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EQA:

2016 DNA Sequencing – NGS (vGermline) EMQN
2019 DNA Sequencing – NGS (vGermline) EMQN
2020 DNA Sequencing – NGS (vGermline) EMQN
2021 DNA Sequencing – NGS (vGermline) EMQN
2022 DNA Sequencing – NGS (vGermline) EMQN
2023 DNA Sequencing – NGS (vGermline) EMQN
2015 Somatic NGS mutation testing EMQN
2016 Somatic NGS mutation testing EMQN
2017 Somatic NGS mutation testing EMQN
2015 DNA Sequencing - Sanger EMQN
2016 DNA Sequencing - Sanger EMQN
2017 DNA Sequencing - Sanger EMQN
2019 DNA Sequencing - Sanger EMQN
2020 DNA Sequencing - Sanger EMQN
2021 DNA Sequencing - Sanger EMQN
2022 DNA Sequencing - Sanger EMQN
2023 DNA Sequencing - Sanger EMQN
2015 Blood -postnatal GenQA (Genomics Quality Assessment)
2016 Blood -postnatal GenQA (Genomics Quality Assessment)
2017 Blood -postnatal GenQA (Genomics Quality Assessment)
2018 Blood -postnatal GenQA (Genomics Quality Assessment)
2020 Blood postnatal GenQA (Genomics Quality Assessment)
2021 Recurrent miscarriage karyotyping GenQA (Genomics Quality Assessment)
2021 Sex chromosome disorders karyotyping GenQA (Genomics Quality Assessment)
2022 Postnatal karyotyping GenQA (Genomics Quality Assessment)
2021 Maternal cell contamination and fetal sexing GenQA (Genomics Quality Assessment)
2022 Chromosome breakage syndrome GenQA (Genomics Quality Assessment)
2022 Pregnancy loss GenQA (Genomics Quality Assessment)
2016 Postnatal constitutional CNV detection (array) GenQA (Genomics Quality Assessment)
2018 Postnatal constitutional CNV detection (array) GenQA (Genomics Quality Assessment)
2019 Postnatal constitutional CNV detection (array) GenQA (Genomics Quality Assessment)
2021 Postnatal constitutional CNV detection GenQA (Genomics Quality Assessment)
2022 Postnatal constitutional CNV detection GenQA (Genomics Quality Assessment)
2015 Prenatal constitutional CNV detection GenQA (Genomics Quality Assessment)
2016 Prenatal constitutional CNV detection GenQA (Genomics Quality Assessment)
2017 Prenatal constitutional CNV detection GenQA (Genomics Quality Assessment)
2018 Prenatal constitutional CNV detection GenQA (Genomics Quality Assessment)
2019 Prenatal constitutional CNV detection GenQA (Genomics Quality Assessment)
2021 Prenatal constitutional CNV detection GenQA (Genomics Quality Assessment)
2022 NIPT for common aneuploidies GenQA (Genomics Quality Assessment)
2023 NIPT for common aneuploidies GenQA (Genomics Quality Assessment)
2021 Pathogenicity of germline sequence variant GenQA (Genomics Quality Assessment)
2023 Pathogenicity of germline sequence variant GenQA (Genomics Quality Assessment)
2022 Rapid prenatal testing for common aneuploidies GenQA (Genomics Quality Assessment)
2023 Rapid prenatal testing for common aneuploidies GenQA (Genomics Quality Assessment)
2022 infertility GenQA (Genomics Quality Assessment)
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CYP3A5*3 genotyping - drug metabolism - Pharmacogenetics
Abacavir toxicity (HLA-B*57:01 genotyping) - Pharmacogenetics
Achondroplasia (hot spot mutation - p.Gly380Arg)
Adrenoleukodystrophy, X-linked
Alpha-1-antitrypsin deficiency (hot spot mutations - p.Glu342Lys (allele PI-Z), p. Glu264Val (allele PI-S))
Alzheimer Disease, late onset (AD2) / ApoE2, E3, and E4 isoforms
Amyloidosis (TTR full sanger exon sequencing)
Angelman / Prader Willi Syndrome
Azoo-/oligozoospermia (microdeletion of 3 regions of Y-chromosome AZFa, b and c)
Becker muscular dystrophy / Duchenne muscular dystrophy (deletion/duplication DMD gene)
Beta-globin hemoglobinopathies (Hot-spot mutations : Sickle cell disease (HBS), hemoglobin C, hemoglobin E or Hemoglobin D)
Beta-globin hemoglobinopathies (full sequencing)
Cardiofaciocutaneous syndrome (5 genes)
Central Precocious Puberty (5 genes)
Cerebral folate transport deficiency (2 genes)
Charcot-Marie-Tooth type 1A / Hereditary Neuropathy with Liability to Pressure Palsies
Cholestasis, intrahepatic (1 gene among ATP8B1, ABCB11,ABCB4)
Cholestasis, intrahepatic (2 genes among ATP8B1, ABCB11, ABCB4)
Costello Syndrome- Schimmelpenning syndrome
Cowden disease (PTEN gene)
Craniosynostosis / Apert syndrome (hot spot mutations - exon 7)
Craniosynostosis / Crouzon syndrome (hot spot mutation - exon 9) 
Craniosynostosis / Muenke syndrome (hot spot mutation - p.Pro250Arg)
Creatine deficiency by Guanidinoacetate methyltransferase deficiency (2 genes)
Cystic Fibrosis / related disorder (Full sequencing)
Cystic Fibrosis / related disorders (50 hot spot mutations)

file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/1114
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/1114
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/1114
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/1107
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/1107
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/1107
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/640
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/640
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/640
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/799
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/799
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/799
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/800
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/800
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/800
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/801
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/801
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/801
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/1112
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/1112
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/1112
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/802
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/802
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/802
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/803
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/803
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/803
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/804
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/804
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/804
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/965
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/965
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/965
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/805
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/805
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/805
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/809
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/809
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/809
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/810
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/810
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/810
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/811
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/811
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/811
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/812
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/812
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/812
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/981
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/981
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/981
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/889
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/889
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/889
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/815
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/815
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/815
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/816
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/816
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/816
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/818
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/818
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/818
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/819
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/819
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/819
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/817
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/817
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/817
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/820
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/820
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/820
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/822
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/822
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/822
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/821
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/821
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/genetic_test/821


Cystic Fibrosis and related disorders (TG repeat intron 8)
Diffuse gastric cancer (CDH1 gene)
Dihydropyrimidine dehydrogenase deficiency (5-fluorouracil (5-FU) toxicity) - Pharmacogenetics
Early-onset severe obesity 
Erythrocytoses, polycythémies, thrombocytoses et neutropénies congénitales (gene panel)
Factor V- cambridge, liverpool and hong kong variant (hot spot mutations - p.Arg334Thr, p.Arg306)
Familial Mediterranean Fever
Fragile X syndrome and fragile X-associated disorders (FXTAS, FXPOI)
Friedreich ataxia - GAA repeat expansion
Germline analysis of BRCA1/2 for iPARP treatment
Gilbert disease / Irinotecan sensitivity / Raltegravir toxicity - Pharmacogenetics
Glycogen storage disease type 0
Glycogen storage disease type 1a
Glycogen storage disease type 9
Hemochromatosis hereditary type 1 (HFE gene - hot spot mutations - p.Cys282Tyr; p.His63Asp)
Hemochromatosis hereditary type 4 (SLC40A1 gene)
Hemochromatosis, juvenile (HJV and HAMP genes)
Hereditary Breast and Ovarian Cancer, HBOC (13 genes)
Hereditary Melanoma Panel (7 genes)
Hereditary Polyposis Panel (11 genes) - ULG
Hereditary angioedema type III (F12 gene - hot spot mutations - p.Thr328Lys; p. Thr328Arg)
Hereditary cancer (Breast, ovary, colon) (26 genes)
Hereditary nonpolyposis colorectal cancer / Lynch syndrome (8 genes)
Homocystinuria (hot spot mutation - c.1298A>C)
Homocystinuria (hot spot mutation - c.677C>T)
Huntington disease - CAG repeat expansion
Hypercholesterolemia, Familial (9 genes)
Hyperekplexia (3 genes)
Hyperparathyroidism (gene panel)
Hypocalciuric hypercalcemia, familial type I or Hypocalcemia or Hyperparathyroidism, familial isolated (CASR gene)
Hypocalciuric hypercalcemia, familial type II
Hypocalciuric hypercalcemia, familial type III
Hypochondroplasia (Hotspot mutation p.(Asn540Lys))
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Hypogonadism. Male Infertility (LHB gene)
Hypoparathyroidism sensorineural deafness and renal disease 
Inherited Kidney Diseases (Gene Panel)
Intellectual disability (gene panel)
Kallmann syndrome (ANOS1 gene)
Kallmann syndrome / Hypogonadotropic Hypogonadism (FGFR1 gene)
Leri-Weill dyschondrosteosis / ISS 
Li-Fraumeni Syndrome (TP53 gene)
Lynch syndrome - MLH1 promoter hypermethylation and BRAF V600E mutation
Lynch-like syndrome
Mc Ardle disease, glycogene storage disease type V
Medium chain acyl-CoA dehydrogenase deficiency (MCAD hot spot mutation - p.Lys329Glu)
Microsatellites instability analysis- MMR genes
Movement Disorders (gene panel)
Myeloid neoplasms with germline predisposition (Hereditary MDS/Acute Leukemia) (gene panel)
Myeloid/lymphoid neoplasms with germline predisposition
Nephrotic syndrome - steroid resistant
Obesitas, Monogenic early onset 
Pancreatitis hereditary (PRSS1 gene)
Pancreatitis, idiopathic or hereditary (7 genes)
Paraganglioma-pheochromocytoma (6 genes) - ULG
Peutz-Jeghers Syndrome (STK11 gene)
Pituitary adenoma (4 genes)
Primary familial erythrocytosis or Primary familial congenital polycythemia
Prostate cancer susceptibility (HOXB13 - hot spot mutation p.(Gly84Glu))
Recessive nonsyndromic hearing loss and deafness (2 genes)
Rett syndrome
Rokitansky syndrome
Sessile serrated polyposis syndrome (RNF43 gene)
Sex determining region (absence/presence)
Sex determining region Y
Somatic analysis of the BRCA genes in the context of ovarian cancer treatment (BRCA1; BRCA2 genes)
Spinal muscular atrophy (SMA) type 1 (Werdnig-Hoffmann), type 2, type 3 (Kugelberg-Welander) and type 4
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Spinal muscular atrophy (SMA) type 1 (Werdnig-Hoffmann), type 2, type 3 (Kugelberg-Welander) and type 4 (Full sequencing)
Steinert myotonic dystrophy - CTG repeat expansion
Susceptibility to Cutaneous Malignant Melanoma
Susceptibility to pancreatitis induced by thiopurine immunosuppressants 
Thiopurine S-Methyltransferase deficiency - TPMT genotyping - TPMT*2/ TPMT*3A/3B/3C - Pharmacogenetics
X-linked creatine deficiency
Zygosity (medical)
filaggrin gene
test (?-D-galactosidase)
« Inherited bone marrow failures syndromes » with or without organ dysfunction

Related Diseases 

Alzheimer disease (NON RARE IN EUROPE)
45,X/46,XY mixed gonadal dysgenesis
46,XX ovotesticular difference of sex development
46,XX testicular difference of sex development
46,XY complete gonadal dysgenesis
46,XY partial gonadal dysgenesis
5-fluorouracil toxicity
APC-related attenuated familial adenomatous polyposis
ATTRV122I amyloidosis
ATTRV30M amyloidosis
Abacavir toxicity
Abdominal obesity-metabolic syndrome 3 
Achondroplasia
Acquired idiopathic sideroblastic anemia
Acromegaly
Acute myeloid leukaemia with myelodysplasia-related features
Acute myeloid leukemia with t(8;21)(q22;q22) translocation
Aggressive systemic mastocytosis
Alpha-1-antitrypsin deficiency
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Alström syndrome
Angelman syndrome due to imprinting defect in 15q11-q13
Angelman syndrome due to maternal 15q11q13 deletion
Angelman syndrome due to paternal uniparental disomy of chromosome 15
Apert syndrome
Ataxia-telangiectasia
Ataxia-telangiectasia-like disorder
Atypical Rett syndrome
Atypical chronic myeloid leukemia
Autosomal dominant aplasia and myelodysplasia
Autosomal dominant hypocalcemia
Autosomal dominant non-syndromic intellectual disability
Autosomal dominant polycystic kidney disease
Autosomal dominant secondary polycythemia
Autosomal dominant severe congenital neutropenia
Autosomal recessive polycystic kidney disease
Autosomal recessive severe congenital neutropenia due to CSF3R deficiency
Autosomal recessive severe congenital neutropenia due to G6PC3 deficiency
Autosomal thrombocytopenia with normal platelets
Azathioprine or 6-mercatopurine toxicity or dose selection
B-cell chronic lymphocytic leukemia
B-lymphoblastic leukemia/lymphoma with recurrent genetic abnormality
BAP1-related tumor predisposition syndrome
Bardet-Biedl syndrome
Becker muscular dystrophy
Beta-thalassemia intermedia
Beta-thalassemia major
Bloom syndrome
Borjeson-Forssman-Lehmann syndrome
Cardiofaciocutaneous syndrome
Carney complex
Carpenter syndrome
Charcot-Marie-Tooth disease type 1A
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Cholesteryl ester storage disease
Chronic myeloid leukemia
Chronic neutrophilic leukemia
Congenital amegakaryocytic thrombocytopenia
Congenital bilateral absence of vas deferens
Congenital central hypoventilation syndrome
Congenital factor V deficiency
Constitutional mismatch repair deficiency syndrome
Costello syndrome
Cowden syndrome
Crouzon syndrome
Cushing syndrome due to bilateral macronodular adrenocortical disease
Cyclic neutropenia
Cystic fibrosis
DDX41-related hematologic malignancy predisposition syndrome
DERMATITIS, ATOPIC
Delta-beta-thalassemia
Dihydropyrimidine dehydrogenase deficiency
Dominant beta-thalassemia
Duchenne muscular dystrophy
Essential thrombocythemia
F12-related hereditary angioedema with normal C1Inh
Familial Mediterranean fever
Familial adenomatous polyposis
Familial adenomatous polyposis due to 5q22.2 microdeletion
Familial atypical multiple mole melanoma syndrome
Familial hypocalciuric hypercalcemia type 1
Familial hypocalciuric hypercalcemia type 2
Familial hypocalciuric hypercalcemia type 3
Familial idiopathic steroid-resistant nephrotic syndrome with focal segmental hyalinosis
Familial isolated hyperparathyroidism
Familial isolated pituitary adenoma
Familial melanoma
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Familial pancreatic carcinoma
Familial platelet disorder with associated myeloid malignancy
Familial prostate cancer
Familial thrombocytosis
Fanconi anemia
Fragile X syndrome
Fragile X-associated tremor/ataxia syndrome
Friedreich ataxia
Gardner syndrome
Gastric adenocarcinoma and proximal polyposis of the stomach
Generalized juvenile polyposis/juvenile polyposis coli
Gilbert syndrome (NON RARE IN EUROPE)
Glycogen storage disease due to glucose-6-phosphatase deficiency type Ia
Glycogen storage disease due to hepatic glycogen synthase deficiency
Glycogen storage disease due to liver phosphorylase kinase deficiency
Glycogen storage disease due to muscle glycogen phosphorylase deficiency
Guanidinoacetate methyltransferase deficiency
HJV or HAMP-related hemochromatosis
Hemochromatosis type 1 (NON RARE IN EUROPE)
Hemochromatosis type 4
Hemoglobin C disease
Hemoglobin D disease
Hemoglobin E disease
Hemoglobin M disease
Hereditary ATTR amyloidosis
Hereditary breast and/or ovarian cancer syndrome
Hereditary breast cancer
Hereditary chronic pancreatitis
Hereditary diffuse gastric cancer
Hereditary hyperekplexia
Hereditary mixed polyposis syndrome
Hereditary neuropathy with liability to pressure palsies
Hereditary neutrophilia
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Hereditary nonpolyposis colorectal cancer
Hereditary pheochromocytoma-paraganglioma
Hereditary site-specific ovarian cancer syndrome
Heterozygous familial hypercholesterolemia (NON RARE IN EUROPE)
Homocystinuria due to methylene tetrahydrofolate reductase deficiency
Homozygous familial hypercholesterolemia
Huntington disease
Hypochondroplasia
Hypoparathyroidism-sensorineural deafness-renal disease syndrome
Idiopathic aplastic anemia
Idiopathic bronchiectasis
Idiopathic central precocious puberty
Infantile spasms syndrome
Inherited acute myeloid leukemia
Inherited cancer-predisposing syndrome due to biallelic BRCA2 mutations
Intrahepatic cholestasis of pregnancy
Irinotecan toxicity
Joubert syndrome
Joubert syndrome with hepatic defect
Joubert syndrome with ocular defect
Joubert syndrome with oculorenal defect
Juvenile polyposis of infancy
Kallmann syndrome
Kostmann syndrome
L-Arginine:glycine amidinotransferase deficiency
Leydig cell hypoplasia due to LHB deficiency
Li-Fraumeni syndrome
Lynch syndrome
Léri-Weill dyschondrosteosis
MAGEL2-related Prader-Willi-like syndrome
MIRAGE syndrome
MITF-related melanoma and renal cell carcinoma predisposition syndrome
MSH3-related attenuated familial adenomatous polyposis
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MUC1-related autosomal dominant tubulointerstitial kidney disease
MUTYH-related attenuated familial adenomatous polyposis
Mayer-Rokitansky-Küster-Hauser syndrome type 1
Meckel syndrome
Medium chain acyl-CoA dehydrogenase deficiency
Melanoma and neural system tumor syndrome
Muenke syndrome
Muir-Torre syndrome
Multiple endocrine neoplasia type 1
Multiple endocrine neoplasia type 2A
Multiple endocrine neoplasia type 2B
Multiple endocrine neoplasia type 4
NON RARE IN EUROPE: Autosomal dominant ichthyosis vulgaris
NON RARE IN EUROPE: Recurrent acute pancreatitis
NTHL1-related attenuated familial adenomatous polyposis
Neonatal severe primary hyperparathyroidism
Neurodegenerative syndrome due to cerebral folate transport deficiency
Nijmegen breakage syndrome
Nijmegen breakage syndrome-like disorder
Non-specific syndromic intellectual disability
Normosmic congenital hypogonadotropic hypogonadism
Null pituitary adenoma
Obesity due to SIM1 deficiency
Obesity due to congenital leptin deficiency
Obesity due to leptin receptor gene deficiency
Obesity due to melanocortin 4 receptor deficiency
Obesity due to pro-opiomelanocortin deficiency
Obesity due to prohormone convertase I deficiency
Pancytopenia-developmental delay syndrome
Partial chromosome Y deletion
Peutz-Jeghers syndrome
Polycythemia vera
Polymerase proofreading-related adenomatous polyposis

file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3100
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3100
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3100
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/829
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/829
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/829
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3939
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3939
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3939
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/191
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/191
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/191
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1385
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1385
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1385
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1005
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1005
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1005
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2992
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2992
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2992
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/350
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/350
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/350
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/116
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/116
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/116
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/839
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/839
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/839
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/837
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/837
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/837
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1180
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1180
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1180
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/4021
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/4021
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/4021
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3893
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3893
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3893
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2162
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2162
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2162
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/309
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/309
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/309
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1437
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1437
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1437
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1235
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1235
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1235
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1632
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1632
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1632
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3114
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3114
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/3114
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2644
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2644
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2644
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1783
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1783
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1783
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1822
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1822
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/1822
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2803
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2803
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2803
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/352
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/352
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/352
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2912
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2912
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2912
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2910
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2910
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2910
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2911
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2911
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2911
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2262
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2262
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2262
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/194
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/194
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/194
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/173
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/173
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/173
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2559
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2559
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2559
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2482
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2482
file:///var/www/gentest.healthdata.be/docroot//index.php/index.php/disease/2482


Prader-Willi syndrome due to imprinting mutation
Prader-Willi syndrome due to maternal uniparental disomy of chromosome 15
Prader-Willi syndrome due to paternal deletion of 15q11q13 type 2
Precursor B-cell acute lymphoblastic leukemia
Primary familial polycythemia
Primary hypereosinophilic syndrome
Primary myelofibrosis
Progressive familial intrahepatic cholestasis type 1
Progressive familial intrahepatic cholestasis type 2
Progressive familial intrahepatic cholestasis type 3
Prolactinoma
Proximal spinal muscular atrophy type 1
Proximal spinal muscular atrophy type 2
Proximal spinal muscular atrophy type 3
Proximal spinal muscular atrophy type 4
RAS-associated autoimmune leukoproliferative disease
Rare autosomal recessive non-syndromic sensorineural deafness type DFNB
Refractory anemia
Refractory anemia with excess blasts type 1
Refractory anemia with excess blasts type 2
Rett syndrome
Rubinstein-Taybi syndrome due to 16p13.3 microdeletion
Rubinstein-Taybi syndrome due to CREBBP mutations
Rubinstein-Taybi syndrome due to EP300 haploinsufficiency
SHOX-related short stature
Selection of therapeutic option in colorectal cancer
Senior-Loken syndrome
Serrated polyposis syndrome
Severe early-onset obesity-insulin resistance syndrome due to SH2B1 deficiency
Shwachman-Diamond syndrome
Sickle cell anemia
Sickle cell-beta-thalassemia disease syndrome
Sickle cell-hemoglobin D disease syndrome
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Sickle cell-hemoglobin E disease syndrome
Silent pituitary adenoma
Sitosterolemia
Sotos syndrome
Steinert myotonic dystrophy
Symptomatic form of fragile X syndrome in female carriers
Symptomatic form of hemochromatosis type 1
Symptomatic form of muscular dystrophy of Duchenne and Becker in female carriers
Tacrolimus dose selection
Thrombocythemia with distal limb defects
Turcot syndrome with polyposis
UMOD-related autosomal dominant tubulointerstitial kidney disease
Ulnar-mammary syndrome
Von Hippel-Lindau disease
WAGR syndrome
Wiskott-Aldrich syndrome
X-linked cerebral adrenoleukodystrophy
X-linked creatine transporter deficiency
X-linked severe congenital neutropenia

Related Gene Panels 

Breast cancer, hereditary (13 genes) - ULG
Cancer (Breast, ovary, colon,…) (26 genes) - ULG
Central Precocious Puberty (5 genes) - ULG
Cerebral folate transport deficiency (2 genes) - ULG
Early-onset severe obesity (44 genes) - ULG
Erythocyoses, polycythémies, thrombocytoses congénitales (gene panel) - ULG
Familial Hypercholesterolemia panel (9 genes) - ULG
Germline analysis of BRCA1/2 for iPARP treatment
Hematologic Familiar Forms - ULG
Hereditary Melanoma Panel (7 genes) - ULG
Hereditary Myelodysplastic /Acute Leukemia Predisposition Syndromes (gene panel)
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Hereditary Polyposis Panel (11 genes) - ULG
Hereditay Non Polyposis Colorectal Cancer (8 genes) - ULG
Hyperekplexia (3 genes) - ULG
Intellectual disability/Epilepsy (1091 genes) - ULG
Movement Disorders - ULG
Non syndromic hearing loss and deafness (2 genes) - IPG - ULG
Pancreatitis (7 genes) - ULG
Panel Nephro-ULG-V1
Paraganglioma-pheochromocytoma (6 genes) - ULG
Pituitary adenoma (4 genes) - ULG
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