0 LABOR STABER

geanderte Parameter

. Fihrtep

Standort: Bischof-von-Henle Strafle 2a, 93051 Regensburg Hintergrundliste ML

Untersuchungsgebiet: Humangenetik (Molekulare Humangenetik)

Untersuchungsart:
Molekularbiologische Untersuchungen (Amplifikationsverfahren)

[Aortenaneurysma (ACTA2, COL3A1, FBN1, MYH11, MYLK, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
SMAD3, TGFB2, TGFBR1, TGFBR2); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[Nextera Custom Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Arrhythmogene rechtsventrikuldre Kardiodysplasie (ARVD; H . . .
ochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
DSC2, DSG2, DSP, FLN_C’ JUP, PKP2, PLN, CDH2, CTNNAS, EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
DES, TGFB3, TMEM43); SNV, CNV B h :
. LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
[Nextera Custom Panel, lllumina]
A: ie (A iefaktor (AZF)-Deletion) EDTA-Blut, DNA; DNA PCR, Agarosegelelektrophorese RH-MG-SOP-Multiplex-PCR (LDT) - 3 Thermocycler wochentlich
permie o ! i ’ » A9 9 P P Gelelektrophoresekammer
Behget, Morbus (HLA-B51) EDTA-Blut, DNA; DNA PCR, Agarosegelelektrophorese RH-MG-SOP-HLA-Diagnostik (LDT) - 5 Thermocycler wéchentlich
Gelelektrophoresekammer
BRCA-Diagnostik vor PARP-Inhibitoren-Therapie (BRCA7, Hoehdurehsatzscquenzierung (NGS, Seauence capiurer MiSeq
BRCA2); SNV, CNV EDTA-Blut, DNA; DNA B S S (s “’t"':‘a)', RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[TruSight hereditary Cancer-Panel, lllumina] MOL(:,A unManager (lllu a); SeqpPilot ( edical Systems)); Thermocycler
Brugada-Syndrom (SCN5A, CACNA1C, CACNB2, GPD1L, HCN4, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
KCND3, KCNE3, SCN1B, SCN3B, TRPM4); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[Nextera Custom Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Brust- und Ovarialkarzinom, hereditdr (HBOC; BRCA1, BRCA2, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
CHEK2, PALB2, RAD51C, TP53); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[TruSight hereditary Cancer-Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Brust- und Ovarialkarzinom, hereditér, erweiterte Diagnostik . .
; . Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
?JzﬂkgﬁgP;,N%RngCDHt PTEN, STK11, RAD51D, EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[TruSight hereditary Cancer-Panel, lilumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Catecholaminerge polymorphe ventrikuldare Tachykardie . . .
Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
%LRNZ)’ gﬁ%Mé,N?IALMZ, CALM3, CASQ2, KCNJ2, TECRL, EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
’ ’ . LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
[Nextera Custom Panel, lllumina]
Cystische Fibrose (Mukoviszidose und CBAVD; CFTR); SNV, g“hd”'?hszgzseq‘:ﬁ"z'e":\;‘%(N%S' ":m'l"s'k‘;t"bas'em; . MiSeq
CNV EDTA-Blut, DNA; DNA B S (s “'t""':‘a)', RH-MG-SOP-NGS-Qiaseq-Diagnostik (LDT) - 5 ABI310 14-tagig
[QiaSeq Targeted DNA Custom Panel, Qiagen] MOLCPaA unManager (lllu a); SeqpPilot ( edical Systems)); Thermocycler
Dilatative Kardiomyopathie (TTN, LMNA, MYBPC3, MYH6, MYH?7,
TNNT2, ACTC1, ACTN2, BAG3, DES, DSP, FLNC, JPH2, MYPN, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
NEXN, PLN, RBM20, SCN5A, TNNC1, TNNI3, TPM1, VCL); SNV, |EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
CNV LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
[Nextera Custom Panel, lllumina]
Ehlers-Danlos-Syndrom (COL1A1, COL1A2, COL3A1, COL5A1, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
COL5A2, TNXB, ADAMTS2, AEBP1, FKBP14, PLOD1, . . Sequencing-by synthesis; MiSeq Control Software (lllumina); MG . g iabe B . . P
SLC39A13); SNV, CNV EDTA-Blut, DNA; DNA LocalRunManager (lllumina); SeqPilot (JS| medical Systems)); | <F ME-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ?f‘:f:"%c er 14-tagig
[Nextera Custom Panel, lllumina] MLPA 4
Ehlers-Danlos-Syndrom (seltene Formen inkl. Brittle-Cornea- N N
Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
Syndrom) (B3GALTS, ?4GALT7’ C1R, C1S, CHST14, COL12A1, EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
DSE, PRDMS, ZNF469); SNV, CNV L IRunM lllumina); SeqPilot (JSI dical Systs Th I
[Nextera Custom Panel, lllumina] ocalRunManager (lllumina); SeqPilot (JSI medical Systems)) ermocycler
Familidre adenomatdse Polyposis coli (FAP/MAP; APC, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
MUTYH); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[TruSight hereditary Cancer-Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Familidre Hypercholesterindmie (LDLR, APOB, LDLRAP1, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
PCSK9); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[Nextera Custom Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
PR . . . . Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
Familiare juvenile Polyposis (FJP; BMPR1A, SWAD4); SNV, CNV|enra Byt DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina);  |RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[TruSight hereditary Cancer-Panel, lllumina] P h :
LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
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Untersuchungsart:

Hintergrundliste ML

geanderte Parameter

Molekularbiologische Untersuchungen (Amplifikationsverfahren)
Fragiles-X-assoziiertes Tremor-Ataxie-Syndrom (FXTAS, FMR1) |EDTA-Blut, DNA; DNA gréBensperifische DNA-Fragmentanalyse in Gelmatrix RH-MG-SOP-Fragmentlingenanalyse (LDT) - 5 ABIZ10 monatlich
(agf. Southern-Blot) Thermocycler
Fragiles-X-Syndrom (FMR1) EDTA-Blut, DNA; DNA gréRenspezifische DNA-Fragmentanalyse in Gelmatrix RH-MG-SOP-Fragmentlngenanalyse (LDT) - 5 ABIE10 monatlich
(ggf. Southern-Blot) Thermocycler
. . MG . . g - Thermocycler . .
Gonadendysgenesie (SRY) EDTA-Blut, DNA; DNA PCR, Agarosegelelektrophorese RH-MG-SOP-Multiplex-PCR (LDT) - 3 Gelelektrophoresekammer wochentlich
Hamoglobin-Genotypisierung (Thalassdmie-alpha (HBA1, HBA2) r . . MG . : . B Thermocycler . .
und Thalassémie-beta (HBB)) EDTA-Blut, DNA; DNA DNA Sequenzierung (Sanger), MLPA RH-MG-SOP-Sanger-Sequenzierung (LDT) - 4 ABI310, ABI3100 \wochentlich
Hereditdres Non-Polypdses Colon-Karzinom (HNPCC/ Lynch- gochdurf:hsa:,tzseql::nz!erl.'lvr;'gs(NGCS, feqlusenf(‘:e captlllllre; . MiSeq
Syndrom; MLH1, PMS2, MSH6, MSH2); SNV, CNV EDTA-Blut, DNA; DNA equencing-by synthesis; MiSeq Control Software (lllumina); oy G S0P.NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tigig
. . . LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
[TruSight hereditary Cancer-Panel, lllumina] MLPA Thermocycler
Hereditéres Periodisches Fieber (HPF, hereditdre
Fiebersyndrome; MEFV, ADA2, ELANE, IL1RN, IL36RN, LPIN2, Hochdurchsatzsequenzierung (NGS, amplikonbasiert; MiSe
MVK, NLRC4, NLRP12, NLRP3, NOD2, PSMBS8, PSTPIP1, EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-Qiaseq-Diagnostik (LDT) - 5 Th r:‘ ler 14-tagig
TNFRSF1A); SNV, CNV LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) ermocycle
[QiaSeq Targeted DNA Custom Panel, Qiagen]
:)grecr;rt;;‘)gs_NK;r:f’%o;::ag'gg:*(nl‘llﬁizc’?ﬂ,YI\ZZH;,yIA;N[Ii,JNNTZ Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
TNNC1’ TPM1)"SNV ClilV 7 7 7 7 ’ EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[Nextera Custom Panel, lilumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Kolonkarzinom (TP53, CHEK2, MUTYH, POLE, POLD1, PTEN, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
STK11); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[TruSight hereditary Cancer-Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Kolonkarzinom mit Polyposis (APC, BUPR1A, MUTYH, SMAD4, g:Chg:g.c:si‘zs:1‘::2:!:_":&‘.&“%%33‘:&?::’ep(‘lll‘lre%.na)_ MiSeq
GREM1, MSH3, NTHL1, PTEN, POLD1, POLE, STK11); SNV, CNV |EDTA-Blut, DNA; DNA quencing-by sy 1s; MiSeq &« e umina);  1RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tigig
. . . LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
[TruSight hereditary Cancer-Panel, lllumina] MLPA Thermocycler
Li-Fraumeni-Syndrom / TPDS (TP53, BAP1, CHEK2, POT1); SNV, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[TruSight hereditary Cancer-Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Loeys-Dietz-Syndrom (TGFBR1, TGFBR2, SMAD2, SMAD3, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
TGFB2, TGFB3); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[Nextera Custom Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Long-QT-Syndrom (KCNH2, KCNQ1, SCN5A, AKAPY, ANK2, . .
Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
CACNATC, CALM1, CALM2, CALMS3, CAV3, KCNE1, KCNE2,  |enra giut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina);  |RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
KCNJ2, KCNJ5, SCN4B, SNTA1, TRDN); SNV, CNV LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
[Nextera Custom Panel, lllumina] u 9 umina); Seqri ! Yy Yy
Magenkarzinom (CDH1, BMPR1A, CHEK2, MLH1, MSH2, MSHS, g°°hd”'.°hsi‘zseq‘:ﬁ"zfe_'”M“%‘NGCS' fe“l"senffe °apt|‘|’|'e? . MiSeq
PMS2, PTEN, SMAD4, STK11, TP53); SNV, CNV EDTA-Blut, DNA; DNA equencing-by synthesis; MiSeq Control Software (lllumina); (o4 G 50P.NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tigig
! . . LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
[TruSight hereditary Cancer-Panel, lllumina] MLPA Thermocycler
Magenkarzinom, erweiterte Diagnostik (CDH1, APC, ATM, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
BMPR1A, BRCA1, BRCA2, CHEK2, MLH1, MSH2, MSH6, MUTYH, . . Sequencing-by synthesis; MiSeq Control Software (lllumina); MG . . i e b " . _tEai
PMS2, PTEN, SWAD4, STK11, TP53); SNV, CNV EDTA-Blut, DNA; DNA LocalRunManager (lllumina); SeqPilot (JS| medical Systems)); |- M&-SOP-NGS-TruSight-Diagnostik (LDT) - 6 #:e'f:&c e 14-tdgig
[TruSight hereditary Cancer-Panel, lllumina] MLPA Yy
malignes Melanom (CDKN2A, CDK4, ACD, BAP1, MITF, POT1, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
TERF2IP, TERT); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[TruSight hereditary Cancer-Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
= . Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
Marfan-Syndrom (FBN1, TGFBR1, TGFBR2); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina);  |RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tigig
[Nextera Custom Panel, lllumina] P . N
LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
EDTA-Blut, DNA, . .
maternaler Kontaminationsausschluss Mundschleimhautabstrich, Mlkro-SateIIltenana_lyse RH-MG-SOP-Mikrosatellitenanalyse (LDT) - 3 ABIZ10 wochentlich
Gewebe; DNA (Fragmentanalyse inkl. Short Tandem Repeats) Thermocycler
Maturity Onset Diabetes of the Young (MODY; HNF4A, GCK, Hochdurchsatzsequenzierung (NGS, amplikonbasiert; .
MiSeq
HNF1A, PDX1, HNF1B, NEUROD1, KLF11, CEL, PAX4, INS, BLK, ! ) Sequencing-by synthesis; MiSeq Control Software (lllumina); e OB e ey : . s
ABCC8, KCNJ11, APPL1); SNV, CNV EDTA-Blut, DNA; DNA LocalRunManager (lllumina); SeqPilot (JSI medical Systems)); | MG-SOP-NGS-Qiaseq-Diagnostik (LDT) - § ?Ee'f;%c or 14-tagig
[QiaSeq Targeted DNA Custom Panel, Qiagen] MLPA Y
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Untersuchungsart:

Molekularbiologische Untersuchungen (Amplifikationsverfahren)

Mittelmeerfieber, hereditdr (MEFV); SNV, CNV
[QiaSeq Targeted DNA Custom Panel, Qiagen]

EDTA-Blut, DNA; DNA

Hintergrundliste ML

Hochdurchsatzsequenzierung (NGS, amplikonbasiert;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems))

RH-MG-SOP-NGS-Qiaseq-Diagnostik (LDT) - 5

MiSeq
ABI310
Thermocycler

geanderte Parameter

. Fihrtep

14-tégig

Morbus Wilson (ATP7B); SNV, CNV
[QiaSeq Targeted DNA Custom Panel, Qiagen]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, amplikonbasiert;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
MLPA

RH-MG-SOP-NGS-Qiaseq-Diagnostik (LDT) - 5

MiSeq
ABI310
Thermocycler

14-tégig

Narkolepsie (Haplotyp DQB1*06:02, HLA-DR15/DQ6)

EDTA-Blut, DNA; DNA

PCR, Agarosegelelektrophorese

RH-MG-SOP-HLA-Diagnostik (LDT) - 5

Thermocycler
Gelelektrophoresekammer

wochentlich

Neurofibromatose Typ 1 (NF17); SNV, CNV
[TruSight hereditary Cancer-Panel, lllumina]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, Sequence capture;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
MLPA

RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6

MiSeq
ABI310
Thermocycler

14-tagig

NF1, DD Legius-Syndrom (NF1, SPRED1); SNV, CNV
[TruSight hereditary Cancer-Panel, lllumina]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, Sequence capture;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
MLPA

RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6

MiSeq
ABI310
Thermocycler

14-tagig

Nierenkarzinom (FH, FLCN, MET, CHEK2, PTEN, SMARCB1,
TP53, TSC1, TSC2, VHL); SNV, CNV
[TruSight hereditary Cancer-Panel, lllumina]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, Sequence capture;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems))

RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6

MiSeq
ABI310
Thermocycler

14-tagig

Nierenkarzinom, erweiterte Diagnostik (FH, FLCN, MET, BAP1,
CHEK2, DICER1, DIS3L2, MLH1, MSH2, MSH6, PMS2, PTEN,
SDHB, SDHD, SMARCB1, TP53, TSC1, TSC2, VHL, WT1); SNV,
CNV

[TruSight hereditary Cancer-Panel, lllumina]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, Sequence capture;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
MLPA

RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6

MiSeq
ABI310
Thermocycler

14-tégig

Non-Compaction Kardiomyopathie (ACTC1, MYH7, PRDM16,
TAZ (TAFAZZIN), TPM1, ACTN2, DTNA, MIB1, LDB3, MYBPC3,
TNNT2); SNV, CNV

[Nextera Custom Panel, lllumina]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, Sequence capture;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems))

RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6

MiSeq
ABI310
Thermocycler

14-tagig

Noonan-Syndrom (Stufe I: PTPN11, Stufe Il: BRAF, KRAS, RAF1,
RIT1, SOS1); SNV, CNV
[QiaSeq Targeted DNA Custom Panel, Qiagen]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, amplikonbasiert;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems))

RH-MG-SOP-NGS-Qiaseq-Diagnostik (LDT) - 5

MiSeq
ABI310
Thermocycler

14-tagig

Ovarialkarzinom (BRCA1, BRCA2, BRIP1, MLH1, MSH2, MSH6,
PALB2, RAD51C, RAD51D, STK11); SNV, CNV
[TruSight hereditary Cancer-Panel, lllumina]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, Sequence capture;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
MLPA

RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6

MiSeq
ABI310
Thermocycler

14-tagig

Ovarialkarzinom - ohne BRCA1/BRCA2 (BRIP1, MLH1, MSH2,
MSH6, PALB2, RAD51C, RAD51D, STK11); SNV, CNV
[TruSight hereditary Cancer-Panel, lllumina]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, Sequence capture;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
MLPA

RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6

MiSeq
ABI310
Thermocycler

14-tagig

Pankreaskarzinom, PARP-Inhibitoren-Therapie (BRCA1,
BRCAZ2); SNV, CNV
[TruSight hereditary Cancer-Panel, lllumina]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, Sequence capture;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
MLPA

RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6

MiSeq
ABI310
Thermocycler

14-tagig

Pankreaskarzinom (BRCA1, BRCA2, CDKN2A, PALB2, STK11,
TP53); SNV, CNV
[TruSight hereditary Cancer-Panel, lllumina]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, Sequence capture;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems))

RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6

MiSeq
ABI310
Thermocycler

14-tagig

Pankreaskarzinom, erweiterte Diagnostik (BRCA1, BRCA2,
CDKN2A, PALB2, STK11, TP53, APC, ATM, CDC73, CHEK2,
MLH1, MSH2, MSH6, PMS2, PTEN); SNV, CNV

[TruSight hereditary Cancer-Panel, lllumina]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, Sequence capture;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems))

RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6

MiSeq
ABI310
Thermocycler

14-tagig

Pankreatitis, hereditar (PRSS1, SPINK1/PSTI, CFTR, CPA1,
CTRC); SNV, CNV
[QiaSeq Targeted DNA Custom Panel, Qiagen]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, amplikonbasiert;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
MLPA

RH-MG-SOP-NGS-Qiaseq-Diagnostik (LDT) - 5

MiSeq
ABI310
Thermocycler

14-tagig

Papillares Schilddriisenkarzinom, familidres nichtmedullares
Schilddriisenkarzinom (APC, BAP1, CHEK2, DICER1, PRKAR1A,
PTEN, TP53); SNV, CNV

[TruSight hereditary Cancer-Panel, lllumina]

EDTA-Blut, DNA; DNA

Hochdurchsatzsequenzierung (NGS, Sequence capture;
Sequencing-by synthesis; MiSeq Control Software (lllumina);
LocalRunManager (lllumina); SeqPilot (JSI medical Systems))

RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6

MiSeq
ABI310
Thermocycler

14-tagig
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Q LABOR STABER

Untersuchungsart:

Hintergrundliste ML

geanderte Parameter

Molekularbiologische Untersuchungen (Amplifikationsverfahren)
Paragangliom-Phdochromozytom-Syndrom (RET, SDHAF2, H . . .
. ochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
ngAéﬁ\[IJHB, SDHC, SDHD, VHL, MAX, MEN1, NF1, TMEM127); EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[TruSight hereditary Cancer-Panel, lilumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Primature Ovarialinsuffizienz (POF/FXPOI, FMR1) EDTA-Blut, DNA; DNA ?g’;?;"j&iﬂ:ﬁggt?NA'F'ag’"E"‘a"a'Vse in Gelmatrix RH-MG-SOP-Fragmentlangenanalyse (LDT) - 5 ?r?(:f:n(:)cycler monatlich
Prostatakarzinom, PARP-Inhibitoren-Therapie (BRCA2, BRCA1); g°°hd”'.°hs*:zseqLt'ﬁ"zfe_“u‘g(N%S' fe‘}:“se"f:‘e ca"‘lll‘lre; . MiSeq
SNV, CNV EDTA-Blut, DNA; DNA equencing-by synthesis; MiSeq Control Software (lllumina); o, \e SOP.NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tigig
X . . LocalRunManager (lllumina); SeqPilot (JSI medical Systems));
[TruSight hereditary Cancer-Panel, lllumina] MLPA Thermocycler
. . Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
;’T'zfstla‘;“‘ah'::zgﬂ ‘ngf:é r’f‘: E’l"r’]'e‘f'flﬁfnzi);]as]"v' env EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina);  |RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
9 i ' LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Prostatakarzinom, erweiterte Diagnostik (BRCA2, ATM, BRCA1, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
CDH1, CHEK2, FANCA, HOXB13, PALB2); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[TruSight hereditary Cancer-Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Hochdurchsatzsequenzierung (NGS, amplikonbasiert; MiSeq
Protein C-Defizienz (PROC); SNV, CNV . . Sequencing-by synthesis; MiSeq Control Software (lllumina); MG . Qi D : N s
[QiaSeq Targeted DNA Custom Panel, Qiagen] EDTA-Blut, DNA; DNA LocalRunManager (lllumina); SeqPilot (JSI medical Systems)); RH-MG-SOP-NGS-Qiaseq-Diagnostik (LDT) - 5 ?r?elfrlg)c cler 14-tagig
MLPA 4
Hochdurchsatzsequenzierung (NGS, amplikonbasiert; MiSeq
Protein S-Defizienz (PROS1); SNV, CNV . . Sequencing-by synthesis; MiSeq Control Software (lllumina); MG . _Oi D : . P
[QiaSeq Targeted DNA Custom Panel, Qiagen] EDTA-Blut, DNA; DNA LocalRunManager (lllumina); SeqPilot (JSI medical Systems)); RH-MG-SOP-NGS-Qiaseq-Diagnostik (LDT) - 5 ?r?elfrlg)c cler 14-tégig
MLPA 4
Restriktive Kardiomyopathie (TNNI3, FLNC, KIF20A, MYPN, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
TNNT2); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[Nextera Custom Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
[Short-QT-Syndrom (KCNH2, KCNJ2, KCNQ1, CACNA1C, Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
CACNB2); SNV, CNV EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
[Nextera Custom Panel, lllumina] LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
Hochdurchsatzsequenzierung (NGS, amplikonbasiert; MiSeq
[SHOX-Defizienz (SHOX); SNV, CNV . . Sequencing-by synthesis; MiSeq Control Software (lllumina); MG . . . . . P
[QiaSeq Targeted DNA Custom Panel, Qiagen] EDTA-Blut, DNA; DNA LocalRunManager (lllumina); SeqPilot (JSI medical Systems)); RH-MG-SOP-NGS-Qiaseq-Diagnostik (LDT) - 5 ?E;fr’:&cycler 14-tagig
MLPA
. - P . . Thermocycler - .
1@mie (HbS-Mutation in HBB) EDTA-Blut, DNA; DNA DNA Sequenzierung (Sanger) RH-MG-SOP-Sanger-Sequenzierung (LDT) - 4 ABI3100 wochentlich
Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
Sotos-Syndrom (NSD1, PTEN, PTCH1, GPC3); SNV, CNV . . Sequencing-by synthesis; MiSeq Control Software (lllumina); MG . g i bt Di . . thai
[TruSight hereditary Cancer-Panel, lllumina] EDTA-Blut, DNA; DNA LocalRunManager (lllumina); SeqPilot (JSI medical Systems)); RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ¢I’?¢:::r11(:)cycler 14-tégig
MLPA
- . . . Thermocycler . .
Thalassamie-alpha (HBA1, HBA2) EDTA-Blut, DNA; DNA DNA Sequenzierung (Sanger), MLPA RH-MG-SOP-Sanger-Sequenzierung (LDT) - 4 ABI310. ABI3100 wochentlich
Thalassamie-beta (HBB) EDTA-Blut, DNA; DNA DNA Sequenzierung (Sanger), MLPA RH-MG-SOP-Sanger-Sequenzierung (LDT) - 4 LE;T(;)CK;II; 00 \wochentlich
. . Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
[TT”r'l’fs'ff]‘: f:::;‘l’f:r (Tcsaileﬁiﬁ)asmzm?:;; EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina);  |RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
9 Y ' LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
. T . Hochdurchsatzsequenzierung (NGS, Sequence capture; MiSeq
[TT”r’L'I‘S"i’dr']ﬁ':::;'i‘:;'"‘::';'r:’:eer'_'gaigl‘"llf::;’ina] EDTA-Blut, DNA; DNA Sequencing-by synthesis; MiSeq Control Software (lllumina);  |RH-MG-SOP-NGS-TruSight-Diagnostik (LDT) - 6 ABI310 14-tagig
9 v ’ LocalRunManager (lllumina); SeqPilot (JSI medical Systems)) Thermocycler
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Hintergrundliste ML

gednderte Parameter

Untersuchungsart:
Molekularbiol h ifikati nicht mehr-durchgefiihrte-Parameter-
Untersuchungen (Amplifikationsverfahren)
Untersuchungsmaterial
Indikation und Analyt (MessgroRe) (Eingangsmaterial; Untersuchungstechnik Anweisung/Version Gerat Ansatztage
gof. T ial)
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Hintergrundliste ML

gednderte Parameter

Untersuchungsart:
Molekularbiol h ifikati nicht mehr-durchgefiihrte-Parameter-
Untersuchungen (Amplifikationsverfahren)
Untersuchungsmaterial
Indikation und Analyt (MessgroRe) (Eingangsmaterial; Untersuchungstechnik Anweisung/Version Gerat Ansatztage
gof. T ial)
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gednderte Parameter

Hintergrundliste ML ;

Untersuchungsart: A )
Molekularbiologische Untersuchungen (Hybridisierungsverfahren) richt-mehr durchgefiihrte Parameter-

Fragiles-X-assoziiertes Tremor-Ataxie-Syndrom (FXTAS, FMR1) |EDTA-Blut, DNA; DNA Southern-Blot RH-MG-SOP-Southern Blot, Technik 7a (LDT) - 5 Thermocycler monatlich
Gelelektrophoresekammer
. . . Thermocycler .
Fragiles-X-Syndrom (FMR1) EDTA-Blut, DNA; DNA Southern-Blot RH-MG-SOP-Southern Blot, Technik 7a (LDT) - 5 monatlich
Gelelektrophoresekammer
Pramature Ovarialinsuffizienz (POF/FXPOI, FMR1) EDTA-Blut, DNA; DNA Southern-Blot RH-MG-SOP-Southern Blot, Technik 7a (LDT) - 5 The""“'ﬁ's; , monatlich

Untersuchungsgebiet: Humangenetik (Zytogenetik)

Untersuchungsart:
Chromosomenanalyse

Al ener Chr 1satz Hep'al:ln-BIut, Abortgewebe; Chromosomenbanderungsanalyse RH-ZG-SOP-Chr: bander yse GTG (LDT)- 2 Hellfeld-Mikroskop-Systeme |2x wdchentlich
kultivierte Zellen
Heparin-Blut, Fluoreszenz-Mikroskop-Syste
Angeborener Chromosomensatz Mundschleimhaut; kultivierte| Fluoreszenz-in-situ-Hybridisierung (FISH) RH-ZG-SOP-FISH an unkaultivierten Zellen (LDT)- 4 " P-Sy 2x wochentlich
bzw. native Zellkerne
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