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Sequence Capture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot

Aderhautmel EDTA-Blut, H in-Blut, DNA MiS Humi 2023
erhautmelanom ut, Heparin-Blu SeqNext v.5.3.4 iSeq (Illumina) X
A ital YP11A1, STAR, HSD3B2, CYP17A1 ing-by- hesis (Mi I Pil
drenogenitales Syndrom (C ,S , HSD3B2, C , EDTA-Blut, Heparin-Blut, DNA Sequence Capture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot MiSeq (llumina) X 5021
CYP11B1, POR) SegqNext v.5.3.4
S Capt S ing-by-synthesis (MiS JSIS Pilot
Albinismus (TYR, OCA2, TYRP1, SLCA5A2, SLC24A5) EDTA-Blut, Heparin-Blut, DNA vesqunce apture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot | /.o 11 ina) X 2021
Albinismus (TYR, OCA2, TYRP1, SLC45A2, SLC24A5) EDTA-BIlut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqgStudio (Applied Biosystems) X 2021
Aldosteronsynthase-Mangel (CYP11B2) EDTA-Blut, Heparin-Blut, DNA PCR / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot v.5.3.4 MiSeq (lllumina) X 2026
S Capt S ing-by-synthesis (MiS JSIS Pilot
Cowden-Syndrom (PTEN) EDTA-Blut, Heparin-Blut, DNA vesq;e4nce apture / Sequencing-by-synthesis (MiSeq) / equence Fiio MiSeq (lllumina) X 2021
DAX-1 (NROB1) EDTA-BIlut, Heparin-Blut, DNA PCR / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot v.5.3.4 MiSeq (lllumina) X 2026
DRPLA (ATN1) EDTA-BIlut, Heparin-Blut, DNA PCR, Fragmentanalysen, Gene Mapper v.5 3130 Genetic Analyzer (ABI) X 2009
S Capt S ing-by-synthesis (MiS JSIS Pilot
DSD (NR5A1, HSD17B3, SRD5A2, AR, MAMLD1) EDTA-Blut, Heparin-Blut, DNA vesqunce apture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot | /.o 1y ina) X 2026
S Capt S ing-by-synthesis (MiS JSIS Pilot
Ehlers-Danlos-Syndrom (COL3A1, COL5A1, COL5A2, TNXB) EDTA-Blut, Heparin-Blut, DNA vesqunce apture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot | /.o 1 ina) X 2021
Ehlers-Danlos-Syndrom (COL3A1, COL5A1, TNXB) EDTA-Blut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqStudio (Applied Biosystems) X 2021
Fra(X)-Syndrom, FXTAS (FMR1) EDTA-Blut, Heparin-Blut, DNA PCR, Fragmentanalysen, Gene Mapper v.5 3130 Genetic Analyzer (ABI) X 2009
Friedreich Ataxie (FXN) EDTA-Blut, Heparin-Blut, DNA PCR, Fragmentanalysen, Gene Mapper v.5 3130 Genetic Analyzer (ABI) X 2009
HBOC (BRCA1, BRCA2, CHEK2, PALB2, RAD51C, RAD51D) EDTA-Blut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqStudio (Applied Biosystems) X 2021
HBOC (BRCA1, BRCA2, ATM, BARD1, BRIP1, CDH1, CHEK2, PALB2 S Capt S ing-by-synthesis (MiS JSIS Pilot
( ’ ’ ’ ’ ’ ’ ’ ’ |EDTA-Blut, Heparin-Blut, DNA equence Capture / Sequencing-by-synthesis (Miseq) / JSI Sequence Pilo MiSeq (Illumina) X 2021
PTEN, RAD51C, RAD51D, STK11 und TP53) v.5.3.4
Hereditare Dystonie (THAP1) EDTA-Blut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqStudio (Applied Biosystems) X 2021
S Capt S ing-by-synthesis (MiS JSIS Pilot
Hereditares Magenkarzinom (CDH1) EDTA-Blut, Heparin-Blut, DNA Vesq;e4nce apture / Sequencing-by-synthesis (Miseq) / equence Hlo MiSeq (lllumina) X 2021
Hereditares Magenkarzinom (CDH1) EDTA-Blut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqStudio (Applied Biosystems) X 2021
Sequence Capture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot
HNPCC (MLH1, MSH2, MSH6, PMS2, EPCAM) EDTA-Blut, Heparin-Blut, DNA y 5q3 Y pture / Seq g-hy=sy (MiSeq) /)51 Seq Miseq (lllumina) X 2021
HNPCC (MLH1, MSH2, MSH6, PMS2, EPCAM) EDTA-BIlut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqgStudio (Applied Biosystems) X 2021
Huntington Krankheit (HTT) EDTA-BIlut, Heparin-Blut, DNA PCR, Fragmentanalysen, Gene Mapper v.5 3130 Genetic Analyzer (ABI) X 2009
Huntington-like (TBP, JPH3) EDTA-BIlut, Heparin-Blut, DNA PCR, Fragmentanalysen, Gene Mapper v.5 3130 Genetic Analyzer (ABI) X 2009
21-Hydroxylasemangel (CYP21A2) EDTA-BIlut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqgStudio (Applied Biosystems) X 2021
21-Hydroxylase-Mangel (CYP21A2) EDTA-Blut, Heparin-Blut, DNA PCR / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot v.5.3.4 MiSeq (lllumina) X 2021
Kleinwuchs (SHOX) EDTA-Blut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqgStudio (Applied Biosystems) X 2021
S Capt S ing-by-synthesis (MiS JSI'S Pilot
Kleinwuchs (SHOX) EDTA-Blut, Heparin-Blut, DNA Vesq;znce apture / Sequencing-by-synthesis (MiSeq) /JSI Sequence Pilot | .o o) X 2021
Sequence Capture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot
Li-Fraumeni-Syndrom (TP53) EDTA-Blut, Heparin-Blut, DNA y 5q3 Y, pture / Seq g-by=sy (MiSeq) /)51 Seq Miseq (lllumina) X 2021
Li-Fraumeni-Syndrom (TP53) EDTA-Blut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqgStudio (Applied Biosystems) X 2021
. ) Sequence Capture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot . .

Loeys-Dietz-Syndrom (SMAD3, TGFB2, TGFBR1, TGFBR2) EDTA-Blut, Heparin-Blut, DNA V.5.3.4 MiSeq (lllumina) X 2023
Marfan-Syndrom (FBN1, TGFBR2) EDTA-Blut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqgStudio (Applied Biosystems) X 2021
Sequence Capture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot
Marfan-Syndrom (FBN1, TGFBR1, TGFBR2) EDTA-Blut, Heparin-Blut, DNA q pture /Seq g-by=5y (MiSeq) /)51 Seq Miseq (lllumina) X 2023
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Sequence Capture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot

Neurofibromatose (NF1) EDTA-Blut, Heparin-Blut, DNA v.5.3.4 MiSeq (lllumina) X 2021
Neurofibromatose (NF1) EDTA-BIlut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqgStudio (Applied Biosystems) X 2021
Noonan-Syndrom (PTPN11, SOS1, RAF1, RIT1, BRAF, KRAS) EDTA-Blut, Heparin-Blut, DNA \S/Zq_;ince Capture / Sequencing-by-synthesis (MiSeq) /51 Sequence Pilot | .o oy ooino) X 2021
ZaHr;I;r;’azlgztzTir;cgz f\iTﬁ?lMZZC;iAgﬁgNifﬂszTKElplciaLizHSTM EDTA-Blut, Heparin-Blut, DNA \S,Zq_;ince Capture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot Miseq (lllumina) X 2021
Parkinson (PARK2, SNCA, PINK1, UCHL1, PARK7, ATP13A2, LRRK2) [EDTA-Blut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 MiSeq (lllumina) X 2021
Peutz-Jeghers-Syndrom (STK11) EDTA-Blut, Heparin-Blut, DNA \S/fasq;ilnce Capture / Sequencing-by-synthesis (MiSeq) /51 Sequence Pilot MiSeq (lllumina) X 2021
Peutz-Jeghers-Syndrom (STK11) EDTA-BIlut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqgStudio (Applied Biosystems) X 2021
Polyposis, adenomatos: FAP / MAP (APC, MUTYH) EDTA-Blut, Heparin-Blut, DNA \S/?;che Capture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot MiSeq (lllumina) X 2021
Polyposis, adenomatds: FAP / MAP (APC, MUTYH) EDTA-Blut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqStudio (Applied Biosystems) X 2021
Polyposis, adenomatds: PPAP (POLD1, POLE, NTHL1, MSH3) EDTA-Blut, Heparin-Blut, DNA \Sf;;ilnce Capture / Sequencing-by-synthesis (Miseq) / JSI Sequence Pilot |\ oo 1 ina) X 2021
Polyposis, juvenil: JPS (BMPR1A, SMADA4) EDTA-Blut, Heparin-Blut, DNA \Sf;;ilnce Capture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot |\ oo 1 ina) X 2023
Prostatakarzinom (BRCA1, BRCA2, CHEK2, PALB2, ATM) EDTA-Blut, Heparin-Blut, DNA \Sf;;ilnce Capture / Sequencing-by-synthesis (MiSeq) /51 Sequence Pilot | .o oy oioo) X 2021
Prostatakarzinom (BRCA1, BRCA2, CHEK2, PALB2, ATM) EDTA-Blut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqStudio (Applied Biosystems) X 2021
Pseudohypoaldosteronismus Typ 1 (NR3C2) EDTA-Blut, Heparin-Blut, DNA \S/.esq;.e;lnce Capture / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot MiSeq (lllumina) X 2026
Rett-Syndrom (MECP2) EDTA-Blut, Heparin-Blut, DNA PCR / Sequencing-by-synthesis (MiSeq) / JSI Sequence Pilot v.5.3.4 MiSeq (lllumina) X 2021
Rett-Syndrom (MECP2) EDTA-Blut, Heparin-Blut, DNA MLPA / JSI Sequence Pilot v.5.3.4 SeqStudio (Applied Biosystems) X 2021
RNUA4-2 assoziierte Entwicklungsstérung EDTA-Blut, Heparin-Blut, DNA PCR / Sanger Sequenzierung / Sequencing Analysis Software v.6 SeqStudio (Applied Biosystems) X 2024
SBMA (AR) EDTA-BIlut, Heparin-Blut, DNA PCR, Fragmentanalysen, Gene Mapper v.5 3130 Genetic Analyzer (ABI) X 2009
Schwerhorigkeit (GJB2) EDTA-Blut, Heparin-Blut, DNA PCR / Sanger Sequenzierung / Sequencing Analysis Software v.6 SeqgStudio (Applied Biosystems) X 2021
Schwerhorigkeit (GJB6) EDTA-BIlut, Heparin-Blut, DNA PCR (Agarosegelkammer) X 2021
Spinocerebelldre Ataxien (SCA 1, 2, 3, 4,6, 7,8, 10, 12, 17) EDTA-Blut, Heparin-Blut, DNA PCR, Fragmentanalysen, Gene Mapper v.5 3130 Genetic Analyzer (ABI) X 2009
Tumorpanel (APC, ATM, BAP1, BARD1, BMPR1A, BRCA1, BRCA2,

MISHS, MSHS, MUTYL, NFL NTHLL PALB2, M2, POLDA, POLE, |EDTABlu,Heparin-But, DNA Sequence Capture / Sequencin:by-synthess (MiSea) /11 Sequence PISt | iy x

PTCH1, PTCH2, PTEN, RAD51C, RAD51D, SMAD4, STK11, SUFU,

TP53, VHL)

SegNext v.5.3.4
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