 ml/> Prescription/ medical
89 CNV Panel NGS Germlin,e Soma’tic Mol- NGS NGS or Tis or 20% Tumoral | 2-8 °C 90-120 im rezsion/ reDorts Y Y N
(Solid Tumer and ' ' FFPE Tissue P P
Non solid Tumer
NGS-Autism . . PBE or DNA | 5-10 mi/> . .
90| spectrum |AUUSM 'g‘iig)b'"'ir:te"ecma' Mol- NGS NGS orTisor |20% Tumoral | 2-8°C | 120 Plrf:crréz;g?]// 'r‘;ec:)'rctz' Y Y N
Disordes-Exome y FFPE Tissue P P
. NGS, Ataxia, Gemline . .
gp | NGS-Alaxia Mutation, Diagnosis, | Mol- NGS NGS PBEOrDNA| 510ml | 2-8°C | 90-120 | @rescription/medical Y Y N
Exome . . impression/ reports
Carrier Detection
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92

NGS-BRCA I-II
Panel

NGS- Germline mutation,
Diagnosis, Breast cancer,
Ovarian Cancer,
pancreatic cancer,
BRCAI1- BRCAII,
BRCA1, BRCA2,
Sequencing

Mol- Gene
Sequencing

NGS

PBE or DNA

5-10 ml

2-8 °C

60

Prescription/ medical
impression/ reports

93

NGS-BRCA I-I1
Plus del/dup

NGS- Germline mutation,
Diagnosis, Breast cancer,
Ovarian Cancer,
pancreatic cancer,
BRCA1- BRCAII,
BRCA1, BRCA2,
Sequencing

Mol- Gene
Sequencing

NGS

PBE or DNA

5-10 ml

2-8°C

60

Prescription/ medical
impression/ reports

94

NGS-BRCA I-11
Plus del/dup
(Somatic) Panel

NGS- Germline mutation,
Diagnosis, Breast cancer,
Ovarian Cancer,
pancreatic cancer,
BRCA1- BRCAII,
BRCA1, BRCA2,
Sequencing

Mol- Trans

NGS

DNA in
streck tubes

5-10 ml

2-8 °C

60

Prescription/ medical
impression/ reports

95

NGS-Carrier
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 CEZ:]II?;: (Ie\;euc';f[)i?))r; Prescription/ medical
96 |Screening Female . . S Mol- NGS NGS PBE or DNA 5-10 ml 2-8°C 90-120 . P Y Y N
. Diagnosis, Carrier impression/ reports
(Without DMD) ; .
Detection, Reproductive
Screening
NGS,Parents (Including
carrier detection),
g7 | NeS-Camier 1 Gemline Mutation, -y g NGS  |PBEOrDNA| 5-10ml | 2:8°C | 90-120 | ©rescription/medical oy Y N
Screening male Diagnosis, Carrier impression/ reports
Detection, Reproductive
Screening
NGS-Ciliopathies,
98 NGS-Ciliopathies Ggmllne_Mutatlc_)n, Mol- NGS NGS PBE or DNA 510 ml 9.8 °C 90-120 P_rescrlptl_on/ medical v v N
Exome Diagnosis, Carrier impression/ reports
Detection
NGS-CMT & NGS, Sensory
g9 |  Sensory | Neuropathies Gemline ;) g NGS  |PBEOrDNA| 5-10ml | 2:8°C | 90-1p0 | ©rescription/medical oy v N
Neuropathies Mutation, Diagnosis, impression/ reports
(103G) Exome Carrier Detection
NGS-CNV NGliyia:3 (:lr::::gecl\g:]rtiztrlon’ PBE or DNA |  5-10 mi/> Prescription/ medical
100 gnosts, » Mol- NGS NGS orTisor |20% Tumoral | 2-8°C | 120 rescript Y Y N
Exome Detection, Solid Tumor, . impression/ reports
Cancer FFPE Tissue
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NGS-Corpus NGAS;ESSUSGC;:II?S: " Prescription/ medical
101 Callosum genesis, '3 . Mol- NGS NGS PBE or DNA 5-10 ml 2-8°C 90-120 . Pt Y Y N
. Mutation, Diagnosis, impression/ reports
Agenesis Exome . .
Carrier Detection
NGS, Carniofacial
NGS- Anomalies, Gemline Prescription/ medical
102| Craniofacial L . Mol- NGS NGS PBE or DNA 5-10 ml 2-8°C 90-120 . Pt Y Y N
. Mutation, Diagnosis, impression/ reports
anomalies Exome . .
Carrier Detection
NGS-Disorders | NGS, Disorders in sex
103 In Sex development, Gemline | )\ \eg 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
104 (Proband &1 “jfamily member, Gemline | ) ng NGS  |PBEOrDNA| 5-10ml | 2:8°C | 90-120 | rescription/medical oy Y N
family member) Mutation, Diagnosis, impression/ reports
Exome Carrier Detection
. NGS-Epilepcy, Gemline o .
105| NCSEPilepcy | =, iation, Diagnosis, | Mol- NGS NGS PBEOrDNA| 510ml | 2-8°C | 90-120 | @rescription/medical Y Y N
Exome . . impression/ reports
Carrier Detection
NGS-Exome
(Medical exome | NGS,Gemline Mutation, Prescrintion/ medical
106 for OMIM Diagnosis, Carrier Mol- NGS NGS PBE or DNA 5-10 ml 2-8°C 90-120 . P . Y Y N
. impression/ reports
refrenced genes Detection
200X)
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NGS-Exome (Medical
NGS-Exome exome for OMIM
17| (Medical exome | - refrenced genes), Mol- NGS NGS | PBEOrDNA| 5-10ml | 28°C | 90-10 | rescription/medical -y Y N
for OMIM Gemline Mutation, impression/ reports
refrenced genes) Diagnosis, Carrier
Detection
Mitochondrial disrder, L .
- +
108| NGSEXOmet | oplasmy, mtDNA | Mol- NGS NGS PBEOrDNA|  510ml | 2-8°C | 90-120 | @rescription/medical Y Y N
Mito 100X . impression/ reports
Screening
NGS-Hearing Loss,
109| NGSHearing | Gemline Mutation, | ;) g NGS  |PBEOrDNA| 5-10ml | 2:8°C | 90-120 | ©rescription/medical oy Y N
Loss Exome Diagnosis, Carrier impression/ reports
Detection
NGS- NGS- .
Hemostatic/Thro alipbaieAliaubllL: Prescription/ medical
110 L disorders, Gemline Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . Pt Y Y N
mbotic disorders . . . impression/ reports
Exome Mutation, Diagnosis,
Carrier Detection
NGS,Hereditary Cancer,
qq | NGSHerediary |- Gemline Mutation, = 1o, Geneseq|  NGS | PBEorDNA| 5-d0ml | 28°C | 90120 | rescription/medical oy v N
Cancer Diagnosis, Carrier impression/ reports
Detection
NGS-Hereditary Prescription/ medical
112 | comprehensive | NGS,Hereditary Cancer, | Mol-Gene seq NGS PBE or DNA 5-10 ml 2-8°C 60 . P . Y Y N
e e impression/ reports
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NGS,Hereditary Cancer,
113 NGS-Hereditary Ggmlme-Mutatlgn, Mol- NGS NGS PBE or DNA 510 ml 9.8 °C 60 P.rescrlptl_on/ medical v v N
Cancer plus CNV Diagnosis, Carrier impression/ reports
Detection,CNV
NGS-Hereditary | NGS, Hereditary Spastic
114| Spetc Paraplegia Gemline | o\ NGs NGS | PBEOrDNA| 5-10ml | 28°C | 90-10 | "rescription/medical -y Y N
Paraplegia Mutation, Diagnosis, impression/ reports
Exome Carrier Detection
NGS-ID NGS-ID (Syndromic-
115| (Syndromic- —NonSyndromic), Gemline |, o NGS PBEOrDNA| 510ml | 2-8°C | 90-120 | @rescription/medical Y Y N
NonSyndromic) Mutation, Diagnosis, impression/ reports
Exome Carrier Detection
Aplastic anemia, Fanconi
anemia, shmachman
. ' PBE or DNA | 5-10 ml/> o .
116| NGSIBMFS | diamond syndrome, | )\ oone oo NGS orTisor |20% Tumoral | 2-8°C 60 Prescription/ medical Y Y N
(Aplastic anemia) diamond blackfan . impression/ reports
FFPE Tissue
syndrome, bone marrow
failure
NGS,Iron disorders,
17| NGSron Gemline Mutation, | 10 NGs NGS | PBEOrDNA| 5-10ml | 28°C | 90-10 | rescription/medical Y N
disorders Exome Diagnosis, Carrier impression/ reports
Detection
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NGS, Mendelian
19| NGS-Mendelian |- Disorders, Gemline |y, ng NGS  |PBEOrDNA| 510ml | 2:8°C | 90-1pp | ©rescription/medical oy Y N
Disorders Exome | Mutation, Diagnosis, impression/ reports
Carrier Detection
. NGS-Metabolic . .
19| NGS-Metabolic | 0 iers, Metabolic | Mol- NGS NGS PBEOrDNA| 510ml | 2-8°C | 90-120 | @rescription/medical Y Y N
disorders Exome . impression/ reports
disorders
NGS,Mitochondrial
NGS- disorders, Gemline Prescription/ medical
120| 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
121 | NGSMovement - disorders, Gemline | 0, g NGS  |PBEOrDNA| 510ml | 2:8°C | 90-1p0 | ©rescrition/medical Y N
disorders Exome | Mutation, Diagnosis, impression/ reports
Carrier Detection
NEEHATITRE Nc;ié)l\rﬂnill?eileé:rr;??nn;tal Prescription/ medical
122 congenital S . 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 &
103| Dystrophy & Muscledisorders, Mol- NGS NGS PBEOrDNA| 510ml | 2-8°C | 90-120 | @rescription/medical Y Y N
Muscledisorders Gemline Mutation, impression/ reports
Exome Diagnosis, Carrier
Detection
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KDMB6A, Leukemia,
NGS,Cancer, TP53,SMC1
A,PTEN,NMP1,HRAS,E . .
124 MN(;;SE‘::]E' TV6,CEBPA,BRAF,FLT | Mol-Trans NGS PBEorDNA|  10ml 2.8°C 30 P:rfc:;‘s’;zz// ':;e(:)'rctz' Y Y N
y 3,JAK2,U2AF1,WT1,SF3 P P
B1,ATRX,ASXL1,K1T,N
RAS,E2H2,IDH1,IDH2
. |Leukemia,RNA,NGS,Cancer,RA
NGS-Onco Multi F1,BRAF,NTRK1,23, Prescription/ medical
125| cancer RNA EGFR,FGFR3,PBX1,NRG,ROS| Mol-Trans NGS PBE or FFPE 10 ml 2-8 °C 30 impression/Pathology Y Y N
fusion panel | LRETALK,TFE3 PRKACAER reports
G,PPARG,MET
NGS,Parents (Including
NGS-Parents carrier detection), Prescription/ medical
126 | (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
127 |immundeficincies Gemline Mutation, Mol- NGS NGS PBE or DNA 5-10 ml 2-8°C 90-120 . Pt Y Y N
. . . impression/ reports
Exome Diagnosis, Carrier
Detection
NGS,Reanalysis of data,
128 NGS-Reanalysis Ge_:mlme_Mutatu_)n, Mol- NGS NGS PBE or DNA 5-10 ml 2.8 °C 60 P.rescrlptl-on/ medical v v N
of data Diagnosis, Carrier impression/ reports
Detection
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NGS,Research, Gemline . .
199| NOSResearch |\ tion, Diagnosis, | Mol- NGS NGS | PBEOrDNA| 5-10ml | 28°C | 90-10 | rescription/medical -y Y N
Exome 100X . . impression/ reports
Carrier Detection
NES e MIVEHe, Prescription/ medical
130| NGS-RP Exome Diagnosis, Carrier Mol- NGS NGS PBE or DNA 5-10 ml 2-8 °C 90-120 . P . Y Y N
. impression/ reports
Detection
NGS,Skin Disorders,
131| NGS-Skin Gemline Mutation, Mol- NGS NGS PBEOrDNA| 510ml | 2-8°C | 90-120 | @rescription/medical Y Y N
disorders Exome Diagnosis, Carrier impression/ reports
Detection
Thyroid cancer, Lung, L .
132| NCSTTMBand | o\ o ectal cancer, EGFR | Mol- NGS NGS PBEorDNA| 510ml | 2-8°C 45 Prescription/ medical Y Y N
MSI . impression/ reports
Mutation
NGS-Trio (Proband & 2
NGS-Trio family preferred
133| (Proband &2 members) Exome, Mol- NGS NGS PBEOrDNA| 510ml | 2-8°C | 90-120 | @rescription/medical Y Y N
family preferred Gemline Mutation, impression/ reports
members) Exome Diagnosis, Carrier
Detection
NGS,Gemline Mutation,
134) NGS-Vision Diagnosis, Carmier |5, Ngs NGS | PBEOrDNA| 5-10ml | 28°C | 90-10 | rescription/medical -y Y N
disorders Exome Detection, Vision impression/ reports
disorders
Ng:\(/)vn:]gle Whole Genome Whole genome medical impression/
135 . Sequencing, Breakpoint Mol- NGS g . PBE or DNA 5-10 mi 2-8°C 90 P Y Y N
Sequencing detection sequencing reports
(WGS)
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Sanger Prescription/medical by the
136 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 -
physician
Sanger
Mug?ig;s Ig?g?]rgog 4 Sequencing/ > 20% medical impression/ by the
137 N-RAS Codon;a 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
Sanger by the
138 PAI PAI, Clotting Problem, |, iners | SeAUencing/ | ope o oNa | s0ml | 2-8°C 14 medical impression/ N |attending | N
Trombosis Reverse Strip reports ..
physician
Assay
t(1;19) - t(12, 21) -
1(9;22); t(4;11), RT-PCR/Real All disease diagnosis by the
139 Panel ALL 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
t(4;11) - t(8, 21) - t(9;22);
t(15;71), inv16, RT-PCR/Real All disease diagnosis by the
140 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 .
141 Paternity Paternity Mol- Trans Analysis PBE or DNA 5-10 ml 2-8°C 14 Identity documents Y Y N
. . Fragment o .
142| Paternity-Ind Paternity Mol- Trans el PBE or DNA 5-10 ml 2-8°C 14 Identity documents Y Y N
143 PCR- PCR Mol- Trans PCR DNA In 510ml | 2:8°C g | Prescription/medical Y N
Ampilification streck tubes impression/ reports
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PDGFRa, Somatic Sanaer > 20% medical impression/ by the
144 | PDGFRa-Tissue Mutation, GIST Mol- Trans g . Tis Or DNA Tumoral 2-8°C 14 reports/Pathology N attending N
Sequencing . L i
(Exon18), Sarcoma Tissue Reports/prescription physician
Sanger
PGD-PGT-M-Monogenic sequencing/ Blastomere/ 1-4 o medical impression/
145 PGD disease-IVF-PND Mol-PGD Linkage analysis| blastocyst | Blastomeres 2-8°C 2 reports Y Y Y
Sanger
PGD-PGT-M-Monogenic sequencing/ Blastomere/ <4 o medical impression/ *
146 PGD disease-I\VF-PND Mol-PGD Linkage analysis| blastocyst | Blastomeres 2-8°C 2 reports Y Y Y
Sanger
PGD-PGT-M-Monogenic sequencing/ Blastomere/ >4 o medical impression/
147 PGDI disease-IVF-PND Mol- PGD Linkage analysis| blastocyst | Blastomeres 2-8°C 2 reports Y Y N
p(;:ze:s(z-ﬁ\%gﬂl\?gogizlc AMXISRY Blastomere/ 1-4 medical impression/
148| PGD SEX | Mol- PGD | amplification- 2-8°C 2 P Y Y Y
PGT-M-SEX . blastocyst | Blastomeres reports
L QF analysis
determination
P(jge:siﬁ\xgllggogizlc AMX/SRY Blastomere/ >4 medical impression/
149 PGD SEX I Mol- PGD | amplification- 2-8°C 2 P Y Y Y
PGT-M-SEX . blastocyst | Blastomeres reports
- QF analysis
determination
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PEDPET-AonoTEn & sesssgsirn / Prescription/ medical
150,  PGD-Pre disease-IVF-PND-Pre- | Mol-PGD | .>°d 9 | PBEOrDNA| 5-10ml 2-8°C 60 rescripty Y Y N
Linkage analysis impression/ reports
PGT-M
. Sanger
PGD-PGT-M-Monogenic . . .
151 | PCD-Pre Be & | e ase-IVF-PND-Pre- | Mol-pGD | SSAUencing’ | ope o oNa | 510 ml 2-8°C 60 Prescription/ medical Y Y N
GJB2 Linkage analysis impression/ reports
PGT-M
PKU (Phenylketonuria),
Pl Eene, CRimline Mol- Gene Prescription/ medical
152 PKU Female Mutation, Diagnosis, . Linkage analysis| PBE or DNA 5-10 ml 2-8 °C 30 . P . Y Y N
. . Sequencing impression/ reports
Carrier Detection,
Metabolic disorders
PKU (Phenylketonuria),
PAH Gene, Germline . .
153|  PKU Male Mutation, Diagnosis, | MO~ Gene Sanger | ooae rDNA| 5-10ml | 2-8°C 30 Prescription/ medical Y Y N
. . Sequencing Sequencing impression/ reports
Carrier Detection,
Metabolic disorders
PKU (Phenylketonuria),
PAH Gene, Germline . .
154|  PKU Other Mutation, Diagnosis, | Mol- Gene Sanger | ppE orDNA| 510ml | 2-8°C 30 e Y Y N
. . Sequencing Sequencing impression/ reports
Carrier Detection,
Metabolic disorders
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PGD-PGT-M-Monogenic
155| PND-pgD | Jisease-lVE-PND-Pre- 1)) oo SaNGer | oyiamnion|  5-10ml | 2-8°C 14 medical impression/ Y Y N
PGT-MPreimplantation Sequencing reports
genetic diagnosis
Sanger
PND- Alpha . PBE or DNA
156| PND-Alpha | Thalassemia, Prenatal Mol- | Sequencing- | ', o aF | s0ml | 2-8°C 14 CBC-Hb Y Y Y
Diaanosis Thalasemia |Multiplex PCR- or AEC Electrophoresis-Ferritin
g Alpha MLPA
PND -CF (Cystic Sesjgr?sirn / medical impression/
157 PND-CF fibrosis), Sequencing, Mol- Others d g PBE or DNA 5-10 ml 2-8°C 14 P Y Y Y
. . Reverse Strip reports
MLPA Prenatal Diagnosis
Assay
PND -DMD, Sanger medical impression/
158 | PND-Duchenne Sequencing, MLPA, Mol- Others | Sequencing/ML | PBE or DNA 5-10 ml 2-8°C 14 P Y Y Y
. . reports
Prenatal Diagnosis PA
PND -FRAX, , Fragment medical impression/
159 PND-FraX PreMutation, Prenatal Mol- Others | Analysis/Southe| PBE or DNA 5-10 ml 2-8 °C 14 e o[:ts Y Y Y
Diagnosis rn P
PND -Gaucher Germline Sesj:g:irn / medical impression/
160| PND-Gaucher | Mutation, Prenatal | Mol- Others | ~ca-"“"9" 1 pgE orpNA | 5-10ml | 2-8°C 14 P Y Y Y
. . Reverse Strip reports
Diagnosis
Assay
. Germline Mutation, o .
161| PND-Mutation | o o rcing, Prenatal | MO Gene Sanger | oee rDNA| 5-10ml | 2-8°C 14 Prescription/ medical Y Y soxy
Confirmation Diagnosis Sequencing Sequencing impression/ reports
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Sanger medical impression/
162| PND-Others PND, Prenatal Diagnosis | Mol- Others | Sequencing- | PBE or DNA 5-10 ml 2-8°C 14 P Y Y Y
reports
MLPA
PND-PKU,
(Phenylketonuria),
163|  PND-PKU Germline Mol- Gene ST ppEorDNA|  5d0ml | 2.gcc | 14 | Frescription/medical f oy Y xxy
Mutation,Prenatal Sequencing Sequencing impression/ reports
Diagnosis, Metabolic
disorders
Mol- Gene Sanaer Complete information of
164 PND-PRE PND, NEW Variant . ger PBE or DNA 5-10 ml 2-8°C 60 previous tests/clinical Y Y N
Sequencing Sequencing .
records/paraclinic tests
165|  PND-Sex | ND-SexDetermination, |y, ere PCR PBEorDNA| 510ml | 2-8°C 14 medical impression/ Y Y Y
Prenatal Diagnosis reports
. PBE or DNA .
166 PND-Sickle | D Slckle Prenatal Mol- SO orcvorAF | 5d0ml | 2.8°c | 14 | CBCElectophoresis oy Y Y
Diagnosis Thalasemia Sequencing or AEC Ferritin
167| pPND-sma | NP SMAPrenatal o ohers | MLPA | PBEorDNA|  5-doml | 2.8°c | 14 | Medical impression/ Y Y Y
Diagnosis reports
PND, Beta Sanger PBE or DNA .
168 | PND-Thal Beta thalassemia,Prenatal Thgl/lagle_mia Sequencing- | or CV or AF 5-10 ml 2-8°C 14 CBC- E::eecrtrrict)ir:]horesm— Y Y Y
Diagnosis Beta MLPA or AFC
Somatic Mutatin, > 20% medical
POLE Common Endometrial Cancer Sanger Tis or DNA o compression/reports/path
169 Somatic Mutation| POLE, Helisomatic Mol- Trans Sequencing or FFPE T#E;::I 2-8°C 14 ology results/form TE- Y Y N
mutations REX-FO-097/
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PT-Pro- Sesjgr?sirn / medical impression/ il
170 [ Thrombin (Factor | Factor Il,Prothrombin,PT | Mol- Others d g PBE or DNA 5-10 ml 2-8°C 14 P N attending N
I Reverse Strip reports hvsician
Assay phy
Determination of PBE or DNA
Aneuploidy of Chr. 13 and AF or 3-5ml
171 QF-PC.R- 18,21 . xand Y in fetus, | Mol- Trans Fragmept PBE or DNA | Amnion or 9.8 °C 3 P.rescrlptl_on/ medical v v N
Aneuploidies abnormality. Screenin Analysis and CVsor | CVSand5- impression/ reports
i g PBE or DNA | 10 ml PBE
P and TC
Common Somatic
Variant, Thyroid . 5-10 ml/> medical by the
172 RET C ommo_n 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 diagnosis by the
173| RT-PCR (1-19) S 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 (12-21) RT-PCR-ALL, Mol-Trans | RT-PERReal | ppe M 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
175| RT-PCR (15-17) M3, PML-RARA, Mol- Trans . PBE or BM 5-10 ml 2-8°C 7 documents/ prescription / N attending N
. . . Time PCR .
Leukemia, Diagnosis CBC physician
RT-PCR (15-17) | RT-PCR- AML, AML- RT-PCR/Real All disease diagnosis by the
176 | 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
177| RT-PCR (4-11) S 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
178| RT-PCR (8-21) RT-PCR-AML Mol- Trans | RT-PCR/REAl | b o 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
179| RTPCR(-22) | gop gt , Leukemia, | Mol- Trans RT-PCRIReal | pae v 5-10 ml 2-8°C 7 |documents/ prescription/| N | attending N
(P190KD-ela2) . . Time PCR -
Diagnosis CBC physician
RT(':S;I((%?Z) RT-PCR- CML, P190 S All disease diagnosis by the
180 BCR-ABL , Leukemia, Mol- Trans . PBE- BM 5-10 ml 2-8°C 7 documents/ prescription / N attending N
P210KD- Diagnosis Time PCR CBC hysician
P230KD) g phy
RT-PCR (9-22) RT-PCR- CML, P210 RT-PCR/Real All disease diagnosis by the
181| (P210KD-b2a2- | BCR-ABL , Leukemia, Mol- Trans . PBE- BM 5-10 ml 2-8 °C 7 documents/ prescription / N attending N
. . Time PCR ..
b3a2) Diagnosis CBC physician
RT-PCR- CML, P210 All disease diagnosis by the
182 RT-PCR (9-22) BCR-ABL , Leukemia, Mol- Trans RT _PCR/ReaI 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
183| Quantitative BCR-ABL , Leukemia, Mol- Trans Time PCR PBE- BM 5-10 ml 2-8°C 14 documents/ prescription / N attending N
(P190KD-ela?) Diagnosis CBC physician
Rguz(;ﬁt;tgi;/zez) RT-PCR- CML, P210 RT-PCR/Real All disease diagnosis by the
184 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
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RT-PCR- AML All disease diagnosis by the
185| RT-PCR inv (16) S " Mol- Trans RT-PCR PBE- BM 5-10 ml 2-8°C 7 documents/ prescription / N attending N
Leukemia, Diagnosis .
CBC physician
186 Sequencing Sequencing, limb-girdle | Mol- Ge-ne Sanger. PBE or DNA 510 ml 9.8 °C 30 P!‘eSCI‘IptI.OH/ medical v v N
CAPN3 muscular dystrophy-1 Sequencing Sequencing impression/ reports
CFTR-Cyctic Fibrosis-
187| Sequencing CF Germll.ne Mt{tatlon,. Mol- Gepe Sanger. PBE or DNA 510 ml 9.8 °C 60 P.rescrlptl_on/ medical v v N
Sequencing, Diagnosis, Sequencing Sequencing impression/ reports
Carrier Detection
DMD, Duchenne
. muscular dystrophy - L .
188 o e Germline Mutation, g Gepe Sanger_ PBE or DNA 5-10 ml 2-8 °C 60 P_rescrlptl_on/ iz Y Y N
DMD/BMD . . . Sequencing Sequencing impression/ reports
Sequencing, Diagnosis,
Carrier Detection
MEFV, FMF- Germline
189 | Sequencing FMF | Mutation, Sequencing, | Mol- Gene SaNGer | ppe o DNA|  510ml | 2-8°C | 30 | rescription/medical % Y N
Diagnosis, Carrier Sequencing Sequencing impression/ reports
Detection
Sequencing Germline Mutation, o .
190 | Hematochromatos| Sequencing, Diagnosis, Mol Ge_n ¢ Sanger. PBE or DNA 5-10 ml 2-8°C 30 P-rescrlptl_on/ medical Y Y N
. . . Sequencing Sequencing impression/ reports
IS Carrier Detection
. «Ral g Sa (594 g Jul
191 S?::cr:icc';g Sequencing RUN | '\S;’r'lcm Sesir;%irin PCR Product |  25UL 2-8°C 3 | sodcledll s nde| N N N
q 9 q g ) Sl 3 el
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Mol- Sanger Qs g Sa (59 43 53 Jad
192 | Sequencing Run Sequencing Run Sequencin Sequencin PCR Product 25UL 2-8°C 8 505Dl 5 sl dl) N N N
q 9 q g ) JuS) 53 el
Li-fraumeni Syndrome,
P53, TP53, Germline o .
193 | Sequencing TP53| Mutation, Sequecing, | Mo Gene Sanger | oae orDNA| 510ml | 2-8°C 30 Prescription/ medical Y Y N
. . . Sequencing Sequencing impression/ reports
Diagnosis, Tumer protein
P53, TRP53
194 SEX- Sex-Determination | Mol- Others PCR PBEOrDNA| 510ml | 2-8°C 5 medical impression/ Y Y N
Determination reports
Cancer,Sanger
Sequencing, MDS, Jie> L .
195 SP3BLCOMMON | (o s slcBreast | Mol-Trans | 2% |pgeorpNA| s-doml | 28°c | 14 | Medicalimpression/ N Y N
Somatic Mutation Sequencing reports
Cancer, CLL,
Endometrial Cancer
196| Sickle Female | Sikle cell Thalassemia Mol- Sager | ppe o DNA | 5-l0ml | 2-8°C 14 CBC-Hb Y N N
Thalasemia Sequencing Electrophoresis-Ferritin
197| SickleMale | Sikle cell Thalassemia Mol- Sanger | ppe o DNA | 5-l0ml | 2-8°C 14 CBC-Hb Y N N
Thalasemia Sequencing Electrophoresis-Ferritin
108| Sickle Other | Sikle cell Thalassemia Mol- Sanger | ppe o DNA| 5-l0ml | 2-8°C 14 CBC-Hb Y N N
Thalasemia Sequencing Electrophoresis-Ferritin
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Smith Lemli Opitz
Syndrome, deficiency in
i i . . -
199 SLOS Ge:ne the enzyme 7 Mol Ge!']e Sanger. PBE or DNA 510 ml 9.8 °C 1 P-rescrlptllon/ medical v o Sl N
Sequencing dehydrocholesterol Sequencing Sequencing impression/ reports b
reductase, abnormality in
cholesterol metabolism
SMA-Spinal Muscular medical impression/ e
200/ SMA Female Atrophy, Diagnosis, Mol- Others MLPA PBE or DNA 5-10 ml 2-8°C 14 P Y HE= N
. X reports s
Carrier Detection
SMA FraX- FF)QreeF_);?SUS;\]/f Sggsrl;llri]r?é Prescription/ medical e
201 | Carrier screening gnancy, et Mol- Others |MLPA, TP-PCR| PBE or DNA | 5-10ml | 2-8°C 30 rescripti Yy | 57N
Screening, Carrier impression/ reports b
female .
Screening
SMA-Spinal Muscular medical impression/ e
202 SMA Male Atrophy, Diagnosis, Mol- Others MLPA PBE or DNA 5-10 ml 2-8°C 14 P Y HE = N
: X reports pEXn
Carrier Detection
SMA-Spinal Muscular medical impression/ e
203 SMA Other Atrophy, Diagnosis, Mol- Others MLPA PBE or DNA 5-10 mi 2-8°C 14 P Y HE =R N
. X reports b
Carrier Detection
SRSF2 Common MutaStEiFl\fl;Z?on;?:ICifrativ Sanger PBE or Tis or el mf:r;g?:sﬁ)r:t%ﬁféjgn/ e
' = 0, Qo a
204 Somatic Mutation| e Neoplasms (MPN), e TS Sequencing |DNA or FFPE 20% Tumoral 2-8°C 14 results/ doctor's Y attenFilrl g N
. Tissue L physician
Cancer, Pharmacogenetics prescription
— - -
205 SRY/.Sex. SRY, Sex Determination | Mol- Others PCR PBE or DNA 5-10 ml 2-8°C 3 medical impression/ Y HEE N
Determination reports b
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TERT Common szafizhsﬁlr:sz)cus Sanger Tis or DNA > 20% mreed IE?:S(/:OT:&VOGISOSIOH/ by the
206 . . ' Mol- Trans g . Tumoral 2-8°C 14 P P Igy Y attending *Y
Somatic Mutation | System Cancer, Cancer, Sequencing or FFPE . results/ doctor's .
. Tissue o physician
Pharmacogenetics prescription
Thalassemia, XMN, Mol- ARMS PCR-
207 | Thal 11-1-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,
TP53 Common Chl_rESII(ZrIr_]?;n(F():hI?g“C Sanger Tis or DNA > 20% mres ISE::S;:O;I;V;S:IOH/ by the
208 . . . S Mol- Trans g . Tumoral 2-8°C 14 P P Igy N attending N
Somatic Mutation Myeloproliferative Sequencing or FFPE . results/ doctor's .
Tissue L physician
Neoplasms, Cancer, prescription
Pharmacogenetics
thiopurine therapy, Lo . by the
209 TPMT thiopurine Mol- Trans Sangeli PBE 5-10 ml 2-8°C 14 medical impression/ N attending N
Sequencing reports -
methyltransferase physician
U2AF1, Common
U2AF1 Common Ifr?:rqr{j:;zoM:rﬁttli(c)rs]’ Sanger Tis or DNA > 20% mreeEj I((:)?:s(/:ogt?\:)elsjon/ by the
210 . . g_ L Mol- Trans g . Tumoral 2-8°C 14 P P Igy N attending *Y
Somatic Mutation Myeloprolifrative Sequencing or FFPE . results/ doctor's .
Tissue L physician
Neoplasms (MPN), prescription
Cancer
Warfarin Reverse Stri medical impression/ by the
211 . Warfarin Resistance Mol- Others P PBE or DNA 5-10 ml 2-8°C 14 P Y attending N
Resistance Assay reports ohysician
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212| WGAPGD | Mol-PGD | amplification | C 2stomere/ 1-4 2:8°C 2 medical impression/ N Y Y
blastocyst | Blastomeres reports
213| WGAPGD II Mol-PGD | amplification | C 2stomere/ >4 2.8°C 2 medical impression/ N Y Y
blastocyst Blastomeres reports
WT1 common AML, ALL, Prostate Sanger USRS mre: Ig’crl:s(/m?t?]roelsosmn/
214 : ! /Ay Mol- Trans ger orFFPEor |  5-10 ml 2-8°C 14 ports/ pathology N Y N
somatic mutation | cancer, Breast cancer Sequencing PBE results/ doctor's
prescription
215 Y-Microdeletion | Y Microdeletion; Male -, yers PCR PBEorDNA| 510ml | 2-8°C 14 medical impression/ Y Y N
Infertility , Azoospermia reports
216| NCSExpress- Mol-NGS NGS PBEorTis | 510ml | 2-8°C 45 PLEETTOR R e Y Y N
Exome impression/ reports




