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Analyt (Messgröße) Untersuchungstechnik Gerät

Agammaglobulinämie, x-chromosomal (BTK) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P210) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Alzheimer-Erkrankung (APP, HFE) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P170, P347) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Angiofibrom (MEN1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P017) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Aniridie-Wilms-Tumor-Syndrom (PAX6, WT1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P118, P219) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Antenatales Bartter-Syndrom Typ 1 (SLC12A1) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Antenatales Bartter-Syndrom Typ 2 (KCNJ1) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Apolipoprotein-Mangel (APOC2) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

ATTR-Amyloidose (TTR) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Autosomal dominante Hypercholesterinämie 1 (LDLR) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P062) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Autosomal dominante polyzystische Nierenerkrankung (PKD1, PKD2) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P351, P352) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Branchio-Oto-Renale Dysplasie 1 (EYA1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P153) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MLPA (MRC-Holland, Kit P236, P296) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Caroli-Erkrankung (PKHD1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P341, P342) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Chylomikronämie (APOC2, LPL) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Cystinose (CTNS) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P473) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Cystinurie (SLC3A1, SLC7A9) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P426) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MLPA (MRC-Holland, Kit P236, P296) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Untersuchungs-
material (Matrix)

Anweisung/
Version

Alport-Syndrom
(COL4A3, COL4A4, COL4A5)

MLPA (MRC-Holland, Kit P191, P192, 
P439, P444)

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)

Bartter-Syndrom
(CASR, CLCNKB, GNA11, KCNJ1, SLC12A1)

MLPA (MRC-Holland, Kit P177, P266, 
P200 mit in-house-Sonden)

C3-Glomerulonephritis (CD46, CFH, CFHR1, CFHR2, CFHR3, CFHR4, 
CFHR5, CFI)

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden, P218)

Dense Deposit Disease (CD46, CFH, CFHR1, CFHR2, CFHR3, CFHR4, 
CFHR5, CFI)
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Denys-Drash-Syndrom (WT1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P118) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Dihydroxyadenin-Urolithiasis (APRT) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Dyschondrosteosis Leri-Weill (SHOX) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P018) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Epstein-Syndrom (MYH9) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P432) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Erbliche Pankreaserkrankungen (PRSS1, SPINK1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P242) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Faktor XII-Mangel (F12) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P243) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Familiäre hypocalciurische Hypercalciämie Typ 1 (CASR) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Familiäre hypocalciurische Hypercalciämie Typ 2 (GNA11) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Familiäre hypocalciurische Hypercalciämie Typ 3 (AP2S1) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Familiäre partielle Lipodystrophie Typ 2 (LMNA) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P048) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Familiäre partielle Lipodystrophie Typ 3 (PPARG) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P224) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Familiäres Mittelmeerfieber (MEFV) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P094) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Fechtner-Syndrom (MYH9) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P432) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Frasier-Syndrom (WT1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P118) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Fruktoseintoleranz (ALDOB) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P255) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Galactosämie (GALT) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P156) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Gitelman-Syndrom (SLC12A3) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P136) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MLPA (MRC-Holland, Kit P347) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MLPA (MRC-Holland, Kit P236, P296) MT02/03 Applied Biosystem 3130 Genetic Analyzer

HDR-Syndrom (GATA3) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P234) MT02/03 Applied Biosystem 3130 Genetic Analyzer

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)

Erbliche renale Salzverlust-Syndrome
(CASR, CLCNKB, CLDN16, GNA11, HNF1B, KCNJ1, SLC12A1, 
SLC12A3)

MLPA (MRC-Holland, Kit P136, P177, 
P241, P266, P200 mit in-house-Sonden)

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)

Hämochromatose
(HAMP, HFE, HFE2, SLC40A1, TFR2)

Hämolytisch Urämisches Syndrom (CD46, CFH, CFHR1, CFHR2, 
CFHR3, CFHR4, CFHR5, CFI)
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Hereditäre Leiomyomatose mit Nierenzellkarzinom (FH) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P198) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MLPA (MRC-Holland, Kit P243) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Hyperaldosteronismus Typ 1 (CYP11B1, CYP11B2) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P495) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Hypercalciurische Hypocalciämie 1 (CASR) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P177) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Hypercalciurische Hypocalciämie 2 (GNA11) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MLPA (MRC-Holland, Kit P117, P241) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Hypoaldosteronismus (CYP11B2) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P495) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Hypophosphatasie (ALPL) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P484) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Karzinoidtumore der Lunge (MEN1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P017) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Karzinom der Nebenschilddrüse (CDC73) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P466) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Kelley-Seegmiller-Syndrom (HPRT1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P447) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Klassisches Bartter-Syndrom (CLCNKB) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P266) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Kongenitales nephrotisches Syndrom vom Typ 02 (NPHS2) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Langer-Mesomelie (SHOX) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P018) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Lesch-Nyhan-Syndrom (HPRT1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P447) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Lipom (MEN1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P017) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Hereditäres Angioödem
(F12, SERPING1)

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)

Hyperinsulinämische Hypoglycämie
(ABCC8, GCK, HNF1A, HNF4A, KCNJ11)

Hyperoxalurie
(AGXT, GRHPR, HOGA1)

MLPA (MRC-Holland, Kit 305, P200 mit 
in-house MLPA-Sonden)

Hyperparathyreoidismus
(AP2S1, CASR, CDC73, GNA11)

MLPA (MRC-Holland, Kit P177, P200 
mit in-house MLPA-Sonden, P466)

Hypomagnesiämie
(CLDN16, HNF1B, SLC12A3)

MLPA (MRC-Holland, Kit P136, P241, 
P200 mit in-house MLPA-Sonden)

Hypoparathyreoidismus
(AP2S1, CASR, GATA3, GNA11, PTH)

MLPA (MRC-Holland, Kit P177, P234, 
P466, P200 mit in-house MLPA-
Sonden)

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)
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Lysinurische Proteinintoleranz (SLC7A7) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P426) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Malouf-Syndrom (LMNA) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P426) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MLPA (MRC-Holland, Kit P236, P296) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Morbus Fabry (GLA) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P159) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Multiple endokrine Neoplasie 1 (MEN1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P017) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Nagel-Patella-Syndrom (LMX1B) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P289) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Nebennierenadenom (MEN1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P017) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Nebenschilddrüsenadenom (MEN1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P017) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Nephronophthise 01 (NPHP1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P387) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Nierenzysten und Diabetes (RCAD) (HNF1B) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P241, P357) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Ornithin-Carbamoyltransferase-Mangel (OTC) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P079) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Osteoglophone Dysplasie (FGFR1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P133) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Polyzystische Nierenerkrankung 4 (PKHD1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P341, P342) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Protein S-Mangel (PROS1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P112) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Pseudohypoparathyreoidismus Typ 1B (GNAS, STX16) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Renale Dysplasie mit Hypopituitarismus und Diabetes (HNF1A) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P241) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Renale Hypodysplasie/Aplasie (RET) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P169) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Renaler Diabetes insipidus (AQP2, AVPR2) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MLPA (MRC-Holland, Kit P128) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Membranoproliferative Glomerulonephritis
(MPGN) (CD46, CFH, CFHR1, CFHR2, CFHR3, CFHR4, CFHR5, CFI)

MODY-Diabetes (ABCC8, CEL, GCK, HNF1A, HNF1B, HNF4A, INS, 
KCNJ11, KLF11, NEUROD1, PAX4, PDX1)

MLPA (MRC-Holland, Kit ME033, P117, 
P170, P241, P357)

MLPA (MRC-Holland, Kit ME031), MS-
MLPA

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)

Störungen im Cytochrom P450-System (CYP1A1, CYP1A2, CYP1B1, 
CYP2A6, CYP2B6, CYP2C9, CYP2C19, CYP2D6, CYP2E1, CYP3A4, 
CYP3A5, GSTM1, GSTP1, GSTT1)

Syndrom der dünnen Basalmembran
(COL4A3, COL4A4, COL4A5)

MLPA (MRC-Holland, Kit P191, P192, 
P439, P444)
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EDTA-Blut; DNA MLPA (MRC-Holland, Kit P236, P296) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Transienter neonataler Diabetes mellitus 1 (KCNJ11, ZFP57) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Tuberöse Sklerose 1 (TSC1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P124) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Tuberöse Sklerose 2 (TSC2) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Von Hippel-Lindau-Syndrom (VHL) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P016) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Wachstumshormon-Mangel (BTK, GH1, GHRHR) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P210, P216) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Wachstumshormon-Überempfindlichkeit (GHR) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P262) MT02/03 Applied Biosystem 3130 Genetic Analyzer

EDTA-Blut; DNA MLPA (MRC-Holland, Kit P217, P262) MT02/03 Applied Biosystem 3130 Genetic Analyzer

WAGR-Syndrom (PAX6, WT1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P118, P219) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Weitwinkelglaukom 3A (CYP1B1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P495) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Williams-Beuren-Syndrom (ELN) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P029) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Wolfram-Syndrom 1 (WFS1) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P163) MT02/03 Applied Biosystem 3130 Genetic Analyzer

X-chromosomal dominante hypophosphatämische Rachitis (PHEX) EDTA-Blut; DNA MLPA (MRC-Holland, Kit P223) MT02/03 Applied Biosystem 3130 Genetic Analyzer

Zentraler Diabetes insipidus (AVP) EDTA-Blut; DNA MT02/03 Applied Biosystem 3130 Genetic Analyzer

Stand: 14.12.2023

Thrombotische Mikroangiopathien (CD46, CFH, CFHR1, CFHR2, 
CFHR3, CFHR4, CFHR5, CFI)

MLPA (MRC-Holland, Kit ME033), MS-
MLPA

MLPA (MRC-Holland, Kit P046 und 
P337)

Venöse thromboembolische Erkrankungen
(F12, PROC, PROS1, SERPINC1)

MLPA (MRC-Holland, Kit P112, P227, 
P243, P265)

Wachstumshormon-Unempfindlichkeit
(GHR, IGF1, IGF1R, IGFALS, IGFBP3, STAT5B)

MLPA (MRC-Holland, Kit P200 mit in-
house MLPA-Sonden)
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