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Ready-to-Use Panels

FPre-designed DNA and RNA panels for multiple applications ®
Options for germline or somatic analysis (i)

Small reaction packs (L)

Browse by
Research Area
|| Human |dentification (2}
[ Exome (2)
DNA (6)
|| Cancer Research (2) @
lon AmpliSeq Transcriptome Mouse
Gene Expression Research Panel
RNA (2)

lon AmpliSeq™ Transcriptome
Human Gene Expression Research
Panel
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Panel Name (# of tubes) Tags Actions
Review panel

lon AmpliSeq™ Cancer Hotspot m

— Pool1: 207 amplicons Download panel files
Panel vz (1 1ube) Ready-to-Use Panel
ube i

1475346 Copy Amplicons

Order panel
M Summary: |10 perform multiplex PCR for preparation of amplicon libraries from genomic "ot spat” regions that are frequently mutated in human cancer genes. This panel contains
ore

Number of amplicons per pool

Cancer Panel
4477685

lon AmpliSeq™ Comprehensive

Pool1: 3996 amplicons Review panel
Pool2: 4005 amplicons m

g Download panel files
Pool3: 3991 amplicons Ready-to-Use Panel

Poold: 3997 amplicons Copy Amplicons

(4 tubes) Order panel
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20 kb} Ak
140,435,000] 140,440,000| 140,445,000| 140,450,000| 140,455,000] 140,460,000] 140,465,000| 140,470,000| 140,475,000] 140,450,000] 140,485,000| 140,440,000| 140,435,000] 140,500,000]
GC Percent in 5-Base Windows
TR 1 VRV RCYETFR T T A AT AR UARE AR RN U5 TR MR T T 1 RAE AR 1A TR R R |
UCSC Genes (RefSeq, GenBank, CCDS, Rfam, tRMAs & Comparative Genomics)
L i i -  aa S | I | |

Fublications: Sequences in Scientific Articles

Catalogue of Somatic Mutations in Cancer Y62

Human Gene hMutation Database Public Variants

\ \ [ ( I |

Leiden Open Variation Database Public Variants
| BRAF(NM_004333.4):c.180282T | BRAF(NM_004333 4):c.1595G=4 |
\

BRAF(NM_004333 4):0.1799T=4 | BRAF(NM_004333 4):c.151 74185024 |

AEPEIGLU, rs160177042: CARDIOFACIOCUTANEOUS 3YNDROK
LYEE01GLU, re121913364; COLORECTAL

BRAF(NM_004333 4. 77085G |

OMIM gillelic Variants

LEUSETARG, rs1215153366: ADENOCARCINOMA OF LU

AEPE34GLY, r5121913336: LYMPHOMA, NON-HODGK]
SENDETASRE, rs180177040; CARDIOFACIOCUTANEQUS

GLUSOTGLY, rs16017703%: CARDIOFACIOCUTANE

OUS 3% NOROME 1|
GLUSOILYS, rs180177035: CARDIOFACIOCUTAN

DS SYNDROME 1 |

GLY4B3ALA, rs121313355; LY MPHOM S e
GLY463GLU, rs121973355: CARDIOFACIOCUTANEOLS &

GLY4B4GLU, 15121313348 COLORECTAL CANCER, SOMATIC|
ILE4B3SER, 15180177033 COLORECTAL CANCER SOMATIC |
HRGABZILE, rs180177032: COLON CANCERNGOMATIC

GLMZS7ARG, rs180177035: CARDIOFACIOCUTANED
ALAZAEPRO, 1180177034 CARDIOFACIOCUTANE
LEUZ45PHE, rs337507466: LEOP
THRZ4TMET, rs387306660: NOO

SYMDROME 1
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Li-Fraumeni Syndrome

‘ O Noncarrier of
mutation

Bilateral breast Ca, dx 40 TP53 mutation carrier

| unaffected
‘ _O . . TP53 mutation carrier
affected with cancer
Breast Ca, dx 37. Stomach Ca,
Osteosarcoma, dx 33

O 50
O 60 g &

Breast C&

dx 35 Brain tumor, dx 32
Soft tissue ‘ ‘
sarcoma, Leukemia, dx 6
dx 7

ASCD

G

S H



Known families with Li-Fraumeni Syndrome world-wide.

There are only 400 families that are know to have the p53 mutated gene in
the DNA of their family lines.

7.5 billion people
5 members per family average

That means the odds of you having Li-fraumeni Syndrome is

1 in every 3,750,000 million people have the LFS p53 mutation.
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CANCER PREVENTION, GEMETICS, AND EPIDEMIOCLOGY

Molecular and clinical profile of Li-Fraumeni Syndrome
in a Brazilian cohort.

Maria Nirvana Cruz Formiga, Amanda Franca Nobrega, Karina Miranda Santiago, Maria Isabel
Waddington Achatz

Abstract

e12533

Background: Li-Fraumeni syndrome (LFS), an autosomal dominant highly
penetrant cancer predisposition syndrome, is associated with germline mutations
in TP53 gene andcharacterized by a variety of early onset tumors. Core LFS tumors
are soft-tissue and bone sarcomas (SBS), breast cancer (BC), adrenal cortical
carcinoma (ACC) and brain tumors (BT). DNA-biding domain TP53 mutation
carriers have a 90% lifetime risk of developing a cancer. In Brazil, a variant form of
LFS is exceedingly frequent due to a founder 7P53 mutation, p.R337H, detected in

0.3% of South and Southeastern Brazilian population. This mutation occurs outside
the DNA-binding domain (exon 10), in TP53 oligomerization domain. TP53 p.R337H
Mme cancer risk, with a number of mutation

carriers being cancer-free. Methods: From a cohort of 172 Brazilian germline TP53
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Zhou X-P, Smith WM, Gimm O, et al. Over-
representation of PPAR-gamma sequence variants in
sporadic cases of glioblastoma multiforme: preliminary
evidence for common low penetrance modifiers for
brain tumour risk in the general population. J Med
Genet. 2000;37:410i 414.
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