arseh Pathobiology Lab.

(o L 688l 5T o3l lo 6 43 ) E S wlas

Ll Uohlslloplon] hartis iSO bl e g SIS LIS S

S pasadll e ¢ Afagry Cilla 4y Glud) agdf alal olulid gagad 3 dn by s sl b s
s\ lan alad 2 Next Generation Sequencing (NGS) iy 43 Lba ima 3S) e Ay 03 Yor 40w
LS 033 8 5dailsal Gla) S L Gigliia O e Gladal s a8 9 SiE) Ay aga e

AR L] SO Ay SO il Al 4 Al Jsana slgdisy G235l Jala iy 4 e Sl L3 NGS
1) 033 8 0555 (slgalan

L) 0303 GEALS s 1 g sbans (ST e Caad ¢ S e G 38) Granda -

OASal 9 23,8 0a 3alUT g5 S Ay KO o sl Ar OF 9] Ul el Calida (slglily o -Y
L0032 9 5L Ada e S L (o SR Sl sLS5 o

2 (AR AS oLid) CighdaB ) ¢ Jala a8 3 slan Ko d Jada slgS) alal by SS) s Jalay Y
AELE 38 ) slan Jale Bl OF O s OSaa aBly a9 M) e WS (S5 SS s
A e Jang BT WAEN

U0 a g sa (S5 ST e ) s 5GSBS0 s duplication s deletion leblid a -F

9 Cnrigs A g 9 Lha S0 o5l eiS iy L gual Ay i) 9 (s 508 e 5Tl ol dila )l
Sla BGI s Oball Bioscientia L 33,108 b Gae OV bean 9 OBy 4x Giladd O 55 43 iy
Sl ban Cigx NGS alad) GlSa) caldily (e i SG35 3S) e G st g sma 9 O S sdiy ) AS Sas
L) b3 gad aa) 8 1 A puuiS g ) 9 calida

O pladt B LSS 5 gl cledily 5a5 5 LS Ld Jada sled] £1s3) Cassy Jstan Lo
T oaua 8 a8 odiS A slgaliliula )l 5 ol dula Sl

CUJ 33 5 (53 .5) 953 95 oldisle 5T

SN g Slals 31 SV — i Sl — Of @
0313le 4395 s —4dOlo P90 4 4 o
Polexr G Jol Sl — 4wyl Olisle
FPEYAYEYY — 0 515 5959,,46

9521 sl oliamlgS o331 www.ParsehlLab.com

JAsstoyiiecli=ace) www.ParsehLab.net | o
52357 BRS owsusgo ji info@parsehlab.com \ ‘ ‘ ‘

- e b2




Lifetime Cancer Risks (Continue)

Genes Tested Associated Cancer

CDC73 Parathyroid carcinoma
CDKN1B Multiple endocrine neoplasia
EXT1 Chondrosarcoma

EXT2 Chondrosarcoma

Renal Carcinoma

FLCN Renal Carcinoma
MAX Pheochromocytoma

MEN1 Parathyroid carci Multipl docrine N lasi;

MET Renal Carcinoma

MLH3 Neurofibromatosis, Type |, Pheochromocytoma

MRE11A Neurofibromatosis, Type Il
Thyroid cancer

Thyroid cancer

NTRK1 Breast cancer& ovarian cancer

PMS1 Breast cancer& ovarian cancer

RAD50 Thyroid cancer,Multiple Endocrine Neoplasia

Retinoblatoma

Hereditary Paraganglioma-Pheochromocytoma Synd , Pheoch y
SDHAF2 Familial paragangli , Cowden-like Synd , Pheochromocytoma
SDHB Hereditary Par gli Pheoch ytoma Syndromes, Cowden-like Syndrome, Pheochromocytoma
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Lifetime Cancer Risks

Genes Tested Associated Cancer and Risks*

APC Col | (up to 93%), Duodenal or periampullary (5%), Gastric, Thyroid, Pancreatic, Brain, Liver

BMPR1A Colorectal (40-50%), Gastric (21% if gastric polyps)

BRCA1 " Female Breast (57-87%), Ovarian (24-54%), Prostate, Male Breast, Pancreatic, Fallopian tube, Primary peritoneal, Endometrial (serous)

BRCA2 Female Breast (41-84%), Prostate (20-34%), Ovarian (11-27%), Pancreatic (5-7%), Male Breast (4-7%), Melanoma, Fallopian tube,
Primary , Endometrial (serous)
Diffuse gastric cancer (40-83%), Female Breast (39-52%), Colon

CDKN2A Melanoma (28-76%), Pancreatic (17%)

EPCAM™ ~ Colorectal (69-75%), Endomerial (12-55%), Ovarian, Gastric, Pancreatic, Biliary tract, Urothelium, Small bowel, Brain, Sebaceous neoplasms

Colorectal (22-80%), Endometrial (31-54%), Ovarian (13-20%), Gastric (6-20%), Pancreatic, Biliary tract, Urothelium, Small bowel, Brain,
Sebaceous neoplasms

Col (22-80%), (31-61%), Ovarian (10-24%), Gastric (<1-9%), Pancreatic, Biliary tract, Urothelium, Small bowel, Brain,
Sebaceous neoplasms

MSH6™ Colorectal (20-44%), Endometrial (44%), Ovarian (1-11%), Gastric, P ic, Biliary tract, L Small bowel, Brain, Sebaceous
neoplasms

~ Colorectal (80%), Duodenal (4%), Endometrial
Colorectal (15-20%), Endometrial (15%), Ovarian, Gastric, Pancreatic, Biliry tract, Urothelium, Small bowel, Brain, Sebaceous neoplasms
Female Breast (25-50%), Thyroid (10%), Endometrial (5-10%), Colon, Renal, Melanoma

© Colorectal (40-50%), Gastric (21% if gastric polyps)

Female Breast (32-54%), Colorectal (39%), Pancreatic (11\36%), Gastric (29%), Ovarian tumors (21%), Lung (15%), Small intestine (13%),
Cenvical (10%), Endometrial (9%), Testicular tumors (9%

Female Breast, Soft tissue O: Bnm malignancies, Adrenocortical carcinoma
Ovelﬂrhkb'cmosrnsmﬂmmmn%hnﬂes

Clear cell renal cell carcinoma (up to 70%), Pancreatic neuroendocrine tumors (5-17%), other characteristic tumors inciude

Female Breast, Colon, Pancreatic
Female Breast, Male breast, Colon, Prostate, Thyroid, Endometrial (serous), Ovarian
Female Breast (25-58%), Male Breast, Pancreatic, Ovarian

AXIN2 Colon
BARD1 Female Breast, Ovarian
BRIP1 Female Breast, Ovarian
CDK4 Melanoma, Non-melanoma skin cancer, Pancreatic
NBN Female Breast, Melanoma, Non-Hodgkin lymphoma
RAD51C Female Breast, Ovarian
*Risks provided when available.
**Tumor spectrum is representative of Lynch syndrome; data are limited with regard to the iation of certain with mutati in MSH6, PMS2 and EPCAM.
é)




Inherited Cancers Genetic Testing

est Available Gene(s)

BRCA1 and BRCA2 Sequencing and
Deletion Duplication Analysis

BRCA1 and BRCA2 FoB5hunder

Comprehensive Cancer Panel (29 Genes)

High/Moderate Risk Panel (20 genes)

Breast/Ovarian Cancer Panel (21 Genes)

Breast Cancer High Risk Panel (6 Genes)

Colorectal Cancer Panel (16 Genes)

Lynch/Colorectal High Risk Panel (7 Genes)

Pancreatic Cancer Panel (16 Genes)

Endometrial Cancer Panel (11 Genes)

BRCA1, BRCA2

BRCA1/2 Targeted Mutation Analysis (BRCA1 ¢.68_69delAG [also known as
185delAG or 187delAG], ¢.5266dupC [also known as 5382insC or 5385insC]
and BRCA2 ¢.5946delT [also known as 6174delT])

APC, ATM, AXIN2, BARD1, BMPR1A, BRCA1, BRCA2, BRIP1, CDH1, CDK4,
CDKN2A, CHEK2, EPCAM, FANCC, MLH1, MSH2, MSH6, MUTYH, NBN, PALB2,
PMS2, PTEN, RAD51C, RAD51D, SMAD4, STK11, TP53, VHL, XRCC2

APC, ATM, BMPR1A, BRCA1, BRCA2, CDH1, CDKN2A, CHEK2, EPCAM, MLH1,
MSH2, MSH6, MUTYH, PALB2, PMS2, PTEN, SMAD4, STK11, TP53 , VHL

ATM, BARD1, BRCA1, BRCA2, BRIP1, CDH1, CHEK2, EPCAM, FANCC, MLH1,
MSH2, MSH6, NBN, PALB2, PMS2, PTEN, RAD51C, RADS1D, STK11, TP53,
XRCC2

BRCA1, BRCA2, CDH1, PTEN, STK11, TP53

APC, ATM, AXIN2, BMPR1A, CDH1, CHEK2, EPCAM, MLH1, MSH2, MSHS,
MUTYH, PMS2, PTEN, SMAD4, STK11, TP53

APC, EPCAM, MLH1, MSH2, MSH6, MUTYH, PMS2

APC, ATM, BRCA1, BRCA2, CDK4, CDKN2A, EPCAM, MLH1, MSH2, MSH6, PALB2,

PMS2, STK11, TP53, VHL, XRCC2

BRCA1, BRCA2, CHEK2, EPCAM, MLH1, MSH2, MSH6, MUTYH, PMS2, PTEN, TP53

Moderate-Risk Genes

High-Risk Genes

- Genes Included: APC, BMPR1A, BRCA1,
BRCA2, CDH1, CDKN2A, EPCAM, MLH1,
MSH2, MSH6, MUTYH, PMS2, PTEN,
SMAD4, STK11, TP53, VHL

* Well studied
« Greater than 4-fold risk of developing one or
more cancers
« Can cause a moderate risk for other cancers
idelines for ing and pi ti
established

« Genes Included: ATM, CHEK2, PALB2
* Well studied
« Approximately 2-4-fold risk of developing one
or more cancers
+ May increase risk for other cancers
. for g and p
yet established

tion not

‘Genes Included: AXIN2, BARD1, BRIP1,

CDK4, FANCC, NBN, RAD51C, RAD51D,
XRCC2
Not as well studied, data based on small
number of patients or patients within a
specific ethnicity
Precise lifetime risks and tumor spectrum not
yet determined
G for and

g

not

yet established
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Genetic Screening Tests For Cancers & Diseases

Female hereditary cancer panel
(49 genes, 16 cancer)

(NGS)

Breast, ovary, Endometrium, Gastric, colon,
pancreas, renal cell ,Thyroid, parathyroid,
chondrosarcoma, Retinoblastoma, Melanoma,
paraganglioma, pheochromocytoma,
neurofibromatosis, Multiple endocrine neoplasm

58,500,000 R

Male hereditary cancer panel
(41 genes, 15 cancer )

(NGS)

Prostate, Gastric, colon, breast, pancreas, renal cell,
Thyroid, parathyroid, chondrosarcoma,
Retinoblastoma, Melanoma, paraganglioma,
pheochromocytoma, neurofibromatosis, Multiple
endocrine neoplasia

58,500,000 R

Breast & ovarian cancer,21 genes(NGS)

Breast and ovarian carcinomas

35,000,000 R

Breast & ovarian cancer,2 genes (NGS)

Breast and ovary only BRCA1 & BRCA2

28,000,000 R

Each one of the above cancers separately , for example: gastric cancer or prostatic cancer (NGS)

32,850,000 R

Whole exome sequencing (NGS)

Whole exome sequencing for diseases

Analysis of genes for all common and rare diseases

114,500,000 R

Carrier screening panels for common monogenic diseases

Carrier seq-12: Screening of 12
common genetic diseases( premarriage
/ preconception screening)

(NGS)

Distrophinopathies, Hemophilia A/B , Alpha/Beta
Thalassemia, Sickle c.anemia , Hereditary hearing
loss and deafness , Spinal muscular atrophy,
Galactosemia, PKU, Wilson, congenital adrenal
hyperplasia, Glycogen storage dis.typell, Autosomal
rec. polycystic disease

27,500,000 R

CarrierSeq-600: screening of common
mutation for 600 genetic disease(NGS)

Testing common mutations associated with more
than 600 genetics disorders.(hot spot mutations only)

48,750,000 R

New next generation sequencing panels

5

-Intellectual disabilities and microcephaly (514 genes)

-Short stature (463 genes)

-Hereditary skeletal disorders (363 genes)

-Renal disorders (355 genes)
-Sex development (219 genes)

Each one

62,500,000 R

thobiology & Genetics Lab.
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