appliedbiosystems

HIREBTT

CYTOSCAN HD SUITE

Applied Biosystems CytoScan HD Suite

ZAAMIREFZHFTN AL

Applied Biosystems™ CytoScan™ HD Suite2—E 52294
IEEFEECGHARGZ, HPEiEAppled Biosystems™
CytoScan™ HDitv . BB EF0EE 2 F3AYChromosome
Analysis Suite (ChAS)Xf4 . CytoScan HD Suite B AT TZHIE
REZEMNSMHESS, JLUERENE. EE. THE
LA B OIS FIAR SR R RIRE ARG,

FRERRUENG S

s BERANSERM. REEN], shSEEF2], Moyt
(3]

o EEBIERefSeq. OMIM™  ClinGenF]DECIPHER/DDD
BEERXIELNR SangerB2EE, SLWeEREEES

o FIEMRIT, MNEE 7125 ErvERIEXXE, mA
HIREE 7 ARRBERGEFIE XX,

o RENWERENRIT, NMUBEUEE—RAVE WEURE, ‘
METEESZENSNPIRE, ZEATF RIS
SAEM4]. FNERENETWINIIEG]. A4 (LOH/
AOH)ERIL/IBRIIB D HFRIUIE6] . EEKFESEE .
LH7]. RIEREDHT8]. SRR/ FErE @l

[9]. TEfEFR[10]. BEREESRMEHEEZEFIRE[11] .
FHAZ U

o 267 H M ENENIRC, Hp&iE7551"SNPHI1905
PSR

o BARIGHERGHEFRAK. JEFIFLHIUREES
NAIEENRESR, T2EFEMSRERSR TR .
FEHIRETRRAINL

219773 | AR . SEERERTIEER
F5TE, LR AEE S BRI ERIE 13250
BYERE
BATIREOFDUE DRI, 7B D
Fl. MR, IRIUSASTREERIOILS. ERFIEE
(ERPITFHSMIBRES TS ISR, ChAS
AILURIB M BT R TR ISR I MEALS
;M AR ITEISURE R, RN IBERTA
SEEEE, RIS
TS

BB ESHAERAN RS RIFIA TN
JRE I SRR S A ERIRS

ThermoFisher
SCIENTIFIC



CytoScan HDE R /2 ¥

AF BRI REIRICH

FERIC B bR (R 2 X)

BRI S 6,876,796 BERNEMTHREERER) 880
S MIRICE 1,953,246 EREEFEESS) 1,787
SNPHRICEL 743,304 SRERFIFEESLR) 1,148
EEERA BB 49,157
HEERABRA hg19 ClinGen (BRAICCGFAISCA) (3,483) 100%
BHREdiRe 2,491,915 FEEF (526) 100%
WEREARIRS 4,624 OMIMER(3,561) 100%
HEEARIC 1,410,535 X EAROMIMEUFERE(177) 100%
EEHEtxie 1,286,015 RefSeqE R (36,121) 98%
DDD [12] (1,309) 98%
References

1. South ST, et al. (2013) ACMG Standards and Guidelines for constitutional
cytogenomic microarray analysis, including postnatal and prenatal applications:
revision 2013. Genetics in Medicine 15(11):901-909.

2. Ambros |, et al. (2014) Ultra-high density SNParray in neuroblastoma molecular
diagnostics. Frontiers in Oncology 4:202.

3. Zimmerman E, Maron JL (2016) FOXP2 gene deletion and infant feeding
difficulties: a case report. Cold Spring Harbor Molecular Case Studies 2:a000547.

4. Rodriguez-Pascau L, et al. (2012) Characterization of two deletions involving
NPC1 and flanking genes in Niemman-Pick type C disease patients. Molecular
Genetics and Metabolism 107(4).716—-720.

5. Chen W, etal. (2013) Identification of chromosomal copy number variations and
novel candidate loci in hereditary nonpolyposis colorectal cancer with mismatch
repair proficiency. Genomics 102(1):27-34.

6. Mason-Suares H (2013) Density matters: comparison of array platforms for
detection of copy number variation and copy-neutral abnormalities. Genetics in
Medicine 15(9):706—-712.

~

Mayer A, et al. (2016) Homozygosity mapping and whole-genome sequencing
reveals a deep intronic PROM1 mutation causing cone-rod dystrophy by
pseudoexon activation. European Journal of Human Genetics 24(3):459—-462.

Darcy D, et al. (2015) Mosaic paternal genome-wide uniparental isodisomy
with Down syndrome. American Journal of Medical Genetics Part A
167(10):2463-2469.

Oneda B, et al. (2014) High-resolution chromosomal microarrays in prenatal
diagnosis significantly increase diagnostic power. Prenatal Diagnosis
34(6):525-533.
10. Jiangchuan T, et al. (2014) Concurrence of B-lymphoblastic leukemia
and myeloproliferative neoplasm with copy neutral loss of heterozygosity
at chromosome 1p harboring a MPL W515S mutation. Cancer Genetics
207(10-12):489-494.
11. Choi S, et al. (2014) Near-haploid B lymphoblastic leukemia with an apparent
hyperdiploid karyotype: the critical role of SNP analysis in establishing proper
diagnosis. Journal of Hematopathology 7(1):27-32.

12. Fitzgerald TW, et al. (2015) Large-scale discovery of novel genetic causes of
developmental disorders. Nature 519(7542):223-228.

®

©



iTHER

5 it L=
CytoScan HD Suitef#
CytoScan HDERGHFFIIAFIE EBBERT24R R M AIEEE A F1iatF 901835
Chromosome Analysis Suite (ChAS) A Mthermofisher.com/chast 25 & NA
CytoScaniZillF™=5
CytoScan HDEZIiEF & EEATF24R R MERSH IR, FaE)ltE 901834
CytoScan FASTRZLZI| FASHHLAII I AR TNE— BRI 000802
BeEf 5

BIE.

o FgBAutoLoaderfGeneChip Scanner 3000 7G
WA | =) e 2=eh) * n2DFFFRADIFILRE 00-0218
GeneChip 3000 7G e GeneChipiEig T{Eu5450

e GeneChipZE3ZIP645

o TH{NESIEHI LAV ER BN TEuL

BIE:

o i EHEAutoLoaderDxEIGeneChipiFHE{3000Dx v.2
GeneChipZ&4:3000Dx v.2* e GeneChipife R T{Eu5450Dx v.2 00-0334

o FLEAffymetrix > FIZ R4 BY T1Euh

* {72 GeneChipZEaz)P645
GeneChipZ¥3ziF645 00-0331
NIMBUS Bt AR HI (Y /A TIEuEFNE IS AR X 00-0401

MEFBZEMNERREEL MBI RREMHNES, BRABHNEFEE,

E2(=215 0 thermofisher.com/microarrays



FECWIRER

B

L IEmIRRIX I EIg2753,6, 751
HR4R 201206

EBIE 021-68654588*2570

AR E AR WSS
LiBmRTRAIER9S22

B4R 200051

EBIE 021- 61453628 / 021-61453637

% #B

AR TFaRS 1 SR LERAE 1406 =
HR4% 610041

EBiE 028-6554538875300

=

R REZ201 SEREFR 7R 1103E
BR%% 210000

FEiE 021-686545882901

it =
tRBHRBEXIt =R R 6 SRR Z O CEE7 /2/8 2
HB4® 100013

EHi% 010-87946888

P lE|

BRI X E T #1108 i A/E3109 =
mB4® 110013

EBiE 024-31096388*3901

® iR
HNHRBSHISATTA XS KIEEYERE
Y EZSRICS IR IE

#B4% 430075

EiE 027-597449885401

7 M

T INEFREY B EF=0836. 38EESEIF
173t#£204-206 87T

#B% 510000

E33E 020-82401600

[l

AZhef XEHEKIsSMEERKE
1006-08&7T

Higm 710075

E3IE 029-84500588*3801

E B

~EE RN AKX =hHeSHE 15F
190888 TT

B4R 650021

FBIE 0871-63118338*7001

MTRESER, B ELXERNNHERARKS

] ZAE

Applied Biosystems

ek 800 810 5118
F3i% 400 650 5118
www.thermofisher.com

FHRCHRRHRERERH21 M DELL . AEk T
BIER, WA ISITANERE, BABITE.

ThermoFisher
SCIENTIFIC



