MiSeq™ Dx Kypanbl illumina
MOS v4 bap Kypangapfa apHanfaH 6yma KipicTipy

IN VITRO ANATHOCTUKAIBIK KONOAHY YLUIH. TEK SKCIMOPTTAY YLUIH.

KongaHy MakcaThl

MiSeqDx Kypansbl in vitro gnarHocTtukanbik, (IVD) TangaynapbiMeH 6ipre nanganaHbinfaH Kesge nepnpepusnbik,
>XaHa anblHFaH KaHHaH Hemece dpopManuHae bekiTinreH, napadunre eHgipinreH (FFPE) TiHHeH anblHfFaH
afaMHblH reHomaplk OHK iwiHgeri [HK KiTanxaHanapblHbiH MakKCcaTTbl CEKBeHAeYiHe apHanfaH. MiSeqDx
Kypasbl TOMbIK FEHOMFa HEMece de Novo CeKBeHUpeyre apHanmMaraH. MiSeqDx Kypanbl TipKereH xxaHe
TizgimgenreH, TasapTbliFaH HeMece MakyngaHnfaH VD peareHTTepiMeH XaHe aHanuTukanolk 6argapnamManbik,
KypanMeH bipre KongaHblnybl Kepek.

MpoLenypaHblH NPUHLUNTEPI

[lumina MiSeqDx kypanbl nepndepusanbik TOMbIK KaHHaH, SMOPUOHIbIK TIHHEH HEMECE TIPpKeNreH XaHe
Tisimae kepceTinreH FFPE ynrinepiHeH anbiHFaH agam HK-cbiHaH ganbiHgansaH lllumina kemerimeH
CeKBeHMpeyLWi WbiFbIH MaTepmnangapbl MeH KiTanxaHanapgpl, TasapTbiiFaH Hemece 6ekiTinreH VD
peareHTTepiH NanganaHoin, agam JHK-HbIH MakcaTTbl KalTa CeKBEHUMACLIHA apHaiFaH. KiTanxaHanap
MakcaTTapAbl KYLUEATY XaHe YAri UHOeKCTepi MeH TycCipy peTiH KoCy apKbinbl fanbiHaanagpl. Y Ari
KiTanxaHanapbl afblH YALIbIFbIHA TYCipinenj )XaHe CUHTe3 XMMuAchkl 6olbiHWa cekBeHupney (SBS) apkbisbl
Kypanga pettenreH. SBS xumuscol 6ip HyKNeoTUATI Herisgepai aHbiKTay YLWiH KanTbiMAbl-TEPMUHATOP S4iCIH
nanpanaHagbl, eTKeHi onap ecin kene xaTkaH [HK TizabekTepiHe eHrisinreH. Real-Time Analysis (RTA)
bafgapnamManblk Kypasbl KECKIHAI Tangayabl XXaHe Herisri WakKblpyabl OpbIHAANAbI XXaHe ap PeTTiNiK LMK yLWiH
9p Herisre cana ynanbiH TaFranblHA4anabl. Herisri Tangay askTanfaH kesge, MiSeqDx KypanbiHOafbl KOCbIMLLA
Tangay Herisri wakbipynapabl engenai.

OHpaey afeTTe AemynbtunnekcTeydi, FASTQ dannbiH Xacayapbl, TEHECTIpYAi, HYCKaHbI LWaKblipyabl XXaHe
aHblKTaMasblK FEHOMHbIH, HaK Tbl NO3NUMANapbiHAa TabblFaH HycKanap Typanbl aknapaTTbl KAMTUTbIH
HycKanblk Wwakblpy niwimMi (VCF) danngapblH reHepaumsanayabl Kamtungpl. MiSeqDXx > yMbIC NpoLeciHe
6alinaHbICTbl KOCbIMLLIA Tangay YWiH apTypni MoaynbAepai nanganaHagpl.

KocC XXYKTey KOHpuUrypaumnacobl

Koc xykTey koHdurypaumsacel MiSeqDx kypanbiHa in vitro amarHoctukanbik (1VD) XeHe Tek 3epTTeyre
apHanfaH (RUQ) peTTinik TangaynapblH opblHOayFa MyMKiHAIK 6epeTiH annapaTTbiK Kypanabl,
b6arpapnamanblk Kypangbl XXaHe opHaTy npouegypanapblH KaMTuabl. Kocapnbl XXYKTey KOHOUrypaumschl
nanganaHylbiFa KypanapiH AnarHoCTUKanblK peXxXuMiHeH acnanTbiH, 3epTTey peXxXnmiHe aybiCyFa MyYMKIHAIK
6epepni. PeTTey WbiFbIC MaTepmnangapbliHaarbl pagnoxuinik ngeHtTudnkauusanapsl (RFID) RUO peTTiniri
peareHTTepiH AMarHoCcTMKanblK peTTiNikTe NnanganaHyabl 6onabipMangbl.
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[poLenypaHblH LWeKTeynepi

* |nvitro parHoCTUKanblk Nanganany yLiH.

* TaHbanaypa yCblHbIFaH HaTUXeENEP NepndPepusnbiK TOMbIK KaHAbl HEMeCe YPbIK, CbI3biFbIHbIH, OHIMAINIri
YLUIH XacyLa NMMHMANapbIH XXaHe cunaTTaliFaH peareHTTep MeH 6afaapnamansik MogynboepMeH
coMaTukanblk eHiMainikke apHanfaH FFPE ynnacbliH Hemece FFPE xacyLla xeninepiH kongaHaTbiH
penpeseHTaTUBTI Tangay TakTanapbiMeH anbiHgbl. Germline Variant xxaHe Somatic Variant Mogynbaepi
penpeseHTaTUBTI TangaynapMeH eHiMAiNikTi 6afanay MakcaTbiHOa 93ipfieHreH. OHIMAiNik cunaTTamanapsbl
TeK aKnapaTTblKk MakKcaTTap YLWiH 6epinreH. YCbIHbIFaH Banngauns ColHafbl, XOFapbl 6TKi3y KabineTTiniriH
KepceTy YLWiH KbI3MeT eTefji XXoHe KaHfan Aa 6ip Hak Tbl ManiMaeMenepre KaTbICTbl KypanbiH
MYMKIHAIKTepiH HeMece XapamablbiFblH 6enrinemengi. Ocbl Kypanga nanganaHy yWwiH asipaeHreH 6apiblk,
ONarHoCTUKarbIK CblHaKTap eHIMAINIKTIH 6apnblk acrnekTinepi yWiH TOMbIK TEKCEPYAi KaXKeT eTeai.

* Bbyn eHiM MblHanapabl XXeTKi3yMeH LWeKTenea;:
—  2Xx150 6UT OKY Y3bIHAbIFbIHAA PETTiNIK WhiFbICbl 2 56
— Okynap eTy cysrici = 15 MUNNIMOH OKY y3aKTbibl 2 X 150 6uTt

— 2x150 bp oKy y3akTbirbl kesiHae Q30 = 80% >xofapbl Herisgep
basanapgapbiy, TeH HeMmece 80%-aaH acTaMblHga Phred wkanacbiHbIH cana ynannapbl 30-gaH xofapbl,
6yn Herisri wakblpyabiH 99,9%-aaH XorFapbl ASN4iriH KepceTeg;.

* MiSeqgDx kypanbl nepudepusnblk ToNbIK KaH Hemece FFPE TiHiHeH anbiHFaH agamM OHK kiTanxaHanapbIHbIH,
peTiH KeNTipy YLWiH faHa pacTanfaH. backa ynri TypnepiHeH XacanfaH KitanxaHanapgpl in vitro
AVarHocTuKasblk nanjanaHy ylwiH ocbl KypanMeH bipre nanganaHbay kepek. byn kypangbiH, KIMHUKanbIK
yAarinepgeH MMKpobTbiK HEMeCe BUPYCTbIK HYKNEWH KbIWKbINAapblH CEKBEHUPNEYyre apHanfaH eHiMAiniri
aHbIKTanMaraH.

* MiSeqDx TipkenreH xaHe TiziMgenreH, TazapTbliFaH HeMece MakyngaHfaH VD peareHTTepi HemMece
TangaynapbIMeH in vitro AnarHoCTUKanblK NanganaHyfa apHanfaH. Ocbl 6yMaga cmnaTTanfaH peareHT
LeKTeynepi MeH eHIMAINIK cunaTTaManapbl penpeseHTaTUBTI Tangaynap MeH bargapnamansik
Mogynbaepre HerizgenreH. IVD Tangaynapsbl yWiH MakcaTTbl NanganaHy, aHblKkTanfaH HycKanap XXaHe yari
TYpi YWIiH Tangayra apHasfaH apHanbl 6yMa KOCbIMLUIACbIH KapaHbls.

*  ¥Y3blHAbKbI 25 6UT-TeH acaTbiH Indel (eHrisynep, xoronap XaHe onapablH KOMOMHaUMANapbl) KOHTEHTI
Tanpay 6arpgapnamMarnblk KypanbiMeH TypanaHbangpl. [lemek, 25 6UT-TeH acaTblH Y3bIHObIK Tafbl
WHAeKCcTepdi Tangay 6argapnamansik Kypanbl aHblKTamManbl.

* Xywne Germline xxaHe Somatic Variant MoayniHiH 6argapnamanbik XXacakTaMacbiMeH NanganaHbiiFaH
Ke3gae 6ip HykneoTnaTiK Hyckanapabl (SNV) xxaHe 25 6UTKe AeniH Xotonapabl XXaHe 24 6UT eHrisynepai
aHblKTay yWwiH pactanfaH. ComaTukanslk Wwakblpy ywiH 0,05 Hycka xwuiniringe 25 bp xoto xaHe 18 6ut
€Hri3y aHblKTangpl.

* TeTeHLe HYCKa KOHTEHTI 6ap aMNMKOH KepceTKilwTepi Tanaay 6afaapnamarnbik KypabiMeH
TypanaHbaybl MyMKiH, HOTUXECIHAE aliMaK Xabawbl Typ peTiHAae xabapnaHagpl. MyHaam skcTpemMangbl
KOHTEHTKe MblHanap Kipegi:
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— KypaMbiHAa YW KepceTKiWTeH Ken okbliaTbiHAap.
— SNV KOHTEHTI aMMIMKOHHbIH, Xannbl MaKCcaTTbl Y3blHAbFbIHbIH, 4 %-AaH XXOofapbl (30H4, aliMaK TapblH
KocnaraHga) kemiHae 30 OUT y3biHObIKTafbl KEPCEeTKIWTep.

— SNV KOHTEHTi aMNJINKOHHBbIH, >Xa bl y3bIHObFbIHbIH, 10%-4aH XofFapbl (30HA aliMakTapblH Koca
anfaHpa) y3biHObbl 30 OUT-TEH a3 KepceTKiwTep.

* Ken HykneoTuaTi Hyckanapgbl (MNV) xXaHe yNKeH MHOEKCTepAi Koca anfaHga, Y/IKeH Hyckanap Wb bIC
VCF dannbiHaa 6enek Kilwipek Hyckanap peTiHae xabapnaHybl MYMKIH.

* )Xot Hyckanapbl Cy3rifeH eTyi HeMece eKi TaKkTalLwanbl aMNAMKOHOAaPAbl KaMTUTbIH Kesfae eTKisin xidepyi
MYMKIH, erep >oto Y3blHAbF bl NIMTKabl aMNNKOHAAP apacbiHaarbl kabaTTacyaaH yNKeH HeMece ofaH
TeH 6onca.

* )Kyie HOenbOepai aHbIKTan anManabl, erep onap npamMepre Tikenew iprenec 6osca xaHe kabaTTacaTbIH
aMMANKOH 6onMaca. KantanaHaTbliH aMNIUMKOHAapbl 6ap anMakKTap YWiH kabaTTacy aMarbl
aHblKTanaTblH OO efllUeMIHEH Killipek bonfaHAa Tangay XXownapapbl aHbiKkTak anMangpl. Mbicanbl, erep
€Ki KepLUinec aMnInKoHaap apacbiHaafbl KabaTTacy aMafbl eKi (2) Heris 6onca, Tangay con Herisgepain,
eKeyiH Koca anfaHga ewbip xoroabl aHblKTan anMangbl. Ocbl HerisgepaiH Ke3 kenreHiHae 6ip Herizai
XOKObl aHblKTayFa 6onagbl.

* Kes kenreH rmbpugmsaumsra HerisgenreH KitanxaHaHbl fanblHOAY XXYMbIC YPLICIHAE CUSAK TbI,
ONIMrOHYKNeoTMATEPAi 6alinaHbICTbipaTbiH aiMaKTapaasbl HEri3ri nonMMopduaMaep, Mytauuanap,
KipicTipynep HeMece Xotonap sepTTeneTiH annenbaepre acep eTyi MyMKiH. [leMek, peTTinik kesiHge
»XacalfaH WakKblpyniapfa ga acep eTtefi. Mbicanbl:

— [paimMep aimarblHAafbl HYcKacbkl 6ap dasaparbl HYCKa KYLLIENTINIMeYi MYMKIH, HOTUXecCiHOe XanfaH
Tepic bonagbl.

— [lpanMep anMarbIHOaFbl HYCKanap roMo3nroTasblk HYCKaHbl YPbIC eMEC WaKbIpyFa aKeneTiH
aHblK TaManblK annenbiid KywenTinyiHe xxon 6epmeyi MyMKiH.

— [panmep anmarbiHgafbl Indel Hyckanapbl NpakMepre iprefec okynblH COHbIHAA XalFaH OH WaKblpyap!
TYAbIPYbl MYMKIH.

* Erep onap 6ip oKyablH COHpbIHA XaKblH OPbIH aJica XaHe Typanay KesiHae XyMcak KecinreH 6onca,
XOnakTapfAblH KucatobiHa 6ainaHbICThbl cy3rineyre 6onagpl.

* LWafbiH MNV pacTanmafaH.

* KeLwwipy caHbIHbIH HYCKanapbl HeMece BipiKTipy HeMece TpaHCNoKaLmMA CUSK Tbl KYPbITbIMABIK HYCKanap
pacTanmafaH.

*  KbIHbIC XXOJIbIHA TSH LWEKTeynep:

— Germline Variant Module nanganaHaTbiH MiSeqDx XYyAeci ypblK CbI3bHbIHbIH, HYCKACbIH LLaKbIpy (FFHN,
rOMO3UroTasnbl, reTeposuroTarnbl, Xabarbl TUM) YLWiH canasnbl H8TUXenepai 6epyre apHanfaH.

— Germline Variant Module 6ipre naganaHblifaH ke3ge HaKTbl HYCKaHbI LWaKbIpy YLWiH KaXeT ap
AMMNKOHHbIH, MUHUMangpl KaMTybl 150X Kypangbl. YArinepaid caHbl XXaHe MakcaTTbl Heri3gepain,
Xanmbl caHbl KaMTyFa acep eTefi. GC KOHTEHTI XXoHe 6acka reHOMIObIK KOHTEHT KaMTyblHa acep eTyi
MYMKIH.
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— KeLwipMe caHblHbIH BapnaLmsaCchl HYCKaHbIH FTOMO3UroTaslbl HEMECe reTeposnroTanbl EKEHIHE acep eTyi
MYMKIH.

— benrini 6ip kanTanaHaTblH KOHTEKCTTeri Hyckanap VCF danngapbeiHaa cysinegi. RMxN kanTanay cysrici
HYCKa NO3nLMACbIHA iprenec cinteMe reHoMblHAa HYCKa peTiHiH 6apnbibl HeMece Bip 6eniri KanTa-
KanTa 6onca, Hyckanapgpl Cy3y yWiH nangananbinagbl. TYKbIMObIK Cbi3biFbIHbIH, HYCKaCbIH LWaKbIpy
YLUiH Cy3rigeH eTeTiH HYCKa YLWiH aHblKTaMadafbl KeMiHOE 9 KaTanay KaXkeT XXaHe y3blHAbFbl 5 6UTKe
OeniHri kanTanaynap faHa kapacTbipblnagbl (R5x9).

* ComaTuKanblK cneumpukanblk LLeKTeynep:

— CoMmaTuKanblK HYcKa MoayniH nanganaHaTbiH MiSeqDx »Xyneci coMaTuKanblK HYCKaHbl LWaKblpy YLUiH
cananbl HaTUXenepaj xxeTkidyre apHanfaH (srHu, 0,05 aHbikTay werimeH 0,026-aaH Xofapbl HeMece
OFaH TeH, HYCKa XWuiniri 6ap comaTmkanblk HYCKaHblH 60nybl).

— CoMmaTuKanblK HYcka MoayniMeH 6ipre nanganaHbl/ifaH Kesae HaKTbl HYCKaHbl LWaKbIpy YLWiH KaXxeT
AMMJIMKOHHbIH, MMHUMaNAbl KaMTybl 8p ONIMFOHYKNeoTug, nynbiHa 450x Kypangpl. YArinepaid caHbl
XXOHE MaKCcaTTbl HEri3gepaiH Xannbl caHbl KaMTyFa acep eTefi. GC KOHTEHTI XXaHe 6acka reHoMapIK,
KOHTEHT KaMTyblHa acep eTyi MyMKIiH.

— benrini 6ip kanTanaHaTblH KOHTeKCTTeri Hyckanap VCF danngapbiHaa cysinedi. RMxN KanTtanay cyarici
HYCKa NosunumsacbiHa ipresnec cintemMe reHoMbiHAa BipHelle peT 6ap HycKa peTTiniriHiH 6apnbik HeMece
Oip 6eniriHgeri Hyckanapabl Cy3y YLWiH NanganaHblnagbl. CoMaTuKanblK HYCKaHbl LWaKbIpy YLWiH
Cy3rifeH eTeTiH HYCKa YLLiH aHblk TaMaafbl KeMiHOE 6 KanTanay KaxKeT XXoHe y3blHAblFbl 3 6UTKe
OeniHri kanTanaynap faHa KapacTbipblnagbl (R3x6).

— ComaTuKanblk HyYCka Mooyni ypbIK Cbi3bifbl MEH COMATUKaNbIK HYCKanapabl aXbipaTa anMangsbl.
Mopgynb HYCKa XWiNniKTepiHiH AnanasoHbliHAaFbl HYCKanapabl aHblk TayFa apHanfaH, bipak,
CoOMaTMKanblK HyCKanapabl YpblK CbI3bH bIHbIH HYCKanapblHaH aXkblpaTy YLWiH HYCKa XWINiriH nanganaHy
MYMKIiH emMec.

— YnarigeriKanbInTbl TiH HYCKanapgbl aHblKkTayFa acep eTedi. AHbIKTayablH XxabapnaHfaH weriicik neH
KanblNTbl TIHHEH anblHFaH Xannbl AHK-Fa KaTbICTbl HYCKa XMWiniriHe HerisgenreH.

OHIMHIH KypaMpaac 6enikTepi

[llumina MiSegDx MblHanapgaH Typagbl:
MiSeqDx Kypan (Katanor N2 DX-410-1001)

Keneci 6argapnamanbik Kypan KOMAOHeHTTepi MiSeqDx KypanblHbIH, XXYMbICbl XXaHe AepeKTepai Tangay yLwiH
KaxerT:
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bafpapnamansblk,
KamMTamMachbl3

dyHKLUA
eTy y
KongaHo6achbl
MiSeq onepayuanbik, KypangbiH,
GaF apnamanbik, KYMbICbIH
Kypanbl (MOS) 6ackapapgbl
Real-Time Analysis BacTankpl
(RTA) Tanpaygabl
opblHA4angbl
Local Run Manager Mogaynb
TaHgayFfa
apHar¥aH
MHTepberc

®

CunaTtrtama

MOS 6arpapnamansik Kypan kongaHbacbl peTTinik KesiHae KypangabiH, XXyMbICbiH 6ackapag,bl
XoHe Real-Time Analysis (RTA) 6arpgapnamansik KypanbiMeH nanganaHy yLwiH KeckiHgepai
»acangbl. KocbiMwa aknapatTbl MOS v4 ywiH MiSeqDx KypasbiHblH, aHbIKTaMarbiK
Hyckaynbifbl (Ky>xaT N2 200010452) 6eniMiHeH KapaHbl3.

RTA 6arpapnamanbik xacakTamacbl MOS apkbinbl XacasnFaH KeckiHgepgai TisbeygiH ap wuukni
ywiH Local Run Manager Tangay MogynbAepiHiH KipicTepi 60nbin TabblnaTbiH HETi3ri Wakbipy
danngapbiHa TypneHgipeni. RTA 6argapnamanbik KypanbiHbiH KongaHbacbliHAa nanganaHyLwbi
WHTepbEeNnCi X oK.

Local Run Manager 6argapnamMansbik Kypanbl nanganaHyLbiHbl 6ackapyfa, KocbiMLa Tangayabl
OpblHAaYFa X8He cTaTyCTbl bakblnayfa apHarFaH Kypangafbl 6ipiKTipinreH wewiMm 6osbin
Tabbinagbl. KocbiMwa aknapaTTbl MiSeqDx ywiH Local Run Manager v4 6arpapnamarbik
KYpasibiHblH aHblKTamanblk HycKaynbirbl (Ky>xxaT N°200046657) 6eniMmiHeH kapaHbi3.

CakTay XaHe eHaey

AneMeHT TexHuKanblK, cunaTtramMa

Temnepatypa TacbiMangay >aHe cakTay: -10°C - 40°C (14°F - 104°F)
Xymbic waptTapbl: 19°C - 25°C (66°F - 77°F)

blnFangbinbik, TacbiMangay xaHe cakTay: KoHgeHcalnsanaHbanTbiH biFangbiibIk
XymMbic wapTtTapbl: 30-75% canbiCTbipManbl bisFangbinblk (KOHAeHcaunsanaHbanTbiH)

KaxkeT »xabablKkTap XaHe MaTepuangap, bipre

bepinmMenai

LLbFbIH MaTepuangapbiHbIH, peTTiniri

MiSegDx Reagent Kit v3 (KaTanor N¢ 20037124)
MiSegDx Reagent Kit v3 Micro (KaTanor N2 20063860)

ManpanaHywbl 6epeTiH WbFbIH MaTepuangapbl

Icke Kocynbl 6acTamac 6ypblH Keneci NanganaHylbl KaMTaMachi3 eTeTiH WbFblH MaTepuangapbiHbiH
KOJKeTiMAI EKEHIHE K63 XEeTKI3iHj3.
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TyTbIHbINATbIH

Ankoronbfi MannbikTap, 70% nsonponun
Hemece
JTtaHon, 70%

3epTxaHanbIK TiH, TOMEH TanwblKTbl
Ob6beKkTUBTI KafFas, 4 X 6 AONM.
20 apanbifbl

MuHLeT, TepTOYPLIWTHLI NNACTUK (MIHAETTI emec)

Cy, 3epTxaHanblk,

Makcart

AFbIH YALWbIFbI LWbIHBICHIH XX8HEe caTbICbIH Tasanay

AFbIHAbIK XacyLla caTbICbIH Tasanay
AFbIH YSILUbIFbIH Ta3anay

Kypangbl Xxyy

AFbIH YALWbIFbIH afblH YALWbIFbI TacbiManaay KOHTelHepiHeH
WwbFapy

Kypanzsi xyy

3epTX3HaJ1bIKI p,ape)Kep,eri Cyfa apHa/i¥aH HYCKayJblK,

Kypan npouenypanapbliH opblHAAY YLWiH dpKallaH 3epTXaHanblk Cyabl HEMECEe NOHCbI3AaHObIPbIFaH cyapl
nanganaHbliHbI3. Kybblp CyblH elKalaH nanganaHbaHbls.

CynblH TeK Keneci copTTapblH HeMece 6anamManapblH NanganaHblHbI3:

[enoHusaumnanaHraH cy
[llumina PW1

18 meraom (MQ) cy
Milli-Q cybl

Super-Q cy

Monekynanblk, 6uonorna geHreniHgericy

EckepTynep MeH cakTbIK LLapanapbl

A ECKEPTY

Byn peareHTTep XXUHafbIHAA bIKTUMaN KayinTi XUMUsANbIK, 3aTTap 6ap. [leHe apakaTbl geMpai
ilKe TapTy, XYTY, Tepire TUIO )XdHe Ke3re TUIO HOTMXKECIHAE OPbIH anybl MyMKiH. XXenpeTy
peareHTTepAeri KayinTi MaTepuanpapMeH XYMbIC icTeyre caikec 60/ybl Kepek. 9cep eTy
KayniHe calKec Ke3ingipik, Koswran XxoHe 3epTXaHalblK, XanaT ceKiNfi KopFaHbIlW KypanpapbiH
KWiHi3. KonpgaHburaH peareHTTepAi XUMUANDbIK, KanabiK, peTiHae eHAEH,i3 )XKoHe KonpaHbICcTaFbl
alMaKTbIK, YITTbIK, )KOHE XXeprinikTi 3aHAap MeH epeXXenepre caikec TacTaHbi3. KoplafaH
OpTaHbl KOpFay, AeHCaynblK XXaHe Kayincisaik Typasbl KOCbIMLA aknapaTThbl
support.ilumina.com/sds.html canTbiHgafbl SDS 6eniMiHEH KapaHbI3.

Bapnblk KaH ynrinepiH agamMHbIH, UMMYH TanwbinbiFbl BUpycbl (AUTB), agaMHbIH B renatuTi Bupycsl (HBV)
YXOHE KaH apKbl/ibl TacbiMangaHaTblH 6acka KO34bIpFblll areHTTepi (embeban cakThiK Wapanapbl) yLWiH

XYKMNanbl ekeHi 6enrini 6onfaHpgam ycTaHpis.
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* KepceTinreHgen npoueaypanapibl opbiHAaMay KaTe HaTUXenepre HeMece YAri canacbliHblH alTapabiKTan
TeMeHeyiHe akenyi MYMKIiH.

* KanbinTbl 3epTXaHasblk CaKTblK LWapanapblH KON4aHblHbI3. TaMWybIpAbl aybi3Fa TaMbl3yFa 6onmangbl.
BenrineHreH »xyMbIC OpblHAAPbIHAA TaMak, CYCbIH iLUNEHi3 HEMeCce TeMEKI LWeKNeHi3. YArinep MeH XnHak,
peareHTTepiMeH XyMbIC icTereHae Oip peT KongaHblaTblH KONFan neH 3epTxaHasblk XxanaTt KniHis. Yarinep
MEH XXWNHaK peareHTTepPIMEH XXYMbIC iCTEFr€HHEH KeRiH KONAbl MyKUAT XXYbIHbI3.

* T[ITP eHiMaepiHiH peareHTTepai, Kypangapabl XXoHe reHomaplk AHK ynrinepiH nactamaybl yLWwiH TUICTi
3epTxaHanblk TaXipubenep MeH OpblHAbI 3epTXaHanbIK rMrneHaHbl yctaHy kaxeT. NTP nacTtaHybl gan
€MecC XaHe CeHIMCIi3 HaTuXenepre akenyi MyMKiH.

* JlacTaHygpblH angblH any yLwiH KyLWeNnTyre AeniHri XXaHe KeriHri KylenTy anMakTapbiH4a apHalbl Xabablk,
MeH WbKbIC MaTepuangapbl (Mbicanbl, TaMLWybIpaap, TaMLybIp yLWTapbl, Xbiay 610KTapbl, KybiHObINAP
XXoHe ueHTpudyranap) 6ap ekeHiHe Ke3 XeTKisiHi3.

* Kaxet 6onca, nHgeKCc-yri Xyntamacbl 6acbin WbiFapbliFaH NaacTMHaHbIH OpHanacyblHa A1 COMKEeC Kenyi
Kepek. Local Run Manager Mogynbre eHrisinreH kesge yari ataynapbiMeH 6ainaHbICTbl MIHAEKC
nparnmMepnepiH aBToMaTTbl TYpAe TonTbipagbl. [ManganaHywbifra TisbekTeymiicke Kocyapl 6actamac 6ypblIH
WHAEKC NpanMepnepiHin, ynrinepMeH 6annaHbICblH TEKCEPY YCbIHbINaAbl. Yri MeH NiacTMHaHbIH
OpHanacybl apacblHAafbl COMKECCI3AiKTep OH, YIIriHi COMKeCTEeHAIPYAi XXOFanTyFa XaHe HaTUXe Typasbl
KaTe ecen bepyre akenegi.

* KomnbloTeppi BUpycTapAaH Kopray yLiH nainganaHyubl yCbiHaTbiH aHTUBMPYCTbIK 6afaapiamMansbik,
Kypanabl opHaTy yCbiHblNaabl. OpHaTy HYCKaynapblH NaiganaHyllbl HYCKay biFbIHaH KapaHpls3.

* [laHenbgepaiH elwKancbICbiH anbin TacTafFaH kesge MiSegDx KypblUbICbiH NanganaHbanpls. AcnanTbl
naHenbaepaiH Kes KefreHiH anbin Tactan XyMbIC iCTey Xenigeri KepHey MeH TypaK Tbl KEpHeYLiH, bIkTUMan
9CepiH Tyablpaabl.

*  AfblH yAWbF bl 6eniriHgeri aFbiH YALWbKbIHbIH, KyNiHe Ko TUrisbeHis. byn 6enikteri Kbi3abipfbiw 22°C XaHe
95°C apanblfblHAa XYMbIC iCTENAI XXBHe KYNIN Kanyra aKenyi MyMKiH.

* KypangplH canMarbl WWamMaMeH 126 GyHT. Kyfan KeTce HeEMece AypbIC YCTaMaca ayblp XapakaTka akenyi
MYMKIH.

* Ocbl 8HiMre KaTbICTbl KE3 KesireH ayblp okuranap Typanbl gepey lllumina xeHe nanganaHyLbl MeH
eMaenyLli opHanackaH Mylle MeMiekeTTePLH KY3blpeTTi opraHgapbiHa xabapnaHbis.

[TanpganaHy Hyckaynapbl

MiSeqDx kypanblH nanganaHy 6onbiHWa Keneci Hyckaynap MiSegDx Reagent Kit v3 6enimiHge 6epinreH
peareHTTepai kaxeT eTegi.
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Local Run Manager kemeriMeH icke Kocyabl Xxacay

OpblHOayabl xxacay 6oMblHLa Toblk HYckaynapabl MiSeqDx yiwiH Local Run Manager v4 6argapnamaribik
KYpasblHbIH aHbIKTamasblK Hyckaynbibl (Ky>xaT N2200046657) 6eniMmiHeH XoaHe Ci3 nainganaHaTblH Tangay
Local Run Manager MoayniHiH HYCKay/blfbIHaH KapaHpl3.

PeareHT KapTpuUAXXiH AaiblHAaHbl3

TemeHperi Hyckaynap 6enmMe TemMnepaTypacbiH4afbl Cy BaHHaCbIH NanganaHbin peareHTTepAi epiTy XOJblH
cmnaTTanapl.

1.
2.

PeareHT KapTpuaxiH -15°-TaH -25°C-Ka geliH anbin TacTaHbI3.

PeareHT KapTpUAXiH peareHT KapTPUOKiHIH HEri3iH peareHT KapTpuaXXiHae 6acblniFaH Cy Cbi3biblHa AeNiH
6aTbIpy YLWiH XeTKiNikTi 6enMe TeMmnepaTypacbiHAa NOHCbI3AaHObIPbISIFaH Cybl 6ap Cy MOHLLACbIHA
canbiHbI3. CyablH, MakcMMangpl Ccy KyoblpblHaH acbin KeTyiHe Ko 6epMeHis.

1-cypeT Makcumangpl cy Kybbipbl

Ninimimimn e

I =

.

PeareHT KapTpuaxiH 6enMe TeMnepaTypacbiHgasbl Cy BaHHacbiHAa WaMameH 60-90 MUHYT HeMece
TONbIFbIMEH epireHLle epiTyre pykKcaT eTiHi3.

—

KapTpnaxgai cy MoHLWacbIHaH anbiHbi3 Aa, KapTpUaXK TYGIHEH CyAbl WbKapy YLiH OHbl OPbIHABIKKA aKblpbIH
TYPTIHi3. KapTpnaX HerisiH KypFraTblHbI3. PeareHT KapTPUAXIHIH YCTiHe cy WallblpaMafFaHblH TeKCEPIHI3.

PeareHT KapTpupaXiH TeKCepiH,i3

1.

EpiTinreH peareHTTep4i apanacTblpy YLWiH peareHT KapTPUAXiH OH peT TeHKePIHi3, cogaH KeiniH 6apblk,
nos3uunsanapablH epireHiH TekcepiHis.

2. 1, 2 x8He 4 nosnumsanapbiHaafbl peareHTTepai TeKcepin, onapaplH TOSblK apanackaHblHa XoHe
TyHOanapaplH XXOK TbiFblHa KO3 XEeTKIi3iHi3.
ECKEPTY KapTpuaoxaeri peareHTTep AypbIC peTTinikke keningik 6epy yLwiH MYKUAT epiTy XXoHe
apanacTblpy eTe MaHbI3[bl.
3. PeareHTTeppgeriaya kenipLikTepiH a3anTy yLWiH OpbIHAbIK Tafbl KAPTPUOXKAI aKbIPbIH TYPTIH|3.
ECKEPTY MiSeqgDx copfbllw TYTIKTEPi peareHTTepai copy YLWiH ap pesepByapablH Ty6iHe Tyceai,
COHAbIKTaH pe3epByapfiapAa aya KenipuwikTepi 6onmMaybl MaHpbi3abl.
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4. PeareHT KapTpuAXiH My3fa canbiHbl3 Hemece 2°C-8°C (anTbl caFaTka AeliH) XYMbICTbl OpHaTyFa AabliH
fonfaHwWa KanablpbiHbI3. EH XXaKCbl HOTUXeNepre Ko XeTKIi3y YLWiH YATiHi XXYKTeyre XXaHe icke Kocyabl
OopHaTyFa TiKesien eTiH|3.

Ynrineppi peTTinikke gambiHAaHbl3

KiTanxaHaHbl cymbiNTyabl XaHe BipikTipyai Koca, peTTinikke ynri KitanxaHanapgpl ganbiHgay Typansl
HyCKaynappAbl KiTanxaHaHbl ganbiHaay 6ymMacsl KipicTipMeciHiH, «[Manganany Hyckaynapbl» 6eiMiH KapaHpls.

Y nri KiTanxaHanapblHbIH, CYRbINTYbl ONIMFOHYKNEOTUATIK NyngapabiH Kypgeninirine 6annaHbicTbl. MiSegDx
OOWMbIHLWA KNacTep ThiFbI3AbIFbIH OHTaMNaHAbIPY KaXkeT XXaHe OHTanbl KNacTep ThiFbI3AbF bl KiTanxaHaHbl
AanblHOayablH HaK Tbl TangayblHa 6anaHbICTbl ©3repegi.

Y nri KiTanxaHanapblH KAPTPULIKIE XXYKTEH,I3

PeareHT kapTpunoXXi TONMbIFbIMEH epireH Kesae xaHe nanganaHyra ganbiH 6onraHga, yarinepai kaptpugxre
canyfra favblHCbI3.

1. Load Samples (Ynrinepgi >xykTey) aen 0enrinieHreH peareHT KapTpULXiHAEri pe3epByapAblH YCTiHAer
donbra Tb¥bI3gafbllbIH TECY YLWiH 66nekK, Ta3a XxaHe 60c 1 M TaMLYybIpP YLbIH NaiganaHblHbI3.

ECKEPTY backa peareHT opblHOapbIH TecneHis. backa peareHT nosuuuanapsbl icke Kocy KesiHae
aBTOMaTThbl TYpae Tecineg;.

2. 600 MKN TaMWybIpMEH ganblHganfaH CyNMbINTbISFaH aMMIMKOH KiTanxaHacbkl (DAL) ynrikiTanxaHanapbiH
Load Samples (Y nrinepgj xxykTey) pesepByapblHa canblHpI3. Ponbra ThiFbi3gafbilliblHa KON TUMi36eH;3.

3. YnriHi XXyKTereHHeH KeiH pesepByapaa aya KenipwikTepiHiH, 6ap->XXofblH TeKcepiHis. Aya KenipLikTepi
6onca, KenipLwikTepai 6ocaTy YWiH OpbIHAbIK Tafbl KAPTPULKG] aKbIPblH TYPTIHI3.

2-cypeT KiTanxaHanapabl XYKTEH,3
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4. MiSeq onepauuanbik 6argapnamansik Kypansl (MOS) nHTepdeiciH nanganaHbin Tikenen icke kocy opHaTy
KadamMpapbiHa eTiHi3.

OpHaTyAbl icKe KOCbIHbI3

TonblK icke KOCYy opHaTy HyckaynapblH MOS v4 ywiH MiSeqDx KypaibiHbIH aHbIK TaMasibiK HYCKaybifbl (Ky>XaT
N2 200010452) 6eniMiHEH KapaHbI3.

1. MiSeqgDx xyneciHe Local Run Manager 6afgapnamMarnbik KypasblHblH KYNUACO3i apKbibl KipiHi3.
2. MOS 6afpgapnamarnbik KypanblHblH HEri3ri akpaHblHaH Sequence (PeTTiNnik) TapMafbiH TaH4aHbI3.
3. TisiMHeH icke Kkocygpl TaHaan, Next (Keneci) onunsacbiH TaH4aHbI3.
OpHaTy aKpaHAapblHbIH KaTapbl Keneci peTneH awblnagpl: AFblH YALWbFbIH XXYKTEHI3, peareHTTepai
XKYKTEHI3, Kapan b bIHbI3 XXaHEe XYMbICTbl anblH ana TeKCepiHis.
4. AFbIH YALWbIFbIH XYKTeY aKpaHbl Nanga 6onfaHa, aFblH YALWbKbIH Tadanan, CofaH KeniH XYKTeHIs.

AFbIH YA bIHbIH, bICBIPMACbIH XXOHEe afblH YA bl 66IriHIH eciriH XabblHbI3.
Icke Kocyabl 6acTamac 6ypblH biCbipMa MeH BeNiKTIH eciri Xabblnybl KepeK. AFbIH YALWbIFbl XXYKTEreH Kesae
bafgapnamanblk Kypan RFID okunabl XXaHe xasagbl. RFID coTTi oKbUFaHbIH pacTay SKpaHHbIH, TOMEHTi OH,
Xak 6ypbiwbiHAa Nnanga 6onagpl.

6. MiSegDx SBS Solution (PR2) 6eTenkeciH cany ywiH 6afaapnamalblk Kypaa HYCKaynapblH OpbIHAAHbI3,
Kangplk 6eTenkKeHiH 60C eKeHiHe Ke3 XeTKI3iHi3 XXaHe peareHT KapTPULXKiH canbiHbI3.
MiSeqDx SBS Solution (PR2) 6eTenkeci MeH peareHT KapTpUAaXi XXYKTenrenae, 6araapnamansik kypan
RFID-gj oknabl XaHe xasagbl. RFID coTTi OKblIFaHbIH pacTay SKpaHHbIH, TOMEHT i OH Xak, bypblwbiHAA
nanpa 6onagpl.

7. OpsblHgay 6acTanfaH kesge CekBeHUNA aKpaHbl alwblnagbl. byn akpaH KapkbIHAbIbIK MeH cana yrnannapbiH
(Q-6annpapbl) Koca, opblHAAbIM XaTKaH XYMbICTbIH, KEPHEKI KepiHiciH 6epefi.

HaTuxxenep

Real-Time Analysis (RTA) — keCkiH TanfayblH XX8He Herisri Wakblpyabl OPbIHAANTBIH XaHe ap PeTTiNiK LMKAi
YLLiH 8p Herisre cana ynanbiH TaFralbiHAANTbBIH BipiKTipinreH 6afgapnamanslk Kypan. bactankel Tangay
asKTanfaHga, 1-6etTteri Local Run Manager keMmeriMmeH icke Kocyabl xacay8-6eTTe MiSeqDx Kypangafbl
MofAy/b KOCbIMLUA Tangayabl 6acTanabl. backa >XyMbiC NpoLecTepi YWiH Tangayfa apHanfaH Ky>kaTTamMaHbl
KapaHbl3.

CanaHbl bakblay npouenypanapbl

MiSeqDx 6afgapnamanbik Kypasbl 8p icke Kocyapl, Y/riHi XX8He Heri3ri Wwakblpyapl cana 6akbinay
KepceTKilwTepiHe Kapchl bafananabl. KaXkxeT 6onfFaH Xaffanaa, KitanxaHaHbl janblHOayFa eHrisifireH oH XaHe
Tepic 6akblnaynap KyTineTiH HaTUXenep ywiH ge 6aranaHybl Kepek.
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OHIMAINIK cnnaTtTamManapbl

Bapnblk 3epTTeynep MiSegDx 6onblHLWwa opbiHAANgbI.

FepMNUHAIK 3epTTeynepae KitTanxaHaHbl fanbiHaay ywiH MiSegDx MykoBucumnaos 139-BapuaHT Tangaybl
HeMece TruSeq Custom Amplicon Kit Dx peareHTTepi nanganaHbingbl. EKi XnHak 6ipaen KitanxaHaHbl
falblHAay peareHTTepiH NanganaHagbl XaHe XXYMbIC NPOLECIHIH 6ip FaHa alblpMalUbInbiFbl 6ap: noanmMepasabl
Tiz6ekTi peakuymsa (MTP) unkngapbiHbiH caHbl (THiciHWe 25 aHe 28). KocbiMwa MTP uyukngepi TruSeq Custom
Amplicon Kit Dx kemerimeH [IHK eHrisy sepTTeyiHae kepceTinreHaen, MiSeqDx mykosucLmaos 139-Hycka
TangaybliHa (250 Hr) kaTbicTbl TruSeq Custom Amplicon Kit Dx (50 Hr) kemerimeH TemeHipek [HK eHrizyiHe
MYMKIHAIK 6epegi. . MiSeqDx umcTmkanblk, ¢nbpo3s 139-HycKka TangaybIMeH fanblHoanfaH KitanxaHanap
XXUHaKTafbl inecne cekBeHUprey peareHTTepiMeH peTTtenreHd. TruSeq Custom Amplicon Kit Dx kemerimeH
JanblHOanfFaH KitanxaHanap MiSeqDx Reagent Kit v3 apkbinbl peTTenreH. COHfbl peTTifniK peareHTTepi
MiSeqDx MmykoBucunaos 139-sapuaHT TangayblHaafblapra KapafaH4a eHiMAINIKTi apTTbipabl.

CblHak MiSegDx Reagent Kit v3 Micro konganTblH yAri 6TKisy aykbiMaapbiH KaMTugsl. MiSeqDx Tangayra
bannaHbICTbl 1-96 ynri/icke kongay kepceTe anagpl. MiSeqDx Reagent Kit v3 Micro TanganfaH Tangaynap yLwid
OCbl ayKbiMAafbl YAriHIH, TOMEHT| 6TKi3y KabineTiH Kongayfa apHanfaH.

ComaTukanblk 3eptTeynep TruSeq Custom Amplicon Kit Dx kemerimeH MiSegDx Reagent Kit v3
nangananbingpsl.

KiTanxaHanapgbl peTTinikke ganbiHgay ywiH TruSeq Custom Amplicon Kit Dx ywWwiH cMnaTTanfaH ypblK, Cbi3bi bl
HemMece coMaTuKanbIK XYMbIC afFblHAapbl €Ki epekLwenikTi KocnaraHaa, TviciHwe Germline Variant Module
Hemece Somatic Variant Module apkbinbl Tangay Xyprisingi. bip reHgi (ypbik Cbi3bFbIHbIH, eHiMAiNIr; MiSegDx
uncTmkanbik Gnbpo3 139-Hycka Tangaybl) HeMece eki reHfi (coMaTukanbIk eHIMAINIK) penpeseHTaTUBTI
MyTauus naHeni peTiHAe NaganaHaTbhiH 3epTTeynep Tangayra apHaibl XXYMbIC YPAICTepi MeH Tangay
MoAynbAepiH nanganaHapl.

ECKEPTY AMNINKOHHBIH reHOMAbIK KOHTEHTI peTTeNreH reHoMablK Tisbekke KaTbICTbl KOPbITbIHAbITaHaAbI.
MuHyc Tis6eKKe KapcChbl XXacanfaH aMnNINKOHLAP YLWiH CinTeMe reHOMbIHbIH KOHTEHTI Kepi
KOMMNAeMeHT 6onbin Tabbinagpl (Mblicanbl, MUHYC Ti36eKTi aMnMKoHpapaarbl PolyA alimakTapbl
cinTemMe reHoMblHAafbl PolyT ailMakTapbliHa cankec Kenegj).

OHiMAinik cnnatTtamanapblHga KongaHbinaTbiH
ecenTeynepai, aHbiK Tamanapbl

* [lo3nTuBTI NanbI3gplk Kenicim (PPA) Tangay apKbinbl ypbic xabapnaHnfaH aHblKkTaMasblK a4ic 60MbIHLWA
HyCcKkanap peTiHAe XiKTenreH NoKycTapAablH YNeci peTiHae ecenTeneg;.

— (#Hycka nokyc Tangay apkbiibl ypbic ecentenreH) / (HYcka NOKyCTapbIHbIH, Xasnbl # cCaHbl)
AHbIKTaManblK 94iCke Colikec Tangay apkblfbl XxabapnaHnfaH HYCKarblK JIOKYCTap WblHalbl NO3UTUBTI
6onbin Tabbinagpl (TP). AHbIKTaManblk Wakblpyiap HeMece Tangay apKblfbl 9pTypi HYCKa
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Wwakblpynapbl peTiHae xabapnaHfaH Hycka JIoKycTapbl XasiFaH HeratueTep (FNs) 60nbin Tabbinagbl

* Tepic nanbisgplk kenicim (NPA) Tangay apkbifibl ypbic XabapnaHfaH aHblKTaMarblk a4ic 6oMbIHLLIA
>Xabanbl Typ peTiHAE XIKTenreH nokycTapablH yneci peTiHae ecenTtenep,.

— (#>xabanbl TMATI NOKYC Tangay apkbinibl gypbic XxabapnanfaH)/ (xkannbl # xabalbl TUNTI NOKYC)
AHbIKTaMa/lblK 84iCNeH Calikec KeneTiH Tangay apkblfbl xabapnaHfaH xabalbl TUNTI NOKyCTap
WbiHanbl Tepic (TH) 6onbin Tabbinagsl. Tangay apkbiibl HYCKanap peTiHae xabapnaHfaH Xxabanbl TUNTI
NoKycTap xanfaH nosmtueTep (FPs) 6onbin Tabbinagpl.

* )Kannbl nanbi3gplk Kesicim (OPA) aHbik TaMarblK, 84iCKe KaTbICTbl Tangay apKblibl AypbiC XabapnaHfaH
NoKycTapAblH yieci peTiHge ecenTeneg,.

— ((rangay apkbinbl AypbiC xabapnaHfaH NOKyCTap CcaHbl) + (Tangay apKbiibl ypbic XxabapnaHfraH
>abanbl TUNTI NTOKYCTap caHbl)) / ((HYCKa NMOKyCTapbIHbIH, Xanbl CaHbl) + (XXabanbl TUNTI TOKYCTapAbiH
>Xanmnbl caHbl))

* Hyckanapgbl WwWakblpy kongaH6anapsbl ywiH PPA, NPA xaHe OPA ecenTeynepi elkaHgam KoHpipaynapabl
KaMTbiIMangbl (HyCcka HeMece aHblk TaMasiblK JIOKycTap 6ip HemMece GipHelle cana cy3rinepiHe colikec
Kenmengi). Eki 3epTTey apHambl «% QypbIC WaKblipy» KepceTKiiHAe elwkaHaan Wakblpyabl KaMTbiMangp!
XXaHe 6y WwakblpynapablH XXOKTbiFbl TUICTI KECTenep YLWiH ecKepifiMereH.

* Lakblpy Xblngamabibl 1-22 xpoMocoManap yLWiH peTTenreH nosnumanapabiy, Xannsl caHblHa 6eniHreH
NOKycTap eTeTiH Cy3rinepaiH xannbl caHbl peTiHAe ecenTenegi. X xxaHe Y XpoMocoManapbl anbiHbIn
TacTangpl. byn kepceTkiw cinTeMe aficiMeH LWakblipynapabliH, KeniciMiH kapacTbipMangpl.

AngbliH ana Tangay paktopnapbliHa KaTbICTbl 6HIMAINIK cMnaTTamManapbl yWiH (Mblcasbl, 3KCTpaKuusa agictepi
Hemece [JHK eHri3yi) TMIiCTi KiTanxaHaHbl fanbiHAay a4ici YWiH 6yMaHbIH KOCbIMLIACbIH KapaHpl3.

Ynri uHaekcTey

KiTanxaHaHbl ganblHOay KesiHge KOCbIFaH YAri MHOEKCIHIH NpanMepnepi ap yari QHK-Fa 6iperen peTTinik
TafalblHOanapl, 6yn 6ipHelwe ynrinepai 6ip peTTinik icke kocyra BipikTipyre MyMKIHAIK 6epegi. Y riHi uHaekcTey
repMmHanbabl XXaHe COMaTUKasbIK XXYMbIC afblHAAPbI YLUIH CbiHAMFaH.

Bapnbifbl 96 ynri uHAeKci TangayabiH ap TYPNi MHOEKCTeY NpanMepi apKbinbl 6epinreH yrire reHoTUNTey
WaKbIpYyblH A8NeKTi TYPAE Xacay MYMKIHAIMH TeKcepy YLWiH agaMHbliH 6apnblk 23 xpoMocoManapbl 60MbiHLIA
6ip Xinke 12 588 Heri3fi KaMTUTbIH 8PTYP/i reHaepAai cypayFa apHanfaH penpeseHTaTuUBTI TangaymMeH
CblHanfaH. KOMbuHaumsanap. Y XxpoMocoMachiHAa CeHIMAI anMaKTap XokK XaHe 6aranaHbaraH. Ceris biperen
yAri 6ip ynrige 12 Typni MHAEKCTey npanMep KOMOUHaUMACHI apKblfibl CbiHanFaH. Germline Tangay moayniHeH
anblHFaH ynri Hatmxenepi Platinum Genomes 2016-01 HyckacbiMeH canbiCcTblpbingbl. PPA (SNV xaHe
nHaekcTep) 96 NHAEKC KOMBMHaUNACBIHbIH, 8pKancbiChbl YWiH 97 %-aaH acTbl (WblHaMbl OH, WwWakbipynap SNV yLwiH
KeMiHge 70, KipicTipy yLiH 38, xoto yLwiH 36 6ongbl) xxaHe NPA 100% (MHOeKC KOMOMHaLUMACHI YLWiH KeMiHAe

23 440 aHblKTaManblk nosnuma) 6ongbl. MiSeqDx Reagent Kit v3 cekBeHMpney XMMUSACBIHbIH, CerisgeH as yriHi
KONOaNTbIHbIH TeKcepy YLWiH 6ip MHAeKC Tayencis Typae Tekcepingi (MiSeqDx Universal Kit 1.0 iwiHgeri
anablHFbl XMMWA eH, a3 Ceri3 yarimeH wekTenreH). Xanfbis nHaekcTid, PPA maHgepi SNV ywiH 98,9% (180/182),
KipicTipynep ywiH 100% (38/38) xaHe xotonap ywiH 100% (46/46) 6onabl. NPA 100% Kypagpbl (23 856/23 856).
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MOS v4 6ap Kypanpapra apHanraH MiSeqDx Kypan nakeri KipicTipy i||um|na@

YNriHiH oH eki pennukacol (24 kitanxaHa) 0,05-0,10 XwninikTeri comaTuKanblk HyCKanapMeH UHAEKC ASNAiriH
enwey ywiH ComaTukanblk BaprmaHT MogyniH (COMaTUKanbIK WakKbipynapabl XXacay yLWiH ap pensvkaga eki
NMHAEKC KOMBMHaUMACKI NaganaHbinagpl) nanganaHa otbipbin cbiHagpl. SNV (64/64), kipicTipy (11/11) aHe
oo (19/19) ywiH PPA 100% 6ongpl. Bapnblk nHgekc koMounHaumsanapsl ywiH NPA 100% 6ongpl (8p nHAEKC
KOMbBMHaumAch! yWiH kemiHae 11590 aHblKTaMarnblk NO3MLmMs).

Y nridi TacbiMangay

MiSeqDx KyparblHbIH, XXYMbIC NPOLLECi KiTanxaHaHbl AanbiHayabl XXaHe BipHelle ynrinepaiH peTiH XXaHe 6ip
yakbITTa eHfenreH backapy aneMeHTTepiH KaMTuabl. YAriHi TacbiMangay 3epTTeyi cbiHaMa KiTanxaHacblH
JanblHOay KesiHOe YHFblAaH YHFbIMaFa nacTaHyFa 6annaHbICTbl XasnfFaH OH HaTuxenepai 6afanay yLwi
XYprisingi, coHgan-ak AaneKTi CeKBeHUpey XyMbICTapblH XYPri3y apacbiHAafbl nacTaHyApl icke Kocy, acep
€Ty CblHafbl HaTUXenepi. CoMaTuKanbIK Hyckanap nanganaHblifbl, SITKEHI 0Nap YPbIK Cbi3biFblHbIH,
HyCkanapblHa KapafFaH4a TOMeH annenb Xuiniri okuFanapbliHaa aHblKTanybl MyMKIH.

YArinep xacylwa nnHuanapbiHaH anbiHFaH TepT reHomMaplk OHK ynrinepiHeH Typabl, onapablH apKamncbiCbiHAa
eKi reHfik penpeseHTaTUBTI Tangayna spTypni naHenbgik MyTauusanap 6ap. Yarinep 6ip nosnynsgassbl MyTauns
fackanapbliH4a aHblKTaMalblK (Xkabawbl TUNTI) peTTiNnikke e 6onaTbiHAaM 6onabl.

YHfblOaH YHFbIMafa TacbiMangay Ko/fIMeH eHaey KagamMaapbliMeH (TaMwwyblpnay, yariHi apanacTtbipy XaHe T.6.).
Bip cbiHaMa yHFbIMacblHaH ekKiHLWiciHe eTyai 6aFanay YLWiH eKi CblHaK XYyprisingi:

* 1-wirengeri MyTaums 6ap xorapsbl Kipic reHomablk OHK (gDNA) yAariciHiH, WaxmaT TakTacblHOafbl CXeMachl,
2-reHperi MyTaHT 6ap TeMeH KipicTi rOHK ynriciMeH kesekTecegi.

* 1-wireHgeri myTaumsa 6ap TemeH KipicTi rAHK ynriciveH KkesekTeceTiH 2-reHgeri MyTaumsa 6ap >Xofapbl
KipicTi FAHK yAriciHiH WwaxmMaT TaKTacblHbIH CXeMachl.

op icke Kocyaa xannbl 12 pennnkauus xxanFaH nosnTueTepre 6aranaHabl (Mbicanbl, [eH 2 MyTaHTTbI YAriCi
peTiHae 6enrineHreH yHFbiMaga xabapnaHfaH reH 1 MyTaumacbl HeMece KepiciHiwe).

OpblHAay YWiH TacbiMangay anfblHebl peTTi icke KOCYAbIH, KanablKkTapbIMEH biIKTUMan XacasnfaH CoTCi3aikK
peXXunMi peTiHae aHblKkTanagbl. TisbeKTenreH XXyMbolCTapAblH apacbiHAa TacbiMangay 6ap->ofblH aHbIKTay YLUiH
apKalncbICbiHAA Xofapbl KipicTi rAHK-HbIH Xanfbi3 6iperen yariciHiH 11 kewipMeciH xaHe 60C YAriHi KaMTUTbIH
€Ki nnacTvHa ganbliHganabl xxaHe 6ip MiSegDx Kypanga gaNeKTi TYpAe PETTENreH XaHe XalFaH No3nTmeTepre
©afanaHabl. bipiHLWi opblHAA reH 2 MyTaHTTbl YATICiHIH 11 penankachkl XxXaHe 6ip 61aHk 6onapbl. EKiHWI opbiHAa
reH 1 MyTaHT yAriciHin, 11 pennukacsl natoc 16naHk 6ongpl. FeH 2 MyTaHTTbI YA KiTanxaHacbl angbIMeH
peTTeNnreH, cogaH KeniH 'eH 1 MyTaHTTbIK, YA KiTanxaHacbIMeH Keneci peTTifiK icke Kocblnabl, CogaH KeniH I'eH
2 MYTaHTTbIK Yri KiTanxaHacblHbIH 6acka KanTanaHaTbIH peTTiniri icke kocbingbl. Erep kangan ga 6ip N'eH 2
MyTauusanapbl TeK 1-reH MyTaHTTbl XXYMbICblHAa H6alikanca XXaHe KepiciHle 6onca, 6yn TacbiMangayabl
KepceTeai.

YHFbIMafa YHfbIMaFa aybiCyblHa 6ainaHbICTbl HeNAK XanFaH nosnTtueTtep (0/24, 0%) xabapnargbl. bapnbik,
KYTineTiH MyTauuanap aHblKkTanabl. Hengik xanfaH nosutuetep (0/24, 0%) icke Kocy TacbiMangaybliHa
6annaHbICTbl xabapnaHabl. Bapnblk KyTiNeTiH MyTauuManap aHblkTangbl. XKasmns! TacbiMangayra 6annaHbiCThbl
(yHFbIMagaH YHfbiIMaFra XXaHe TacbiMarjayfa icke KocyMeH BipiKTipinreH) Hengik xanfaH nosmtuetep (0/48,
0%) xabapnaHgabl.
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Germline eHiMAiNik cunatTtamanapbl

MyHOa cMnaTTanfaH 3epTTeynep, Tangayfa apHabl MOAYb NanganaHbiifaH 6ip reHAik NnaHenbai nanganaHaTblH 3epTTeynepai
KocnafaHga, peTTinik gepekTepiH Tangay ywidH Germline Variant Module nanganaHbingpl.

Hanpik

MiSeqDx Reagent Kit v3 xaHe xofapbl cananbl JHK 6ap MiSeqDx KypanbiHblH, AaN4iriH 6afanay ywiH Keneci sepTTey XYprisingi.
3epTTey 150 amMnAnkKoHAbl Nanganaxbin 23 Typni XxpoMocomaasbl 12 588 Herisfi KaMTUTbIH 9PTYPNi reHAepai cypayFa apHanfaH
eKingik Tangaynpl nangananabl. Y XpOMoCOMachiHAa CEeHIMAI anMaKTap XOK XaHe bafranaHbaraH. byn 3epTTeyge nanganaHblifaH 12
Giperen ynrinep 6ip oTbacbiHaH anblHFaH - eki aTa-aHa XoHe 10 6ana - Xui 6ipHelLe 3epTxaHanap MeH peTTiNik agicteMenepi apKbibl
peTTeNreH. onengepaeH 6ec xxaHe epkeKkTepaeH XeTi ynri 6ap. Ynrinepain, apkancbicbl eki gaHaga coiHanfFaH. SNV, KipicTipy xaHe
XKOMO YLWiH 0aN4iK 3epTTey AepPeKTEPIH XaKCbl cunaTTaifaH aHblKTaMasblk AePEKKOPMEH CanbICTbIPY apKblbl aHbIKTanabl.
AHbIKTamanblk gepekkop Tisberi (Platinum Genomes Hyckackl 2016-01) 6ipHelue peTTinik agicTemMenepiHid, XXannbiFa KomkeTiMai
OepeKTepaiH XXaHe TYKbIM KyananTblH aknapaTTblH, TipKecCiMiHeH anbiHabl. CeHiMai reHoOMAbIK aMakTap, erep backalla kepceTinmece,
OCbl aHblKTaMasblK d4iC HerisiHAe aHbIKTanabl. Yrinep 6apnbifbl ceris peT opbiHAaNAb!, A3NAIKTI KepCceTy YLWiH YCbIHbIFaH KecTenep
GipiHLLI icKe KOCY fepeKTepiHe HerizaenreH.

1-kecTe ap yNri 6oMbIHLIA OH X8He Tepic NanbI3blK KesiCIMMEH YCbIHbISIFaH 3epTTey AepeKTepiH KaMTuabl, MyHa HYCKa HaTuxenepi
PPA ecenTeynepi yLWiH XaKCbl cunaTTaifaH KOMMO3UTTIK aHbIKTaMalblK 84icneH canbiCTbipbinagpl. Y Hycka Typi (SNV, KipicTipy xxaHe
XOt0) BipiKTipinreH. AHblKTaMasblk 84iC TEK Xanfbl3 HYKNEOTUATIK HYyCKanap MeH KipicTipy/aeneunsnapra apHanfaH HaTuxenepgi
KaMTaMachbl3 eTeTiHAIKTEH, BapnaHTTbl eMec 6asanbik HoTuxXenep NPA ecenTeynepi ywiH agamM reHoMblIHbIH, CinTemMe Tisberi hg19
KYpacTbIpybIMeH canbICTbIpblnagpl.

1-kecTe oOp ynribonbiHWwa MiSegDXx KypanblHbIH HETI3ri lWaKblpy HOTUXENEepPiHiH Kenicimi

Bbapnbifbl  Bapnbifbl # Xannbl bapnbifbl #
) Optawa wakbipy bapnbifbl #
Ynri #TP FN wakbipycbia TN PPA NPA OPA
XblNngaMabifbl HYcKa
HYCKacbl Hyckanapbl # LWaK,blpybl
NA12877  >99,9 152 152 0 4 24024 100 100 100
NA12878  >99,9 270 266 0 4 23856 100 100 100
NA12879  >99,9 192 190 1 1 24054 99,5 100 > 99,9
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Bapnbifbl  Bapnbifbl # Xannbl bapnbifbl #
. OpTawa wakblpy  bapnbifbl #
Ynri #TP FN wakbipycblis TN PPA NPA OPA
Xblngamabifbl HyCcKa

Hyckacbl Hyckanapbl # LaKblpybl
NA12880 > 99,9 222 220 0 6 24052 100 100 100
NA12881 >99,9 250 247 1 2 23862 99,6 100 > 99,9
NA12882  >99,9 200 196 2 2 23962 99,0 100 >99,9
NA12883  >99,9 226 224 0 6 23870 100 100 100
NA12884  >99,9 228 226 1 1 23942 99,6 100 >99,9
NA12885  >99,9 244 240 2 2 23942 99,2 100 > 99,9
NA12886  >99,9 230 228 1 1 23888 99,6 100 >99,9
NA12888  >99,9 216 216 0 4 24002 100 100 100
NA12893  >99,9 236 234 0 2 23810 100 100 100

OKingik Tangay apTypni reHoMAblK KOHTEHTTi KaMTyFa apHanfaH 150 aMnankoHHaH Typapl. AMAnnkoHaapabiH, 'K KOHTeHTI 26-87%
apanbifbiHga 6onabl. CoHgan-ak aMmnnnkoHgapga 6ip HykneotnaTep (Mbicanel, PolyA, PolyT), AMHYKNeoTMATEpP XaHe
TPUHYKEOoTUATEP KanTanaHagbl. lepekTep reHoMAbIK KYPaMHbIH, % AYypbIC WaKblpynapra aCepiH aHblKTay YLWiH 8p aMMMKOH
HerisiHge KypacTbipblngbl (2-kecTe). % AYpbIC WaKbipynap HYCKasblK XaHe aHblKTaMasblk WakKblpynapaaH Typaabl XXoHe KaTe Hemece
XOK LWakKbipynap 6onca, 100%-gaH a3 6onagbl. Hyckanblk Wwakbipynap ywiH 6ip HemMece bipHelle cysrinep opblHAanMaraH kesfe
Wakblpynap 6onmangpl (Mbicanbl, KaMTy XeTKiNiKcis).

2-KecTe ceri3 FN HyckanapblHbIH, XeTeyi NoNnA romononnumepi MeH 0,29 GC KypaMblH KaMTUTbIH aMMINMKOH 111-re 1 6UT eHrisy apKbibl
opblH angpl. KanfaH 1FN (gypbic eMec Wakbipy) roMosuroTanbl Hycka gen atanatbiH GC KoHTeHTI 0,68 6onaTbIH 125 aMNAMKOHbIHAA
KYTineTiH reTeposuroTasnbl SNV cangapblHaH 6onabl. SNV HyYcKacbIHbIH XWiniri 0,71 6onabl, 6y roMmosuroTanbl HYCKa peTiHAE XiKTey
ywiH 0,70 weriHeH xoFapsbl. EH, TeMeH % OypbIC Wakblipynapbl 6ap aMmnankoH (98,2%) 40 wakblpycbl3 XXoHe AT kaTanaHynapbl XXoHe
27 % GC KOHTeHTi 6bap aMnankoH 17 6ongpl.

2-kecTe MiSeqDx KyparnblHa apHasifaH KYLWenTKIW AeHreniHiH gangiri

TanpaHraH CeHimgi Xannbl
AMMNKOHOBI  AMMIMKOH . AMMTNKOHHBIH, GC [ypbic  Bapnbifbl KaTe
AMMIVKOH Xpomocoma dparmMeHT anmakTaparbl ) ) WaKblpycbid % [ypbic Wwakslpy
6acray COHbI ) reHOMAbIK KOHTEHTI  KOHTEHTI WaKblpy #  Lakblpy #
enwemi 6asanap #
1 1 36450499 36450591 93 93 Indel 0,22 2232 0 0 100
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AMNNMKOH Xpomocoma
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AMMAMKOHAbI
6acTay

109465122

218353867
223906657
228526602
236372039
247812041

55862774
87003930
177016721
186625727
190323504
200796740
212245049

228147052
235016350
4466229
46620561
49851331
189713161

190106030
2233667
7780541

15688604
56236521
102839244

AMMNNUKOH
COHpbI

109465200

218353957
223906748
228526682
236372108
247812128

55862863
87004009
177016805
186625801
190323591
200796826
212245139

228147144
235016422
4466321
46620643
49851400
189713248

190106104
2233744
7780637

15688681
56236586
102839314

TanpaHFaH
dparmeHT
enwemi

79
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81
70
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70
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78
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CeHimai
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6asanap

79

91
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81
70
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90
80
81
75
88
87
91

93
73
93
83
70
88

74
78
97

78
62
69

AMMNNNKOHHBIH,
reHOMAbIK KOHTEHTI

PolyA (5), PolyC (5),
VHAEKC
Indel
Indel
PolyG (5)
PolyT (10), nHgekc

PolyA (5), CT(3), TAA
(3), HpEekc

Indel
Indel
KonpgaHbinmangbl
PolyA (8)
PolyT (5)
PolyT (5), nHgekc

PolyT (5), PolyA (6),
nHAeKc

KonpgaHbinmangbl
PolyT (5), nHoexc
AT(3), nHoekc
KongaHbinmangbl
CT(3), nHpekc

PolyA (5), PolyT (5),
PolyA (9), TG(3)

Indel
PolyA (6)

PolyG (6), PolyT (5),
PolyA (5)

KonpgaHbinmangbl
PolyA (5), nHgekc
PolyA (5)

GC LOypbic
KOHTEHTI WaKplpy #

0,38 1896
0,4 2184
0,49 2208
0,69 1944
0,39 1680
0,27 2112
0,28 2160
0,38 1920
0,65 1944
0,35 1800
0,42 2112
0,31 2088
0,3 2184
0,43 2232
0,42 1752
0,27 2192
0,43 1992
0,49 1680
0,41 2112
0,57 1774
0,26 1872
0,42 2328
0,29 1872
0,36 1488
0,46 1656

Bapnbifbl kaTe
wakplpy #

0
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o

Xannbl
LaKpIpycChbI3
#

0
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o

40

% OypbIC WaKbIpy

100

100
100
100
100
100

100
100
100
100
100
100
100

100
100

98,2
100

100

100

99,9
100
100

100
100
100
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149323731
155662213
6318713
24949983
31084900
32147987

32986864
33408498
41647401
112435865
22202076
66276100
77365735
110939946
128533468
149503875

154404519
156476507
1817312
24811020

AMMINKOH
COHbl
164446804
1882158
14769144
41069871
74077196
147475409
149323821
155662287
6318814
24950074
31084999
32148084

32986958
33408583
41647495
112435955
22202148
66276187
77365821
110940030
128533557
149503965

154404599
156476599
1817394
24811109

TanpaHFaH
dparmeHT
enwemi

62
78
84
64
83
67
91
75
10
92
100
98

95
86
95
91
73
88
87
85
90
91

81
93
83
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CeHimai
anmMakTapgarbl
6asanap

62
75
84
64
83
67
91
75
10
92
94
98

95
86
94
91
73
88
87
85
90
91

66
93
83
89

AMMNNNKOHHBIH,
reHOM/bIK KOHTEHTI
PolyA (7), nHpekc
KonpgaHbinmangbl
GT(3), CCA(3)
KonpgaHbinmangbl
PolyA (6), nHgexc
PolyT (5)
CT(4), AG(3)
Indel
PolyG (6)
Indel
GCT(5), nHgekc

PolyT (5), TCT(3),
CTT(3)

Indel
PolyC (6)
PolyG (5), nHpexc
PolyA (5)
KonpgaHbinmangbl
Indel
PolyA (7), AG(4)
Indel
PolyG (5), nHpekc

PolyG (6), PolyC (6),
indel

KonpgaHbinmangbl
Indel
KonpgaHbinmangbl

PolyG (7), CTC (4),
NHOEKC

GC LOypbic
KOHTEHTI WaKplpy #

0,27 1488
0,78 1800
0,62 2016
0,39 1536
0,3 1992
0,37 1608
0,55 2184
0,43 1800
0,68 2448
0,63 2208
0,61 2244
0,55 2352
0,53 2280
0,7 2064
0,61 2256
0,44 2184
0,44 1752
0,35 2112
0,26 2088
0,38 2040
0,62 2160
0,71 2184
0,31 1584
0,35 2232
0,42 1992
0,61 2113

Bapnbifbl kaTe
wakplpy #

O O o o o o o o/ o o o o

O O o/lo o o o o o o

o o o o

Xannbl
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O O o o o o o o o o
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o

23

% OypbIC WaKbIpy

100
100
100
100
100
100
100
100
100
100
99,5
100

100
100
100
100
100
100
100
100
100
100

100
100
100
98,9
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AMMAMKOHAbI
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76518625
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107620823
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AMMINKOH
COHbl
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103055006
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138995441
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11784726
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33018440
45084253
55892687
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118351453
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59837740
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93529684
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102477426
118406369
120357885

125769397
2834853
26811096
30881846

TanpaHFaH
dparmeHT
enwemi
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79
98
79
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89
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81
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70
100
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85
91
85
85

85
84
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81

CeHimai
anmMakTapgarbl
6asanap

67
98
65
96
83
97
78
91
79
90
95
88
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81
96
70
100
62
102
73
85
91
85
85

85
84
93
81

AMMNNNKOHHBIH,
reHOM/bIK KOHTEHTI
Indel
PolyG (6)
Indel
KonpgaHbinmangbl
AT(3)
PolyC (6), nHpexc
PolyG (5), nHpekc
GC(3)
PolyT (5)
PolyA (5), PolyT (5)
Indel
AC(11), nHaekc
KongaHbinmangbl
KonpgaHbinmangbl
KongaHbinmangbl
Indel
KongaHbinmangbl
Indel
KonpaHbinmangbl
PolyA (5)
KonpaHbinmangbl
PolyG (6)
Indel

PolyA (5), CA(3),
NHOEKC

GA(3)
PolyC (5), nHaekc
PolyA (7), AC(4)

KongaHbinmangbl

GC LOypbic
KOHTEHTI WaKplpy #

0,3 1608
0,67 2352
0,32 1560
0,49 2304
0,37 1992
0,68 2328
0,47 1872
0,87 2184

0,3 1896

0,2 2160
0,35 2280
0,42 2102
0,49 1920
0,57 1944
0,45 2304
0,46 1680
0,65 2400
0,37 1488
0,59 2448

0,4 1752
0,42 2040
0,55 2184
0,53 2040
0,34 2040
0,52 2040
0,52 2016
0,33 2232
0,49 1944

Bapnbifbl kaTe
wakplpy #

O O O O 0O O 0Ol 0o 0O 0O O o o o olo o o o o o o o
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#
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% OypbIC WaKbIpy

100
100
100
100
100
100
100
100
100
100
100
99,5
100
100
100
100
100
100
100
100
100
100
100
100

100
100
100
100
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AMNNMKOH Xpomocoma

81
82
83
84

85
86
87
88
89
90
91
92
93
94
95
96
97
98
99
100
101
102
103
104
105
106
107
108

AMMAMKOHAbI
6acTay
88474105
120966872
24167504
25816961

44880112
77665218
31619327
39517884
46958962
58050030
82390559
92549544
102808496
43170751
63446149
77879807
81625334
85438263
89817413
89864274
1894910
28997904
53682908
57954406
85706375
3563920
3594191
3970090

AMNNNKOH
COHbl
88474175
120966966
24167576
25817049

44880200
77665294
31619393
39517966
46959034
58050110
82390649
92549609
102808589
43170848
63446216
77879901
81625428
85438334
89817503
89864343
1894972
28997998
53682994
57954509
85706465
3564008
3594277
3970180

TanpaHFaH
dparmeHT
enwemi

71
95
73
89

89
77
67
83
73
81
91
66
94
98
68
95
95
72
91
70
63
95
87
104
91
89
87
91

CeHimai
anmMakTapgarbl
6asanap

71
95
73
88

89
77
67
83
72
81
91
66
94
96
68
93
95
71
91
70
63
95
87
104
91
89
87
91

AMMNNNKOHHBIH,
reHOMAbIK KOHTEHTI
PolyA (6)
PolyG (5)
KongaHbinmangbl

PolyA (5), PolyT (7),
PolyA (7), nHpexc

Indel
Indel
GA(3), TA(3)
KongaHbinmangbl
PolyT (5), nHgekc
Indel
Indel
PolyA (5)
Indel
PolyC (5)
Indel
PolyG (5), nHaekc
PolyT (6)
Indel
KonpgaHbinmangbl
Indel
KonpgaHbinmangbl
PolyC (5)
TA(3)
PolyC (5)
Poly T (5), nHgekc
GC(3)
PolyC (5), nHpekc

Indel

GC LOypbic
KOHTEHTI WaKplpy #

0,35 1704
0,68 2280
0,52 1752
0,22 2112
0,49 2136
0,39 1848
0,39 1608
0,25 1992
0,19 1727
0,38 1944
0,35 2184
0,41 1584
0,62 2256
0,45 2304
0,25 1632
0,68 2232
0,43 2280
0,65 1704
0,36 2184
0,56 1680
0,27 1512
0,67 2280
0,41 2088
0,67 2496
0,37 2184
0,64 2136
0,67 2088
0,46 2184

Bapnbifbl kaTe
wakplpy #

0
0
0
0

O O O/l0O O O O 0O/ O 0O 0o o o o olo/lo o o o o o o

Xannbl
LaKpIpycChbI3
#

0
0
0
0

o o o o

-

O O O/lo0o O O O o o o o o o o o o o o o

% OypbIC WaKbIpy

100
100
100
100

100
100
100
100

99,9
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
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AMNNMKOH Xpomocoma

109
10
m

12
13

14
115
116
7z
118
19
120
121
122
123
124
125
126
127
128
129
130
131
132
133
134
135

17
17
17

17
17

AMMAMKOHAbI
6acTay
16084945
33998759
39589691

41244394
45438866

61502432
64023582
72308237
2616456
6980478
9888026
38836999
47405382
54815665
59773996
625143
18121418
18186574
746056
10633195
17705633
21766821
25278421
50897302
62331904
62690860
30300823

AMMNNUKOH
COHpbI
16085037
33998849
39589774

41244484
45438957

61502510
64023667
72308320
2616522
6980568
9888094
38837073
47405462
54815749
59774060
625241
18121491
18186643
746149
10633276
17705708
21766890
25278521
50897368
62331994
62690946
30300888

TanpaHFaH
dparmeHT
enwemi

93
91
84

91
92

79
86
84
67
91
69
75
81
85
65
99
74
70
94
82
76
70
101
67
91
87
66

CeHimai
anmMakTapgarbl
6asanap

93
89
82

91
92

79
86
84
67
91
69
75
81
85
65
99
74
70
94
82
76
70
101
67
88
87
66

AMMNNNKOHHBIH,
reHOMAbIK KOHTEHTI
Indel
PolyT (5)

PolyA (13), nHgekc
(x2)

PolyA (5)

PolyA (7), AT(3), AT
(4), AT(4), indel

Indel
PolyT (7)
GAG(3)
GA(3)
KongaHbinmangbl
PolyA (6), TG(3)
PolyA (5), nHgekc
CTC(3), nHpekc
CT(3), nHpekc
KonpgaHbinmangbl
KongaHbinmangbl
KonpgaHbinmangbl
KonpaHbinmangbl
KonpgaHbinmangbl
AC(3)
CT(3)
GT(3),TG(4), nHpekc
Indel
Indel
PolyG (6)
Indel

Indel

GC LOypbic
KOHTEHTI WaKplpy #

0,26 2232
0,54 2136
0,29 1944
0,34 2184
0,26 2208
0,41 1887
0,22 2064
0,62 2016
0,31 1608
0,37 2184
0,43 1656
0,37 1800
0,47 1944
0,45 2040
0,48 1560
0,59 2376
0,68 1775
0,64 1680
0,67 2256
0,59 1968
0,58 1824
0,46 1680
0,63 2424
0,36 1608
0,73 2112
0,57 2088
0,35 1584

Bapnbifbl kaTe
wakplpy #

0
0

- O 0O o o o o o/ o o o o o

O O o o o o o o o o

Xannbl
LaKpIpycChbI3
#

0
0
17

o

O O O O O O 0O 0o 0o 0O 0o 0o o o oo o o o o o ©

% OypbIC WaKbIpy

100
100
98,8

100
100

99,5
100
100
100
100
100
100
100
100
100
100

99,9
100
100
100
100
100
100
100
100
100
100
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AMMAMKOHAbI

AMNNMKOH Xpomocoma

136
137
138

139
140
141
142
143
144
145
146
147
148
149
150

21
21
21

21
22
22
22
22
22

6acTay

33694176
36710706
46644924

46705575
25750774
32439233
37409844
37637596
47081347
15870424
135288543
135290777
2655397
2655519
2655609

AMMNNUKOH
COHpbI
33694273
36710792
46644992

46705664
25750873
32439329
37409940
37637694
47081438
15870492
135288611
135290847
2655461
2655609
2655679

TanpaHraH CeHimai
dparmeHT anmMakTapgarbl
enwemi 6asanap
98 98
87 87
69 69
90 90
100 100
97 97
97 97
99 99
92 92
69 69
69 69
71 7
65 0
91 0
71 0

AMMNNNKOHHBIH,
reHOMAbIK KOHTEHTI
PolyT (6), CA(3)
GT(3), nHoekc

PolyA (6), AG(3),
NHOEKC

PolyT (5), PolyA (6)
Indel
KongaHbinmangbl
Indel
KongaHbinmangbl
Indel
PolyT (5)
PolyC (5)
KongaHbinmangbl
KonpgaHbinmangbl
KongaHbinmangbl

PolyA (5)

GC LOypbic
KOHTEHTI WaKplpy #

0,54 2352
0,39 2088
0,32 1656
0,5 2160
0,63 2400
0,68 2328
0,46 2328
0,6 2376
0,66 2208
0,26 1656
0,62 1656
0,52 1704
0,55 0

0,48 0

0,37 0

Bapnbifbl kaTe
wakplpy #

0

(o)

O O 0o o o o o/ o/ o o o o

Xannbl

LIaKbIpyCbI3

#

0
0
0

O O 0o o o o o/ o/ o o o o

% OypbIC WaKbIpy

100
100
100

100

100

100

100

100

100

100

100

100
KonpgaHbinmangbl
KongaHbinmanapl

KonpgaHbinmangbl

LWakbipynap 6onMafaH Hyckanap 3-KecTe XuHakTanfaH. LWakbipynapgplH, 60nMaybiHa aKenreH HakThbl Cysrinep kectefe 6epinreH.
AMNANKOH 111-geri KipicTipy 16 KOpiHICTIH, TOFbI3bI YLWIH CY3ingi, KanfaH XeTi KepiHic aHbIKTaManbIk gen atanagbl, coHapikTaH FN 6onbin

Tabbinagpl.

3-kecTe HyckanapmbiH KbiCKalla KOpPbITbIHABICHI: WAKbIpyap oK

AMMNNNKOH
N2

64

m

Chr: Mo3

10:55892600

17:39589692

Hycka

TAC>T

C>CA

Conkec
aMIMJIMKOH
KOHTEHTI

Cya3ri

AC(11), 42%  R5x9’

GC

PolyA (13), R5x9

29% GC

KabbingaHb6araH

Hyckanap

10

KyTineTiH
HycKanap wakblipynapbl

10

16

FN

TR5x9: CyariHi kainTanahbi3. Erep HyckaHbIH, 6apnbiF bl HeMece 6ip 6eniri Hycka No3uLKACbIHA iprenec cinTeMme reHoMblHAa KaTa-KaiTa 6ornca,
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HycKa cysinefi. AHblkTaMaZa KeMiH[e ToFbl3 KaTanay Ka)KeT XoHe TeK y3blHObF bl 5 6UTKe AeliHri KalTanaynap KapacTbipblnabl.

NA12878 ynrici yWwiH peTTinik HoTMXenepi YNTTbIK CTaHgapTTap MeH TexHonorusnap nHctTutyTTapbl (NIST) 6enrinereH NA12878 ywwiH
eTe ceHiMfj reHoTMnneH canbicTbipbingpbl (v.2.19). 150 aMNINKOHHBIH, ilWiHAe 92 aMMNNIMKOH TOJIbIK CEHIMAI reHOMAbIK alMakTapaa
6onpbl, 41 aMNNnMKOHAA iWiHapa KabaTTacy 6ongbl, an 17 amnnukoHga NIST TisberiHae elwkaHgan conkecTik 6onmMagpl. byn canbicTobipy
YWiH ap kewipmepge 10 000 koopanHaTKa akengi. BapmaHTTbl eMec 6asanblk WaKblpynap agamM reHoMbIHbIH aHbIK TaMasblK PeTTiMiriHiH,
19-KYpblbIMbIMEH canbICTbIpbINAbl. Jangik HoTuXXenepi 4-kecte KepceTinreH.

4-kecte NIST pepekkopbiMeH NA12878 ynriciHe apHanfaH MiSeqgDx Kypan 6a3acbiHbiH LWaKbIPY HOTUXENEPIHIH Kenicimi

4 Oprawa bapnbirbl # bBapnbifbl # bapnbifrbl #  bapnbifbl #
Ynri LIaK bipy TP FN TN FP PPA NPA OPA
AMnnukoHpap
XblngamMmpblifbl HycKachbl HycK.anapbl LaK,bIpybl LaK,bIpybl
NA12878 133 99,98 208 0 19380 0 100 100 100

Ynrinep Kiwiripim KipicTipynep MeH Xxotonapapl (MHAEeNb) WaKbIpy YLWiH api Kapan TangaHabl (5-kecTe). Kelbip xargannapga, MHAEKC
eKi HeMece ofaH fa Ken yrinep apacbliHga Xxannbl 6onabl, cebebixannbl # ynri kewipmMenepi Indel 6araHbiHAa KepceTinegi. 12
»Kapamabl YAriHIH eKi pennnkacblHa apHanfaH HaTuXenep S5-kecte KaMTbliFaH. ©nwemMaepi KipiCTipy YWiH 1-24 6UT KaHe XOH YLiH
1-25 6T 6onaTbIH Xanmnbl caHbl 71 nHAekc 6onabl. opkanceicbl 100% oH NambI3gblk KeniciMMeH 69 nHaekc aHbikTangbl. bip xotoga
(amplicon 64; 2 bp xotoga (chr10 55892600 TAC>T) aypebic WwWakbipynap 6onmaabl, cebebi 6yn HyckanapablH apKamncbicbl R5x9
cyariciHe 6annaHbICTbI WaKbipycbli3 6ongbl. COHAbIKTaH KOHblpaynapabl XXokKa WbiFapManTelH PPA MyMKiH emec. Backa nHgekc, 1bp
KipicTipy (chr17 39589692 C>CA amnnukoH 111) ge gypbic WwWakblpynap 6onmaabl, ce6ebi ToFbid Hycka R5x9 cyariciHe 6ainaHbICTbI
LWakKblpycbl3 6onabl XaHe xeTeyi FN wakbipynapbl 6014bl.

5-kecTe MiSeqDx KypanbiMeH Indel aHblkTayablH, KbiCKalla KOpbITbIHAbICHI

TanpanraH  Amplicon Indel Inqel Bapnblirbl # Bapnbirbl #
AMNNUKOH Xpomocoma losnuymna dparmeHT TYpi XaHe Indel KeMj;':eH# LLIaK::;;inap kaTe Indel aypbic Indel PPA
enwemi Y3bIHAbIFbI Kewipmenepi Wwakplpybl  LWaKbipynapbl
1 1 36450544 93 256uTx0l0 GAAAATTTAATGAAACACATTGTCCT>G 2 0 0 2 100
2 1 109465165 79 3 bp xoto ACTT>A 12 0 0 12 100
3 1 218353908 91 23 6U1T eHrisy T>TTTTAATAGCAAAAAGAGGCTAGA 24 0 0 24 100
4 1 223906701 92 17 6UT X010 GACAGACTGTGAGGAAGA>G 10 0 0 10 100
6 1 236372081 70 5 6UT eHrizy C>CTTAAG 10 0 0 10 100
7 1 247812083 88 3 6UT eHrizy C>CATG 10 0 0 10 100
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AMMNMKOH Xpomocoma

© © 0 0 N N N N N o o o o g o M B O w w N DD DD DNDDN

= o
o o o

Mosunuma

55862804
87003972
200796749
212245090
235016388
4466274
49851375
190106071
56236567
164446785
74077155
155662255
24950035
31084942
32986905
41647442
66276142
110939983
128533514
149503916
156476548
24811064
76518677
105586193
138995370
5987158
45084202
55892600

TanpaHraH
bparmeHT
enwemi
90
80
87
91
73
93
70
75
66
62
83
75
92
100
95
95
88
85
90
91
93
90
67
65
97
79
95
89

Amplicon Indel
TYpi XaHe
Y3bIHAbIFbI

7 6UT eHrizy
6 bp xoto
5 6UT eHrizy
12 6UT eHrisy
2 BUT eHrizy
23 61T X0t
9 6UT eHrizy
16u1T Xoto
8 bp xoto
116UT eHrisy
4 bp xoto
8 6UT eHrizy
216u1T X0t
3 bp xoto
25 61T Xoto
23 61T X0t
16UT eHrizy
4 bp xoto
16UT eHrizy
4 bp xoto
116u1T xoto
16u1T Xoto
4 6UT eHrizy
4 6UT eHrisy
2161T X0t
3 bp xoto
16 61T XoOto

2 bp xoto

Indel

T>TTTGGTAA
TTATCTC>T
T>TTAAAA
C>CTGAAAATAGGAT
A>ATG
TAACTTAAAATTACAAAATAACCC>T
C>CCTGGCTCCT
AG>A
TAACCGAAA>T
T>TTATGGTATTGA
TAGTA>T
G>GCCTACTGA
CCCTGGGTGCTATAGCCCACCA>C
GCTT>G
CTTTCACTTTCCCGTCTCATGCAAAG>C
GGCATGAGGCTTGGTGACATGGCA>G
C>CT
CAAGT>C
T>TC
GGATA>G
GAATCTGCACTT>G
AG>A
T>TACTG
C>CAATT
TCTGGGGGGCAGCCCCTGAGGG>T
TAAC>T
AGCGTCTATAACCAAAT>A
TAC>T

Indel

kemeriveH#  LWakbipynap

yari
Kewipmenepi
14
6

24

XKOK

O O 0O O O 0O OO0 0O 0O 0O oo oo o o o o oo o o o o o

=
o

Bapnblirbl #
kate Indel
LaKbIpybl

O O Ol 0O O O O O 0o 0O O 0o oo oolo o o o olo o o o o o

Bapnbirbl #
aypsbic Indel
Lwakplpynapbl
14
6
24
14
12
2
4
20
12
12
10
20
10
14
12
8
16
12
24
8
12
24
14
2
14
10
12
0

PPA

100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100

KongaHbinmangbl
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AMMNMKOH Xpomocoma

68
70
75
76
78
84
85
86
89
90
91
93
95
96
98
100
105
107
108
109
m
12
13
14
120
121
122
130

n

1
1
12
13
13
13
14
14
14
14
15
15
15
15
16
17
17
17
17
17
17
17
18
18
18
20

Mosunuma

30177690
59837721
118406328
120357842
2834814
25817002
44880152
77665265
46958967
58050081
82390602
102808554
63446199
77879862
8543831
89864316
85706416
3594276
3970133
16084985
39589692
39589739
45438886
61502459
38837054
47405425
54815706
21766863

TanpaHraH
bparmeHT
enwemi
70
62
85
85
84
89
89
77
73
81
91
94
68
95
72
70
91
87
91
93
84
84
92
79
75
81
85
70

Amplicon Indel

TYpi XaHe Indel
Y3bIHAbIFbI

2 BUT eHrizy C>CTG

8 OUT eHrizy T>TTATGAAAA
8 bp xoto CAGTGTGGA>C
2 bp xoto CTT>C

216UT eHrisy T>TTCTCAGTACGGTGAACCCCAG

19 6UT eHrisy C>CAAAATATAAAAAGCTCCCT

4 6UT eHrizy C>CCTGT
20 61T X010 ATCTATTTTCTAATAGACGGC>A
22 61T Xot0 TTTAAAATTTGAATGTGATAAAAST
4 6UT eHrizy C>CTGAT
16 61T XoOto CTTGCTCTATAAACCGT>C

5 bp xoto CGTGGA>C

6 bp xoto CAAAATT>C

256uT )00 GCCCCTGAGCCAGCCTCCCGCTCTTA>G

3 6UT eHrizy C>CTTG

4 6UT eHrizy G>GCTAC
7 bp xoto ATTATTTC>A
16u1T Xoto TG>T

18 6UT eHrizy A>ATCCTATTCTACTCTGAAT
4 6UT eHrisy A>AACAC
16UT eHrizy C>CA
246uTteHrisy T>TTCTGAAGGTCAAGTCTATCCCTGA
4 bp xoto CAGTG>C
12 61T X010 TTTGTATCTGCTG>T

22 6UT eHrisy T>TGTATCTTAGCAAAAGTTTCTCA

3 6UT eHrizy T>TGAG
2 bp xoto ACT>A
15 61T Xoto TACTTGAGAACTGAGG>T

Indel

kemeriveH#  LWakbipynap

yari
Kewipmenepi

XKOK

O O 0Ol o0 O O 0O vu o o O o 0o o o o olo o o o o/lo o o o o o

Bapnblirbl #
kate Indel
LaKbIpybl

O O OO0 O O O N O o 0o o o o ooolo o o o o/lo o o o o o

Bapnbirbl #
aypsbic Indel
Lwakplpynapbl
10
12
10
10
24
24
12
14
24
20
10
10
12
14
8
8
16
2
10
10
0
24
12
20
24
20
20
4

PPA

100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100

100
100
100
100
100
100
100
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Indel

TanpanraH  Amplicon Indel . Bapnblirbl # Bapnbirbl #
AmMnnukoH Xpomocoma [lo3nuums bparmeHT TYpi XaHe Indel KSM;:I:QH# LIJaK:(w;inap kate Indel aypsbic Indel PPA
enwemi Y3bIHAbIFbI Tl Wwakblpybl  WaKbipynapbl
131 20 25278464 101 5 6UT eHrisy A>AGTGGG 20 0 0 20 100
132 20 50897361 67 1 6UT eHrisy G>GGAATGTCAGCC 24 0 0 24 100
134 20 62690925 87 16 6UT XOot0 TCCTGGCTGGCCTGTGG>T 10 0 0 10 100
135 21 30300873 66 1 6UT eHrisy G>GATAAAACTTTA 10 0 0 10 100
137 21 36710749 87 216UT Xoto ACTCAAGATAACTCATGTTATC>A 16 0 0 16 100
138 21 46644985 69 5 bp xoto GTTGTT>G 8 0 0 8 100
140 22 25750814 100 6 6UT eHrisy C>CAGGGCA 20 0 0 20 100
142 22 37409885 97 5 6UT eHrizy C>CTGTTT 2 0 0 2 100
144 22 47081407 92 10 6UT ot GGGCACAGGCA>G 12 0 0 12 100

KaiTa wbirapy MyYMKiHAIri

Xacywa cbi3bikTapbl (1XaHe 2-3epTTey) HEMeCe XacyLla NMHUANapbl 6ap nenkounTTepi a3airaH KaH (2-3epTTey) 6ap MiSeqDx
KyYpasblHblIH KalnTanaHy MYMKIHAIrH 6afanay yWiH eki 3epTTey Xyprisingi. 1-3eptTey 6ipHelle Kypangapapl nanganangpl. 2-3epTreyae
GipHele canTTap 6onabl.

1-3epTTeEy

MiSeqDx KypanblHbIH KalTanaHy MyMKIHAIM eKi Kypas, eKi onepaTop XaHe Xalnbl Cerisz anHanbiMfFa apHanfaH eki peareHT TIOTbIHbIH,
KeMeriMeH aHblKTanabl. OKiNAik Tangay, ynrinep xXaHe aHblk TaManblK 84iC ASNAIKTI 3epTTey YLWiH cunaTTanfaHMeH 6ipaen.

HaTuxxenep ap Kypan ywiH ap aMMNNKOH HerisiHae 6epinreH 6-kecte Kypangap 6oMblHWA WaKblpyablH KanTanaHy MyMKIHAIrH
KepceTyre apHanfaH. % AypbIC WakKbipynap KaTeHi ge, WwWakbipynapgpl fa kamTugpl (Hycka wakbipynapbiHga 6ip Hemece GipHelue cysri
opblHAanManabl). Kypangap 6enrini aMmnnnkoHfa 6ainaHbICTbl LAKbIPYCbI3 XXaHEe QYPbIC eMeC WaKblpynapablH yKcac caHgapbIH
Xacagpbl.
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6-kecte MiSegDx KypanbiHa apHanfaH Kypanabl KalTa Wbiapy HOTUXENEpPIH 3epTTey (aMMIMKOH AeHrei)

AMMNMKOH Xpomocoma

(o2 B¢ ) B RN SN OV ]

21
22

N N N N N NN

W W W w NN

Sy

AMNANKOHABI
6actay

36450499
109465122

218353867
223906657
228526602
236372039

247812041

55862774
87003930
177016721
186625727
190323504
200796740
212245049

228147052
235016350
4466229
46620561
49851331
189713161

190106030
2233667

AMMNNIMKOH COHblI

36450591
109465200

218353957
223906748
228526682
236372108

247812128

55862863

87004009

177016805

186625801
190323591
200796826
212245139

228147144
235016422
4466321
46620643
49851400
189713248

190106104
2233744

TanpaHraH
dparmeHT
enwemi

93
79

91
92
81
70

88

90
80
85
75
88
87
91

93
73
93
83
70
88

75

CeHimai
anmMakTapaarbl
6asanap

93
79

91
92
81
70

88

90
80
81
75
88
87
91

93
73
93
83
70
88

74
78

AMMNIUKOHHbBIH,
reHOMAbIK,
KOHTEHTI

Indel

PolyA (5), PolyC
(5), nHaekc

Indel
Indel
PolyG (5)

PolyT (10),
NHOEKC

PolyA (5), CT(3),
TAA(3), nHgekc

Indel
Indel
KonpaHbinMmangbl
PolyA (8)
PolyT (5)
PolyT (5), nHaekc

PolyT (5), PolyA
(6), nHpexkc

KonpaHbinmanapl
PolyT (5), nHpekc
AT(3), nHpekc
KonpgaHbinmangbl
CT(3), nHgekc

PolyA (5), PolyT
(5),
PolyA (9), TG(3)

Indel

PolyA (6)

GC
KOHTEHTI

0,22
0,38

0,4
0,49
0,69
0,39

0,27

0,28
0,38
0,65
0,35
0,42
0,31
0,3

0,43
0,42
0,27
0,43
0,49
0,41

0,57
0,26

MiSegDx 1
Xannbl  Xannbl Xannbl
LypbiC  KaTe  LlaKbIpychi3
LIaKpIpy LWaKbIpy #
8928 0 0
7584 0 0
8736 0 0
8832 0 0
7776 0 0
6720 0 0
8448 0 0
8640 0 0
7680 0 0
7775 1 0
7200 0 0
8448 0 0
8352 0 0
8736 0 0
8928 0 0
7008 0 0
8761 0 167
7968 0 0
6720 0 0
8448 0 0
7096 0 8
7488 0 0

MiSegDx 2
Xannbl  XXannbl Xannbl
fypbIc KaTe  LaKbIpychbi3
WaKpIpy  WaKpIpy #
8928 0 0
7584 0 0
8736 0 0
8832 0 0
7776 0 0
6720 0 0
8448 0 0
8640 0 0
7680 0 0
7775 1 0
7200 0 0
8448 0 0
8352 0 0
8736 0 0
8928 0 0
7008 0 0
8760 0 168
7968 0 0
6720 0 0
8448 0 0
7096 0 8
7488 0 0
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AMMNMKOH Xpomocoma

23

24
25
26
27
28
29
30
31
32
33
34
35
36
37
38

39
40
41
42
43
44
45
46
47

e R

o o o o oo oo gaGa

N N NI NN o o o o

AMMAMKOHAbI
6acTay

7780541

15688604
56236521
102839244
164446743
1882081
14769061
41069808
7407714
147475343
149323731
155662213
6318713
24949983
31084900
32147987

32986864
33408498
41647401
112435865
22202076
66276100
77365735
110939946
128533468

AMMNINKOH COHbI

7780637

15688681
56236586
102839314
164446804
1882158
14769144
41069871
74077196
147475409
149323821
155662287
6318814
24950074
31084999
32148084

32986958
33408583
41647495
112435955
22202148
66276187
77365821
110940030
128533557

TanpadraH
dparmeHT
enwemi

97

78
66
71
62
78
84
64
83
67
91
75
102
92
100
98

95
86
95
91
73
88
87
85
90

CeHimai
aiMaKTapaarbl
6asanap

97

78

62

69
62

75

84
64
83
67
91

75
102
92
94
98

95
86
94
91
73
88
87
85
90

AMMNNKOHHbBIH,
reHOMAbIK,
KOHTEHTI

PolyG (6), PolyT
(5),
PolyA (5)

KongaHbinmMangbl
PolyA (5), nHpekc
PolyA (5)
PolyA (7), nhgekc
KongaHbinmangbl
GT(3), CCA(3)
KongaHbinmangbl
PolyA (6), nHpekc
PolyT (5)
CT(4), AG(3)
Indel
PolyG (6)
Indel
GCT(5), uHpekc

PolyT (5), TCT(3),
CTT(3)

Indel
PolyC (6)
PolyG (5), nHgekc
PolyA (5)
KonpaHbinmMangbl
Indel
PolyA (7), AG(4)
Indel

PolyG (5), nHgekc

GC
KOHTEHT!|

0,42

0,29
0,36
0,46
0,27
0,78
0,62
0,39
0,3

0,37
0,55
0,43
0,68
0,63
0,61
0,55

0,53
0,7
0,61
0,44
0,44
0,35
0,26
0,38
0,62

MiSeqDx 1

Xannbl  XXannb
Aypbic KaTe
Wwakblpy Lakblipy

9312 0

7488
5952
6624
5952
7200
8064
6144
7968
6432
8736
7200
9792
8832
8979

O O O O O o o olo o o o oo o

9408

9120
8256
9024
8736
7008
8448
8352
8160

O o o o o o o o o

8550

Xannbl
LU aKpIpyCbI3
#

0

O O o o o o o olo o o o o

IS
©  »

O o oo o o o o

©
o

Xannbl
AypebIc

LaKbIpy  LWaKbIpy

9312

7488
5952
6624
5952
7200
8064
6144
7968
6432
8736
7200
9792
8832
8979
9408

9120
8256
9024
8736
7008
8448
8352
8160
8550

MiSeqDx 2

Xannbl
KaTe

0

O O O O O o o olo o o o oo o

O O o o o o o o o

Xannbl
LUaKpIpyCbI3
#

0

O O o o o o o o/lo o o o o

IS
©  »

O o ojlo o o o o

©
o
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AMMNMKOH Xpomocoma

48

49
50
51
52

53
54
55
56
57
58
59
60
61
62

63
64
65
66
67
68
69
70
71
72

| 00 NN

© © | ©|© © o

10
10
10

10
10
10
10
1
1
1
1
1
1

AMMAMKOHAbI
6acTay

149503875

154404519
156476507
1817312
24811020

76518625
103054909
105586150
107620823
123769149
138995345

5987120
11784629
27317777

33018351

45084159
55892599
101611250
118351373
8159816
30177648
47470345
59837679
64418856
93529612

AMMNINKOH COHbI

149503965

154404599
156476599
1817394
24811109

76518691
103055006
105586214
107620918
123769231
138995441
5987198
11784726
27317855
33018440

45084253
55892687
101611329
118351453
8159912
30177717
47470444
59837740
64418957
93529684

TanpadraH
dparmeHT
enwemi

91

93
83
90

67

65
96
83
97
79
98
79
90

95
89
80
81
97
70
100
62
102
73

CeHimai
aiMaKTapaarbl
6asanap

91

66
93
83
89

67
98
65
96
83
97
78
91
79
90

95

88
80
81

96
70
100
62
102
73

AMMNNKOHHbBIH,
reHOMAbIK,
KOHTEHTI

PolyG (6), PolyC
(6), indel

KonpaHbinMmangbl
Indel
KonpaHbinMmangbl

PolyG (7), CTC
(4), nHpekc

Indel
PolyG (6)
Indel
KonpaHbinmanapl
AT(3)
PolyC (6), nHgexc
PolyG (5), nHgekc
GC(3)
PolyT (5)

PolyA (5), PolyT
(5)

Indel
AC(11), nHoekc
KongaHbinmanapl
KonpaHblinMmangbl
KongaHbinmanapl
Indel
KongaHbinmanapl
Indel
KongaHbinmanapl

PolyA (5)

GC
KOHTEHTI

0,71

0,31
0,35
0,42
0,61

0,3
0,67
0,32
0,49
0,37
0,68
0,47
0,87

0,3

0,2

0,35
0,42
0,49
0,51
0,45
0,46
0,65
0,37
0,59
0,4

MiSeqDx 1
Xannbl  XXannbl XKannbl
AypbIC  KaTe  LIaKbIpyCbi3
LaKpIpy LWaKslpy #
8736 0 0
6336 0 0
8928 0 0
7968 0 0
8452 0 92
6432 0 0
9408 0 0
6240 0 0
9216 0 0
7968 0 0
9312 0 0
7488 0 0
8644 1 91
7584 0 0
8640 0 0
9120 0 0
8408 0 40
7680 0 0
7776 0 0
9216 0 0
6720 0 0
9600 0 0
5952 0 0
9792 0 0
7008 0 0

MiSeqDx 2
Xannbl  XKannbl XKannb
fypbic KaTe  LaKbIpychi3
WaKbIpy  LWaKbIpy #
8736 0 0
6336 0 0
8928 0 0
7968 0 0
8449 0 95
6432 0 0
9408 0 0
6240 0 0
9216 0 0
7968 0 0
9312 0 0
7488 0 0
8644 1 91
7584 0 0
8640 0 0
9120 0 0
8407 0 41
7680 0 0
7776 0 0
9216 0 0
6720 0 0
9600 0 0
5952 0 0
9792 0 0
7008 0 0
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AMMNMKOH Xpomocoma

73
74
75
76

77
78
79
80
81
82
83
84

85
86
87
88
89
90
91
92
93
94
95
96

97

n
n
n
n

1
12
12
12
12
12
13
13

13
13
14
14
14
14
14
14
14
15
15
15

15

AMMAMKOHAbI
6acTay

101347052
102477336
118406285
120357801

125769313
2834770
26811004
30881766
88474105
120966872
24167504
25816961

44880112
77665218
31619327
39517884
46958962
58050030
82390559
92549544
102808496
43170751
63446149
77879807

81625334

AMMNINKOH COHbI

101347136
102477426
118406369
120357885

125769397
2834853
26811096
30881846
88474175
120966966
24167576
25817049

44880200
77665294
31619393
39517966
46959034
58050110
82390649
92549609
102808589
43170848
63446216
77879901

81625428

TanpadraH
dparmeHT
enwemi

85
91
85
85

85
84
93
81
71
95
73
89

89
77
67
83
73
81
91
66
94
98
68
95

95

CeHimai
aiMaKTapaarbl
6asanap

85
91
85
85

85
84
93
81
71
95
73
88

89
77
67
83
72
81
91
66
94
96
68
93

95

AMMNNKOHHbBIH,
reHOMAbIK,
KOHTEHTI

KonpgaHbinmangbl
PolyG (6)
Indel

PolyA (5), CA(3),
NHAEKC

GA(3)
PolyC (5), nHgekc
PolyA (7), AC(4)
KonpaHbinmangbl
PolyA (6)
PolyG (5)
KongaHbinmanapl

PolyA (5), PolyT
(7), PolyA (7),
NHOEKC

Indel
Indel
GA(3), TA(3)
KongaHbinmanapl
PolyT (5), nHpekc
Indel
Indel
PolyA (5)
Indel
PolyC (5)
Indel
PolyG (5), nHgekc

PolyT (6)

GC
KOHTEHTI

0,42
0,55
0,53
0,34

0,52
0,52
0,33
0,49
0,35
0,68
0,52
0,22

0,49
0,39
0,39
0,25
0,19
0,38
0,35
0,41
0,62
0,45
0,25
0,68

0,43

MiSeqDx 1

Xannbl  XXannbl
Aypbic KaTe
Wwakblpy Lakblipy

8160 0
8736
8160

o o o

8160

8160
8064
8928
7776
6816
9117
7008

O O  w o o o o o

8448

8544
7392
6432
7968
6830
7776
8736
6336
9024
9216
6528

O o  o/lo o o o o o o o o

8928

9120

o

Xannbl
LU aKpIpyCbI3
#

o o o o O/ o o o o o o o

o o ojlo o o o

Xannbl
AypebIc

LaKbIpy  LWaKbIpy

8160
8736
8160
8160

8160
8064
8928
7776
6816
9119
7008
8448

8544
7392
6432
7968
6835
7776
8736
6336
9024
9216
6528
8926

9120

MiSeqDx 2

Xannbl
KaTe

0

N O  Olo O o o o o o o o

o

Xannbl
LUaKpIpyCbI3
#

0
0
0
0

O o o o o o o o

o o o o

o o o o o o
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AMMNMKOH Xpomocoma

98

99
100
101
102
103
104
105
106
107
108
109
10
m

12
13

14
115
116
17
118
19
120
121
122
123

15
15
15
16
16
16
16
16
17
17
17
17
17
17

17
17

17
17
17
18
18
18
18
18
18
18

AMMAMKOHAbI
6acTay

85438263
89817413
89864274
1894910
28997904
53682908
57954406
85706375
3563920
3594191
3970090
16084945
33998759
39589691

41244394
45438866

61502432
64023582
72308237
2616456
6980478
9888026
38836999
47405382
54815665
59773996

AMMNINKOH COHbI

85438334
89817503
89864343
1894972
28997998
53682994
57954509
85706465
3564008
3594277
3970180
16085037
33998849
39589774

41244484
45438957

61502510
64023667
72308320
2616522
6980568
9888094
38837073
47405462
54815749
59774060

TanpadraH
dparmeHT
enwemi

72
91
70
63
95
87
104
91
89
87
91
93
91
84

CeHimai
aiMaKTapaarbl
6asanap

71
91
70
63
95
87
104
91
89
87
91
93
89
82

91
92

79
86
84
67
91
69
75
81
85
65

AMMNNKOHHbBIH,
reHOMAbIK,
KOHTEHT!|

Indel
KonpaHbinmanapl
Indel
KonpaHbinmanapl
PolyC (5)
TA(3)
PolyC (5)
PolyT (5), nHpekc
GC(3)
PolyC (5), nHgekc
Indel
Indel
PolyT (5)

PolyA (13),
nHaekc (x2)

PolyA (5)

PolyA (7), AT(3),
AT(4), AT(4), indel

Indel
PolyT (7)
GAG(3)
GA(3)
KonpaHbinmanapl
PolyA (6), TG(3)
PolyA (5), nHpekc
CTC(3), nHaekc
CT(3), nHgekc

KongaHbinmangbl

GC
KOHTEHT!|

0,65
0,36
0,56
0,27
0,67
0,41
0,67
0,37
0,64
0,67
0,46
0,26
0,54
0,29

0,34
0,26

0,41
0,22
0,62
0,31
0,37
0,43
0,37
0,47
0,45
0,48

MiSeqDx 1

Xannbl  XXannb
Aypbic KaTe
Wwakblpy Lakblipy

6816 0
8736
6720
6048
9120
8352
9984
8736
8544
8347
8736
8928
8544

N O O O o o olo o o o o o

7776

8736

o

8832

o

7546
8256
8064
6432
8736
6624
7200
7776
8160

O O o o o o o o o o

6240

Xannbl
LU aKpIpyCbI3
#

0
0
0
0
0
0
0
0
0
5
0
0
0

89

w
o]

O o o o o o oo o

MiSeqDx 2

Xannbl Xannbl
AypbIc KaTe
WaKblpy  WaKplpy

6816 0
8736
6720
6048
9120
8352
9984

0
0
0
0
0
0
8736 0
8544 0
8347 0
8736 0
8928 0
8544 0
7777 12

8736 0
8832

o

7547
8256
8064
6432
8736
6624
7200
7776
8160

O O o o o o o o o o

6240

Xannbl
LUaKpIpyCbI3
#

O o o oo 0o o o olo o o o o

[oo]
w

w
~N

O o o o o o oo o
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AMMNMKOH Xpomocoma

124
125
126
127
128
129
130

131
132
133
134
135
136
137
138

139

140
141
142
143
144
145
146
147
148

20
20
20
20
21
21
21
21

21

22
22
22
22
22

AMMAMKOHAbI
6acTay

625143
18121418
18186574

746056
10633195
17705633
21766821

25278421
50897302
62331904
62690860
30300823
33694176
36710706
46644924

46705575

25750774
32439233
37409844
37637596
47081347
15870424
135288543
135290777
2655397

AMMNINKOH COHbI

625241
18121491
18186643
746149
10633276
17705708
21766890

25278521
50897368
62331994
62690946
30300888
33694273
36710792
46644992

46705664

25750873
32439329
37409940
37637694
47081438
15870492
135288611
135290847
2655461

TanpadraH
dparmeHT
enwemi

99
74
70
94
82
76
70

101
67
91
87
66
98
87
69

90

100
97
97
99
92
69
69
71

CeHimai
aiMaKTapaarbl
6asanap

99
74
70
94
82
76
70

101
67
88
87
66
98
87
69

90

100
97
97
99
92
69
69
71

AMMNNKOHHbBIH,
reHOMAbIK,
KOHTEHTI

KonpgaHbinmangbl
KonpaHbinmanapl
KonpgaHbinmangbl
KonpaHbinmanapl
AC(3)
CT(3)

GT(3),TG(4),
NHAEKC

Indel
Indel
PolyG (6)
Indel
Indel
PolyT (6), CA(3)
GT(3), nHpekc

PolyA (6), AG(3),
NHO.EKC

PolyT (5), PolyA
(6)

Indel
KongaHbinmanapl
Indel
KongaHbinmanapl
Indel
PolyT (5)
PolyC (5)
KongaHbinmanapl

KonpaHblinMmangbl

GC
KOHTEHTI

0,59
0,68
0,64
0,61
0,59
0,58
0,46

0,63
0,36
0,73
0,57
0,35
0,54
0,39
0,32

0,5

0,63
0,68
0,46
0,6
0,66
0,26
0,62
0,52
0,55

MiSeqDx 1
Xannbl  XXannbl XKannbl
AypbIC  KaTe  LIaKbIpyCbi3
LaKpIpy LWaKslpy #
9504 0 0
7102 2 0
6718 2 0
9024 0 0
7872 0 0
7296 0 0
6720 0 0
9696 0 0
6432 0 0
8360 0 88
8352 0 0
6336 0 0
9408 0 0
8352 0 0
6603 0 21
8640 0 0
9600 0 0
9312 0 0
9312 0 0
9504 0 0
8832 0 0
6624 0 0
6624 0 0
6816 0 0
0 0 0

MiSeqDx 2
Xannbl  XKannbl XKannbl
fypbic KaTe  LaKbIpychi3
WaKbIpy  LWaKbIpy #
9504 0 0
7104 0 0
6718 2 0
9024 0 0
7872 0 0
7296 0 0
6720 0 0
9696 0 0
6432 0 0
8360 0 88
8352 0 0
6336 0 0
9408 0 0
8352 0 0
6601 0 23
8640 0 0
9600 0 0
9312 0 0
9312 0 0
9504 0 0
8832 0 0
6624 0 0
6624 0 0
6816 0 0
0 0 0
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MiSeqDx 1 MiSeqDx 2
AMMTAKOHLL TanpadraH CeHimai AMMNNKOHHbBIH, 6C
AMNAnKoH Xpomocoma A AMMANKOH COHbl  GparMeHT  aiiMakTapaafbl reHoMAbIK _ Kanmol OKannsl - Kanmbi Kanmer - Xanner  Kannsl
GacTay i Gasanap T KOHTEHTI  nypbic  KaTe Wakblpycbia  AypbIC KaTe  LaKblpychi3
WaKbIpy LWaKbIpy # WaKbIpy  LWaKbIpy #
149 bl 2655519 2655609 91 0 KongaHbinmanapl 0,48 0 0 0 0 0 0
150 bl 2655609 2655679 71 0 PolyA (5) 0,37 0 0 0 0 0 0

KalTa wbiFapy MyMKIHAIMH 3epTTey HaTUXesepi HYCKa XWiNniriH nanganaHy apkbl/ibl 9p onepaTop HeridiHge TangaHapl (7-kecte). byn

Tanpay Hycka XuinikTepi onepaTopnap apacbiHaa Calikec KeneTiHiH kepceTTi. OpTalla HycKa XMuiniktepi +/- 1 cTaHgapTTbl aybITKY

KepcCeTinreH.

7-kecte MiSeqgDx kypanbiHa apHanfaH OnepaTtopaaH OnepaTopra bepineTiH HaTUXenep

BapuaHT ) -
'.) . # biperen
XUINIK
HycK.anap
Anana3o0Hbl
[omMosuroTanbl 2424
(0,70-1,00)

[eTeposurotansl 8240
(0,20-0,70)

Bapnbifbl #
BapuaHTTap
TanpaHaTbiH
onepaTtop 1
2424

8132

Bbapnbifbl #
BapuaHTTap
TanpaHaTblH
onepaTtop 2

2422

8128

OprTala (SD)
xabapnaHfaH Hycka
Xuiniri onepaTopbl 1

0,94 +/- 0,07

0,48 +/- 0,04

OprTalua (SD)
xabapnaHfaH Hycka
Xuiniri onepaTtopbl 2

0,96 +/- 0,05

0,49 +/- 0,04

Op YAri YWiH KanTanaHy MyMKIHGIriH 3epTTey HaTUXKenepi 6bapnblk ceris icke KocyaaH BipikTipinreH Typae KepceTinreH 8-kecre.

AHbIKTay ap HycKa Typi ywiH — SNV, KipicTipy xaHe ot — benek 6aranaHagbl. AHbIKTaManblK No3uumManap anblHbin TacTangbl. byn

Tanpay HyckanapblH HoTUXKenepi yarinep 6ombiHIWa KanTanaHyra 60naTbiHbIH KEpceTTi.

8-kecTe Op ynri 6ombiHWa MiSeqDx KyparbiHbIH, HEFi3Ti WaKblpy HOTUXENEPIHIH KeniciMi

Ynri Bapnbirbl # bapnbifbl # TP Bapnbirbl # FP - Bapnbirbl # FN Bapnbirbl # bapnbifbl # TP bapnbirbl # FP - Bapnbirbl # FN Bapnbirbl # Bbapnbirbl # TP Bapnbirbl # FP - Bapnbirbl # FN

NA12877 592 592
NA12878 1456 1456
NA12879 912 912
NA12880 1072 1071

SNVs

0
0

0
0

KipicTipynep

336 336
320 304
336 320
384 384

0
0

0 288
0 384
2 288
0 320

Xotonap

288 0
368 0
288 0
304 0

0
0
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SNVs KipicTipynep Xotonap

Ynri Bapnbirbl # Bbapnbirbl # TP bapnbirbl # FP Bapnbibl # FN Bapnbirbl # bapnbirbl # TP bapnbirbl # FP - Bapnbifbl # FN  Bapnbirbl # Bapnbibl # TP bapnbirbl # FP - Bapnbifbl # FN

NA12881 1248 1247 0 1 384 368 0 0 368 368 0 0
NA12882 944 943 0 1 352 336 0 304 288 0 0
NA12883 1088 1087 0 1 368 368 0 0 352 335 0 1
NA12884 1088 1088 0 0 400 384 0 5 336 336 0 0
NA12885 1200 1189 0 7 400 382 0 4 352 336 0 0
NA12886 1104 1102 0 2 368 352 0 3 368 368 0 0
NA12888 1056 1054 0 2 368 368 0 0 304 304 0 0
NA12893 1168 1168 0 0 352 336 0 1 368 368 0 0

Ochbl penpoayKumManblk 3epTTeyaeri Ceris icke KoCyMeH KaMTaMachI3 eTinreH gepektep MiSeqDXx KypasblHbIH AoNeKTi Typae TizbekTen
anaTtblHbl Typanibl MaNiMAEMEHI Konaangpl:

GC KOHTeHTI 2 19% (6apnblk, WakblpblFaH Herisgep 192 peTTenreH aMnAnNKoHHbIH 192-ciHge 19% GC KOHTEHTIMEH AypbIc
LaKbIpblIFaH, WakKblpbliMay Xblngamopibl 1,1%)

GC KOHTeHTi = 78% (78% GC KoHTeHTI 6ap 192 peTTenreH aMnanNKoHHbIH 192-ae 6apnblkK WaKblpbliFaH Herisgep, Hengik
LIaKblpYCbI3 AYPbIC LWaKbIPbIFaH)

PolyA y3biHObIFbI < 8 (8 HykneoTMATiH PolyA KkaTanaHybl PolyA = 8 6onaTtbiH 192 peTTenreH aMnMKoHHbIH 192-ciHge aypbic gen
aTangpbl)

PolyT y3biHapibl < 10 (10 HykneoTnaTiH PolyT kanTanaHybl PolyT = 10 6ap 192 peTTenreH aMnimMkKoHHbIH 192-ciHae gypbic aTangpl)

PolyG y3biHabIFbl < 7 (7 HykneoTUATiH PolyG kanTanaHybl PolyG = 7 6onaTbiH 192 peTTenreH aMninkoHHbIH, 192-ciHae gypbic gen
aTangpbl)

PolyC y3biHabIFbl < 6 (6 HykneoTuAaTiH PolyC kanTanaHybl PolyC = 6 6ap 576 peTTenreH aMnanKOHHbIH 576-CbiHga gypbic Aen
aTangpl)

AuHykneoTnaTepain kanTanaHy ysakTbiFbl < 11X (11X AMHYKNEOTUATI KanTanaHaTbiH 192 peTTenreH aMnanKoHHbIH, 192-ae Heris gen
aTanaTblH Heriszgepain, 6apnbiFrbl 0,5% WakblpblaIMay XblgaMabFbIMEH OYPbIC WaKbIpbiapbl)

TpPVHYKNEOTUATEPLIH KalTanaHy y3aKTbiFbl < 5X (5X TPUHYKNeOTUATI KalTanaHaTbiH 192 peTTenreH aMnanKoHHbIH 192-ae Heri3
Aen aTtanaTblH HerisgepaiH 6apnoiFbl 0,5% WakbipbiiMay XWifiriMeH gypbIc Wakbipblagol)

24 HeMece 0faH as Herisri KipicTipy XxaHe 25 HeMece oaH a3 Heri3ri o
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— 192 ynriniK 192-ciHge 24 Heri3gi KipicTipy AYpbIC WaKblpbU4bl

— 25 Heri3gi ot 223 yArige gypbIc WakKbipblgbl XXaHe 224 yariHiK 1 yariciHae KaTe Wwakblpblgbl
2-3epTTEey

[llumina MiSegDx MykosucumaTik dnbpos 139 Variant Assay penpeseHTaTUBTI TangaybIMeH OpblHAaNfaH canTTaH canTKa KanTanaHy
MYMKIHAIrH 3epTTeyre MiSeq Reporter 6argapnamansik kypanbiMeH TanganfaH CFTR KNMHWKanNblK MaHbI3bl FeHeTUKanblk
Bapuaumanap XublHbl Kipgi. MiSeqDx MNnatdopmaHbiH MakcaTTbl [JHK cekBeHUMACHI XXyMbIC Npoueci. Cokbip 3epTTeyae 3 cbiHak anaHbl
YXOHe ap canTTa 2 onepaTop KongaHbinabl. opKamnceicbl 46 yarigeH TypaTblH €Ki XXakKCbl cunaTTanFaH naHenbai ap ydackegeri
onepaTopnapapblH apKancbicbl bip canTka 6apnbirbl 810 Wakbipyga ceiHaabl. [aHenbaepae CFTR rediHge 6enrini Hyckanapbl 6ap
Xacylwa nuHusnapbiHaH anbiHFaH reHoMmablk OHK kocnackl, coHgan-ak CFTR reHiHge 6enrini Hyckanapbl 6ap »xacyla nuHusanapbl 6ap
nemkounTTep azalraH KaH 6ongbl. KaH ynrinepi TangayablH XXYMbIC NPOLECi YLWiH Herisri Kipic peTiHAe KbiaMeT eTeTiH rOHK ganbiHgay
YWiH NanganaHblinaTbiH S9KCTPaKLUMA KafaMaapblH KOCyFa MYMKIHAIK 6epy ywiH 6epingi. bipiHwi spekeTTe QC MeTpuKacbiHaH 6TKeH
yArinep caHbl peTiHAE aHbIKTanfaH YAriHiH Ty Xbingamabibl 99,88% 6ongpl. bapnblk cbiHak HaTUXenepi bactankbl TecTineyre
HerisgenreH.

9-kecTe OKiSIMeH opblHAAaNFaH PenpoayKUnUsabIK 3epTTey HOTUXKeNEePiHiH Kbickalla KOHTeHTI MiSeqDx Mykosucumgos 139-Hycka
Tangaybl

MosuTtuBTikenicy  Tepic keniceTiH

o o WaKplpynapbi WwaKplpynap KaTe " Tepic Kanmi
MaHens ;:I Ynri reHoTuni BapuaHTTap xani:rlzaar:;py (Hyckanap) (xabaiibl TYP)  akpipynap aKb'::be'a OH, KeniciM (%) KeniciM Kericim
Cai'T CaiT Cait CaiT CaiT CailT # (%) (%)
1 2 3 1 2 3
A 1 S549N (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 2 1812-1G>A (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 3 Q493X/F508del (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 41 F508del/2184delA (HET) 810 12 12 12 797 798 798 0 1 100 100 100
A 52 Y122X/R1158X (HET) 810 12 10 12 798 665 798 0 1352 94,44 94,44 94,44
A 6 F508del/2183AA>G 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
A 7 R75X (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 8 1507del/F508del (HET) 810 12 12 12 798 798 798 0 0 100 100 100
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MosuTtueTikenicy  Tepic keniceTiH

i car Lakplpynapbl Lwakplpynap KaTe " Tepic annbl
MaHenb ;:I YnrireHoTuni BapuaHTTap xani:;r;aar:;py (Hyckanap) (>xabaribl Typi) Lwakblpynap aKblgbels OH, kenicim (%) Kenicim kenicim
CalT CaitT CailT CanT CanT CailT # (%) (%)
1 2 3 1 2 8
A 9%  F508del/W1282X (HET) 810 12 n 12 798 797 798 28 0 97,22 99,96 99,92
A 10%  F508del/3272-26A>G 810 12 " 12 798 797 798 23 0 97,22 99,96 99,92
(HET)
A 11 F508del/3849+10kbC>T 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
A 12 621+1G>T/3120+1G>A 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
A 13 E60X/F508del (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 14 M101K (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 15 M1101K (HOM) 810 6 6 6 804 804 804 0 0 100 100 100
A 16 F508del (HOM) 1506V, 1507V, F508C oK, 828 6 6 6 822 822 822 0 0 100 100 100
A 17 F508del/3659delC 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
A 18 R117H/F508del (HET) (TG)10(T)9/(TG)12(T)5 816 18 18 18 798 798 798 0 0 100 100 100
19 621+1G>T/711+1G>T 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
A 20 G85E/621+1G>T (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 21  A455E/F508del (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 22  F508del/R560T (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 23 F508del/Y1092X (C>A) 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
A 24 N1303K (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 25 G542X (HOM) 810 6 6 6 804 804 804 0 0 100 100 100
A 26 G542X (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 27 G551D/R553X (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 28 3849+10kbC>T (HOM) 810 6 6 6 804 804 804 0 0 100 100 100
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Yan i ; CanTtrarbl Harbipynap®! IJ.IaKvapyﬂapA Kare LakpipycbI3 . Te;.ai'c )Ka1'1r!b|
MaHenb e YnrireHoTuni BapuaHTTap annbl LaKsipy (Hyckanap) (Okabaitbl TYPi)  jakpipynap i OH Kkenicim (%)  Kenicim Kenicim
Caiit Caitt CailT CaitT CainT CaiiT # (%) (%)
1 2 3 1 2 3

A 29 WT 810 0 0 0 810 810 810 0 0 KonpaHbinmangpi 100 100

A 30 F508del (HET) 810 6 6 6 804 804 804 0 0 100 100 100

A 31 1717-1G>A (HET) 810 6 6 6 804 804 804 0 0 100 100 100

A 32 R1162X (HET) 810 6 6 6 804 804 804 0 0 100 100 100

A 33 R347P/G551D (HET) 810 12 12 12 798 798 798 0 0 100 100 100

A 34 R334W (HET) 810 6 6 6 804 804 804 0 0 100 100 100

A 35 WT 810 0 0 0 810 810 810 0 0 KonpaHblnmManabl 100 100

A 36 G85E (HET) 810 6 6 6 804 804 804 0 0 100 100 100

A 37 I336K (HET) 810 6 6 6 804 804 804 0 0 100 100 100

A 38 WT 810 0 0 0 810 810 810 0 0 KonpaHbinmanapl 100 100

A 39 F508del/3849+10kbC>T 810 12 12 12 798 798 798 0 0 100 100 100
(HET)

A 40 621+1G>T/3120+1G>A 810 12 12 12 798 798 798 0 0 100 100 100
(HET)

A Yl F508del/3659delC 810 12 12 12 798 798 798 0 0 100 100 100
(HET)

A 42 R17H/F508del (HET) (TG)10(T)9/(TG)12(T)5 816 18 18 18 798 798 798 0 0 100 100 100

A 43  G85E/621+1G>T (HET) 810 12 12 12 798 798 798 0 0 100 100 100

A 44  A455E/F508del (HET) 810 12 12 12 798 798 798 0 0 100 100 100

A 45 N1303K (HET) 810 6 6 6 804 804 804 0 0 100 100 100

A 46 G551D/R553X (HET) 810 12 12 12 798 798 798 0 0 100 100 100

b 47 2789+5G>A (HOM) 810 6 6 6 804 804 804 0 0 100 100 100

B 48 CFTRdele2, 3/F508del 810 12 12 12 798 798 798 0 0 100 100 100
(HET)

b 49 F508del/1898+1G>A 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
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MaHenb var
Ne

b 50
b 51
b 52
b 53
b 54
b 55
b 56
b 57
b 58
b 59
b 60
b 61
b 62
b 63
b 64
b 65
b 66
b 67
b 68
b 69
b 70
b 71

YnrireHoTuni

WT

F508del/2143delT (HET)

3876penbA (HET)
3905 gronm (HET)
394penbTT (HET)
F508del (HET)
WT
WT
F508del (HET)
WT
L206W (HET)
WT
G330X (HET)
WT
R347H (HET)

1078penbT (HET)

G178R/F508del (HET)

S549R (c.1647T>C)

(HET)
S549N (HET)
W846X (HET)

WT

E92X/F508del (HET)

CanTTafbl
annbl Wakblpy

BapunantTap

810
810
810
810
810
810
810
810
810
810
810
810
810
810
810
810
810

810

810
810
810

810

Mo3unTunBTi Kenicy

LIaKbIpynapsbl

(Hyckanap)

Tepic keniceTiH
LwaKbipynap
(>xabanbl Typi)

Cant Cant Cant Cant Cant CanTt

1
0

12

2
0

12

12

3
0

12

12

1
810

798

804

804

804

804

810

810

804

810

804

810

804

810

804

804

798

804

804

804

810

798

2
810

798

804

804

804

804

810

810

804

810

804

810

804

810

804

804

798

804

804

804

810

798

3
810

798
804
804
804
804
810
810
804
810
804
810
804
810
804
804
798

804

804
804
810

798

Kate
Wwakplpynap
#

Lakpipycbl3
#

OH Kkenicim (%)

KongaHbinmanapl

100

100

100

100

100
KonpaHblnmManabl
KongaHbinmManabl

100
KonpaHbinmanapl

100
KongaHbinmManabl

100
KonpaHbinmanapl

100

100

100

100

100
100
KonpaHblnmManabl

100

Tepic Xannbl
Kenicim kenicim

(%) (%)
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100
100 100

AdiLoidpi 1Ledeu wredAY xgbasin HesreHde exdedredAd deg A SOIN



Z0A 81Z90000ZaN LexiN

"HIMA AVLLdOLOME M3 L "HIMA AHVTLOMN MALVYINLOOHIVNT OY.LIA NI

8¢

MosuTtueTikenicy  Tepic keniceTiH

Ynri . . CanTtTafbl HakEIpyRapH! LIJaKvapyﬂapA Kare LakbipycbI3 .. Te;.ai'c >+(a1'1r!b|
MaHenb e YnrireHoTuni BapuaHTTap annbl LaKsipy (Hyckanap) (xabaibl TYPI)  jakpipynap i OH, Kenicim (%) Kenicim Kenicim
CailT Cait CailT CailT Cait Cailt # (%) (%)
1 2 3 1 2 3
b 72*  621+1G>T/1154insTC 810 12 12 12 798 798 797 0 1 100 99,96 99,96
(HET)
b 73 G542X (HET) 810 6 6 6 804 804 804 0 0 100 100 100
b 74 F508del (HET) 810 6 6 6 804 804 804 0 0 100 100 100
b 752 F508del (HET) 810 6 5 6 804 670 804 0 1352 94,44 94,44 94,44
B 76 F508del (HET) 810 6 6 6 804 804 804 0 0 100 100 100
b 77 621+1G>T/A455E (HET) 810 12 12 12 798 798 798 0 0 100 100 100
b 78 1812-1G>A (HET) 810 6 6 6 804 804 804 0 0 100 100 100
5} 79 WT 810 0 0 0 810 810 810 0 0 KonpaHbinmanapl 100 100
B 80 F508del/R553X (HET) 810 12 12 12 798 798 798 0 0 100 100 100
b 81 F508del/G551D (HET) 810 12 12 12 798 798 798 0 0 100 100 100
b 82  R347P/F508del (HET) 810 12 12 12 798 798 798 0 0 100 100 100
b 83 R117H/F508del (HET) (TG)10(T)9/(TG)12(T)5 816 18 18 18 798 798 798 0 0 100 100 100
b 84 1507del (HET) 810 6 6 6 804 804 804 0 0 100 100 100
b 85 2789+5G>A (HOM) 810 6 6 6 804 804 804 0 0 100 100 100
b 86% CFTRdele2, 3/F508del 810 12 12 12 798 797 798 0 14 100 99,96 99,96
(HET)
b 87 F508del/1898+1G>A 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
B 88 WT 810 0 0 0 810 810 810 0 0 KonpaHbinmanapl 100 100
b 89 F508del/2143delT (HET) 810 12 12 12 798 798 798 0 0 100 100 100
b 90 3905 proiim (HET) 810 6 6 6 804 804 804 0 0 100 100 100
B 91 394penbTT (HET) 810 6 6 6 804 804 804 0 0 100 100 100
b 92 F508del (HET) 810 6 6 6 804 804 804 0 0 100 100 100
Bapnblifbl 74556 2209 221182 4 273 99,77 99,88 99,88
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! Bip kewipmere apHanfaH N1303K HyckacbliHa calikec KeneTiH xabavibl TYpAeri opbiH KaMTy XeTKinikci3 6onFaHapikTaH Lakbipy abl )OoKKa

Wb apabl.

25 yoHe 75 yArinepiHix, 6ip KewipmeciHge Wwakblpy XbingamMmabiF bl 0% 6onabl. KocbiMLLa 3epTTey yArinep KitanxaHaHbl fanbiHOaF aHFa aAeniH ynri
TakTalwacblHa KocblIMaFaH 60Mybl MYMKIH eKeHiH KepceTefi, cebebi TyTiKTepae KasiFaH yari Kenemi XXonblsiIMaraH KenNneMMeH cankec 6ongpl.

3 [enenpep 9 xaHe 10 ynrinepai kKitanxaHaHbl AaiibiHaay anfblHAa onepaTop aybICThIPFaHbIH KepceTesi.

4 EKi ynrinin, apKaiicbIChbIHbIH, 6ip pennnkachiHa apHanFaH M1V HyckacblHa calikec KeneTiH xabaiibl Typferi opblH KaMTy XeTKiNiKCi3 60 aHablKTaH
LLakbipyObl XXOKKa b apabl.

ComMaTuKanblK, eHIMAINIK cunaTTamManapbl

MyH/a cunaTTanfFaH 3epTTeynep, Tangayra apHabl MOAy b NaiganaHblifaH eki reHaik naHenbai nainganaHaTbhiH 3epTTeynepai
KocMnaraHa, peTTiNik AepeKkTepiH Tangay yliH comaTukanblK HYCka MoayniH nanganaHgpl.

Honpik

FFPE ynrinepiHeH anbiifaH AHK 6ap MiSeqDx KypanblHbIH AaN4iriH 6afanay yLwiH yw 3epTTey XYyprizingi.
1-3epTTEy

3epTTey 150 aMnnKoHAbl Nangananbin 23 Typni XxpoMocoMagasbl 12 588 Herizfi KaMTUTbIH 8pTYpAi reHaepai cypayra apHanfaH
eKinaik Tangaynbl nangananabl. Y XpoMocoMachliHAa CeHIMAI anMakKTap XOK XXaHe bafFanaHbaraH. byn 3epTTeyae nanganaHbinifaH 6ec
biperen ynribip oTbacblHaH — eKi aTa-aHagaH XaHe yw 6banagaH — Xui bipHelle 3epTxaHanap MeH pPeTTiNiK agictemMenepi apKbisbl
peTTenreH. onengepneH yLl XXaHe epkekTepaeH eki ynribap. 3eptTey ywiH HK akcTpakumnsanaHap angbiHga 6apnblk, yarinep
dopMannHMeH 6eKiTiNreH xxeHe napaduH canbiHFaH. GM12877 ynrici QHK aeHreniHge cymbinTbinFaH, GM12878 ynriciveH GM12877-D
Xacay yLWiH XuninikTepi 5% xaHe 10% XybIK Hyckanap XWHafblH Xacay YLWiH. YArinepaiH apkanceicbl 6ec kanTanayMeH colHanfaH
GM12877-D kocnaraHpa, eki gaHaga cbiHanfaH. SNV, KipiCTipy XXaHe XOo YLWiH A9N4iK 3epTTey AepeKTepiH XaKCbl cunaTTasFaH
aHblKTaMarblK AepeKKOPMEH CanbICTbIPy apKblibl aHblKTangbl. AHbIKTaMarnblk aepekkop Tisberi (Platinum Genomes Hyckacbl 2016-01)
BipHele peTTiNik sgicTeMenepiHi, XannbFa KomkeTiMAi AepeKTepAiH XXoHe TYKbIM KyananTblH aKknapaTTblH TipKeCiMiHEH aNnblHAbI.
CeHimMai reHoMapbIK anMakTap, erep 6ackalla KepceTifiMece, OCbl aHblKTaMarblK, d4ic Heri3iHAe aHblKTanapbl. bapnbibl cCbiIHaManap
ceris peT Xyprizingi. JongiriH KepceTy YLWiH YCbIHbINFaH KecTenep BipiHLLi icke KOoCy AepeKTepiHe HerisaenreH.
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10-kecTe ap ynri 6oMbIHLA OH X8He Tepic Nanbl3ApblK KeNiCIMMEH YCbIHbISIFaH 3epTTey AepPeKTepiH KaMTunapbl, MyHOa HYCKa HaTuxenepi
PPA ecenTeynepi yLiH XakKcbl cunaTTanfaH KOMMO3UTTIK aHbIKTaMarnbIk dficreH canbiCTbipblnagpl. Y Hycka Typi (SNV, KipicTipy xaHe
YKOH0) BipiKTipinreH. AHbIKTaManblK 84iC TeK XaJsifbl3 HYKNeOTULTIK HYCKanap MeH KipicTipy/aeneunanapra apHasifaH HoTuXenepai
KamMTaMachbl3 eTeTiHOIKTEeH, BapuaHTTbl eMec 6a3anblk HaTUxXenep NPA ecenTteynepi YWiH agamMm reHoMblHbIH, cinTeMe Tisberi hg19
KypacTblpybIMEH canbiCTbipbliagpl.

10-kecTe XKakcbl cMnaTTaliFaH 6 yarire apHanfaH aHblkTaManblk gepektepMeH MiSeqDx KypasiblHbIH, HEFi3Fi LWaKblpy HOTUXENEpIHiH,
Kenicimi

Ynari OpTalla WakpIpy XblngamMabibl Bapnblirbl # HycKa Bapnbirbl # TP Hyckachl Bapnbirbl # FN Hyckanapbl Bapnbirbl # TN wakbIpybl PPA NPA OPA
GM12877 98,7 152 147 0 23719 100 100 100
GM12878 98,4 270 260 0 23482 100 100 100
GM12879 98,7 192 186 0 23744 100 100 100
GM12885 99,1 244 236 0 23713 100 100 100
GM12886 98,7 230 226 0 23652 100 100 100

GM12877-D' 675 650 0 100 100 100
GM12877-D? 98,4 155 155 0 >7608 100 100 100

1 Xuiniri 20%-paaH acaTbiH Hyckanap.

2 Xuiniri 20%-pAaH a3 Hycka.
150 aMNNMKOH TYpNi reHOMAbIK KOHTEHTTI KaMTyFa apHasiFaH. AMANMKoHAapabiH 'K KOHTeHTI 26-87 % apanbibiHga 6ongbl. CoHpan-ak,
amMnankoHgapga 6ip HykNeoTUATIK AnanasoH (Mbicanbl, PolyA, PolyT), AMHYKNeoTUATEpP XaHe TPMHYKNeOTUATEP KaTanaHaabl.
Tanpaypa 6 ynri 6iperen ynrinep nanganaxbingbl. lepektep reHoMAbIK KYPaMHbIH % OypbIC WaKbIpyiapFa 8cepiH aHblKTay YLWiH ap
aMMANKOH HerisiHae KypacTbipbingbl (11-kecTe). % AypbIC Wakbipynap HYCKanblk XX8He aHblKTaMarnblk WakKblpynapAaH Typaabl XXaHe
KaTe HeMece XOK Lakblipynap 6onca, 100%-aaH as 6onagpl. Hyckanblk Wakbipynap ywiH 6ip Hemece bipHelle cyarinep opbiHAanMafraH
Kesfe Wakblpynap 6onmangpl (Mbicasbl, KaMTy XeTKinikcis). [lypbic eMec Wakbipynap 6onfaH Xok. LLakbipynap caHbl aMnankoHaap
6omblHLWa anTapnbikTam e3reppi. GC KOHTeHTI xxaHe GC KOHTeHTiIMeH BipHellle e3apa apekeTTecy WakKblpynapabiH 60/MaybIHbIH eH,
MaHbI3abl 6omkayLwbinapbl 6ongbl. Elwkangan wakbipynapgpid, 2040/2580 (79%) kaMTy cneumdumkKaunsacbliHa COKeC KeNIMereHaikTeH
6onrFaH. GC KOHTeHTI 78%-AaH acaTblH aMNMKOHAAP Ken Xxaffanga wakbipMmagpl. 78% GC KOHTeHTI 6ap penpeseHTaTUBTI
aMMINKOHHbIH, XXanMbl CaHbl 675 WakbipblIMangbl. OKineTTi aMNANKOHHbIH, 87 % »annbl caHbl 1365 Wwakbipy WanmMagpl. AFblH YAWbFbIHA
XYKTENreH ynrinepaid caHblH a3anTy apKblibl KaMTyabl apTThipyFa 6onagpl, 6yn GC KOHTEHTI XXoFapbl aMMIMKOHAAPAa aHblKTayfa
MYMKIHAIK 6epegi.
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11-kecTe AMMNIMKOH AeHreniHaeri Aanaik gepekrepi

AMNNMKOH Xpomocoma

A w N

(4}

21
22
23
24
25
26

W W W W NN IDNDN N NN DN NN

F N T R S A OV ]

AMMIMKOHAbI
bacTay
36450499
109465122
218353867
223906657
228526602
236372039
247812041

55862774
87003930
177016721
186625727
190323504
200796740
212245049
228147052
235016350
4466229
46620561
49851331
189713161

190106030
2233667
7780541

15688604
56236521
102839244

AMMIINKOH
COHb
36450591
109465200
218353957
223906748
228526682
236372108
247812128

55862863
87004009
177016805
186625801
190323591
200796826
212245139
228147144
235016422
4466321
46620643
49851400
189713248

190106104
2233744
7780637
15688681
56236586
102839314

TanpaHraH
dparmeHT
enwemi

93
79
91
92
81
70
88

90
80
85
75
88
87
91
93
73
93
83
70
88

75
78
97
78
66
71

CeHimai
aiMaKTapAafbl
6asanap

93
79
91
92
81
70
88

90
80
81
75
88
87
91
93
73
93
83
70
88

74
78
97
78
62
69

AMMNINKOHHBIH, FEHOMAPBIK,

KOHTEHTI

Indel
PolyA (5), PolyC (5), nHgekc

Indel
Indel

PolyG (5)

PolyT (10), nnHgekc

PolyA (5), CT(3), TAA(3),
NHOEKC

Indel
Indel
KonpaHbinMmangbl
PolyA (8)
PolyT (5)
PolyT (5), nHoekc
PolyT (5), PolyA (6), nHpekc
KongaHblnmanapl
PolyT (5), nHpekc
AT(3), nHaekc
KonpaHbinmangbl
CT(3), nHgekc

PolyA (5), PolyT (5), PolyA
(9), TG(3)

Indel
PolyA (6)

PolyG (6), PolyT (5), PolyA (5)
KonpgaHbinmangbl
PolyA (5), nHgekc

PolyA (5)

GC
KOHTEHTI
0,22
0,38
0,4
0,49
0,69
0,39
0,27

0,28
0,38
0,65
0,35
0,42
0,31
0,3
0,43
0,42
0,27
0,43
0,49
0,41

0,57
0,26
0,42
0,29
0,36
0,46

Lypeic
LWaKbIpy

1395
1185
1364
1380
1215
1050
1320

1350
1200
1215
mz
1320
1302
1365
1395
1095
1349
1245
1050
1305

1108
1170
1455
1169
930
1035

Bapnbifrbl KaTe
Wwakpipy #

O o o/lolo o o o o o o o o o o o o o o o

o o o o o o

XKannbl
LaKplpychbI3 #

0

o o o o

o

% [ypbIC WwWakpbIpy

100
100
99,9
100
100
100
100

100
100
100
99,1
100
99,4
100
100
100
96,7
100
100
97,8

99,8
100
100

99,9
100
100
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AMMNMKOH Xpomocoma

27
28
29
30
31
32
33
34
35
36
37
38
39
40
Yl
42
43
44
45
46
47
48
49
50
51
52
53
54

© 00 00 © N N N N N N N No oo o o oo o o g g a o ou o oa g g >~

AMMNMKOHAbI
6acTay
164446743
1882081
14769061
41069808
7407714
147475343
149323731
155662213
6318713
24949983
31084900
32147987
32986864
33408498
41647401
112435865
22202076
66276100
77365735
110939946
128533468
149503875
154404519
156476507
1817312
24811020
76518625
103054909

AMMIINKOH
COHb
164446804
1882158
14769144
41069871
74077196
147475409
149323821
155662287
6318814
24950074
31084999
32148084
32986958
33408583
41647495
112435955
22202148
66276187
77365821
110940030
128533557
149503965
154404599
156476599
1817394
24811109
76518691
103055006

TanpaHfaH
dparmeHT
enwemi

62
78
84
64
83
67
91
75
102
92
100
98
95
86
95
91
73
88
87
85
90
91
81
93
83
90
67
98

CeHimai
anmMakTapaarbl
6asanap

62
75
84
64
83
67
91
75
102
92
94
98
95
86
94
91
73
88
87
85
90
91
66
93
83
89
67
98

AMMINKOHHBIH, FeHOMJbIK,
KOHTEHTI
PolyA (7), nngexc
KonpgaHbinmangbl
GT(3), CCA(3)
KonpgaHbinmangbl
PolyA (6), nHpekc
PolyT (5)
CT(4), AG(3)
Indel
PolyG (6)
Indel
GCT(5), unpekc
PolyT (5), TCT(3), CTT(3)
Indel
PolyC (6)

PolyG (5), nHgekc
PolyA (5)
KongaHbinmanapl
Indel
PolyA (7), AG(4)
Indel
PolyG (5), nHgekc
PolyG (6), PolyC (6), indel
KongaHbinmanapl
Indel
KongaHbinmanapl
PolyG (7), CTC (4), nHgekc
Indel

PolyG (6)

GC
KOHTEHTI
0,27
0,78
0,62
0,39
0,3
0,37
0,55
0,43
0,68
0,63
0,61
0,55
0,53
0,7
0,61
0,44
0,44
0,35
0,26
0,38
0,62
0,71
0,31
0,35
0,42
0,67
0,3
0,67

Aypeic
LWaKpIpy

920
450
1260
960
1245
1005
1365
125
1530
1380
1383
1455
1425
1290
1410
1365
1095
1320
1299
1275
1350
1365
990
1395
1245
1305
1005
1470

Bapnbifbl kaTe
wakblpy #

O O O O O O OO0 O 0O OO0 oo 0o 0o o o o olo o o o o o

XKannbl
LwaKpblpycbI3 #

10
675

o/ o oojlo o o oo

O o o/lo o o o o/ o/ o o o o

w
o o 5

% OypbIC WaKbIpy

98,9
40,0
100
100
100
100
100
100
100
100
98,1
99,0
100
100
100
100
100
100
99,5
100
100
100
100
100
100
97,8
100
100
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AMMNMKOH Xpomocoma

55
56
57
58
59
60
61
62
63
64
65
66
67
68
69
70
71
72
73
74
75
76
77
78
79
80
81
82

© © ©o | ©

AMMNMKOHAbI
6acTay
105586150
107620823
123769149
138995345
5987120
11784629
27317777
33018351
45084159
55892599
101611250
118351373
8159816
30177648
47470345
59837679
64418856
93529612
101347052
102477336
118406285
120357801
125769313
2834770
26811004
30881766
88474105
120966872

AMMIINKOH
COHb
105586214
107620918
123769231
138995441
5987198
11784726
27317855
33018440
45084253
55892687
101611329
118351453
8159912
30177717
47470444
59837740
64418957
93529684
101347136
102477426
118406369
120357885
125769397
2834853
26811096
30881846
88474175
120966966

TanpaHfaH
dparmeHT
enwemi

65
96
83
97
79
98
79
90
95
89
80
81
97
70
100
62
102
73
85
91
85
85
85
84
93
81
71
95

CeHimai
anmMakTapaarbl
6asanap

65
96
83
97
78
91
79
90
95
88
80
81
96
70
100
62
102
73
85
91
85
85
85
84
93
81
71
95

AMMINKOHHbBIH, FEHOMAbIK,
KOHTEHT|
Indel
KonpgaHbinmangbl
AT(3)

PolyC (6), nHgekc
PolyG (5), nHgekc
GC(3)

PolyT (5)
PolyA (5), PolyT (5)
Indel
AC(11), nHgekc
KongaHbinmanapl
KonpgaHbinmangbl
KongaHbinmanapl
Indel
KongaHbinmanapl
Indel
KongaHbinmanapl
PolyA (5)
KongaHbinmanapl
PolyG (6)
Indel
PolyA (5), CA(3), nHgekc
GA(3)

PolyC (5), nHgekc
PolyA (7), AC(4)
KonpgaHbinmangbl
PolyA (6)
PolyG (5)

GC
KOHTEHTI
0,32
0,49
0,37
0,68
0,47
0,87
0,3
0,2
0,35
0,42
0,49
0,57
0,45
0,46
0,65
0,37
0,59
0,4
0,42
0,55
0,53
0,34
0,52
0,52
0,33
0,49
0,35
0,68

Aypeic
LWaKpIpy

973
1440
1242
1455
170

0

1185
1350
1425
1290
1200
1215
1440
1050
1500
930
1530
1095
1275
1365
1275
1275
1275
1260
1395
1215
1065
1425

Bapnbifbl kaTe
wakblpy #

O O O O O O OO0 O 0O OO0 oo 0o 0o o o o olo o o o o o

XKannbl
LwaKpblpycbI3 #

O w oON

1365

[
o ©

O o o/lo o o o o/ o/ o o o o

N
N

o o o o

% OypbIC WaKbIpy

99,8
100
99,8
100
100
0
100
100
100
94,9
100
100
100
100
100
100
100
100
100
100
100
100
100
98,9
100
100
100
100
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AMMNMKOH Xpomocoma

83 12
84 13
85 13
86 13
87 14
88 14
89 14
90 14
91 14
92 14
93 14
94 15
95 15
96 15
97 15
98 15
99 15
100 15
101 16
102 16
103 16
104 16
105 16
106 17
107 17
108 17
109 17
10 17

AMMNMKOHAbI
6acTay
24167504
25816961

44880112
77665218
31619327
39517884
46958962
58050030
82390559
92549544
102808496
43170751
63446149
77879807
81625334
85438263
89817413
89864274
1894910
28997904
3682908
57954406
85706375
3563920
3594191
3970090
16084945
33998759

AMMNNVKOH
COHpbI
24167576
25817049

44880200
77665294
31619393
39517966
46959034
58050110
82390649
92549609
102808589
43170848
63446216
77879901
81625428
85438334
89817503
89864343
1894972
28997998
53682994
57954509
85706465
3564008
3594277
3970180
16085037
33998849

TanpaHfaH
dparmeHT
enwemi

73
89

89
77
67
83
73
81
91
66
94
98
68
95
95
72
91
70
63
95
87
104
91
89
87
91
93
91

CeHimai
anmMakTapaarbl
6asanap

73
88

89
77
67
83
72
81
91
66
94
96
68
93
95
71
91
70
63
95
87
104
91
89
87
91
93
89

AMMNNMKOHHbIH, TEeHOMAbIK,
KOHTEHTI
KongaHbinmanapl

PolyA (5), PolyT (7), PolyA (7),
VHOEeKC

Indel
Indel
GA(3), TA(3)
KongaHbinmanapl
PolyT (5), nHpekc
Indel
Indel
PolyA (5)
Indel
PolyC (5)
Indel
PolyG (5), nHgexc
PolyT (6)
Indel
KonpaHbinmangbl
Indel
KonpaHbinMmangbl
PolyC (5)
TA(3)
PolyC (5)
Poly T (5), uHpexc
GC(3)
PolyC (5), nHgekc
Indel
Indel

PolyT (5)

GC
KOHTEHTI
0,52
0,22

0,49
0,39
0,39
0,25
0,19
0,38
0,35
0,41
0,62
0,45
0,25
0,68
0,43
0,65
0,36
0,56
0,27
0,67
0,41
0,67
0,37
0,64
0,67
0,46
0,26
0,54

Aypeic
LWaKpIpy

1095
1305

1335
155
1005
1245
1038
1215
1365
975
1410
1440
1020
1395
1425
1065
1365
1050
945
1425
1305
1560
1362
1335
1303
1365
1395
1335

Bapnbifbl kaTe
wakblpy #

0

o

O O 0O/ 0O O 0O 0O oo 0o 0O 0o o oo oolo o o o oo o o o

XKannbl
LwaKpblpycbI3 #

0
15

o o o o

O O O/ N O W O O O o/lo o o o o o o o

% OypbIC WaKbIpy

100
98,9

100
100
100
100
96,1
100
100
94,2
100
100
100
100
100
100
100
100
100
100
100
100
99,8
100
99,8
100
100
100
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TG S PeneEE AMNNUKOHAbI  AMMINKOH e T AMMNMKOHHbIH, r(—T‘HOM/J,bIK GC ey Bapnbifbl KaTe XKannbl S R T
6acTtay COHpbl onwemi Frernes KOHTEHTI KOHTEHTI wakpIpy # LaKpIpychi3 #
m 17 39589691 39589774 84 82 PolyA (13), nHaekc (x2) 0,29 1215 0 78 94,0
12 17 41244394 41244484 91 91 PolyA (5) 0,34 1365 0 0 100
13 17 45438866 45438957 92 92 PolyA (7), AT(3), AT(4), AT(4), 0,26 1365 0 15 98,9
indel
14 17 61502432 61502510 79 79 Indel 0,41 175 0 10 99,2
15 17 64023582 64023667 86 86 PolyT (7) 0,22 1289 0 1 99,9
16 17 72308237 72308320 84 84 GAG(3) 0,62 1260 0 0 100
17 18 2616456 2616522 67 67 GA(3) 0,31 1005 0 0 100
18 18 6980478 6980568 91 91 KonpaHbinmangbl 0,37 1365 0 0 100
19 18 9888026 9888094 69 69 PolyA (6), TG(3) 0,43 1035 0 0 100
120 18 38836999 38837073 75 75 PolyA (5), uHaexc 0,37 121 0 19 98,3
121 18 47405382 47405462 81 81 CTC(3), nHpekc 0,47 1215 0 0 100
122 18 54815665 54815749 85 85 CT(3), uHaexc 00,45 1275 0 0 100
123 18 59773996 59774060 65 65 KonpgaHbiimMan bl 0,48 975 0 0 100
124 19 625143 625241 99 99 KonpaHbinmangbl 0,59 1478 0 7 99,5
125 19 18121418 18121491 74 74 KonpgaHbiimMan bl 0,68 1110 0 0 100
126 19 18186574 18186643 70 70 KonpaHbinmangbl 0,64 1050 0 0 100
127 20 746056 746149 94 94 KonpgaHbinimMan bl 0,61 1410 0 0 100
128 20 10633195 10633276 82 82 AC(3) 0,59 1230 0 0 100
129 20 17705633 17705708 76 76 CT(3) 0,58 1140 0 0 100
130 20 21766821 21766890 70 70 GT(3),TG(4), nHpexkc 0,46 1050 0 0 100
131 20 25278421 25278521 101 101 Indel 0,63 1515 0 0 100
132 20 50897302 50897368 67 67 Indel 0,36 1005 0 6 99,4
133 20 62331904 62331994 91 88 Poly G (6) 0,73 1320 0 0 100
134 20 62690860 62690946 87 87 Indel 0,57 1305 0 0 100
135 21 30300823 30300888 66 66 Indel 0,35 990 0 0 100
136 21 33694176 33694273 98 98 PolyT (6), CA(3) 0,54 1470 0 0 100
137 21 36710706 36710792 87 87 GT(3), nHpekc 0,39 1305 0 0 100
138 21 46644924 46644992 69 69 PolyA (6), AG(3), uHaexc 0,32 1029 0 7 99,3
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TanpaHFaH CeHimai Hypbic

TG S PeneEE AMNNUKOHAbI  AMMINKOH e T AMMNMKOHHbIH, r(—T‘HOMp,bIK GC ey Bapnbifbl KaTe XKannbl S R T
6acTtay COHpbl onwemi Frernes KOHTEHTI KOHTEHTI 4 wakpIpy # LaKpIpychi3 #
139 21 46705575 46705664 90 90 PolyT (5), PolyA (6) 0,5 1350 0 0 100
140 22 25750774 25750873 100 100 Indel 0,63 1500 0 1 99,9
141 22 32439233 32439329 97 97 KongaHbinmanapl 0,68 1455 0 0 100
142 22 37409844 37409940 97 97 Indel 0,46 1455 0 0 100
143 22 37637596 37637694 99 99 KonpaHbinmaingbl 0,6 1485 0 0 100
144 22 47081347 47081438 92 92 Indel 0,66 1380 0 0 100
145 X 15870424 15870492 69 69 PolyT (5) 0,26 1035 0 0 100
146 X 135288543 135288611 69 69 PolyC (5) 0,62 1035 0 0 100
147 X 135290777 135290847 71 71 KongaHbinmanapl 0,52 1065 0 0 100
148 bl 2655397 2655461 65 0 KongaHbinmanapl 0,55 0 0 0 KongaHbinmangbl
149 bl 2655519 2655609 91 0 KongaHbinmanapl 0,48 0 0 0 KongaHbinmangpbl
150 bl 2655609 2655679 71 0 PolyA (5) 0,37 0 0 0 KongaHbinmangbl

LWakblpynap 6onMaraH Hyckanap 12-kecTe XuHakTanfaH. LakblpynapablH 605MaybiHa 9KeNreH Hak Tbl Cy3rinep kectege 6epinreH.

12-kecTe HyckanappgblH KbiCKalla KOpbITbIHABICHI: WaKbipynap oK,

AMNAMKOH N2 Chr:MNos Hycka Coiikec aMNINKOH KOHTEHTI Cysri KabbinpgaHbaraH Hyckanap KyTineTiH Hyckanap
28 5:1882129 T>GC 78% GC LowDP' 8 13
52 8:24811064 AG > A PolyG (7), CTC(4), 61% GC R3x62 15 15
60 10:11784633 C>T PolyGC (3), 87% GC TemeHDP 13 13
64 10:55892600 TAC>T AC(11), 42% GC R3x6 9 9
m 17:39589692 C>CA PolyA (13), 29% GC R3x6 13 13

TLowDP: TemeH kamTy. Ocbl HaKTbl NO3ULUAOafFbl baccenHaepaiH kem gerenpe bipiHaeri Teperaik 900-aeH TeMeH 6orca, Hycka cysineai.
2R3x6: CyariHi kanTanaHbls. Erep HycKaHblH 6apsblFbl HeMece 6ip 6eniri HyCKa No3nLUACHIHa iprenec cinTeMe reHoMblHOa KalTa-KaTa 6onca,
HyCKa cysinepj. AHblIKkTaMagaf bl KEMiHAE anTbl KaTanay KaXkeT XXaHe TeK y3blHApF bl 3 6UTKe AeliHri kalnTanaynap KkapacTbipblnagbl.

Ynri ywiH peTTinik HaTuXenepi ¥NTTbIK CTaHOapTTap XaHe TexHonorusanap nHctutytTapbl (NIST) 6enrinereH NA12878 yuwiH eTe
CEHIMAI reHoTUNNeH canbICTbipbingpl (v.2.19). 150 aMNAMKOHHbIH, iWiHAe 92 aMNIMKOH TOJbIK, CEHIMAI reHOMAbIK, allMakTapga 6onabl, 41
aMMNNMKoHAa iWiHapa KabaTTacy 6ongpl, an 17 amnnmkoHga NIST TisberiHae ellkaHaam conkecTik 6onMaapl. by canbICTbIpy YLWiH ap
kewipmMepge 10 000 koopauHaTKa akengi. BapnaHTtTbl eMec 6asanbik Wwakbipynap hg19 KypblabIMbIHbIH agaM reHOMbIHbIH, aHblK TaManblK,
peTTiniriMmeH canblCTbipblnapl. Janaik HaTuxenepi 13-kecte KepceTinreH.
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13-kecte MiSeqDx KypanblHbIH HEri3ri lWakblpy HaTUXenepiHiH, GM12878 ynriciHe apHanfaH NIST aHblKkTaMacbIMeH Kenicimi

. OpTalla Wakpipy Bapnbirbl # TP Hycka Bapnbirbl # FN Hycka Bapnbibl # TN Bapnbirbl # FP
Ynri # AMNnnkoHpap PPA  NPA OPA
Xblngamabifbl LaKbIpybl LaKbIpybl LaKbIpybl LaKbIpybl
GM12878 150 98,43 206 0 19231 0 100 100 100

Bec cynbinTblAMafaH yAri WwafblH KipiCTipynep MeH Xotonapgpl (MHAEeNb) WakbIpy YWiH KocbiMLWa TangaHabl 14-kecte. Kenbip
Xafgannapga, MHOeKC eki HeMece ofaH fa Ken yarinep apacsiHga xannbl 6onabl, cebebixannbl # ynri kewipmenepi Indel 6araHbiHba
kepceTinepni. bec ynriHiH eki pennvkacblHa apHanfaH HaTuXernep 14-kecTe 6epinreH. OnwemMpepi KipicTipy ywiH 1-24 61T XXaHe XOoto
YLWiH 1-25 6UT 60onaTbIH Xannbl caHbl 71 NHAEKC 60n4bl. OpKanchichl 1 OH NanbI3ablk KeniciMMeH 68 MHOeKC aHbIKTangbl. YL KipicTipy
MEH Xorga oypbiC Wakbipynap 6onmMagbl, cebebi 6yn HyckanapablH apkancbicbl R3x6 cysriciHe 6alinaHbICTbI WaKbIpycbi3 6014bl.
CoHAbIKTaH Wakbipynapabl XXOKKa LWbiFapManTbiH PPA ecenTey MyMKiH 6onmagpl. Y Hycka 1 bp xoto 6ongbl (chr8 24811064 AG>A);
2 bp xoto (chr10 55892600 TAC>T); xxaHe 1 bp KipicTipy (chr17 39589692 C>CA).

14-kecte MiSeqDx KyparnbiMeH Indel aHbIKTaypblH KbiCKalla KOpbITbIHAbICHI

TanpanraH  AmpliconIndel Ind.el Bapnbirbl # Bapnbirbl #
AMnnnkoH Xpomocoma [osnuymna dparmeHT TYpiXaHe Indel KeMj;l:_\?eH# bl kaTe Indel aypsic Indel PPA
enwemi Y3bIHAbI bl T L WaKplpynapbl LWakbipyiapbl
1 1 36450544 93 256uTtxot0  GAAAATTTAATGAAACACATTGTCCT>G 7 0 0 7 100
2 1 109465165 79 3 bp xoto ACTT>A 9 0 0 9 100
3 1 218353908 91 23 6UT eHrisy T>TTTTAATAGCAAAAAGAGGCTAGA 15 0 0 15 100
4 1 223906701 92 17 6uT xot0 GACAGACTGTGAGGAAGA>G n 0 0 n 100
6 1 236372081 70 5 6UT eHrizy C>CTTAAG 9 0 0 9 100
7 1 247812083 88 3 6UT eHrisy C>CATG 9 0 0 9 100
8 2 55862804 90 7 6UT eHrisy T>TTTGGTAA 13 0 0 13 100
9 2 87003972 80 6 bp xoto TTATCTC>T n 0 0 n 100
13 2 200796749 87 5 6UT eHrisy T>TTAAAA 15 0 0 15 100
14 2 212245090 91 12 61T eHrizy C>CTGAAAATAGGAT 1 0 0 il 100
16 2 235016388 73 2 6UT eHrisy A>ATG 9 0 0 9 100
17 3 4466274 93 23 61T XoK0 TAACTTAAAATTACAAAATAACCC>T 13 0 0 13 100
19 3 49851375 70 9 6UT eHrisy C>CCTGGCTCCT 7 0 0 7 100
21 3 190106071 75 16UT xot0 AG>A 13 0 0 13 100
25 4 56236567 66 8 bp xoto TAACCGAAA>T 9 0 0 9 100
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AMMNMKOH Xpomocoma

27
31
34
36
37
39
41
44
46
47
48
50
52
53
55
58
59
63
64
68
70
75
76
78
84
85
86
89

© © 00 0 N N N NN o o o o g g b

a2 o o
o o o

1
1
1
1
12
13
13
13
14

Mosunuma

164446785
74077155
155662255
24950035
31084942
32986905
41647442
66276142
110939983
128533514
149503916
156476548
24811064
76518677
105586193
138995370
5987158
45084202
55892600
30177690
59837721
118406328
120357842
2834814
25817002
44880152
77665265
46958967

TanpaHraH
dparmeHT
enwemi
62
83
75
92
100
95
95
88
85
90
91
93
90
67
65
97
79
95
89
70
62
85
85
84
89
89
77
73

Amplicon Indel
TYpi XaHe
Y3bIHAbBHbI

116UT eHrizy
4 bp xoto
8 6UT eHrizy
216u1T X0t
3 bp xot0
25 61T Xotko
23 61T Xoto
16UT eHrisy
4 bp xoro
16UT eHrisy
4 bp xoro
116uT Xot0
16m1T Xot0
4 6UT eHrisy
4 6UT eHrizy
216u1T X0t
3 bp xoto
16 61T Xot0
2 bp xoto
2 6UT eHrizy
8 6UT eHrizy
8 bp xoto
2 bp xoto
216UT eHrisy

19 6UT eHrisy

4 6UT eHrisy
20 61T Xoto

22 61T X0t

Indel

T>TTATGGTATTGA
TAGTA>T
G>GCCTACTGA
CCCTGGGTGCTATAGCCCACCA>C
GCTT>G
CTTTCACTTTCCCGTCTCATGCAAAG>C
GGCATGAGGCTTGGTGACATGGCA>G
C>CT
CAAGT>C
T>TC
GGATA>G
GAATCTGCACTT>G
AG>A
T>TACTG
C>CAATT
TCTGGGGGGCAGCCCCTGAGGG>T
TAAC>T
AGCGTCTATAACCAAAT>A
TAC>T
C>CTG
T>TTATGAAAA
CAGTGTGGA>C
CTT>C
T>TTCTCAGTACGGTGAACCCCAG
C>CAAAATATAAAAAGCTCCCT
C>CCTGT
ATCTATTTTCTAATAGACGGC>A
TTTAAAATTTGAATGTGATAAAA>T

Indel

KeMeriMeH#  LLaKbIpyCbI3

ynri
Kewipmenepi

- o/ o o o o|lo o|lo/ o o|lo o

O O Oo/lo o o o o/lojl©ww o o o o o

Bapnbirbl #
kaTte Indel
WwaKblpynapbl

O O 0O/l o0o O 0O O O 0o 0O oo oo oolo o o o olo o o o o o

Bapnblirbl #
aypsbic Indel
Lwakplpynapbl
9
7
13
n
15
7
n
13
13
15
7
13
0
9
13
9
n
n
0
7
n
9
n
15
15
n
9
15

PPA

100
100
100
100
100
100
100
100
100
100
100
100
KonpaHbinMangbl
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
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TanpganraH  Amplicon Indel Ind'el Bapnbirbl # Bapnblirbl #
AmMnnukoH Xpomocoma [lo3nuums dparmeHT TYpi XXaHe Indel KeMj;I:EH# ekl kate Indel aypsbic Indel PPA
enwemi Y3bIHAbIFbI ] LWaKblpynapbl  Wakbipynapbl
90 14 58050081 81 4 61T eHrizy C>CTGAT 13 0 0 13 100
91 14 82390602 91 16 61T ot CTTGCTCTATAAACCGT>C M 0 0 M 100
93 14 102808554 94 5 bp xoto CGTGGA>C 9 0 0 9 100
95 15 63446199 68 6 bp xoto CAAAATT>C M 0 0 M 100
96 15 77879862 95 256uTt )00 GCCCCTGAGCCAGCCTCCCGCTCTTA>G 9 0 0 9 100
98 15 85438311 72 36UT eHrisy C>CTTG 9 0 0 9 100
100 15 89864316 70 4 61T eHrizy G>GCTAC 9 0 0 9 100
105 16 85706416 91 7 bp xoto ATTATTTC>A M 0 0 M 100
107 17 3594276 87 16m1T Xot0 TG>T 13 0 0 13 100
108 17 3970133 91 18 6UT eHrisy A>ATCCTATTCTACTCTGAAT M 0 0 M 100
109 17 16084985 93 4 61T eHrizy A>AACAC 7 0 0 7 100
m 17 39589692 84 16U1T eHrizy C>CA 13 13 0 0 100
12 17 39589739 84 246uteHrisy T>TTCTGAAGGTCAAGTCTATCCCTGA 15 0 0 15 100
13 17 45438886 92 4 bp xoto CAGTG>C 7 0 0 7 100
14 17 61502459 79 12 61T Xot0 TTTGTATCTGCTG>T 13 0 0 13 100
120 18 38837054 75 22 6UT eHrizy T>TGTATCTTAGCAAAAGTTTCTCA 15 0 0 15 100
121 18 47405425 81 3 6uT eHrizy T>TGAG il 0 0 il 100
122 18 54815706 85 2 bp xoto ACT>A 13 0 0 13 100
130 20 21766863 70 15 61T Xoto TACTTGAGAACTGAGG>T 9 0 0 9 100
131 20 25278464 101 56UT eHrisy A>AGTGGG 13 0 0 13 100
132 20 50897361 67 116mT eHrizy G>GGAATGTCAGCC 15 0 0 15 100
134 20 62690925 87 16 61T ot TCCTGGCTGGCCTGTGG>T 9 0 0 9 100
135 21 30300873 66 116mT eHrizy G>GATAAAACTTTA 9 0 0 9 100
137 21 36710749 87 216unT xot0 ACTCAAGATAACTCATGTTATC>A 9 0 0 9 100
138 21 46644985 69 5 bp xoto GTTGTT>GC 13 0 0 13 100
140 22 25750814 100 6 6UT eHrisy C>CAGGGCA 13 0 0 13 100
142 22 37409885 97 5 6uT eHrizy C>CTGTTT 13 0 0 13 100
144 22 47081407 92 10 61T xot0 GGGCACAGGCA>G 7 0 0 7 100
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2-3epTTEey

Byn sepTTeyne 6aHkmnpneHreH FFPE konopekTanbabl KaTepni icik TiHIHIH, yArinepi )xaHe eki reHik penpeseHTaTUBTI Tangay
KON4aHbINabl, 01 aHblKTaMarblk aficneH, koc 6afbITTel CaHrep cekBeHUuAcbIMeH (CaHrep) canbiCTbipbingbl. 1183 xannbl
3epTTenywiHib, 441 cybbekTige XXapamabl CaHrep XaHe penpeseHTaTUBTI Tangay HaTuxenepi bongbl. NaH geHreniHge 6aranaHfaH
kesge (15-kecTe), 441 cybbekTiHiH 230-bl CaHrep 6oMbiHLWa oH 6onabl (CaHrep MyTaumMsACbIH aHblKkTaapl). OnapaplH, 227-ci

penpes3eHTaTUBTI Tangay apkbiibl oH 6onapl. 441 cy6bekTiHiH kanfaH 211-i CaHgykep Tepic 6onabl (CaHrep MyTaLmsa aHbIKTaFaH XOK).

OnapaplH, 206-Cbl penpe3eHTaTUBTI Tangay apkblibl Tepic 6onabl. byn oH nanbi3abik kenicimre (PPA) 98,7 % xaHe Tepic Nanbi3gplK,

kenicimre (NPA) 97,6% akengi (15-kecTe).

15-kecTe CyOBLEKT AeHreniHaeri HoTUXenepaiH, OH XXaHe Tepic NanbI3ablk Kenicimi

CaHrep
oKingik Tangay
OH
OH 227"
Tepic 32
Bapnbifbl 230

OHiIMAaiNik TyniHoeme

Kenicim CTaTucTtunka
PPA 227/230 =98,7%

NPA 206/211=97,6%

¥naw 6aranaybl

Bapnbifbl
Tepic
5 232
206 209
211 441
Hon 95% Cl

[96,2%,99,7 %]
[94,6%,99,2%]

' MeH iwinaeri, 6apnblk MyTaLmWa AeHreninaeri HaTUXenep ylWwiH 224 nan caiikecTik 6onapl. Eki cy6bekT ywiH MiSeqDx Sanger aHbIKTarFaH
My TaLUsAHbI X8He B6ip KocbIMLUa My TaLMsHbI aHblKTaapl. Bip cybbekT ywiH MiSegqDx xxeHe Sanger apTypni MyTauusanapabl aHbiKTagbl.
2 Bip 3epTTenyuwige CaHrep aHblKTaraH eki MyTauua 6onabl. EKi cybbekTige CaHrep aHblkTaFaH 6ip MyTauusa 6ongpl.
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byn sepTTey kenTereH TiHAep TypnepiHge FFPE ynrinepimen gansiHganfad AHK kiTanxaHanapbelH 6aranagbl. Ceris Typhi TiHgepaeH
(Tok iwek, aHanblk 6e3, yikbl 6e3i, bynpek yCTi 6e3i, KybIK, 6aybIp, KankaHLa 6e3 xaHe cyT 6e3i) 6bapnbirbl 109 FFPE ynrici, ap ynna
TYPiH KepceTeTiH keMiHae 11 FFPE ynrici). Bynpek ycTi 6e3iHiH TiHiHe eHeLw, eKne, TOK iLleK iCiKTepiHiH, MeTacTasfapbl Kipegi. backa
TiHOepae 6acTtanksbl icikTep 6onabl. byn 3epTTey 17 Typni XxpoMocoMagafbl 21577 Herisgi KaMTUTbIH 26 reHai cypay yLiH
penpeseHTaTUBTI Tangay ousanHblH Naganangpl. bapnbirbl anTel TypnireH (KRAS, NRAS, TP53, PIK3CA, EGFR xaHe BRAF) con icikke
apHafifaH coMmaTuKanblKk MyTaumsanapablib, KYTiNeTiH Tapanybl HerisiHge cekBeHupneHreH 1-3 CaHrep reHi 6ap sp MytaumamMeH
petTenreH. CaHrep cekBeHUmAChI HaTUXXenepi 109 FFPE ynriciHib, 33-iHge 39 SNV coMaTuKanblk MyTauuacbiH aHbikTagbl. MiSeqDx 109
FFPE ynriciHin, 32-ae 6ip XanfaH Tepic XXoHe eKi HycKa nosuumnackl Wakbipycbiz 36 SNV coMmaTunkanbik MyTauusacbliH aHbikTaabl. PPA
97,3% kypagbl. MiSeqDx 109 FFPE ynrici 6onbiHWa 78 975 aHblKTaMalblK Herisai aHblkTagbl. CaHrep peTTiniriHe KaTbICTbl 29 XanfaH
OH,>8He 3416 wakblpy oK. NPA 99,9% kypanbl. EKi Herisri >otro eki agic apacblHga caerkec 6ongpl. 16-kecTe TiH Typi 6oMbIHWA
HaTUXenepai XnHakTanabl.

16-kecTe TiH Typi BOMbIHLIA OH,XX8He TepiC NanbI3ablk KeNicim

TiHaepAin Typi  # Ynrinep bapnbirbl # Hycka bapnbirbl # TP Hyckacbl Bapnbirbl # FN Hyckanapbl Bapnbirbl # TN Wwakpipybl Bapnbirbl # FP wakbipybl XXannbl wakbipycbls # PPA  NPA

Byipek ycTibesi 16 6 4 1 11823 2 607 80 >099,9
Kyblk 12 4 4 0 7070 3 273 100 >99,9
Keyne 16 3 3 0 13439 7 479 100 99,9

Koc HykTe il 6 5 0 8720 2 133 100 >99,9
Baybip 13 3 3 0 7984 1 59 100 >99,9
AHanblk 6e3 13 7 7 0 10581 1 724 100 >99,99
Yiikbl 6e3i 17 7 7 0 11929 12 489 100 99,9
KankaHwa 6esi " 3 3 0 7429 1 652 100 >99,9
Bapnbifbl 109 39 36 1 78975 29 3416 97,3 >99,9

KaiTa wbirapy MyYMKiHAIri

FFPE ynrinepiHeH anbiHfaH JHK 6ap MiSeqDx KypanblHbIH KanTanaHy MyMKIHAIrH 6afanay yLWiH eki 3epTTey Xyprizingi. 1-septtey
bipHewe Kypangapabl NanganaHgpl. 2-3epTTeyae bipHewe canttap 6ongbl.
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MiSeqDx KypanblHbIH KalTanaHy MyMKIHGIM eKi Kypan MeH eKi OKbITbISiFaH onepaTopAblH, KeMeriMeH 6apblFbl Ceris icke Kocy YLUiH
aHbIKTangpl. Okingik Tangay, aMniMKoH reHoMAbIK, KOHTEKCT, YArinep XaHe aHblKTaMarnblK afic Xofapblaafbl 1-0anaik 3epTTey yuiH
cvnaTTanfaHMeH Gipaen. HaTuxkenep ap Kypan yLWiH ap aMNMKOH HerisiHae 6epinreH 17-kecte Kypangap 60MbIHWA WaKbipyablH
KalTanaHy MYMKIHAIrH KepceTyre apHanfaH. % AypbIC WakKbipynap KaTeHi ge, wakbipynapabl 4a kamTuabl (Hycka KoHblpaynap yLiH

6ip Hemece BipHelue cy3srinep opbiHAanMangpl). Kypangap 6enrini 6ip amnankoHFa 6ainaHbICTbI WakbIpyCbI3 YKcac caHAapAbl Xacagabl.

MiSeqgDx 1 ywiH Platinum Genomes aHblKTaMarnblK CTaHAAPTbIMEH aHbIKTanfaH ceHiMai anmakTa 6ip peT KaTe Wwakblpy 6ankangbl.
KaTe wakbipy 55892599-naH 55892687-re geniHri nosuumanapgasbl 10-xpoMocoMaHbl CypanTbiH 64-aMNNNKOHAaFbl KipicTipy
HYCKAaCbIHbIH XanfaH OH, lWaKblpybl 60n14bl. AMIIMKOHHbIH, ANHYKNEOTUATIK KanTanaHysl 11 6ongpl.

17-kecTe MiSeqDx KypanbiHa apHanfaH KypanablH KarTanaHy HoTUXe NepiH 3epTTey Kypasbl (aMMNIMKOH AeHreni)

MiSeqDx 1 MiSeqDx 2
TanpaHraH CeHimai AMMANKOHHbBIH, I>eqx 1>eqix
AMMNIMKOH Xpomocoma dparmeHT aiMakTapaafbl reHoMAblK GC KOHTEHTI
enwemi 6asanap KOHTEHTI XXannbl Xannbl Xannbl XXannbl
Xannbl gypbic  XXannbl kate
AypbiC KaTe  LWaKplpycbi3 LRy Y LaKbIpYyCbI3
LWakpIpy LaKpIpy # #
1 1 93 93 Indel 0,22 5580 0 0 5580 0 0
2 1 79 79 PolyA (5), PolyC 0,38 4740 0 0 4740 0 0
(5), nHpekc
3 1 91 91 Indel 0,4 5448 0 12 5453 0 8
4 1 92 92 Indel 0,49 5518 0 2 5518 0 2
5 1 81 81 PolyG (5) 0,69 4858 0 2 4860 0 0
6 1 70 70 PolyT (10) 0,39 4200 0 0 4200 0 0
KepceTKiLl
7 1 88 88 PolyA (5), CT(3), 0,27 5279 0 1 5279 0 1
TAA(3), nHgekc
8 2 90 90 Indel 0,28 5400 0 0 5400 0 0
9 2 80 80 Indel 0,38 4800 0 0 4800 0 0
10 2 85 81 KonpaaHbinmangbl 0,65 4859 0 1 4859 0 1
n 2 75 75 PolyA (8) 0,35 4468 0 40 4468 0 40
12 2 88 88 PolyT (5) 0,42 5280 0 0 5280 0 0
13 2 87 87 PolyT (5), nHaekc 0,31 521 0 43 5214 0 40
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AMMNIMKOH

14

15
16
17
18
19
20

21
22
23

24
25
26
27
28
29
30
31
32
33
34
35
36

Xpomocoma

W W W W NN

IN

o o g o an g g a a b~ b b b

TanpaHrFaH
dparmeHT
enwemi

91

93
73
93
83
70
88

75
78
97

78

66
71

62
78

84
64
83
67
91

75
102
92

CeHimai
aiMaKTapaafbl
6asanap

91

93
73
93
83
70
88

74
78
97

78

62
69
62
75

84
64
83
67
91

75
102
92

AMMNINKOHHbIH,
reHOMAbIK,
KOHTEHTI

PolyT (5), PolyA
(6), nHpekc

KonaaHbinmangbl
PolyT (5), nHpekc
AT(3), nHAEeKc
KonpaHbinmangbl
CT(3), nHgekc

PolyA (5), PolyT
(5), PolyA (9), TG
(3)

Indel
PolyA (6)

PolyG (6), PolyT
(5), PolyA (5)

KonpaHbinmangbl
PolyA (5), nHpekc
PolyA (5)
PolyA (7), nHpekc
KonpaHbinmangbl
GT(3), CCA(3)
KonpaHbinmangbl
PolyA (6), nHpekc
PolyT (5)
CT(4), AG(3)
Indel
PolyG (6)

Indel

GC KOHTEHTI

0,3

0,43
0,42
0,27
0,43
0,49
0,41

0,57
0,26
0,42

0,29
0,36
0,46
0,27
0,78
0,62
0,39
0,3

0,37
0,55
0,43
0,68
0,63

XXannbl

Aypbic
LaKbIpy

5453

5579
4378
5396
4980
4193
5220

4432
4676
5820

4679
3720
4140
3676
3368
5040
3840
4979
4020
5460
4498
6120
5520

MiSegDx 1

XXannbl
KaTe
LaKpIpy

0

o o o/ o o o o

O o o/lo o o o o/ o/ o o o o

Xannbl
LaKpIpycChbI3
#

7

45
1132

o ol oo o

Xannbl gypbic

aKbIipy

5449

5579
4379
5396
4980
4194
5220

4432
4676
5820

4677
3720
4140
3671
3485
5040
3840
4980
4020
5460
4500
6120
5520

MiSeqDx 2

XXannbl Kate
LaKpipy

0

o o o/ o o o o

O o o/lo o o o o/ o/ o o o o

Xannbl
L aKpIpyChbl3
#

n

1015

o o o o
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AMMNIMKOH

37
38

39
40
41
42
43
44
45
46
47
48

49
50
51
52

53
54
55
56
57
58
59

Xpomocoma

N N NN NN O o0 o o

0 | 00 N N

© © © © © o

TanpaHrFaH
dparmeHT
enwemi

100
98

95
86
95
91
73
88
87
85
90
91

81
93
83
90

67
98
65
96
83
97
79

CeHimai
aiMaKTapaafbl
6asanap

94
98

95
86
94
91
73
88
87
85
90

66
93
83
89

67
98
65
96
83
97
78

AMMNINKOHHbIH,
reHOMAbIK,
KOHTEHTI

GCT(5), nHpekc

Poly T (5), TCT
(3), CTT(3)

Indel
PolyC (6)
PolyG (5), uHgekc
PolyA (5)
KonpaHbinmangbl
Indel
PolyA (7), AG(4)
Indel
PolyG (5), uHgekc

PolyG (6), PolyC
(6), indel

Konpgaxblnmangbl
Indel
Konpgaxblnmangbl

PolyG (7), CTC
(4), Hpekc

Indel
PolyG (6)
Indel
KonpgaHblnmangbl
AT(3)
PolyC (6), nHgexc
PolyG (5), nHgekc

GC KOHTEHTI

0,61
0,55

0,61
0,44
0,44
0,35
0,26
0,38
0,62
0,71

0,31
0,35
0,42
0,61

0,3
0,67
0,32
0,49
0,37
0,68
0,47

XXannbl

Aypbic
LaKbIpy

5532
5820

5697
5159
5638
5460
4380
5279
5184
5100
5398
5460

3960
5580
4980
5219

4020
5879
3894
5760
4973
5817
4679

MiSegDx 1

XXannbl
KaTe
LaKpIpy

0

o o o o O O o/lo o o o o o o

O o o/lo o o o

Xannbl
LaKpIpycChbI3
#

108
60

W N oo

Xannbl gypbic

aKbIipy

5532
5820

5698
5160
5638
5460
4380
5276
5181
5100
5399
5459

3960
5579
4980
5220

4020
5880
3895
5760
4978
5818
4680

MiSeqDx 2

XXannbl Kate
LaKpipy

0

o o o o O o o/lo o o o o o o o

O o o/lo o o o

Xannbl
L aKpIpyChbl3
#

108

120

O N N O  un O O
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SS

AMMNIMKOH

60
61
62

63
64
65
66
67
68
69
70
71
72
73
74
75
76

77
78
79
80
81
82
83

Xpomocoma

10
10
10

10
10
10
10
n
n
n
n
n
n
n
n
n
n

n
12
12
12
12

13

TanpaHrFaH
dparmeHT
enwemi

98
79
90

95

89

80
81

97
70
100
62
102
73

85

91

85

85

85
84
93
81
71
95
73

CeHimai
aiMaKTapaafbl
6asanap

91
79
90

95
88
80
81
96
70
100
62
102
73
85
91
85
85

85
84
93
81
71
95
73

AMMNINKOHHbIH,
reHOMAbIK,
KOHTEHTI

GC(3)
PolyT (5)

PolyA (5), PolyT
(5)

Indel
AC(11), nHpekc
KonaaHbinmangbl
KonpaHbinmangbl
KonaaHbinmangbl
Indel
KonaaHbinmangbl
Indel
KonaaHbinmangbl
PolyA (5)
KonaaHbinmangbl
PolyG (6)
Indel

Poly A (5), CA(3),
MNHOEeKC

GA(3)
PolyC (5), nHpekc
PolyA (7), AC(4)
KonpgaHblinmangbl
PolyA (6)
PolyG (5)

KonpaHbinmangbl

GC KOHTEHTI

0,87
0,3
0,2

0,35
0,42
0,49
0,51
0,45
0,46
0,65
0,37
0,59
0,4
0,42
0,55
0,53
0,34

0,52
0,52
0,33
0,49
0,35
0,68
0,52

XXannbl

Aypbic
LaKbIpy

450
4740
5400

5699
5157
4800
4860
5760
4199
5999
3720
6120
4380
5100
5437
5100
5100

5100
5040
5577
4860
4260
5605
4380

MiSegDx 1

XXannbl
KaTe
LaKpIpy

0
0

O O 0O O o o o/lolo o o o o o

o o ojlo o o o

Xannbl
LaKpIpycChbI3
#

5010
0
0

276

N O O o

Xannbl gypbic

aKbIipy

632
4740
5400

5699
5153
4800
4860
5760
4200
5998
3720
6118
4380
5100
5441
5100
5100

5100
5038
5573
4860
4260
5605
4379

MiSeqDx 2

XXannbl Kate
LaKpipy

0
0

o

O O 0O O o o o/ o/lo o o o N o

o o ojlo o o o

Xannbl
L aKpIpyChbl3
#

4828
0
0

273

o o o

O O N O
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AMMNIMKOH

84

85
86
87
88
89
90
91
92
93
94
95
96
97
98
99
100
101
102
103
104
105
106
107

Xpomocoma

13

13
13
14
14
14
14
14
14
14
15
15
15
15
15
15
15
16
16
16
16
16
17
17

TanpaHrFaH
dparmeHT
enwemi

89

89
77
67
83
73
81
91
66
94
98
68
95
95
72
91
70
63
95
87
104
91
89
87

CeHimai
aiMaKTapaafbl
6asanap

88

89
77
67
83
72
81
91
66
94
96
68
93
95
71
91
70
63
95
87
104
91
89
87

AMMNINKOHHbIH,
reHOMAbIK,
KOHTEHTI

PolyA (5), PolyT
(7), PolyA (7),
NHOEKC

Indel
Indel
GA(3), TA(3)
Konpgaxblnmangbl
PolyT (5), nHpekc
Indel
Indel
PolyA (5)
Indel
PolyC (5)
Indel
PolyG (5), nHpekc
PolyT (6)
Indel
KonpaHbinmangbl
Indel
KonpaHbinmangbl
PolyC (5)
TA(3)
PolyC (5)
PolyT (5), nHpekc
GC(3)

PolyC (5), nngekc

GC KOHTEHTI

0,22

0,49
0,39
0,39
0,25
0,19
0,38
0,35
0,41
0,62
0,45
0,25
0,68
0,43
0,65
0,36
0,56
0,27
0,67
0,41
0,67
0,37
0,64
0,67

XXannbl

Aypbic
LaKbIpy

5220

5340
4620
4020
4980
4173
4860
5459
3900
5637
5760
4079
5475
5699
4260
5460
4200
3780
5700
5220
6238
5443
5251
5212

MiSegDx 1

XXannbl
KaTe
LaKpIpy

0

O O 0Oo/lo O O O oo o oo o o o o olo o o o o o

Xannbl
LaKpIpycChbI3
#

60

105

w o/ o o o o o

89

Xannbl gypbic

aKbIipy

5220

5340
4620
4020
4980
4173
4860
5460
3900
5637
5760
4078
5487
5700
4260
5460
4200
780
5700
5220
6238
5444
5339
5212

MiSeqDx 2

XXannbl Kate
LaKpipy

0

O O 0Oo/lo O O O oo o oo o o o o olo o o o o o

Xannbl
L aKpIpyChbl3
#

60

- ©
o|lw O ool o0 O oo g

0w | =
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AMMNIMKOH

108
109
110
m

112
13

14
115
116
17
18
119
120
121
122
123
124
125
126
127
128
129
130

Xpomocoma

17
17
17
17

17
17

17
17
17
18
18
18
18
18
18
18
19
19
19
20
20
20
20

TanpaHrFaH
dparmeHT
enwemi

91
93
91
84

91
92

79
86
84
67
91
69
75
81
85
65
99
74
70
94
82
76
70

CeHimai
aiMaKTapaafbl
6asanap

91
93
89
82

91
92

79
86
84
67
91
69
75
81
85
65
99
74
70
94
82
76
70

AMMNINKOHHbIH,
reHOMAbIK,
KOHTEHTI

Indel
Indel
PolyT (5)

Poly A (13),
nHaeKc (x2)

PolyA (5)

PolyA (7), AT(3),
AT(4), AT(4), indel

Indel
PolyT (7)
GAG(3)
GA(3)
Konpgaxblnmangbl
PolyA (6), TG(3)
PolyA (5), nHpekc
CTC(3), nHpekc
CT(3), nHpekc
KonpaHbinmangbl
KonpgaHblinmangbl
KonpaHbinmangbl
KonpgaHblinmangbl
KonpaHbinmangbl
AC(3)
CT(3)

GT(3),TG(4),
NHAEKC

GC KOHTEHTI

0,46
0,26
0,54
0,29

0,34
0,26

0,41
0,22
0,62
0,31
0,37
0,43
0,37
0,47
0,45
0,48
0,59
0,68
0,64
0,61
0,59
0,58
0,46

XXannbl

Aypbic
LaKbIpy

5459
5580
5340
4860

5459
5460

4699
5153
5039
4020
5460
4132
4475
4860
5098
3900
5926
4440
4199
5640
4920
4559
4200

MiSegDx 1

XXannbl
KaTe
LaKpIpy

0

0
0
0

o o

O 0O 0O O O o oo o o o o o o oo o

Xannbl
LaKpIpycChbI3
#

1
0
0

308

60

Xannbl gypbic

aKbIipy

5459
5580
5340
4860

5459
5460

4700
5156
5039
4020
5460
4131

4480
4860
5098
3900
5924
4438
4200
5638
4920
4558
4200

MiSeqDx 2

XXannbl Kate
LaKpipy

0
0
0
0

o o

O/ 0O 0O O O o oo o o o o o o oo o

Xannbl
L aKpIpyChbl3
#

1

0

0
07

60
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AMMNIMKOH

131
132
133
134
135
136
137
138

139

140
141
142
143
144
145
146
147
148
149
150

Xpomocoma

20
20
20
20
21
21
21
21

21

22
22
22
22
22

bl
bl
bl

TanpaHrFaH
dparmeHT
enwemi

101
67
91
87
66
98
87
69

90

100
97
97
99
92
69
69
71
65
91
71

CeHimai
aiMaKTapaafbl
6asanap

101
67
88
87
66
98
87
69

90

100
97
97
99
92
69
69
71

AMMNINKOHHbIH,
reHOMAbIK,
KOHTEHTI

Indel
Indel
PolyG (6)
Indel
Indel
PolyT (6), CA(3)
GT(3), nHpekc

PolyA (6), AG(3),
NHAEKC

PolyT (5), PolyA
(6)

Indel
Konpgaxblnmangbl
Indel
Konpgaxblnmangbl
Indel
PolyT (5)
PolyC (5)
KonpgaHblinmangbl
KonpaHbinmangbl
KonpgaHblinmangbl

PolyA (5)

GC KOHTEHTI

0,63
0,36
0,73
0,57
0,35
0,54
0,39
0,32

0,5

0,63
0,68
0,46
0,6

0,66
0,26
0,62
0,52
0,55
0,48
0,37

XXannbl

Aypbic
LaKbIpy

6060
4020
5277
5218
3959
5880
5220
4119

5399

5998
5819
5818
5940
5519
4139
4136
4260

MiSegDx 1

XXannbl
KaTe
LaKpIpy

0

O o o o o o o

o

O o o/lo o o o o o o o

Xannbl
LaKpIpycChbI3
#

0
31

2 o0 N -

O o oo »

Xannbl gypbic

aKbIipy

6060
4020
5274
5218
3957
5880
5220
4113

5399

5997
5819
5816
5940
5519
4140
4137
4260

MiSeqDx 2

XXannbl Kate
LaKpipy

O o o o o o o o

o

O o o/lo o o o o o o o

Xannbl
L aKpIpyChbl3
#

o b

O o oo w o

KalTa wbiFapy MyMKIHAIMH 3epTTey HaTUXerepi HYCKa XWiNniriH nanganaHy apkblbl 8p onepaTop HeridiHge TangaHabl (18-kecTte). byn
Tanpay Hycka XuinikTepi onepaTopnap apacbiHaa Calikec KeneTiHiH kepceTTi. OpTalla HycKa Xuiniktepi +/- 1 cTaHgapTTbl aybITKY

KepcCeTinreH.
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18-kecte MiSeqDx Kypanbl yLWiH onepaTopAaH onepaTopfra HaTuxXenep

BapuaHT
XUinik
AnanasoHbl

YXorFapbl xuinik
(~100%)

OpTalua xwuinik
(~50%)

TeMeH Xuinik
(3-7%)

# biperen
Hyckanap

M2
3240

620

Bapnbifrbl #
BapuaHTTap
TangaHaTblH
onepaTop 1
1072

3151

618

Bapnbifrbl #
BapuaHTTap
TangaHaTblH
onepartop 2

1072
3161

612

Optawa (SD)
XabapnaHfaH Hycka
Xwuiniri onepaTopbl 1

0,96 +/- 0,05
0,49 +/- 0,04

0,05 +/- 0,01

OpTawa (SD)
XabapnaHfaH Hycka
Xwuiniri onepaTopbl 2

0,96 +/- 0,05
0,49 +/- 0,04

0,05 +/- 0,01

Op Yri yWiH KanTanaHy MyMKIHAITH 3epTTey HaTMXenepi bapnblk ceris icke KocyaaH BipikTipinreH Typae KepceTinreH 19-kecTe.
AHbIKTay ap HyCKa Typi yWiH 6enek 6baranaHagbl — SNV, KipicTipy xaHe xotonap 6enek. CinteMe 6epinreH nayasbiMaap asnblHbIM
TacTangpl. byn Tangay HyckanapablH HOTUXenepi yarinep 60MblHLWa KanTanaHyfa 60naTbiHbIH KEPCETTI.

19-kecTe Op yari 6ombiHWa MiSegDXx KypablHblH HETI3r LWaKblpy HOTUXXENEepPIHiH, KeniciMmi

SNVs
Yrri iap)‘lbﬂ'bl za-[If)IJD'IbIFbI
GM12877 592 574
GM12878 1456 1432
GM12879 912 896
GM12885 1200 1192
GM12886 1104 1104
GM12877- 3640 3582
D1’
GM12877- 400 398

D22

Bapnbibl
# FP

OO o o o N

"Kuiniri 20%-paH acaTbiH HycKanap.
2Kuiniri 20%-paH a3 Hycka.

Baprnbifbl
# FN

OO0 o o o o

KipicTipynep Xotronap
BapnbiFbl  BaprbiFbl  DAPJIBIFbl  BaprbiFbl  BaprbiFbl
# #TP #FN #

336 336 0 0 228

320 304 0 0 384

336 320 0 0 288

400 384 0 0 352

368 352 0 0 368

800 760 0 0 960

520 516 0 0 560

Bapnbirbl  BaprnbiFbl  Bapnbifbl
#TP #FP #FN

272 0 0

352 0 0

272 0 0

320 0 0

352 0 0

880 0 0

556 0 0
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Ochbl penpofyKumanblk 3epTTeyaeri 8 icke KOCyMeH KaMTaMachI3 eTinreH gepektep MiSeqDx Kypasbl 4aNeKTi Typae peTTinik xacan
anapgbl gereH ManiMageMeHi kongangbi:

GC KOHTeHTI = 19% (6apnbik gen atanaTtbliH Herisgep 120 peTTenreH aMnAnNKOHHbIH, 120-4a 19% GC KOHTEHTI AypbIC WaKbIpblFaH,
Wwakblpycbi3d 3,4%)

GC KoHTeHTI = 73% (6apnbik aen atanaTbiH Herizgep 120 peTTenreH aMnankKoHHbIH 120-aa 73% GC KOHTEHTI AypbIC LWWaKbIpbIFaH,
Wwakbipycbiz 0,1%)

PolyA y3biHObIFbI < 8 (8 HYKeoTMATEH TypaTbiH PolyA kanTanaHybl PolyA = 8 6onaTbiH 120 peTTenreH aMnimkoHHbIH 120-bIHAa
AypbIC WaKbipblnabl)

PolyT y3biHapbl < 10 (8 HykNneoTuaTeH TypaTbiH PolyT kaTanaHybl PolyT = 10 60naTeiH 120 peTTenreH aMninkoHHbIH, 120-bIHAa
AYpbIC WaKbipblnabl)

PolyG y3blHAbIFbI < 6 (6 HykKNeoTuATEH TypaTbiH PolyG KanTanaHybl PolyG = 6 60naTbiH 720 peTTenireH aMnIMKoHHbIH 720-biHAa
AYpbIC WaKbIpblAabl)

PolyC y3blHAbIFbl < 6 (6 HyKNeoTuaTeH TypaTbiH PolyC kaTanaHybl PolyC = 6 6onaTbiH 360 peTTenreH aMnjMKoHHbIH, 359-bIHOa
AypbIC WakbipblAgpl, 1WwWakKblipycbis)

OVHYKNeoTUATEepPAiH KanTanaHy y3akTbhiFbl < 4X (4X OMHYKNEOTUATI KalTanaHaTbiH 600 peTTenreH aMnanMKoHHbIH 600-ae gen
aTanaTblH HeridaepaiH 6apnoirbl 0,4 % WakbipbliMay XUWiniriMeH aypbIC WakKbipbingbl)

TPUHYKNEOTMATEPLIH KaTanaHy y3aK TbiFbl < 5X (5X TpUHYKNeoTMATI KanTanaHaTtblH 120 peTTenreH aMninkoHHbiH 120-ga 6aprnbik,
Jen aTtanaTbiH Herisgep 1,9% WakblpblAMay XuiniriMeH gypbIC WaKbIpblfabl)

24 HeMece ofaH a3 Heriari KipiCTipy XaHe 25 HeMece OfaH a3 Heri3ri Xoto
— 24 Herispgi kipicTipynep 120 ynriHib, 120-cbiHga AypbIC WaKbIpbinabl

— 25 Herisgixoto 182 ynrige aypbic Wakbipbingbl XxaHe 184 ynridin, 2 ynriciHge wakbIpy XOoK aen xabapnaHabl

2-3epTTEey

YW CbIpTKbl CblHAaK anaHbiHAa (9p yd4ackere eki onepaTtop), 6ip peareHT NOoTbiHAA X8He KaTapblHaH eMeC YL CbiHaK KyHi 60MbIHLLIA
2-0anfaik 3epTTeyiHae cMnaTTanfaH ekingi eki reHgik TangayablH KanTanaHy MyMKIHAINH 6afanay yLWwiH CblpTKbl 3epTTey XYprisingi.
CblHak FFPE KnMHMKanbIK yArinepiHeH HeMece Xacylua Cbi3blKTapblHaH anblHFaH reHomaplk, AHK ynrinepiHib antbl Xakcbl
cunaTTaifaH yari naHeniMeH Xyprisingi. 9p naHenb 10 myweaeH, naHenbaep 6onbiHWa 6apnbiFbl 60 MyLlegeH TypAabl.
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60 naHenb MyLleci TepT epekLle Xxabanbl Typaeri (MaHenbgik MyTaunsanap ywin) ynrinepaiH KewwipmMmenepiHeH, XXofapbl XXoHe TeMeH
MyTauus XWinik geHrennepiHae gavbiHganfaH 12 6ipereit MyTaHT yariciHeH (6ip MyTauusaMeH) xaHe eki biperet MyTaHT ynriciHeH (6ip
MyTaUMAaMEH) Typabl. TEK TOEMEH MyTaums XWiNik geHreniHae ganbiHganfFaH. op 6iperen yari/MyTaunsa xuiniri geHreni yariciHge (sp
XYMBbICTa eKi jaHafa cbiHanfaH) 6apnblk HaTUXeNep xapamapl 6onca, 36 bIKkTUMan HaTuxe (2 kaTanay x 2 onepatop x 3 KyH x 3
y4dacke) 6ongpl.

Bapnblk OH X8He Tepic Hyckanap 6oMbIHLWa Nanbi3ablK KyTineTiH wakbipy (PEC) ap yarigeri penpe3eHTaTUBTI Tangay HOTUXECIH
KYTINETIH MyTauma HOTUXeCIMeH (KYTINeTiH MyTaumMa aHbIKTanabl HEMece aHblKkTanMagpl) canbICTbipy apKbiibl 6aFanaHabl. PEC
KYTiNeTiH KOHblpaynap caHblHbIH, 100% eceneHreH apekeTTi Wakblpynap caHblHa 6eniHreHi peTiHae ecentenegi. Eki xxakTbl 95%

CeHiMinik HTepsasnbl BUncoH ynannapsbl aficiMeH ecentenei.

TopanTtapabl 6ipikTipreHae, YariHib, eTy Xbl1gaMAabiFbl CbiIHaMaHbIH, OipiHLLI icke KOCbINybl YLWiH HeMece BipiHLIi eTyae Xapamabl
CblHaKTaH eTKeH ynrinepge = 94,7% 6ongpl. bapnblk MyTaHTTbl yArinepaeri Mmytaums genreningeri PEC 99,6% (905/909) 6onabl

(95% CI; 98,9, 99,8). Bapnbik Xapamapbl yarinep yLwiH 6apnbik 56 naHenbaik MyTaumanap 6oMbiHIWa (aHbIKTanFaH MyTauus KyTinreHiHe
HemMece KYTiIMEreHiHe KapaMacTaH) WaKblpy apeKkeTTepiHiH caHbl 58 856 (56 x 1051) 6onabl. Ocbl 58 856 MyTauus aeHreniHgeri
6akblnaynapgbi, iliHae 6akblnaHaTbiH XXaHe KYTINETIH HOTUXKeNep conkec KeNIMeNTiH anTbl OKuFa faHa 6onabl. bapblk MyTaHTThbI
XaHe Xxabalbl TUNTI NaHenb MyLwenepiHiH, 6ipikTipinreH 6apnblk OH XXaHe Tepic HycKanapbl 6oMbiHWa MyTauusa aeHreniHgeri PEC
99,99% (58 850/58 856) kypagpbl.

AHanuTukanblk, cesimtTangblk, (6oc weri (LoB) >xaHe aHbiKTay weri (LoD))

Byn 3epTTey TangaynplH y3inyiH Tekcepai XXaHe ekin naHenimeH MiSeqDx ywiH aHbikTay weriH (LoD) aHbikTagbl. Kbickalua anTkaHaa,
»akcbl cmnaTTanfaH, GM12878 xaHe GM12877 nnaTuHa reHOMbIHbIH, XXacyLlanblK Xxeninepi dopManmHMeH 6ekiTinin, napaduHre
eHaipingi, cogaH kenin HK anbiHgbl. GM12878 xeTnic HyckaHbiH, (52 SNV, TofbI3 KipiCTipy XX8He TOFbI3 XO0t0) Hycka xuiniri 0,05-ke
XakblH 6onaTbiHgan GM12877 cybinTbinFaH. Eki IHK ynriciH eki onepaTop eki acnan neH eki peareHTTi NarganaHbin, 6apnbiFbl 10
MiSegDx cekBeHUMprey XyMbiCbl YLWiH cbiHabl. Byn GM12878 HyckacbiHOaFbl 8p HYCKa YLiH 40 Kellipmere XXaHe ap peareHT napTUAChHI

ywiH GM12877 xywneciHaeri ap cankec Xxabawbl Typaeri KoopanHaTtka 60 kewipmere akengi. LoB »xxaHe LoD napameTphik eMec onuusiHbl

nanpganaHa otbipbin, CLSI EP17-A2-ae anTbiiFaH Knaccukanbik Tocin apkbiibl ecentengi. LoB xaHe LoD 6epinreH Hycka Typi yLiH
HYCKa XMW inikTepiH 6ipikTipy apkbiiibl SNV, KipicTipy XaHe Xoto yWwiH 6enek ecentengi. | tuntikate 0,01, an |l TunTikaTte 0,05 gen
aHbIKTangpl.

LoB yLWiH GipiKTipinreH HycKa XMWinikTepi eH, TOMEHHEH eH, XXOFapblFa Kapan CypbinTangbl XXoHe ap HyCKa Typi YLWiH apbip peareHT
TonTamachbiHbIH 99-1Wbl no3unumsackl ecentengi (20-kecte). MiSeqDx 6afaapnamarnblk Kypasbl HYCKanapabl cananbl aHblKTayabl
aHbIKTay ywiH 0,026 Hycka XWiniriHiH, KeciHgiciH (Tuimai LoB) napanaHaabl. BnaHkinepaid ecentenreH wektepi 6yn kecy 0,01-geH
acnanTblH | TUNTI KaTere akeneTiHiH pacTagbl.
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20-kecte boc opblIH LWeri

BapwmaHT TYypI BapuaHTTbIK, XUWiNiKTepAiH, XXannbl caHbl LoB peareHTiJloT 1 (%) LoB peareHT 2 not (%)
SNV 3120 0,87 0,75
KipicTipy 540 0,79 0,60
Xoro 540 0,96 0,84

LoD ywiH 0,026 weKTi MOHHEH TOMEH TYCeTiH 9p HYCKa Typi YLWiH 8p peareHT NapTUACHI YLLIH XXeKe MyTauus XUINiriHi4 nanbisbl
ecenTtengi 21-kecte. Manbisgap |l Tunti kategeH 5% (0,05) a3 6onFaHAbIKTaH, GipIKTipiNreH HyYcKa XuinikTepiHiH MeguaHackl LoD 21-
KecTe peTiHAe ecenTengi. Op Hycka Typi yWiH LoD eki peareHT NOTTapbl YLWiH eCenTenreH eki MoHHIH yrKeHi peTiHae kabbingaHgpl: SNV
YWiH 5,45%, KipicTipy yLWiH 4,88% >oHe Xotonap ywiH 5,44%.

21-kecTe AHbIKTay LWeri

PeareHT noT BapuaHT BapuaHTTbIK, XXUiNnikTepaiH, VF enwempepiHii, canbl  VF enwempepidii, %  AHbIK Tay
TYpi »Kanmnbl caHbl <2,6% <2,6% weri (%)

1 SNV 2080 4 0,20 5,45
KipicTipy 360 0 0,00 4,86
Xoro 360 2 0,60 5,44

2 SNV 2080 26 1,30 5,44
KipicTipy 360 0 0,00 4,88
Xoro 360 0 0,00 5,24

Keneci saepTTeynep eki KNMHUKanNbIK MaHpI3abl KaTepniicik reHiHaeri 56 MmyTauunsra 6afbiTTanFaH 6acka penpeseHTaTUBTI TangayMeH
MiSegDx eHimMainik cunatTamMmanapblH KepceTegi (MyTauusa naHeni). MyTauua naHeni eki KNMHUKasbIK MaHbI3Obl KaTepniicik reHiHiH, (1-
reH XKaHe 2-reH) 56 MyTauuACbiH apHalbl aHblKkTayFa apHaiFaH. Tangay 6ip yakbiTTa ap peTTenreH yarigeri 56 mytaumsaHbiH
9pKaNCbICbIHbIH, 60MYbIH HEMece 60MMaybIH aHblKkTanabl. byn 3epTTeynepaiH aHbiKTaManblk a4ici eki 6afblTTbl CaHrep CeKBEHLMACHI
o6onabl.

JloTTaH NoTKa AewniHri pangaik

Y nri KBannduKaumnACbIHbIH, TananTapblHa carkec KeneTiH 6ec apanac FFPE ynriciHeH TypaTblH NaHenbgi nanganaHa oTblpbin, eKi reHaiK
pernpes3eHTaTMBTI Tangayabl NaganaHa oTbipbin, BHAIPINTEH peareHTTep XWHafbl NoTTapbl 6obiHWa (y1ri KBanudukaumnscol,
KiTanxaHaHbl AalblHOAY XaHe PeTTiNiK peareHTTepiHeH TypaTbiH) MiSeqDx KypanbiHbIH eHIMAINIriH 6afFanay yLwiH ken noT 6oMbIHWa
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Oangaik 3epTTey xyprizdingi. 9p FFPE yrici eki 6iperen MyTaumsaHbl KaMTblgbl: 6ipeyi MyTauums XWiNiriHiH TeMeHri geHreninge (Lwamamen
8%) xaHe bipeyi xofapbl (WwamamMeH 14 %) MyTaunsa Xuiniri geHreniHae. bec ynri KocnacblHblH 8pKalCbICbiHbIH, OH eKi (12) 6akblnaybl yLu
peareHT XWHaFbIHbIH NOTTapbIMEH KaTapblHaH eMeC YW KYHAE XMHangbl. bapnblk peareHT noTTapbl OOMbIHLWa 3epTTeyre apHaliFaH
BakblnaynapmbiH, Xannbl caHbl 6apnblk yri kocrnanapbl 6ombiHWa 180 6akbinay XaHe 6aprblk MyTaLusa XUiNik geHrennepi 6oMbIHLWA

360 6akblnay 6ongpl. bapnblk noTTap MeH KyHAep 6onbiHWwa 6akbinaynapgbib, 99,7 % (359/360) KyTineTiH MyTauua HOTUXKECIH KepceTTi.

Bip TeMeH xuinikTi MyTaums xxabarbl TN gen KaTe atangpl. XXyneHiH e3repMeniniriH 6afanay yLwiH MyTauusanap/MyTaums Xuiniri
OeHrennepiHii apKancobiCbl YLWiH gMcnepcrs KOMNOHEHT Tangay Xyprisingi. Xannel ctaHgapTTbl ayblTKy 0,011-0,029 apanbifbiHba
6ongbl. XXannbl CTaHgapTThl aybITKYAbIH peareHT NoTbIHbIH Kypamaac 6eniri 0-geH 0,015-ke AeniH aybITkUabl.
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Pepakuna >xypHanbl

# KyxaTt KyH ©3repicTiH, cunaTTamMachbl
Kyxat N¢ KasaH 4-Hycka ywiH Local Run Manager 6afgapnamacbiHa XaHapTblFaH
200006218 v02 2023 cintemenep.

AycTpanusanbik gemMeyLi ManiMeTTepai KoCy YLWiH Tanbanay >aHapTbingbl.
KanTamaHbiH MiSegDx ywiH Kypangbl Tekcepyai 3epTTey ecebiHeH
alblpMaLLbIbFbl 6ap TY3eTiNreH carkeccisgikTep.

Ky>xat Ne¢ 2022 KocbinraH MiSegDx Reagent Kit v3 Micro Package CN KipicTipy kamTamacbI3
200006218 vO1 eTinreH xabablk NeH MaTepuangapra, KaxeT emMec.
XKbl14blH L . ) . )
OHiMainik cunatTamanapbiHa MiSegDx Reagent Kit v3 Micro yLwiH cbiHak
MaMbipbl aknapaTbl KOCbINAbI.
EckepTynep MeH cakTbik WwapanapbiHaH AKLL-ka ToH eckepTy >asbachl
XOmbIngbl.
KyxxaT N2 Kapalua MOS v4.0 xaHe Local Run Manager v3.0 kongaybl ywiH 6acTankpl
200006218 v0O 2021 LUbIF apbINbIM.

MaTeHTTep XXoHe caypa benrinepi

Byn Ky>aT >XaHe OHblH, KOHTEeHTIHe llumina, INnc. MeH OHbIH, eHLwinec koMnaHusanapbiHa (“lllumina”) MeHLwiri 6onbin Tabblnagbl
XKOHe TeK OCbl KyXaTTa cunaTTaswaH eHimMai(nepai) nanpganaHyfa 6annaHbiCTbl OHbIH, TYTbIHYLbICBIHLIH, KeniciMwapT 6oblHLwa
nanganaHyblHa apHanFaH. byn Ky>aT »K8He OHbIH, KOHTEHTI lllumina KoMMNaHWACHIHbIH, angbiH ana xasballa KenicimMiHci3 Kkes
KenreH backa MakcaTTa nanganaHbiiMaybl HEMece TapaTblIMaybl XXaHe/HemMece 6acka >XonmeH xabapnaHbaybl, XapusinaHbaybl
Hemece KalTa LWblFapblybl MyMKiH eMec. [llumina KOMNaHUACHI B3iHiH, NaTeHTI, cayaa 6enrici, aBTopsblK KYKb bl HEMece Xanmbl
3aHAbl KYKbIKTapbl HOMbIHLLIA eLuKaHAan NMLeH3UAHbI HEMeCe OCbl KYXXaT apKblfibl Ke3 KeNreH YLWiHLWi TapanTapAablH ykcac
KYKbIKTapbiH 6epmengi.

Ocbl Ky>XKaTTa cunaTTaswaH eHiMai(nepai) [ypbIC XaHe Kayincis nanganaHyabl KaMTamachI3 eTy YLWiH OCbl Ky>XXaTTafbl
HycKkaynapgabl 6inikTi XXaHe TUICTi Typae OKbITbI/FaH Kbi3MeTKeprep KaTaH XaHe HakTbl OpblHAAYbl KepeK. OCbl Ky>XXaTTbiH,
6apnblk KOHTEHTi OCblHAal eHiM(gep)ai nanganaHbac 6ypbiH TOMbIK OKbIM, TYCiHY KEpekK.

OCBIHIAFBl HYCKAYBIKTAPE! TOMbIK OKbIMAMAE! YXSHE AMKBIH CAKTAMAY OHIMIEPAIH, (BYMLIMOAPTA)
EYMbIMOAPFA, ADAMOAPFA, KOChl MEH MAMOANAHY LLUBITAPFA HEMECE BACKA ALAMIAPFA YXOHE BACKA
M3JIIMETTEPZIH, YKAPAKANYbIHA, HOTUXKECIHAETT MYMKIH. @HIMIE KABENI(S).

ILLUMINA OCbIHOA CUNATTANFAH ©HIMAEPAI (OHbIH BONIKTEPIH HEMECE BAF OAPTAMAJbLIK KYPAQbl KOCA)
OPbIHCbI3 MANOANAHYOAH TYBIHOAMTBIH KE3 KESITEH YKAYAMKEPLUINIKTI KABbUTOAMAULDI.

© 2023 lllumina, Inc. BapnbiK KYKb bl KOPFasFaH.

Bapnblk caypa 6enrinepi lllumina, Inc. HeMece onapgblH, TUICTI enepiHiH MeHLWiri 6onbin Tabbinagbl. ApHaibl cayga 6enrici
Typanbl aknapaTTbel www.illumina.com/company/legal.html 6eTiHeH kapaHbI3.
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BaiinaHbic aknapaTbl

wl e

lllumina, Inc.

5200 lllumina Way ABCTpanuanblk, aeMeyLui
San Diego, California 92122 U.S.A. IVD lllumina Australia Pty Ltd
+1.800.809.ILMN (4566) Nursing Association Building
+1.858.202.4566 (ConTycTik AMeprKagaH TbiC) llumina Netheriands BV, Level 3, 535 Elizabeth Street
techsupport@illumina.com % ?éZZ"S‘fE.lﬂnmn Melbourne, VIC 3000
www.illumina.com The Netherlands AycTpanusa

OHiMai TaH6anay

OHIMHIH KanTaMacblHOa XXaHe TaHbanayblHAa KepceTineTiH TaHbanapablH TOMbIK aHbIKTaMacbIH any
YLWIiH XWHaFbIHpI3aplH Documentation (Ky>xaTTamMa) KolblHOpICbIHAAFbI support.illumina.com
canTblHOafbl TaHba NepHEeCiH KapaHbls.
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