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ABCEI ¢.3435T>C (ABCE], NM_001348946.2:c.3435T>C, rs1045642) MG2

Aldolase, fructose-bisphosphate B, (ALDOB]),

- AldoB 148 fMDOB. NM _DODO03E.4:c.4486G>C, rs1800548)
- hldoB 174 (ALDOB, NM _000035.4:c.524C» A, rs76817243)
- AldoB 334 (ALDOB, NM_000035.4:c.1006C>G, re78340951)

M&1

beta-Fibrinogen g-455a (FGB, NM_005141.4:c.-463G>» A, rs1800790) MG

BRAF p.VEOO (BRAF, NP_004324.2:p.VE00E[K),
- BRAF VEOOE (BRAF, NM_004333.6:c.1799T>A, rsl13488022) ME2
- BRAF VBO0OK (BRAF, NM_ 004333.6:c.1798 _1799delinsAA, rs121913227)

c=KIT p.DB1EV (KIT, NM_000222.3:c.2447A>T, rs121913507) MG2
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CETP B1/B2 (CETP, NM_000078.3:c.118+278G>A, rs708272) MG
CollAl SP1 (CollAl NM_D00088.4:c.104-441G>T, rs1800012) MG
CYP2C8*3 {C\'“PECB, NM_000770,3:c.1196A>G, rnlDED'ﬂBBI} MGE2
CYP3A4°22 (CYP3A4, NM_017460.6:c.522-191C>T, rs35599367) ME2

CYPIAE*3 (CYPIAS, NM_000777.5:c.218-237A°G, rsT76746) MG
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Cytochrom P450 286, (CYP2EE),

- CYP2BE*4 {cwzna. NM_000767.5:c.785A>G, rs2279343)

- CYP2BE"9 (CYP2B6, NM_000767.5:c.616G>T, rs3745274) MG2
- CYP2BE*6 (CYP2B6, NM_000767.5:c.785AG, rs2279343 +
NM_000767.5:c.516G>T, rs3745274)

DPD activity score acc. to CPIC MG2
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DPD activity score acc. to DGHO MG2
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ESR1 (Ostrogenrezeptor 1), PIK3CA (Phosphatidylinositol-4,5-Bisphosphat-
3-Kinase-katalytische Untereinheit Alpha)

- p.E380Q (ESR], NM_000125.4:c 1138G>C, rs1057519827)

- p.L536R (ESR1, NM_000125.4:c.1607T>G, rs1057519717)

- p.Y537N (ESR1, NM_000125.4:c.1609T=A, rs2152508534)

- p.¥537C (ESR], NM_000125.4:c.16104>G, rs2152506541)

- p.¥Y5375 (ESR1, NM_000125.4:c.1610AC, rs2152506541)

- p.DS38G (ESRI, NM_000125.4:c.16134>G, rs1585254649) LBocp2
- ESR1 Exons 3-7 (ESR1, NM_000125.4), spezifisch missen mindestens
Codons 310-547 abgedeckt sein.

- p.E542K (PIK3CA, NM_D0E218.4:c.1624G> A, rs121913273)

- p.ES4SK (PIKACA, NM_006218.4:c.16336G>A, rs104886003)

- p.HIO4TR (PIK3CA, NM_006218.4:c.3140A>G, rs121913279)

= PIK3CA Exons 8, 10 und 21 (PIK3CA, NM_006218.4), hdufig auch als Exons
7. 9 und 20 bezeichnet
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ESRI (Ostrogenrezeptor 1), PIK3CA (Phosphatidylinositol-4,5-Bisphosphat-
3-Kinase-katalytische Untereinheit Alpha)

= p.EJBOQ (ESR1, NM_000125.4:c.1138G>C, rs1057519827)

- p.L536R (ESR1, NM _000125.4:c.1607T2@, rs1057519717)

- p.¥Y537N (ESR1, NM_000125.4:c.1609T>A, r52152506534)

- p.¥537C (ESR1, NM_000125.4:c.1610A>G, rs2152506541) LEbcpl
- p.¥537S (ESR1, NM_000125.4:c.1610A3C, rs2152506541)

- p.DS38G (ESRI, NM_000125.4:c.1613436, rs1585254649

- p.EBAZK (PIKICA, NM_DDB218.4:c.1624G>A, rs121813273

- p.ESASK [PIK3CA, NM_006218.4:c.1633G3A, rs1048B6003)

- p.HI0A47R (PIK3CA, NM_006218.4:c.3140A> G, rs121913279)
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Faktor Vil (R352Q) (F7, NM_019616.4:c.1172G3 A, re6046) M1
FSAP Marburg-1 (HABP2, NM_004132.5:¢.1601G»A, rs70B0536) MG

FV-Cambridge (F5, NM_000130.5:c.1001G>C, rs1182039086) o
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FV-H1298R (F5, NM_000130,5:c.3980A>&, rs1B00505) ]

FV-Hong-Kong (F5, NM_000130.5:c.1000A G, rs118203905) ]

B8

58

62

62

FXil c46t (F12, NM_0D00505.4:c.-4T>C rs1801020) MG

B5

FXII V34L (F13A1, NM_000129.4:¢.103G>T, rs5988) M1

GPilla (ITGB3, NM_000212.3:c.176T>C, rs5918) MG
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11288 (T Polymorphismus) (IFNLS, NM_D01276254.2:c.151-152G24,

rs12979860) e

L6 G(-174)C (IL6, NM_D00600.4:c.-237C+G, rs1BO0TD5) ME2

ITGA2 Gplalla CBOTT (ITGAZ, NM _002203.4:c.759C> T, rs1126643) MG
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KRAS proto-oncogene, GTPase (KRAS),

KRAS p.G12/p.G13 (KRAS, NP_004976.2p.G12(G13)

- KRAS p.GI2 gkﬂls, NM_004985.5:c.34G3>T2C2A4, rsl!‘tﬂ‘r:ﬁaﬂi
= KRAS p.G12 (KRAS, NM_004985.5:c.35G>T>C > A, rs121913529
- KRAS p.G13 (KRAS, NM_D04985.5:c.376:T>C 2 A, rs121913535)
- KRAS p.G13 (KRAS, NM_00D4985 5:c.38G»T>C»A, rsl12445441)
KRAS p.G12 (KRAS, NP_004976.2:p.612)

- KRAS p.GI2 Exus. NM_DD4985.5:c.34G>T>C 24, 75121913530;
= KRAS p.G12 (KRAS, NM_004985.5:c.35G>T>C A, rel219] 3529
KRAS p.G13 (KRAS, NP_004976.2p.613)

= KRAS p.G13 (KRAS, NM_ 004985 5:c.376>T>Cr A, rel21913535)
- KRAS p.G13 (KRAS, NM_004985.5:c. 3BG>T>C>A, rsl2445441)
KRAS p.Q61 (KRAS, NP_004976.2:p.Q61)

= KRAS p.Q61 (KRAS, NM_D04985.5:c.181C>G> A, rs121913238)

- KRAS p.0Q61 (KRAS, NM_004985,5:c.182A>T>G>C, rs121913240)
- KRAS p.Q61 (KRAS, NM_D04985.5:c.18308>T>C, rs17851045)

MG2
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NRAS (NRAS, NP_002515.1:p.Q61)
- NRAS ﬁNRAS, NM_002524.5:c.1B1C2T>G2A, mmsazsaﬁ} Ao
- NRAS (NRAS, NM_D02524.5:c182A>T+5>C, rs11554290

- NRAS (NRAS, NM_D02524 5:c183A>T>C, rs121913255)
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Nucleotide binding oligomerization domain containing 2, (NOD2),
- NOD R7T02W Emazr NM_001370466.1:c.2023C T, rs2066844
- NOD G908R (NOD2, NM_001370466.1:c.2641G3C, rs2066845
= NOD L1007finsC (NOD2, NM _001370466.1:c.2938dup, rs2066847)

MG
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PAI-1 465G (SERPINE], NM_000802.5:c.-8206([(4_5)], rs1799762) MG

TNF alpha 238 (TNF, NM_000594,3:c.-418G>A, rs3B1525) MG2

-1}
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TNF alpha 308 (TNF, NM_000594.3:c.-4B8G> A, rs1800629) ME2
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Vitamin D receptor, (VDR),

- VDR Bsmi (VDR, NM_000376.3:.1024+283G> A, rs1544410)
- VDR Apal (VDR, NM_0D00376.3:c.1025-496G:T, rs7975232)
- VDR Taql (VOR, NM_000376.3:c.1056T>C, rs731236)

MG1

Vitamin K epoxide reductase complex subunit 1 (VKORCT)
- VKORC1 G-1638 (VKORCI, NM_024006.6:c.-1639G+ A, rs9923231) MG
= VKORC] CTI73T (VKORC], NM _024006.6:c.174-136C> T, rs9934438)
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DNA-Sequenzierung

Untersuchung Ringversuch

Programm 25
(Seiten)

Programm 26
(switen)

DHNA=-Sequenzierung 5Q
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Sequenzvarianten-Analyse mit medizinischer Interpretation

Untersuchung Ringversuch

Programm 2§
(seiten)

Programm 26
(seiten)

ESR1 (Ostrogenrezeptor 1), PIK3CA (Phosphatidylinositol- 4,5-Bisphosphat-
3-Kinase-katalytische Untereinheit Alpha)

- p.E380G (ESR1, NM_000125.4:c.11386G>C, rs1057519827)

- p.L536R (ESR1, NM_000125,4:c.1607T2&, rs1057518717)

- p.Y537N (ESR1, NM_000125.4:c.1609T>A, rs2152506534)

- p.¥537C (ESR1, NM_000125.4:.1610A>G, rs2152506541)

- p.¥5375 (ESR1, NM_000125.4:c.1610A3C, rs2152506541)

- p.D538G {ESRIJ MM_000125.4:c.1613A2G, rel585264649) LBbcp2
- ESR1 Exons 3-7 (ESR1, NM_000125.4), spezifisch missen mindestens
Codons 310-547 abgedeckt sein.

= p.ES42K (PIK3CA, NM_D06218.4:C.1624G>A, r!'l219732'.|"3]

= p.ES45K (PIK3CA, NM _006218.4:c.1633G*A, rs104886003)

- p.HI04ATR (PIK3CA, NM_00D6218 4:c.3140A>G, l51219131?5‘,l

= PIK3CA Exons B, 10 und 21 (PIK3CA, NM_D06218.4), hdulig auch als Exons
7. 9 und 20 bezelchnet
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ESR1 (Ostrogenrezeptor 1), PIK3CA (Phosphatidylinositol-4,5-Bisphosphat-
3-Kinase-katalytische Untereinheit Alpha)

- p.E380Q (ESR], NM_000125.4:c N3BG>C, rs1057519827)

— p.L526R (ESRI, NM_000125.4:¢.1607T 5, rs1057519717)

- p.¥537N (ESR1, NM_000125.4:c.1609T A, rs2152506534)

- p.¥537C (ESR1, NM_000125.4:c.16104>G, rs2152506541) LBbep
- p.¥Y5375 (ESR1, NM_000125.4:c.1610A>C, rs2152506541)

- p.D538G I:ESRI, NM_D000125.4:c.1613A>G, rs1585254643

= p.EG42K }PIK@CA. NM _006218.4:c.1624G2A, rs121213273

- p.E545K (PIK3CA, NM _D06218.4:c.1633G>A, rs104886003)

= p.HI047R (PIK3CA, NM_006218.4:c 3140426, rs121913278)
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