@
Scientific excellence | $ e n o m Ize
for everyone | ¢




Genomize Hakkinda

» Genom verisinin Uretimi ve analizi konusunda uzmanlasmis biyoteknoloji ve
yazilim firmasi
* Faaliyet baslangi¢ yil1 2015

* Koruyucu ve onleyici tip alaninda ozellesmais
» Turkiye’de genetik tan1 vermek icin hekimler tarafindan kullanilan en blyuk

yerli platform SEQ’In Ureticisl
» 100% yerli sermaye

BUyUk veriden... ... genetik tan1 raporuna. =
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SEQ Platformu
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SE@Pgwﬂedbygemmize WHY SEQ? REFERENCES BLOG PATHOGENICITY CALCULATOR REQUEST A DEMO TURKGE

NEXT GENERATION SEQUENCING
BASED VARIANT ANALYSIS
PLATFORM

SEQ automates data transfer and back-up, organizes your data, performs detailed
bioinformatics analysis and lets you access these in several different formats from any
device connected to the internet.




Sample: ARITHMIA-2-GU-KA_S73 Run: opt-change Geneset: Arrhythmiav2 | @
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Showing off-target variants

Dashboard Clinical Data Entry

Check against other samples

SEQ Frequency Filter (filter out false positives and/or regional polymorphisms)

Attention: The variants which have not been covered in this many
samples will NOT be filtered out. They will be marked red.

Min. Sample Size to be Covered
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Allele Frequency in SEQ %

Clinya - Run | Sample (Analysis Version) | Geneset Genotype Quality
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Hiding off-geneset variants
Filter among all pipelines -
Filter within my center v
Apply Filters Clear Filters

Reset Table Settings

Show 10 v entries
o (<1 Pat® Confidence® Gene Position Nucleotide Change Alternative Coverage (FIR) Change Type Change Consequence Genotype dbSNP 1D (v20180423) Report SEQ ?I:?II; ?’;‘EII;E"W
rs112524625
VuUs - Low SCMNaA chr3:38627658 T->TC . : .
+ @® . . ) 7(46%)  4(669%0) Insertion Intronic het rs41258204 [] 0.316 /0.213
Seq: B (Few Reads) Genomize-KB =22 (Intron 15) (C.2437-127dupG) e _
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Sample: ARITHMIA-2-GU-KA_S73 Run: opt-change Geneset: Arrhythmiav2 | ©

Dashboard

Clinical Data Entry

Reset Table Settings

Show 10 % entries

oo T D ) D

SEQ allele frequency

(<1 Pat® Confidence® Gene Position Nucleotide Change Alternative Coverage (FIR) Change Type Change Consequence Genotype dbSNP 1D (v20180423) Report (mine [ all)
o B High Genfnfgs_‘i‘ﬁ Cthéﬁﬁﬁ‘T{#B [C.H‘;’g‘g& . 91(449%) / 80(43%) Substitution Intronic HET 157428779 N 0.218/0.177
Y B High GEHTD"“H:ETSB Chr?éifg}‘m [c?c}iﬁn 127(48%) / 129(47%) Substitution Missense (K168N) HET 134685076 N 0.295/0.239
@ | ws [Fev&g‘;’a " Genfnfgs_‘i‘iﬁ ChE%ﬁﬁﬁgs?lfa . ge-T . 13(56%) / 4(36%) Deletion Intronic het 1879143397 0 0.255/0.055
+ ® B [,:E“I,' g?ads] Gen?niigfﬁ Chrl:a;#tfﬂl; Efﬁl [c.?§1:;5g2- A) 6(66%) / 11(55%) Substitution Intronic het rs3796311 ] 0.300/0.146
Y B High Genm:;_r:_m Chrﬁﬁf{?ﬁgﬁga - Pl . 36(49°%) / 39(54%) Substitution Intronic HET 1562178978 N 0.161/0.151
oQ B High Genm:;g'_m Chﬁ;giﬂ%ﬁg o 43%;235:@] 108(1002) / 131(100%) Substitution Intronic HOM 1s2742351 ] 0.917 / 0.695
Y N (Fengga " Genm:;_g_m ChEEg?ﬁ“ (clag;;g - 11(50%) / 9(47%) Substitution Intronic het 15116254094 N 0.056 / 0.021
Y N High Genm:;_:_m Chrféziﬁgg}am [C_Efg'nzg} . 30(49%) / 21(42%) Substitution ~ Synonymous (K8303K) HET 1572648983 N 0.048 /0.021
Y B [Fﬁv&g‘;’a " Gennn:;:'_m Chrﬁﬁﬁ?gg?% [c_zagﬁﬁz_ié:ms] 3(27%) | 4(57%) Substitution Intronic het 1512622914 0 0.093/0.141
foQ B [Femlr_gga 5 Genm:;_gj_m Chrﬁ#ﬁﬁ’gﬁﬁd [c.znc';"x:-;é?cm 20(60%) / 17(70%) Substitution Intronic het rs6715901 ] 0.425 / 0.376

Showing 21 to 30 of 382 entries Previous 1 2 E| 4 5 39 Next
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Yiikle @

Kosum --Yeni Kosum Olustur-- - Analiz @ Siirim16.7 (BWA-Freebayes-PCR dedup-Indel Realignment - germline)
Kosum Adi Kosum Ad Anotasyon Ensembl
Makine lllumina N © Toplu olarak cift tarafll okuma yiiklemelerinde sadece illumina'nin olusturdugu dosya adlarini

kabul ediyoruz.

Kit Agilent SureSelect Human All Exon V6 r2 - ST bt e s LR T

Ticari Saglayici Ticari Saglayici Segin-- . Dosyalar —DIEEER 4l (zin verilen dosya uzantilan: fastq, .fastg.gz, .fg, fo.0z

ikinci Dosya (opsiyonel) @ —DIEEER 4l (zin verilen dosya uzantilan: fastq, .fastg.gz, .fg, fo.0z

Gelismis Ayarlar

Varyant Bulma Parametreleri

Birincil Kaplam Esik Dederi (alternatif alel) 5 . Heterozigot Varyantlar igin iplikgik Hatasi Metrigi (iIHM) Esik 8 = Varyant Bulma igin Minimum Alternatif 20 =
Dederi* Alel Orani (%)
ikincil Kaplam Esik Dederi (alternatif alel) 50 . _ o _ o = o _
Heterozigot Varyantlar Igin Alternatif Alel Orani Esik Degeri** 0 " Her Iki Iplikgikten Kanit Bekliyorum
Okuma Ucu Maskeleme 0 . o =
Yilksek Oranda Okuma Hatasi Filtresi (%6) 0 "

*.** Varyantlar igin glivenilirlik sinflandirmasi hakkindaki teknik makalemizi inceleyebilirsiniz. @

Diger Parametreler

3. Gen Kaplami Derinligi Parametresi: 4. Gen Kaplami Derinligi Parametresi:
ED (3 5[] e

Gen Kaplami Derinligi @ Dibag

A Yilkle




SEQ’In Tercih Edilen Yonleri

Biyoenformatik yetkinliginin ve uluslararasi
standartlarin algisinin tlilke ¢capinda
gelistirilmesine olanak saglayan egitim ve
destek altyapisi

\eri Temelli Tan1 odaginda, yanlis pozitifleri
hizl1 bir sekilde ayiklayabilmek i¢cin merkeze
ve Ulkeye Ozel genotip frekans: ile analiz
olanagi

@ e

S <

Tam analiz strecinin (kalite kontrol,
hizalama, varyant bulma, siniflandirma,
anlamlandirma, yorumlama ve
raporlama) tek platformda yapma imkani

i

Farkl1 Kit, panel, veri turlerini destekleyen,
Ozellesmis analiz versiyonlar1 olanagi saglayan
esnek platform

Coklu kullanimi, 0rnek paylasimini,
ornek karsilastirmasini, veri yedeklemeyi
ve uzun donem saklamay1 destekleyen
kullanic1 dostu ara yuzU



SEQ Platformu — Blylme Egrisi
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Oduller, sertifikalar

00000
IV VA Tlrkiye Ihracatcilar Meclisi tarafindan diizenlenen Inovalig 2016
LIG e yarismasinda “Inovasyon DOngusi” kategorisinde birincilik 6d il
0 o 2016 yilinda Ingiltere’deki Royal Academy of Engineering tarafindan
ERGINEERIBG “Inovasyon Onclleri” programinda birincilikodili

1ISO9001, 1SO14001, 1SO27001 ve OHSAS18001 kalite belgeleri

A4 BIGG = TUBITAK BIGG “Basari Hikayesi”

TUBITAK BIREYSEL GENC GiRiSi



Referanslarimiz
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