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1. OINCAHUE HABOPA U OBJACTH IPUMEHEHUSA
1.1. Onucanmne Ha6opa

HabGop pearentoB «Cunapom XwisOepa (Gilbert Syndrome)» mnpennasnauen st
MOJIEKYJISIPHO-TEHETUYECKON JMarHOCTHKH cuHApoMa JKuiap0epa, OCHOBaHHBIM Ha OIpeIeICHIH
koymmyectBa TA-moBTOpoB B mpomoTopHOoil obmactu reHa UGT1AIL meTomoMm KanmuuisipHOTO
anekrpodope3a. B ocHoBe paboThl HaOOpa JISKUT aMIUITM(PHUKAIUS MTPOMOTOPHOW 00JIacTH
rera UGT1A1L, xapakTepu3yromascsi yBeITUIeHUEM KOJTHYeCTBOM TA-TIOBTOPOB C IMOCIIETYIOIIAM
aHaym3oM JutiH [TLP-1ipoiykToB METOIOM KammLUISIPHOTO 3JeKTpodopesa.

Uccnenyemblit Mapkep mpeacTaBisieT co0oil o0macTh NUHYKICOTUAHBIX TA TOBTOpPOB
renomHoit JIHK, B HOpme BcTpeuaroniuecs B reHome uenoBeka B Bapuante (TA)6. Oanako, B
pe3yibpTate MYTallud, BO3MOXKHO, M3MEHEHHWIO YKClia HYKICOTHUIHBIX MOBTOPOB. KommdecTBo
MMOBTOPOB M pasMep aMIUTH(PHUIMPYEMBIX (ParMEHTOB W3BECTHBI U MOTYT OBITH OIPEICTICHBI
METOJIOM KaluJUISIPHOTO 3ekTpodopesa (Tabmuma 1).

Tabmuna 1. Xapakrepuctuka mapkepa UGTIA

Kpacurean Jlokye Annenwublii Bapuant | Jliuna ¢pparmentos, m.o.!
(TA)5 171
(TA)6 173
FAM UGT1A1l
(TA)7 175
(TA)8 177

!Pasmeprl anneneit MOryT BapbHpOBAaThCS HPH HCIOJIB30BAHMM PA3HBIX MOIUMEPOB MU
KOH(pUTYpanuii nprudopoB

Pazmep ammmdummpyembix [P npoaykToB Haxomutcs B amama3zoHe ot 171 mo 177 map
HYKJICOTHI0B. Pa3enenue aMIiInkoHOB, oiyuyeHHbIX B pe3yibTare [IL[P, mpoBoautcs merogom
KaIUUISIPHOTO 3JIeKTpodopesa ¢ UCTIOIb30BaHUEM aBTOMATUYECKUX T€HETUYECKIX aHaJIN3aTOPOB
(mampumep Hanodop 05/ Applied Biosystems 3500).

Jly1g mostydeHus: JOCTOBEPHOTO T€HOTHIIA UCClIeyeMoro oopasia gocrarouno 0,5 Hanorpamm
(ar) me nerpanupoanHoit JJHK. Ontumansnoe kommuectBo JIHK B peakiuto — 5 ur. /uanazon
koHneHTpamumii JIHK ms nposenenns ammmdukanuu ot 0,5 10 20 HT B peakiuio.

MaxkcumanbHblii 00beM BHOCUMOTO B peakiuio pactBopa JJHK cocrasnser 5 mxi. OOmiwmii
00beM peakIMOHHON cMecH — 25 MKIL.

Bo3moskno nposenenue npsmoit IT11P:

C BuecenueM 0,4 MK LIETBHOM KPOBH B IMPUTOTOBICHHYIO PEAKIIMOHHYIO CMECh.

1.2.06aacTh MpUMeHeHusI
HaGop MoxkeT ObITh MCHONB30BaH TOJBKO JUIS HAYYHO-HCCIIENOBATEIBCKUX IIENEH.
Habop He npeaHa3HaueH A MIPUMEHEHUS B MEAUIIMHE UM BETEPUHAPUU.
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2. XAPAKTEPUCTHUKA HABOPA
KomnoneHTsI Habopa SBISIOTCS 0HOPA30BBIMHU.

2.1. CocTaB HaGopa

OobeMm, | KoauuecTBo
Ne | HaumenoBauue | CocraB ! !

MKJI T
1 | PC 2,5x Peakimonnas cMech 1000 1
2 | CIn Cwmecs criermudpmueckux npaiimepos | 500 1

[TonoxuTenbHBIN KOHTPOJIbHBIN
3 | KO oOpazer — cTaOMIM3UPOBAHHBIH 15 1
pactBop JIHK uenoBeka
CrannmapT auH — Habop
(bparmMeHToB M3BeCcTHOH MTuHBI (60,

4 | CI-240 70, 80, 90, 100, 120, 140, 160, 180, | +00 1
200, 220, 230, 240)
5 | H.O HenonmzoBannas H.O 1000 1

2.2. Ko1u4ecTBO aHAJIM3MPYEMBIX NPOD
HaGop paccunrtan Ha npoenenue 100 peakiuii, BKIIto4asi KOHTPOIBHBIE 0Opa3IIbL.

2.3. YciI0BUSI XpaHEHHS U TPAHCIIOPTHPOBAHUSL, CPOK TOAHOCTH
Temnepatypa xpanenus — oT -18 no -20°C.
TpancnoptupoBanue — npu Temmeparype ot +4 1o +8°C B TeueHre HeIelu.
Cpoxk rogaocty Habopa — 12 mecsies.

2.4. Heo0xonuMble MaTepHaJIbl, He BXOASILIHE B HA00P U JOMOJTHUTEIbHOE
o0opyaoBaHue

ItatuB ms mukponpobupok 1,5 mi (“PM-96x1,5 /2,0, kat. Ne CT-17).

[Tpobupkwu 1,5 wm 2,0 M.

IratuB mis 96-tu mynounsix TP mianmer win crpunos. (“‘ITIIP-96%, kar. Ne CT-12).

Jlo3arop nepemennoro oobema Ha 1000, 200, 20 u 10 mxJ1.

HakoHeuHuku ¢ a3po30bHBIM OaphepoM s Jjo3aTopa nepemenHoro oorsema ua 1000, 200,

20 u 10 mx1.

6. 96-tu nynounsie 1P mnanmers! wim Mukpomnpooupku B ctpumnax ais [T1P.

7. Ilnenka mig 96-tu myHouHBIX [1L[P ruiaHIeT uam KphIKy K MEKPOITPOOHpPKaM B CTpHUIIax.

8. llentpudyra-soprekc s npodbupok oovemom 1,5 i 2 mu (Lukmoremn-901).

9. Uentpudyra ans 96-tu nynounsix [P nnanmer.

10. ITpubop mns npoeaeHus ITLP.

11. Tlommmep st MPOBEAECHUS KaMILIAPHOTo sekTpodopesa (IIIMA-4).

12. Bydep nns npoBenenus kanwuisipaoro snexkrpodopesa (TAIIC).

13. JlemoHu3oBaHHBII GopMaMu.

14. Astomatnueckuii renerndeckuit anaauszarop (Hanogop 05).

orwdE
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3. MPOBEJAEHUE PEAKIIUN AMIIJIM®UKALIUN
3.1. oaroToBKa K NPOBeeHHIO PeaKIMU aMILUIM(PUKANT
Jljiss mpUroTOBIICHUS paboueii PEakIMOHHON CMECH pacCuuTaTh TpeOyeMoe KOIMYECTBO
pearentoB PC u CII ucxos u3 TabauIbl M KOJHMYecTBa 00pasIoB:

Tabmuna 2. Pacuer paboueii peakiiMOHHON cMecH

Pearenrt PacxoJ pearenron
Ha | peakuutio, MKI | pekoMeHayeMoe koandectBo ais N oOpa3nos
PC 10 10xN
Cc11 5 5xN
JHK 1-5
H>0 JI0 KOHEYHOTro o0bema 25 MK

rae N — komudecTBo 00pas3IoB

BAYKHO!!! C xaxoil cepueit uccieayeMpix 00pa3ioB He0OX0IUMO aMILTU(UIIUPOBATh OJIUH
MOJIOKUTENBHBIN  KOHTpoJbHBIH oOpazenr ([IKO) w omuH oOTpUIATENbHBIN
KOHTpoJbHBIH 00paser; (OKO).

Bxmrounte B pacyerbl IPUTOTOBJIEHHUS  paboyeil  peaklMOHHOW  cMecu
JIOTIOTHUTEIBHYIO PEAKIUIO JJI1 KOMIIEHCAIIMH ITOTPENIHOCTH MUIETUPOBAHMUS.

1. Pasmopo3uts mpobupkun ¢ PC u CII, mepememiath Ha BOPTEKCE M KpPATKOBPEMEHHO
HEeHTPU(YTUpoBaTh JIJIs1 COpOCca Karelb.

2. B otnenpHO# yncTON MpoOHpKe MOAXO0AIIEer0 00béMa cMemarh HeooxoauMblld 00beM PC u
CII (cormacHo Tabiwmiie), TEpeMeniaTh CMECh Ha BOPTEKCE M IEHTpU(YrUpoBaTh s cOpoca
KareJb.

3. Buectu B mpooupku mst [P (rutanimeTst, CTpuibl) 0 15 MKJI IPUTOTOBIEHHON paboyeit
PEaKIMOHHOW CMECH.

4. Hcnonb3ys HAKOHEYHHUKH C a3PO30JIbHBIM 0apbepoM, BHECTH B MPOOHUPKH (HA CTEHKY) OT 1
0 5 MKJ uccieayeMbix o0pasioB. [Ipu HeoOxomumocTu, o0t 00beM TOBECTH 10 25 MKJI
nenonn3osaguoi H-O.

5. B omHy u3 npoOupok (IIaHIIETHI, CTPHIBI) C HMPUTOTOBJICHHOW paboveil peaKIMmOHHOM
cMmechio BHecTH 10 MK aewonu3oBanHoi HoO (oTpuIaTenbHBIH KOHTPOJBHBIA 0Opaselr), a B
Ipyrywo npooupky (turanmer, crpun) BHecTH 1 Mk ITKO (MogoXATENbHBIN KOHTPOJIBHBIN
obOpasen) u 9 MkJ nenonu3oBanHoi H2O.

6. 3akpseits [P npoOupku.

7. llepememiath coaep>XKMMOE MUKPOIIPOOHPOK HA BOPTEKCE U LIEHTPU(YrupoBaTh Aiisi copoca
Karesb. YOeauTbcs B OTCYTCTBUU MYy3bIpell B MpoOUpKax.

3.2.I1oAroTOBKA K NMPOBECHUIO PeaKINH aMIUTH(UKAIMA U3 HeJIbHOH KPOBH
Ha6op pearentoB «Gilbert Syndrome» mo3BoJisieT MPOBECTH PEAKIIUIO aMIUTU(PHUKAIIUN U3
LETbHON KPOBHU HaNpsAMyro MUHYs ctaauto Beiaenenus JHK.

1. Buectu B mpobupky ms [P 10 mka genonnzoBannoit HzO.

2. Jlo6aButh 0,4 MKJI IIETBHON KPOBH.

3. Ilepememats coaepkrMMoO€e Ha BOPTEKCE U LIEHTPU(DYTUPOBaTh s cOpoca Karelb.

4. Pasmoposuts mnpobupku ¢ PC u CII, nepememarb Ha BOpPTEKCE M KPaTKOBPEMEHHO
HEeHTpUYrupoBaTh 1isi cOpoca Kareib.

5. B otnenbHOI uncTol MpoOUpKe MOAXOAIIEr0 pazMepa cMenaTh HeoOxoauMeblii 00bem PC u
CII (cormacHo Tabmuile 2), mepeMeniath CMeCh Ha BOPTEKCE M IEHTPU(YTrUpoBaTh i cOpoca
Karelb.
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6. Buaectn B mpoOupku mns TP co cmeckio 0,4 mka kpoBu ¢ 10 mxa H20 mo 15 mka
MIPUTOTOBIICHHOM pabovel peakllMOHHOM CMECH.

7. B oany u3 npo6upoxk I[P (ruanmiers:, cTpunsl) BHECTH 15 MKJI IPUTOTOBICHHOHN pabouei
peakuroHHOM cMecu u BHect 10 Mk nenonuzoBanHoit H2O (oTpunaTenbHbI KOHTPOJIBHBIN
oOpaseir), B Ipyryi HpoOUpKy (IUTAHIIET, CTPUI) BHECTH 15 MKJ MPHUrOTOBICHHON paboucit
peakmnonHOM cMecd W 1 Mka IIKO (momoxuTenbHBIH KOHTPOJIBHBIA oOpaszem) u 9 MK
neronusoBanHoi H20.

8. Ilepememmarh comep>XKMMOE MUKPOIIPOOMPOK HA BOPTEKCE U MEHTPUPYTrUPOBATH I cOpoca
Karenb. Y0eauThCsl B OTCYTCTBHH ITy3bIpei B IPOOMpPKaXx.

3.3. [IpoBenenue ammiangukanum
[Tomectuths npoOupku B npudop st IILP. YOeautbces, 4To KpHILIKKA TPOOUPOK IIOTHO
3aKpBITHI U 3aITyCTUTh IPOrpaMMy aMIUTM(PHUKAIIMN HA TEPMOLIMKIIEPE:!

Temneparypa | Bpems
95°C 3 MuH
95°C 10 cex
63°C 40 cex 35 [HKIIOB
72°C 20 cex
60°C 10 Mmu=

TI[P-TIpoAyKTHI MOXHO XPaHHTh HEETIO B 3aIIMIIEHHOM OT cBeTa MecTe mpu +2...8°C. B
ciTydae juthTeNnsHoro xpanenus mpu —20°C.

4. TTPOBEJEHUE KAIMMUWJIJIAPHOI'O 3JIEKTPO®OPE3A (HAHO®OP 05)
Jlnst mosmydeHus nmpoduiiss TPOBOIUTCA (PparMEHTHBIN aHAINU3 — AJIEKTPOPOPETUIECKOE
pasjieseHue MPOIyKTOB aMIUTH(DUKAIIUH, TIOJTydEHHBIX ¢ TIOMOIILI0 Habopa «Gilbert Syndrome».
AHanu3 npoAyKTOB aMIUTM(PHUKAIIMN HA F€HETHMYECKOM aHalM3aTope BO3MOXKEH TOJBKO
MOCJIE MPOBEJICHUS CIIEKTPAIbHON KaaTuOpOBKH C S-1BeTHBIM KanmOpaTtopom CK-5.

4.1. IlpoBeeHue cEKTPAIbHONH KAJMOPOBKH
1. B otnensHo#t mpoOupke cmemars 80 mkxin du-popmamuaa u 8 mxa pacrBopa CK-5,
nepeMenaTh CMECh Ha BOpTEKce U LeHTpudyrupoBarth i1 cOpoca Karenb.
2. Jlo6aButh mo 10 Mki pabodero pacTBopa B JYHKH OJIHOTO psza 96-1yHOYHOTrO IUIaHIIETa
(BO3MOXKHO HaAHECeHHE B JOOOW psii MIAHIIEeTa) WM B CTpUIlOBaHHbIe mpobupku. [Ipu
HEO0OXOIMMOCTH yJAIUTD MY3BIPU CO JHA JIYHOK (MPOOHPOK) KPATKUM IEHTPUDYTUPOBAHUEM.
3. VYcraHoBuTh 96-IyHOYHBIH TIUJIAHIIET WJIM CTPUIIOBAaHHBbIE NPOOMPKU B Hpubop Amus
KalUJUIIPHOTO 2JIeKTpodopesa.
4. TIpoBectu KanuOpoOBKY M0 cTaHgapTHOMY IpoTokony s CK-5.

4.2. IloaAroToBKa M 3arpy3Ka NpoaAyKTOB aMIIM(PHUKATNH

1. IIpuroroButs cmeck [lu-popmammuna u pasmepHoro crangapra CJI-240 B crexpyromem

COOTHOILIEHUHU:
KommnonenT O0beM Ha OHY JIYHKY, MKJI
Ju-hopmamun 10
Crannapt amuasl CI1-240 1

[TPUMEYAHUE! Ilpu pacyere 00beMOB KOMIIOHEHTOB CMECH, HEOOXOIUMBIX HA BECh aHAIU3,
CIIEZYeT Y4ecCTb, YTO KaK MUHUMYM OJIHA JIyHKa TUTALIKH/CTpUIIA IIPH aHAJIN3E
Kax/101 cepun o0pa3noB nospkHa coaepxarsd [TKO.

7
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[lepemeniaTs Ha BOPTEKCE U KPATKOBPEMEHHO LIEHTPUPYTHPOBATH JIsi cOpOca Kameb.
Jo6aButh o 10 MKJI cMecH B KaX/IyI0 JTYHKY IJIAIIKH/CTPHUIIA.

Buectu B cmech no 1 mxut IHIP-nipoaykra.

3aKpBITh TUTALIKY/CTPUII.

[lepememiaTe Ha BOPTEKCE M KPATKOBPEMEHHO LIEHTPUPYTHPOBATh 115l cOpoca Kareb.
HenatypupoBatb 00pasibl 5 mus npu 95°C.

NOUTRWN

BAKHO!!! Mabexkuus o0pa3oB MPOMCXOIUT W3 BOCBMH JIYHOK psjia OJHOBpeMeHHO. He
JIOITYCKAaeTCsl 3aIyCK Mpudopa, €l B aHATU3UPYEMOM Psly UMEETCsI XOTs Obl 0/1HA
He3aloJHEeHHas yHKa! B mycTble myHKH, HE coneprkaliue oOpasipsl, ClieAyeT BHECTU
o 10 mki popmamua.

8. CoOpath IIaIKy ¥ 3arpy3uTh B TCHETHUSCKUN aHATU3aTOP B COOTBETCTBHH C PYKOBOJICTBOM
I10JIb30BATEIIS.

4.3. 3anyck ¢pparMeHTHOr0 aHAJIH3A
Kanunnsipusiii anextpodopes3 Ha TeHETUYECKOM aHaIU3aTOpe MPOBOAUTCS B
COOTBETCTBUU C PYKOBOJCTBOM I0JIB30BATEIS, PEAOCTABIISIEMBIM IPOU3BOIUTEIEM.
1. Ortkpeits nporpamMmy SeqPl, B BepxHeMm MeHI0 HaxkaTh KHOMKY «lIpoekt». B oTkpbiBiIeiics
BKJIa/IKe BbIOpaTh «Co3/1aThy.
ZE Hanodop 05 r

Mpoekt | Ananwz  Bug  [ow

H:: ﬁ; [M

Co3gate

OTKpEITE
CoxpaHuTe
JoBasuTe pRg
WMmnopTtuposate

JKCNOPTMROEATE 3

CeoMcTE NpoekTa

I_:v:

Beixog vz nporpamme

2. B okxne «CBoHCTBO mpoeKTa» HEOOXOAWMMO 3amoJiHUTh mojst «Oneparop» u «Hmsa
NMPOEKTay, 3aTeM HaXKaTh KHONKY «I[IpMHATHY.

CeolicTEa NpoekTa X
Onepatop | |
Mma nposkTa || |
MyTe ana pesepsHoro | |
COXpEHEHUA

IMnacTik MnarweT, Tan 551-3425 umm 551-3400 w

Monwmep: MOMA-G (c100423)

NaTa ycTaHoBkm nonumepa: 21.08.2023
MuHerka kanunnapos : 12212315 (36)
NaTa ycTaHoBkM kanunnapos : 23.01.2023
KonwuecTteo aHanusos : 1159

MpuHATE Omaena
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3. B okne «Onucanue mpoeKTa» BHECTH Ha3BaHUS 0OpasloB (eciu B JyHKE HEeT oOpasia,
HE00X0IMMO TIOCTABUTH 3HAK «-»). KIIMKHYTH /1Ba pa3a Ha siuelKy B cTpoke [TA moj 3anosHeHHbIM

PAIOM U YCTAaHOBUTH IIPOTrpaMMy aHAIU3A.

MnaHweT  TaBnmua

Tun ofipasua
OBpasey ~ 1

MpumetinTe

CraHaapT anvH
Het ~ 3

MpurmeriTe

Vima gaiina
<Name

Wsmermme

r MA

MNA-MparpaMma AHanusa

MpuHaTe

Qmvena

4. B cnydae ecnu ycraHoBieH moayib «Syntol — Gilbert Syndrome» ucnons3oBats ero. Eciu
MO/IyJIb HE YCTAHOBIICH MCIIOIb30BATh CIICAYIOIINE 3HAUCHHS: TUIT aHaIn3a — «DparMeH THBIN»,
Mo yib yrpasieHnus — «FA_450», nabop kpacureneit- « CK-5»
Pexomenyemble mapameTpsl 2neKTpodope3a B 3aBUCHUMOCTH OT JJIMHBI KalWLUIIPOB U THIA

MOJIMMEpA MPEJICTaBICHBI B TAOIHUIIE:

JimHa kanuuIspoB 36 cm 50 cm

Buj nosimmepa MIMA-4 | IIIMA-6 | TIIMA-4 | TIIMA-6
Hanpspkenne BBoa mpo0Osr [B] 3000 3000 3000 3000
Bpewmst BBo1a mpo0OsI [cek] 5 5 5 5
Hanpspkenne snextpodopesa [B] 12200 12200 12200 12200
Bpewmst anekrpodopesa [cex] 1300 2000 2600 4000
BpeMst ucKITrOueHHs perucTparum 600 650 1000 1100
anekTpodopesa [cek]

[TPUMEYAHUWE! B 3aBucuMmocTH OT mpuOopa 3HAYCHUs MapaMeTpoB 3JIeKTpodopesa

MOTYT OTJIMYATbCA.

5. Yro0bl COXpaHUTh YCTAHOBJIEHHBIA MOIYJIb IS TATBHEHIIETO UCIIOIb30BaHMs, HAKMHUTE Ha
KHOIIKY ¢ CHHeH auckeToil. B rpade «umsi (aiiaa» 3amaiire «Syntol — Gilbert Syndtome» u
Hakmute «CoxpaHuTb». B nanpHeimeM s 3amycka Oy[eT JOCTaTOYHO BBHIOpATh MOJIYIIb
ynpasnenus — «Syntol — Gilbert Syndrome».
6. B mpaBoMm HIKXHEM yriy HaxaTh KHONKY «[IpHHSTHY.
7. KiukHyTh 1O KJIABHIIE 3aMTyCcKa 31eKTpodopesa.
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5. MPOBEJEHUE KANTMWJJIAPHOTI'O DJEKTPO®OPE3A (AB3500/AB3500XL)
5.1. IIpoBeneHne cneKTPaJIbHON KAaTHOPOBKHU
AHanu3 TIpoOAYKTOB aMIUIM(UKAMU HAa T€HETUYECKOM aHAIM3aTOpE BO3MOXKEH TOJIBKO
MOCJIC IPOBEJICHHUSI CIIEKTPaIbHON KanuOpoBku ¢ S-1iBeTHhIM CK-5.

5.1.1. Co3nanue DyeSets
1. OrtkpsiTh nporpammy Data Collection Software.
2. Kuuknyts 1o ukonke «Library» B 1eBoM BepXHEM yIily OKHA.

PESLEEEN Workflow Maintenance

Common Operations

mapplied
&=® biosystems™

3. B paszzgene «Analyze» BoiOpath Briaaky «DyeSets».

Dashboard Workflow Maintenance

% Library Resources B9 Create
AB applied
=® biosystems™
[]Disab
* Manage
Assays m E
File Name Conventions ! 3
2 (08

Results Group

II Analyze 4 24

insh nt Protocols
rumet 0C 5 |2

:

Size Standards 8 |17

9 |15

10 |24

Sizecalling Protocols 1 |20

Basecaling Protocols

QC Protocols 12 |40

4. B BepxHel yacTu HaxaThb KHOMKY «Create».

Dashboard Workflow Maintenance \ Edit
% Library Resources ®P Create W Edit
ABUZSS
=® biosystems™
Disable Filters |
9 Manage
Pates
Assays [ |DyeSet
File Name Conventions | | 1| 4 AnyDy:
2 AnyDye
Results Group —3“
‘I Analyze 4
5
Instrument Protocols T
7

5. B otkpsiBuemcs okue B moje «Dye Set Name» nanucars CK-5, B mone «Chemistry» u3
BBIMAAIOIIEro Chucka BbIOpath «Matrix Standard», a B mone «Dye Set Template» wu3
BBIMAIAIOIIEro CIUCcKa BhIOpaTh «AnyDye Template».

10
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‘E Create New Dye Set

Setup a Dye Set

@ Dye Set Name is a required field. Provide a unique value.

* Dye Set Name [| | OLocked
* Chemistry v
* Dye Set Template v
Arrange Dyes
Dye Selection

Reduced Selection

Calibration Peak Order

» Parameters

Notes

Cunopom Kunvbepa

@:

Close

6. B rtabmume «Arrange DyesS» yCTaHOBUTH IOCIEIOBATEIHLHOCTD

«Parameters» ycTtaHoBuTh Auana3oH MUKOB U BpeMs JIeKTpodopesa.

Save

MMKOB, Ha BKIJIQJKe

B it Dye Set CK-5(C8)

Setup a Dye Set

* Dye Set Name | CK-5(C8) [JLocked

* Chemistry | Matrix Standard

* Dye Set Template

AnyDye Template

Arrange Dyes
Dye Selection

Reduced Selection

Calibration Peak Order

~ Parameters

Matrix Condition Number Upper Limit
Locate Start Point * After Scan * Before Scan

* Limit Scans To

Sensitivity

* Minimum Quality Score

MNotes

The parameters will be used for instruments configured with 36cm capillary array and polymer POP4

Applied Biosystems

Close

Save

I[TPUMEYAHUE! Bpewmst snektpodopesa «Limit Scans TO» 3aBUCHUT OT JTMHHBI KAUJISIPOB U

TUIIA IMOJIUMCEpPaA.

7. Haxarp kHOTIKY «Save», aist coxpanenus: Dye Set.

5.1.2. TloaroToBKa pacTBOPa CNEKTPAJbHOI0 KaJIMdpaTopa

11
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1. B otnensHo# npobupke cmemats du-popmamun u pactsop CK-5 mo nporokoury:

AB3500 AB3500XL
Ju-popmamun 80 MK 240 Mxn
CK-5 8 MKI 24 MK

2. Ilepemerniath cMeCh Ha BOPTEKCE M LEHTPU(YrHPOBaTh [UIsi cOpoca Kareb.
3.  Jo6GaButs mo 10 Mk pabouero pacTBopa B JIyHKH:

[TPUMEYAHUME! B cnyuae 24-kanwisipHOTO TEHETHYECKOTO aHaM3aTopa — BHECTH PAcTBOP B
TpH psga 96-TyHOUHOTO TUIaHIIeTa (BO3MOXHO BHeceHue B 1-3, 4-6, 7-9, 10-
12 psipl MUIaHIIETa) WK B CTPUIIOBAHHBIE TIPOOUPKH.
B cnyyae 8-kanuyuIsIpHOTO T€HETUYECKOI0 aHaJIu3aTopa - BHECTH pacTBOp B
psaa 96-1yHOYHOTO TUTAHIIETa UM B CTPUIIOBAHHBIE TPOOUPKH.

4. VYcraHoBUTh 96-TyHOUHBIA TUIAHIIET WM CTPUIIOBAaHHBIE TMPOOUPKH, C PacTBOPOM
kanmubparopa CK-5 B mpubop 15 KamWUISIpPHOTO dJeKTpodopesa.

5.1.3. 3anyck cnekTpajJbHOH KAJMOPOBKH
1. Otkperth mporpammy Data Collection Software. Knmukuyts o kaomke «Maintenance» B

BepxHeit ctpoke mwim «Wizard».

Wuﬂdlcw Mam:enancelubrsryi Edit ¥
c

ommon Operations
ABJpphcd - - =
=D biosystems™ » - " v
Quick Start Create Edit Existing View
R New Plate Plate Run Results Wizards

2. B oTkpeIBIIEiics BKIaake ciaeBa B pasaeie «Calibrate» Beiopars «Spectrals.

Dashboard Workflow Maintenance

9 Maintenance

mappliod
~® biosystems™

Calibrate

Spatial

Spectral

Sequencing install Standard

"] Install Check

Fragment install Standard

HD Install Standard

3. B ortkpsiBiiemcs okue «Calibration Run», ykazats «Number of Wells» - konruectBo yHOK
B HCIOJb3yeMOM IutaHmiere, «Plate Position» - mosunmio mianmiera B mpubope, B ToJe
«Chemistry Standard» u3 Beimamarorero crricka Beioparts Matrix Standard, B mosie «Dye Set»
u3 BhInaaatoniero crnucka Beiopate CK-5, a B mone «Starting Well» ykaszats Homep mepBoro
CTpHIIA B IJTAHIIETE, KOTOPBIH COAEPIKUT CMECh Kanbparopa.

12



SCNHTOA Cunopom Kunvbepa

Dashboard Workflow Maintenance Library| Edit ~

x Maintenance ‘ Xpo ‘é E-Si j ew Spectral Calibration Report \\” Print
mapplied §
& biosystems™ i
Calibrate Calibration Settings
Spatial Q
Number of Wells: @96 (O 96-Fast (O 384 Chemistry Standard: v
F7 Instal Check Plate Position: @ A OB Dye Set: v
SSIEki B Allow Borrowing Starting Well: ;A01 v
Hagueotbrtoh Standard Perform Run 2\Run 3 if Run 1 Fails.
HD install Standard

4. Haxarp Ha KHOTIKY «Start Run» s 3amycka CrieKTpaibHON KalTnOPOBKH.
5. Ilocne 3aBepiieHus: KaTMOPOBKU Ha)KaTh KHOMIKY «ACCepPt» B HUKHEW 4acTH OKHa.

5.2. Co3nanue “Size Standarts”

1. B pasnene “Analyze” BeiOpats Bkiaaky “Size Standarts”

B 3500 Series Data Collection Softwart

Dashboard Workflow Maintenan:

% Library Resources

mapplied B
=® biosystems
* Manage
Plates
Assays

File Mame Conwentions

Results Group

m Analyze

instrument Protocals

Dye Sets
Basecalling Pratocols
Sizecalling Pratocols

QC Protocals

N

2. B BepxHeil yactu Ha)xkaTh Ha KHONKY “Create”

B 3500 Series Data Collection Software 3 (Research Use Only mode)

Dashboard Workflow Maintenance Edit -
% Library Resources " Create 4 Edit Duplicate (i Delete @ Import Export gl E-Signature % Wi A

= applied
AB bﬁ]gsvstems'“

3. B otkpsiBiemMest okue B mojie “Size Standart” nanucars SD-240, B mosne “Dye Color”
U3 BBIMAAIONIETO CrUcKa BrIOpath “Orange”. Hmwke B mone “Enter new size Standart

definition” Bmucath IHHBI pa3MepHOTO cTaHIapTa. (MpUMeEp Ha GOTO HIXKE).

13
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B Create New Size Standard

Setup a Size Standard
@ Size Standard Definition cannot be empty.

* Size Standard  SD-240

Description:

* Dye Color:

Enter sizes in the field below separated by a comma, space, or return then click the *Add Size(s)>>" button to add them to the current size standard definition.

Enter new Size Standard definition: (e.g. 11.0, 34.2, 55)
60

70
80
90
100
120
140
160
180
200
220
230
240

Add Size(s) >>

* Current Size Standard definition: | Delete

Selected Sizes

4. Tloce 3an0HEHUS JUTMH Pa3MePHOTo CTaHAapTa HeoOxoaumo Haxkath Ha “Add Size(s)”,
IOCJIE YEro MPOIKMCAHHbIE JJIMHBI PA3MEPHOTO CTAaHIapTa 0TOOPA3sATCS B IPABOM OKHE
“Current Size Standart definition”. TToce storo ciemyer Haxath “Save”

B Create New Size Standard

Setup a Size Standard

* Size Standard  SD-240

Description:

* Dye Color:

Enter new Size Standard definition: (e.g. 11.0, 34.2, 55)

Enter sizes in the field below separated by a comma, space, or return then click the "Add Size(s) >>" button to add them to the current size standard definition.

* Current Size Standard definition: | Delete Selected Sizes

=

%

- 60.0
700
80.0
90.0
1000
1200
1400
1600
1800
2000
2200
2300
o 2400

Close

5.3. Co3znanue “Sizecalling protocols™.
1. B pazzaene “Analyze” Breiopats Bkiaaky*“Sizecalling protocols”.

14
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:.E 3500 Series Data Collection Softwan

Dashboard Workflow Maintenan

% Library Resources

-y applied
AB b':i]gsystems'“

* Manage

Hates
Assays
File Name Conventions

Resulis Group

m Analyze

instrument Protocals

Dye Sets
Size Standards

Basecalling Protocols

QC Protocols
AN

2. B BepxHell yacTn HaxaTh Ha KHOTIKY “Create”

:.E 3500 Series Data Collection Software 3 (Research Use Only mode
Dashboard Workflow Maintenance ‘ Edit -
% Library Resources Create 4 Edit Duplicate @l Delete (i@ Import Export j E-Signature " Wiew A
r p [} [ Imp p g ]
A anolied

3. B otkpeiBmiemcs okHe B moJie “Protocol name” wanucats Gilbert Syndrome, B mosne “Size
Standart” u3 Beimagaromero crnrcka Beiopats SD-240. B moste “Minimum Peak Height”
BBICTaBUTh BBICOTHI ITMKOB KakK yka3aHo Ha (oTo Hmke. Haxarp “Save”

B Create New Sizecalling Protocol

Setup a Sizecalling Protocol Eg i

* Protocol Name:  Gilbert Syndrome

Description:

Size Standard: [SD-MO v

Sizecaller: SizeCallervil0 ~
Analysis Settings | QC Settings

Analysis Range: Sizing Range: Size Calling Method: |Local Southern v
Analysis Start Point: | 0 Sizing Start Size: | 0 Primer Peak:

Analysis Stop Point: | 1000000 Sizing Stop Size: | 100000
|v] Blue [v] Green [¥] Yellow V| Red Orange (V| Purple
Minimum Peak Height 175 175 175 175 100| 175

Common Settings

Use Smoothing Polynomial Degree 3

Use Baselining (Baseline Window (Pts)) [V] 51 Slope Threshold Peak Start 0.0
Minimum Peak Half Width 2 Slope Threshold Peak End 0.0

Peak Window Size 15

5.4. Co3nanue “Instrument Protocol”.

15
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1. B paznene “Analyze” BeiOpats BkIaaky “ Instrument Protocols”

“_.‘é 3500 Series Data Collection Software

Dashboard Werkflow Maintenanc

% Library Resources

' applied
AB biosystems™

* Manage

Flates
ASsays
File Name Conventions

Results Group

|I Analyze

Dye Sets

Size Standards
Basecalling Protocols
Sizecaling Protocols

QC Protocols
R,

2. B Bepxneii yactu HaxkaTh Ha KHOTIKY “Create”

B
Dashboard Workflow Maintenance ‘ Edit
% Library Resources *P Create ) [ Import [

A anolied

3. B otkpeiBiemcs okue B moste “Application type” u3 Beimagaromero crnmucka BEIOpaTh
“Fragment”.

4. B mone “Capillary length” u3 Beimagaroriero criucka BeIOpaTh Ty JTHHY JIHHEHKH
KalUIIPOB, KOTOPasi Ha JIaHHbBI MOMEHT YCTaHOBJICHA B IpUOOpE.

5. B moue “Polymer” u3 BelliafaroIiero Cucka BpIOpaTh TOT HOJIMMEDP, KOTOPbI Ha
JIAHHBI MOMEHT YCTaHOBJICH B IpUbOpeE.

6. B mone “Dye Set” u3 Beimazgaroriero crnucka Beiopats CK-5

7. B mouse “Run Model” u3 Beimamaroriero cricka Beiopats Moayiab “FragmentAnalysis”,
nasee B moJie “Protocol name” nanucare Gilbert Syndrome.Ilocie yero ycTaHOBHUTh
napameTphl AJIeKTpodopesa, KOTopbie MPUBEICHBI Ha GoTorpaduu HIUKE.

16
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:.E Edit Instrument Protocol Gilbert Syndrome

Setup an Instrument Protocol

Instrument Protocol Setup Help @

Application Type: | Fragment Capillary Length: 36 cm Polymer: |POPT
Dye 5ett | CK-3 ~ [[] Disable Mame Filter
Instrument Protocol Properties
* Run Module: | FragmentAnalysis36_POP7xl ~ | Run Modules for 24 capillary are only available in the list.
* Protocol Name: | Gilbert Syndrome [JLocked

Description: | |

Oven Temperature ("C): Run Voltage (kVolts): PreRun Violtage (kVolts): Injection Voltage (kVolts):
Run Time (sec.): PreRun Time (sec.): Injection Time (sec.): Data Delay (sec.):

b Advanced Options

Close

Save

Baxxro: Bpemst anekrpodopesa “Run Time” u BpeMst HCKITFOUEHHS PETUCTPAIH
anextpodopesa “Data Delay” 3aBucut oT THIa MOJTUMEpA U JUTHHBI JIMHEHKH KAMUIIPOB U

HACTPAMBAETCS TI0JIH30BATEIIEM B 3aBUCHMOCTH OT HCITOJIb3YEMO KOMOMHAIINY KAIMJUIIPOB U
moJimMepa.

5.5. Co3nanue “Assay”

1. B pasznene “Manage” BeiOpath BKiIaaky “ Assays”

:.E 3500 Series Data Collection Softwan

Dashboard Workflow Maintenan

% Library Resources

mapplied
'=® biosystems™
* Manage

Pates

File Name Conventions

Results Group

m Analyze
instrument Frotocols
Dve Sets
Size Standards

Basecalling Protocols

Sizecalling Protocols

QC Fratocols
.

2. B Bepxneil yactu Ha)kaTh Ha KHOTIKY “Create”

B 3500 Serics Dat

3500 Series Data Collection Software 3

Dashboard Workflow Maintenance ‘ Edit -

% Library Resources " Create 4 Edit
A aoolied

Duplicate i Delete 3@ Import Export gl E-Signature e S

17
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o o

B nosie “Assay Name” nanucars Gilbert Syndrome, nasnee B nose “Application Type”
13 BBIIAJAOIIETO CIIMCKa BbIOpaTh “Fragment”.

B mosie “Instrument Protocol” u3 seimagatomiero crnucka Beiopats Gilbert Syndrome
B moste “Sizecalling Protocol” u3 seimagatomiero crucka Beiopats Gilbert Syndrome
Jlanee Haxartp “Save”.

B Create New Assay bt

Setup an Assay ﬁ

Assay Setup Help @

* Assay Name: | Gilbert Syndrome |DLDcked Color: | Black ~

Application Type: Fragment [ Disable Filters

Protocols
Do you wish to assign multiple instrument protocols to this assay? @ Mo () Yes

* Instrument Protocol: Gilbert Syndrome w Edit| | Create New

* Sizecalling Protocol: Gilbert Syndrome ~ Edit | Create Mew

5.6. IToaroroBka u 3arpy3ka npoayKToB aMIJIuGUKAIIUH

[IpuroroButh cmech [u-dopmamuaa u pasmepHoro crangapra C-240 B ciemyromiem

COOTHOIIICHUH:
KoMmnioneHT O0beM Ha 0JHY JIYHKY, MKJI
Ju-bopmamug 10
Crangapt anunsl CJ[-240 1

I[TPUMEYAHMUE! Ilpu pacuyere 00beMOB KOMIIOHEHTOB CMECH, HEOOXOJMMBIX Ha BECh aHAJIU3,

ocourwnE

CJIEZyeT Yy4ecTb, YTO KAK MUHUMYM OJIHA JIyHKa IUIALIKK/CTpUIIA IIPH aHAJIN3E
Kax /101 cepun oOpa3noB nospkHa coaepxars [TKO.

[lepemeriaTe Ha BOpTEKCE M KPATKOBPEMEHHO LIEHTPUYrHpOBaTh il cOpoca Kameb.
Jlo6aButh o 10 MKJI cMecH B KaXAyt0 JIYHKY IUIAIIKH/CTPUIIA.

Buectu B cmech no 1 mxi IHIP-ipogykra.

3aKpbITh IUIAIKY/CTPHII.

IlepemerniaTe Ha BOPTEKCE U KPATKOBPEMEHHO LIEHTPUPYrUpOBaTh 115t cOpoca Kareb.
JenatypupoBatb 00pa3ibl S MuH mipu 95°C.

18



SCNHTOA Cunopom Kunvbepa

BAJKHO!!! Hanecenne o0pa3ioB mpoucxoaut u3 BocbMHu (AB3500) wim nBaanaté yeTbipex
(AB3500 XL) nyHok psina ogHoBpeMeHHO. He nomyckaercs 3amyck nmpuodopa, eciu
B aHAJM3UPYEMOM sy UMeeTCs XOTsl Obl 0/IHA He3aroJIHEeHHas JTyHKa! B mycTsie
TYHKH, HE COJIeprKaliue o0pasipbl, ciueayer BHecTd 1o 10 Mk popmamma.

7. CoOpath IUIAIIKY ¥ 3arPy3UTh B TCHETHUECKUN aHATTU3aTOP B COOTBETCTBUU C PYKOBOJACTBOM
I10JIb30BATEIIA.

6. AHAJIM3 JAHHBbIX
6.4. Anaau3 naHHbIxX B nporpammax GeneMarker u GeneMarker HID
6.1.1. UmnopT ¢aiijioB 1Jasi aHATN3A JaHHBIX
[Ipu nepBoM aHanmM3e JaHHBIX HEOOXOAMMO HMIIOPTUPOBATH (ailyl MaHeIu, CoepKalHii
nHpopmanuo o OuHax u (aiin  pasmepHoro craHgapra. QPailbl IPETOCTABIAIOTCS
Ipou3BoAnTENIeM Habopa. st 3Toro:

1. 3amycruth nporpammy GeneMarker/ GeneMarker HID. B BepxaeM MeHIO BBIOpaTh
«Tools», B BeimaBmiem crmcke «Panel Editor».

File View Project Applications Tools Help

% > [DEE & ||

e |lll Size Template Editor
@ Positive Control Template Editor

File Conversion
Database Manager 4

Pedigree File Name Match
File Name Group Tool
Convert Text to Binary Files

Validation Assistance 4

Export Electropherogram ...

&l Magic Wizard
8‘_\ Show Last Event

2. B otkpsiBiIemcs okHe BeIOpaTh «File» B Beimasiiem crimcke «lmport Panels».

'3\!‘1‘ Panel Editor

File Tools Help
[ Create New Panel
X Delete Current Panel/Marker

& save Changes Ctrl+S
Save As New Panel

(=4 Import Panels

Import Pre-defined Panels
Import ABIl Panels
Export Panel

Exit

3. BeoiOpatp nanky c¢ ¢aitnom manenu (Gilbert Syndrome) u noarpy3uts ero B mporpammy
GeneMarker/ GeneMarker HID.

4. 3axkpeiTh okHO «Panel Editor».

5. 3arem B BepxHeM MeHIO BEIOpaTh « T00IS», B BhmaBiiem crucke «Size Template Editor».
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File View Project Applications VTools Help

@ | > ||EF 5 M| & LLL Panel Editor
[ ]} Size Template Editor
@ Positive Control Template Editor

File Conversion
Database Manager »

Pedigree File Name Match
File Name Group Tool
Convert Text to Binary Files

Validation Assistance 4

Export Electropherogram ...
&l Magic Wizard

-

i | Show Last Event

6. B orkpsiBimemcst okHe BeIOpath «File» B Beimasiem coircke «Import Size Standard».

'-_&L Size Template Editor

File Best Match Help

[ New Size Standard
| X Delete Current Size Standard

\ & Save Changes
Save As New Size Standard

i Import Size Standard

Export Size Standard

Import ABI Size Standard...
Export ABI Size Standard...

Export Project Size Standard

Exit

7. BpiOparth manky c ¢aitiom pazmepHoro cranaapta (Cl1-240) u moaArpy3uTh €ro B IporpamMmmy
GeneMarker/ GeneMarker HID.
8. 3akpeiTh 0kHO «Size Template Editor».

6.1.2. Co31aHue NpoeKTa aHAJIN3Aa JTAHHBIX

1. B BepxHem MeHIO IporpaMMsl BeiOpath «Filex», B Beimasiem crrcke «Open Datax. JIu6o,
3aHOBO 3anmycTuTh nporpammy GeneMarker/ GeneMarker HID. Kinuknyts mo «Open Data» B
okHe «Start your project».

Y Start your project

@ Open Data

Open Project »

2. Haxatp «Add» u 3arpy3uTh Hy>KHbIE (aiiiibl.
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Open Data Files x

Data File List:
i Add ]

Remove
Remove Al

i

Add Folder.

_How. | ST
3. Tocne nobGanenus ¢aitnos HaxaTe «OK».

4. Kmukuyts no «Run» B okHe «Run». Wnu 3anmyctuth aHanu3 HakaB Ha KiaBumy «Run

Project» B BepxHeM MEHIO.

Current Template: Syntol_KRS
» Run

b Auto Run

4= Previous

5. B otkpsBmiemcs okae «Run Wizard» u3 cnircka mab10H0B BeIOpath mabson (template) ms
Moau(UKAIMK, HaXKaTh HA HETO JIeBOM KHOMKOM MbImu. s mporpammer GeneMarker B rpade
«Analysis Type» BeiOpaTh THIT aHanu3a «Fragment», 8 GeneMarker HID rtakoii oniun Het. B
rpade «Panel» BeiOpare manens «Gilbert Syndrome», B rpade «Size Standard» BeiOpath
pasmepubiid ctangapt «CI-240», yka3aTh IIBET KpacKH pa3MEPHOTO CTaHIapTa U JIaTh HOBOE MM
mrabiony, Harpumep, «Gilbert Syndrome». Haxxate «Next».

Run Wizard >
Template Selection
Set the template of the project
¥ Select an existing template or create one
=] Age ~ Template Mame: |Gi|bert Syndrome|
“ GP Cattle
Panet |Gibert Syndrome =1 =
4 GlobalFiler
“ 1dentifiler Size Stardard: [5D240 =1
“ Minifiler
a inerplexFusiun_GC Standard Colar: |Drange ﬂ
“ PowerPlexY23
4 PowerPlex_16
4 DawarbDloy 18D e
" Use last template
& save | M Delete | | MNewt >3 | LCancel

6. B crnemyromem okHe BbIOpaTh HACTPONKM B COOTBETCTBUU C yKa3aHHBIMH HA CKPHUHILIOTE.
Haxartps «Next».
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Run Wizard

Data Process - HID Analysis
Set data process options

Raw Data Analysiz

v Auto Range (frame)
= O |

[ Smooth [” Enhanced Smooth

Baseline Sublraction:

™ Classic

[ Superior ™ Enhanced

[ Pullup Correction [~ Spike Removal

|v Saturation Detection [ 5 aturation Repair

Size Cal

i Local Southemn " Cubic Spline

i Save

Allele: Call
[ Auto Range [bps]

Stat 59 2] gy [0 2
Max Intensity ’m
Peak Dietection Threshold: ﬂ [ DyeSpecific
Min Intensity: ’m
Percentage > m Global Max

Mote: Use Panel Editar to set Min Intensity
and % Global Max for peaks within Markers

<< Back |

Mest s |

LCancel |

Cunopom Kunvbepa

7. B cnenyrouiem okHe BbIOpaTh HACTPOWKH B COOTBETCTBUHU C yKa3aHHBIMM Ha CKPUHILIOTAX JUIsS
GeneMarker HID. /IBa pa3a Haxats «Back» n BepHyThCS K IepBOMY OKHY [Ia0JIOHA.

Run Wizard

Additional Settings - HID Analysis

Set additional options related to the different analpsis type

[none

P.C. Template. 1: |NONE

P.C. Template 2: |NONE

Allele Evaluation
Peak Score:
Feject < |1.00 Check |7.00

I Misture Evaluation
0
K}

H save | |

< Pass

X
J [V Auto Select Best Ladder
ﬂ Allow Match # Varance: |0
j Max Swverage Size Diff 0.20
[~ Use Ladder Library
0.50
IV Auto Panel Adjustment
I~ Sample Qualty Sensor
<< Back | LCancel |

8. B otkpeiBmiemcs iepBoM okHe «Run Wizard» emé pa3 npoBepuTh BCe HACTPOMKH U HaXKaTh
«Save». Ternepb B CIUCKE 11a0JI0HOB TOSIBUJICS HOBBIN 1Ia0JI0OH aHaIM3a Il paboThl ¢ HAOOpOM
Gilbert Syndrome, mis mociaeayronux aHaIM30B MOXKHO BBIOMpATh €ro 0e3 JOMOJIHUTEIBHBIX

KOPPEKTHPOBOK.

Run Wizard

Template Selection
Set the template of the project

*+ Select an existing template or create one

1 Age A
4 GP Cattle

B

4 GlobalFiler

M Identifiler

[ Minifiler

4 PowerPlexFusion_6C

4 PowerPlexY23
4 Powarbloy 16 o

™ Usze last template

E save | 2 Deleta |

Template Mame: IW
Panel: ,W IR~
Size Standard ’hl M
Standard Color. | Orange -

| Mext»>

LCancel |

9. Jlns aHanmu3a TEKYILEro MpoeKTa Hy»KHO JIBa pa3a HaxaTh «Next», B mocnenneM okHe «OK».
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6.1.3. AHaJu3 pa3sMepHOro cTaHAapTa
1. Heo0xoanmo yoenuThCsi, 4TO BO BceX 00pa3iax mpaBUiIbHO MOAMUCAH Pa3MEPHBIA CTaHIapT.

Jlnst aTOTO0, B BEpXHEH MaHe n HY)KHO HakaTh Ha KHOTIKY «Size Calibration».
Tools Help

BH-aaikl  joaw ik

2. B orkpeiBmiemcsi okne «Calibration Charts» mpoBeputh Bce 00pasiibl MO CIHCKY H
yOEIUTRCS, YTO OIICHKA KauecTBa pa3MEpHOro cTaHmapta He Hmwke 96 6amioB u3 100. Eciu 310
BEPHO JIJIsl BCEX 00pasIoB, TO JaIbHEHIINE ICHCTBHS HE TPEOYIOTCSI, OKHO MOYKHO 3aKPBITh.

'—_’;\'51, Calibration Charts

=vik @8

Mo. | Sampl... | Score

1 [Cheb.. Jo8 |
2 Cheb... 98

Kono... 98

Kono... 98

Shtuk... 98
Shtuk... 98

= T, R )

3. Ecmu s kakux-1o 00pa3IoB OlleHKa KayecTBa pa3MEPHOTO CTaH apTa Hke 96 6ayioB, ero
HY)KHO IPOBEpPUTh, U, BO3MOXKHO, mepenonanucaTtb. g 3Toro, B chnucke oOpasloB BbIOpATh
HY)KHBII 00pa3el Ha)XaTHeM JIeBOM KHOMKH MBIIIH.

‘73'!;11 Calibration Charts
=Slvik &H
MNo. | Sampl... | Score
1| Cheb... |84 |
2 Cheb... 98
3 Kono... 98
4 Kono... 98
5 Shtuk... 98
6 Shtuk... 98
4, CnpaBa BepxHUH rpaduK — O3TO BHUPTYaJIbHBI pa3MEpPHBIN CTaHIAPT, MOCTPOCHHBIN

MPOrpaMMOi Ui MPOBEPKH, HA HEr0 HY)KHO OPUEHTHUPOBAThCS BU3yalbHO. ['paduk Hike —
pa3MepHbIi cTaHgapT BbIOpaHHOTO oOpasua. HyxHO yOenuThes, 4TO MaTTepH MOANMMCAHHBIX

IIMKOB HHUXKHET'O rpa(bI/IKa COBIIAZAACT C MMATTCPHOM ITMKOB BEPXHETO rpa(bm(a. HOI[HPIC&HHBIC IIMKHU
HMEIOT 3€IEHbIC TPEYrOJIbHUKH Ha BEPIINHAX.

Expected Size - SD240

80 70 80 90 100 110 120 130 140 150 160 170 180 190 200 210 220 230 240

100

Chebatareva—old_C3fsa BB47123
80 90 100 120 140 1680 180 200 220 230 240

¥y ¥ v ¥ v v v v

4,000

2000 ¥ v ¥ v

2.E‘UU S‘U‘UU 3.E‘UU 4‘UIUU 4‘E:UU E-.U‘UU E-.E:UU S.U‘UU G‘E:UU
5. Eciam Ha KaKUX-TO MHKaX TPECYIrOJIbHUKOB HE XBATACT, HY?)KHO UX IPOCTABUTH, HAXKAB npaBoﬁ

KHOITKOW MBIIIM Ha HY)XHBIH NHK W BbIOpaB B BbimaBmieM MmeHto «Add Peak». Jlns ymoGcra
rpaduK MOXKHO MacIITaOUpOBaTh.
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Expected Siz

80 70

Delete Peak
Add Peak

80 %0 100 110 120 130 140

Chebatareva—
90 120 140

100

¥ v ¥

Del

4,000
2,000
]

Fix Size
Reset Peaks

Update Calibration

Copy Current Calibration Data

6. JlumiHMe MUKK MOXHO YIAJIUTh, HAXKaB HA HUX MPaBOi KHOMKOW MbIM U BeiOpaB «Delete
Peak».

120 140 160

v
v

Delete Peak

7. Tlo okOHYaHMHM KOPPEKTHPOBKH IMUKOB CTaHJIapTa BBIOPAaHHOTO 00paslia, HY)KHO MpaBoil
KHOTIKO# MBIIIN HaXaTh HA CBOOOHOE TIOJIe MEX/y MMKaMH U B BBINAIAIOIIEM MEHIO BHIOpATh
«Update Calibration». IToBroputs mpomeaypy is BceX 00pasIioB, KauyeCTBO Pa3MEPHOIO
CTaHIapTa KOTOPBIX HIbKe 96 OamtoB. 3akpeiTh okHO «Calibration Charts» u mpecrynuts K

ananuzy IIKO.

120 140

v

160 180 200

v T

Delete Peak Del

—_—
1] 40
sbatareva—-ol

Add Peak

Fix Size
Reset Peaks

Update Calibration

F5

Copy Current Calibration Data
T = 1

-

6.1.4. AHaJu3 MOJIOKUTEJIBLHOT0 KOHTPOoJbHOro odpasua (ITKO)

1. KuiukHyTh 1Ba pa3a aeBoi kiaBuiiel Mol 1o dainy ¢ IIKO.
2. B Bepxuem MmeHro BeiOpath KaHai «Blue» ucmonb3ys knasuiry «Show Dye».
3.

y6e,£[I/ITI>C$I, yto BceM nmukaM IIKO no KaHalty «Blue» IMPHUCBOCHO BCPHOC 3HAUYCHHUC AJLJICIIA.

[Toanmucyu NWITHUX THKOB HYXHO YIAJUTh, BHIOPAB MX HAXKATHEM JICBOW KHOIKH MBI, C
noMoIb KHONKU «DELETE».

170

140 150 160 180 180 200 210 220

4,000
3,000
2,000

1,000

AN N

el b
6] 7]
4, Ecnu ocTamuch KEIThle WIN KpaCHBIC MOAINKNCHU MMUKOB, IIPU YCIIOBHUU, YTO OHHU BCPHBIC, UX

HY)KHO NpHHATH. [IpaBoil KHONKOW MBIIIM Ha)KaTh Ha IycToe ToJsie rpaduka, 0e3 NMHKOB, U B
BBINaBIeM MeHIo BeIOpats «Confirm all».

g_:_. N — A — - | 1. T
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Insert Allele

Delete Del
Undelete Shift+Del
Confirm Ctrl+M
Unconfirm Ctrl+Alt+M
Confirm All

Unconfirm All

View History

Tabmuia 3. AjiellbHOE COCTOSIHUE MOJIOKHUTEIILHOTO KOHTPOJIbHOTO 00pasia (ITKO)

Kanan Toxve XpomocomHasn AnjienbHOe
JAeTeKIun y JIOKAJTH3a1Us COCTOsIHUE
6
FAM UGT1Al 2 7

5. Ecnm mnpucBoeHHble 3HAYCHUS
HEO00XOMMO HACTPOUTH TTAHEIb.

ajuiesied HEe COOTBETCTBYET 3HAUCHUsIM B TaOJuIE,

6. Jlist HAacTpOWKM TaHeNn HeoOXOJAMMO B BEPXHEM MEHIO BbIOpaTh «TO0OIS», B BbimaBiieMm

criucke «Panel Editor».

File View Project Applications Tools Help

Iz
€ cnoted

E [l panel Editor

Ll Size Template Editor
Positive Control Template Editor
File Conversion
Database Manager 4

Pedigree File Name Match
File Name Group Tool
Convert Text to Binary Files

Validation Assistance 4

Export Electropherogram ...

&l Magic Wizard
E Show Last Event

7. B cnucke maHesell cieBa BbIOpaTh MaHENb IS pelaKkTHpoBaHHsA. Ecim wcmonb3zyere
nporpammy GeneMarker HID, to He BbIOMpaiiTe caMmyio BepXHIOK HaHenb. HyxHas maHennb
HAXOJIUTCS B OOIIEM CITUCKE IO aj(haBUTHOMY MOPSIIKY.

'-ﬁl, Panel Editor
File Tools Help

LI EB | =

- [ Gp_cattle_AB ~
- [# Gp_Cattle_aB_3500
]2’ Gp_Cattle_v7n

]? Gp_Cattle_va_4_AB (v
]? Gp_Cattle_v8_5 Hanod
[ PDMA test

[ sus_1

[ sus_21

[ sus_2

[ cs

? gordiz_pig_gordiz_1
2‘ VersaPlex_27PY

2’ Yiler

2’ ‘Vfler_Plus_Panel_v4
[ cs 041023

? Gilbert Syndrome

frei = W e

T e P [ [
G-E- BB B - B - B
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8. B cmucke o0pa3ioB HIKE BBIOPATh TOJILKO ToJokuTeNbHBIE KOHTponu (ITKO). C mumHmx
00pa3IoB CHITH TAIOYKH BBIJCIICHUS HAXKAB JIBAXK/IBI JICBOH KHOITKOM MBIIIIH.

H-E Samples

: Chebatareva—old_D3.fsa
Konaovalova-old_A3.fsa
B PKO_B3.fsa

e Shtukarev—old_E3.fsa

9. B okHe maHenu TPOBEPHUTh BCE MapKepbl Ha NPABUILHOCTH OIPENCIICHHS ajuieiei, u
Mapkepbl, B Kotopbix amwienu IIKO ompenenuanch HEBEPHO, CABUHYTH JIO MPABHIBHOTO
nojoxkeHust. s mepeIBiKeHUsT MapKkepa HakaTh W yAep:kuBaTh kinaBuiny «Shift», Haxars u
yIepKUBATh JICBOM KHOMKOW MBI HAa Ha3BaHUE MapKepa Ha TOJOCE CBEPXY U MBINIBIO
HepeIBUHYTh MapKep B HY)HOE MOJI0KeHHEe. TOYHO TakK jKe MOYKHO JIBUTaTh M OTACIBbHBIC aJIeITd
BHYTPH Mapkepa. MexIy KpackaMu MaHEId MOXHO MEepPEeKIII0YaThCs, HAKUMas Ha I[BETOBOE
0003HaYeHHE KPacKu B BEPXHEM MEHIO. B OkHe maHesm BO3MOXKHO TaKoe K€ MacIlITabupoBaHue,
KakK 1 Ha rpaukax oOpa3ioB B OCHOBHOM padoueM OKHE.

Gilbert Syndrome *

UGT1A1
169 170 171 172 173 174 17s 178 v 178
D e e

10. Tlo OKOHYaHWHW PEIAKTHPOBAHMS MAHENH, HECOOXOIMMO €€ COXpaHWTh, Ha)KaB Ha 3HAYOK
COXpaHEHHss B BEPXHEM MEHIO. MOXHO, TaKKe, OXPAaHHTh OTPEIAKTHPOBAHHYIO IMAHENb IO
HOBBIM Ha3BaHueM B MeHI0 «File» Beiopas «Save As New Panel».

11. Manee, HyxHO 3akpbiTh OKHO «Panel Editor» u 3aH0oBO mepes3amycTuTh aHAIN3 MPOEKTa, B
CTaHIAPTHOM IIa0JIOHE BBIOPAB OTPEIAKTHPOBAHHYIO MAHEb BMECTO OOBITHOM.

6.1.5. AHAJIM3 OTPULIATEIBHOI0 KOHTPOJILHOTO0 o0pa3ua (OKO)
1. KnuxayTh /1Ba pasa jgeBoi KiaBuuiei mpim no daitny ¢ OKO.
2. Y06enurtbcs, 4TO B IMANa30He BIXO/1A 1IEJIEBBIX ()PArMEHTOB OTCYTCTBYIOT KaKUe-JIH00 UKH,
KpOMe€ IIMKOB Pa3MEpPHOI0 CTaHJapTa.

6.1.6. AHaau3 oOpa3uoB
1. KnukHyTh ABa pasa JeBOW KJIaBUIIEH MBIIIH O (aiimy obpasia.
2. B BepxHem MeHIO BBIOpaTh aHAIM3UPYEMBIN KaHAa UCTIOJB3Ys KinaBuiry «Show Dye»
3. YOeautbcs, 4TO BceM MUKaM IO aHATTU3UPYEMOMY KaHATy IPUCBOCHO 3HAUYCHUE aJLIeIsl.

6.1.7. UckaroueHne U3 aHAIHW3a CTATTEPOB U apTe(PaKTHBIX MHKOB
Jlokyc, mpencTaBieHHBI B HaOOpe, HECET MUHYKICOTHIHBIE MOBTOPHI, YTO MPHUBOIUT K
00pa30oBaHUIO BBICOKHX CTATTEPOB (MOOOYHBIE MPOAYKTHI aMIUTU(HUKAIMU CBS3aHHBIE C
«IPOCKaNIb3bIBAHUEMY MTOJUMEPa3bl). OHM MOTYT HocTUrath A0 90% BeIMYMHBI OCHOBHOTO MHUKA.
A B ciiyyae HalMuus ABYX COCEOHUX ailieleil B JIOKyCEe, CUTHaJ CTaTTepa JUIMHHOW aiienu
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CYMMHPYETCSl C CUTHAJIOM OCHOBHOTO MHKAa KOPOTKOMW aJIJIENIH, YTO MPUBOJIUT K JAUCOAIAHCY TIO
BBICOTE aJuIeyeH.

UGT1A1
165 170 175 180 185

Taxxe, BO3MOKHO IPUCYTCTBHUE apTe(aKTHBIX MUKOB, CBA3aHHBIX C TIOCTAHOBKOW aMIITU(UKaLIUN
Hanpsmyro (MuHys ctaauio Beienenus [JHK).

UGT1A1

1710 180

|

JIJ1g UCKITIOYEeHH S U3 aHaJIM3a CTATTEPOB U apTePaKTHBIX MUKOB HY)KHO:
1. Hasectu Kypcop Ha UK CTAaTTEPa, BBIICIUTD €0, IIETKHYB JICBON KJIaBUIIECH MBIIIH.

UGT1A1
165 170 175 180

BN WAVAW Wi
ERCMEN]

2. HaxaTp npaByro KHOIIKY MBIIIIH U B OTKPBIBIIEMCs OKHE BbIOpaTh «Deletex.

27



SCNHTOA

Set Reference Peak Height
Edit Allele

Edit Comments

Insert Allele

Delete

Undelete

Confirm

Uncenfirm

Cunopom Kunvbepa

Del
Shift+Del

Ctrl+M

Ctrl+ Alt+ M

Confirm All
Unconfirm All

Undo

Show Columns >

Copy Table Ctrl+C

View History...

6.2. Anaau3 1anHbIx B Gene Mapper
6.2.1. Umnopr ¢aiiinoB A5 aHAIU3A JAHHBIX
[Ipn mepBoM aHanu3e AaHHBIX HEOOXOJMMO HMMIIOPTHPOBaTH (ailyibl MaHeau, OMHOB, a
Takke (ain pazmepHoro cranjapra. Dailsibl npegocTaBisAOTCsA MpousBoauTeneM Habopa. s
3TOrO:
1. 3Bamycruth mporpammy GeneMapper Software 6 B BepxHeM MeHIO HaxaTh «T00IS» B
BBINABIIIEM CIIUCKe BbIOpaTh «Panel Manager».

iy Genelapper Software 6 - Untitled [Generic] - gm Is Logged In Database XE3-10T-2019
File Edit Analysis View Tools Help
E3-1 BRR

GeneMapper Manager Ctrl+M | [ 3 ‘ |Tab|e8etl|n5
o o, PrOjECE g

Panel Manager Cirl+)

Study Manager ne Sample 1D

Cirl+T

Table Setting Editor...

Security Manager
Audit Manager ¥

Esig Administrator

Remote Shutdown...

Options...

I [ I
[«

e[ N[[e]r[w]n] =]

2. B otkpsiBiIeMcs okHe ciieBa Haxath «Panel Manager».
™ Panel Manager
File Edit Bins View

G | mf B W | W™ | anse: ML E S EEEEEEN

Kit Mame Kit Type | Caomment
| GenExpert_Sturgeon 1 [Genbspert_Sturgeon |M|c|osale none
[ GeCaltle 2 |GpCattle Microsate | none

3. B BepxHem meHro Haxathb «File» B Bbimasiiem criucke BoIOpaTh MyHKT «Import Panels».

T Panel Manager
File Edit Bins View

New Kit... Ctrl+N | Bin Set: -

Kit Mame
GenErpert Sturgeon
GpCattle

Duplicate Panel Kit Type | Comment

Duplicate Kit Microzate | none

Microzate | none
Import Panels...  Ctrl+M

Import Bin Set... Ctrl+5hift+B

Export Panels... Ctrl+E
Export Bin Set...  Ctrl+Shift+E
Export All Kits... Ctrl+K
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4. BeiOpath manky c ¢aitnom nanenu (Gilbert Syndrome_Panels) u moxarpysuts ero B
IIpOrpaMMy Ha)KaTueM KHONIKHU «Import».

5. Wlenknyrs no nanke Gilbert Syndrome nosiBuBieiicst B ciucke «Panel Manager»

™ Panel Manager >
File Edit Bins View

X | oW | = Bnse Vi e SEEEEED
=] o, Panel Manager Fanel Name Comment
L) GpCaltle 1 [ilbert Syndiome_Fanels | none
G PIG
[ GenExpert_Sturgeon
[C)GpPig 020823

: [C3) Test PDMAB
28 i Gilbert Syndrome

6. B BepxHem MeHI0 Haxath «File» B oTkpbIBIIEMcs cincke BeIOpaTh MyHKT «Ilmport Bin Set».

7 B2 Panel Manager |
_|Fle Edit Bins View

NewPanel..  CtrieN | Bin Set: - | NG EREE EBHEEEEEN
b Duglicate Panel Fanel Mame Camment |
1 Duplicate Kit [FTe=T=prdome_Faret | mare

miport Panzls..

Import Bin Set.. Ctri+Shift+B
Export Panels.., ChivE
Export Bin Set.. CirisShift+E

Export All Kits... Cid+K

7. BeiOparp manky c ¢aittom 6unos (Gilbert Syndrome_bins) u moarpy3uts ero B mporpammy
Ha)kaTHeM KHOMIKHU «Import». 3akpeite okHO «Panel Editor».

8. B BepxHeM MeHIO HakaTh «T00IS» B OTKpBIBIIEMCS CIHCKe BbIOpath «GeneMapper
Manager».

7 GeneMapper Software & - Untitled [Generic] - gm Is Logged In Database XE3-1oT-2019

File Edit Analysis View Tools Help

i B H | % @ GeneMapper Manager Ctrl+M | - d‘ | Table Setting
...... =2, Project ‘z Panel Manager Ctl+) [
L

Study Manager e Sarnple 1D

Table Setting Editor...  Ctrl+T

Security Manager
Audit Manager >
Esig Administrator

Remote Shutdown...

alel=[~[o[a]&[w[N] =]

Options...

[ [
[«

9. B BepxHeii CTpoKe OTKPBIBIIIETOCS OKHA MEpeiTH Ha BKIaAKy «Size Standards» u Haxath
KHOTIKY «Import».
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™ GeneMapper Manager x
Projects Analysis Methods Table Settings Plot Settings
Cluster Plot Settings Matrices Size Standards SNP Sets Report Settings
Hame Size Standard Dye Last Saved Owiner Ty
sd-450 Orange 20220128143317.0 |am Ba
CD-240 Orange 2022.01-1813:14130  |gm Ba
cd420 Orange 02203251277.270 [gm Ba
cd00 Fed 20220325120301.0 [am Ba
SMPlex_48plex_v1 Orange 2003-09-26 2216:34.0  |am Ba
GSEOOLIZ Orange 20080627 2203440 [am Ba
GSE00LIZ+Momalization | Orange 20080627 2153540 |am Ba
GS500R0K Fed 20080418 01:58:46.0 [gm Ba
G5500(-25, 250, 340R0X | Red 20080612 0404140 [am Ba
GS500(-35,250,-340LZ | Orange 20080418 01:53:07.0 |am Ba
G5500(-2500R0X Fled 20080418 0156150 [gm Ba
GS500(-2500L1Z Orange 20020821 00.0236.0 |am Ba
GS400HDRDX Fled 20020821 00.02360 |am Ba
G5350RM: Fled 20020617 01:26:47.0 |gm Ba
G5120LZ Orangs 20020821 00.02360 |am Ba
< 3]
New Open Save As Export Delets
Help Done

10. BriOpats nanky c ¢aitom pazmepHoro crangapta (CJ-240) u noarpy3uTs €ro B mporpammy

HakaTheM KHonku «lmport».

11. Tlepetitu Ha BkiIaaky «Analysis Methods» u maxaTts kHOTIKY «Import».

" GeneMapper Manager

Flot Settings
Projects

Cluster Plot Settings

Malrices
Analysis Methods

Size Standards

SNP Sets

Report Settings
Table Settings

Name

Last Saved

Owner

Tnstrument

Analpsis Type

GF Catlle

2023037015:47.440 |gm

Miciosalelite

GrLattle

20220209 15:11:240 [am

Gp FIG

202307:2010:43160 |gm

Miciosalelile

6 chendl

20221111 15:27.56.0

am

Miciosalelite

Tast FDMAE

20220524 14:2307.0 |gm

Miciosatelite

Ger xpert Sturgeon

20220224 15:3437.0 |gm

Miciosalelite

SMPIex_Rules_3720

200403.21 2233020

m

ez

SHPlex Rules 3730

SNPIex_Rules_3130

20080418 01:5807.0 [gm

EE]

SNPlex Rules 3130

SNPIex_Madel_3730

20040321 2238480 |gm

70

SNPlex Model 3730

SNaPshal Defaul

200307.26 0510.08.0 |gm

SNaPshate

Microsatelite Defalt

2005.06.09 00:50:00.0 |gm

Miciosalelite

AFLP Defaul

20040717 03:21:180 |am

Open.

Save As..

Import... Expot...

Delete

Help Done

12. BeiOpars manky c daitmom meroma (Gilbert Syndrome_method) u moarpysuts ero B
porpaMMmy HaxkaTueM KHomku «lmport». 3akpsiTe okHO «GeneMapper Manager».

6.2.2. AHAJIM3 JAHHBIX
1.

crircke BeiOpath «Add Samples to Project».

B mporpamme GeneMapper Software 6 B Bepxuem mMeHI0 BeIOpaTh «File», B OTKphIBIIEMCS

T GeneMapper Software & - Untitled [Generic] - gm Is Logged In Database XE3-10T-2019

File Edit Anslysis View Tools Help

cisn | W | M | b @ | Table Setin

New Project...
Open Project...
Close Project
Save Project

Save Project As...

Add Samples to Project...

Associate Samples...

Ctrl+0

mple File

Sample Marme

Sample D

Ctrl+5

Ctrl+K

2. B oTkpsIBIIEMCs OKHE BBIOMpATh Manky ¢ daitnamu i aHanu3a U Haxats kKHonky «Add to

list» BHU3Y MO/ CICKOM TaroK.
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a? Add Seenghes to Project

| e view
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BriOpanHas nmarnka MosiBUTLCS B OKHE CHPaBa, BHU3Y HaXaTh KHONKY «Add».

[ # dd sormptes o Prect x|
it view
Fies Grux Datshase Samples To Adk:

~l| @[] 05102023 G rastivorka_i1_50_26 F5a

i
B 0202365 alest 143429
d | M am AL

s 2
d | IS0 20l 1153 10
¥ DD SsRIgadent

iz

@ 22 ga
b 060022 meuam 10_29 54
4| 06102022 Giobol Fder FTA

. 5
6 OG1022 o 66C 2 mavena rup_13.59_17

W e
4. Jlns oOpasioB BbIOpaTh paHee HMIOPTHPOBaHHbIE B mporpammy: «Panel» — Gilbert

Syndrome», «Size Standard» - CJI-240, «Analysis Method» - Gilbert Syndrome_method.

Samples

Stalus _[Sarple Fie Sample Name |Comment [Sample T[SFN[nalysis Method Panel Size Standard Metrix [SNP Set [Run Instrumer [Fun Dete [REF 501 [SFWF |1
1 Isaev 0.5 ng_A2.f5a laev 05Ny [Mone |Sample [NA Giluert Syndrome_method Gilgert Synerom | CD-240 ’W ABITT30 |a¥1304 [ 2023-10- ICH
2 Isaev 0.5 ng_B2 fsa lsasv05ng [None |Sampls |NA Gilbert Syndrome_method Gilbert Syncort | CD-240 |610202: [ 4813130 | 531304 | 2023-10- CH
3 Isaev 1 ng_G1 fea Isasving  [Wone |Sample |NA Gilbert Syndrome_method Gilbert Syncort | CD-240 |610202: [ 4813130 | 531304 | 2023-10- CH
n Isaev 1 ng_HI 53 Isasving  [Wone |Sample |NA Gilbert Syndrome_method Gilbert Syncort | CD-240 ’W ABI3130 [5a31304 [2023-10- CH

3aHy0TI/ITI) aHaJIn3.

6.2.3. AHAJIU3 pa3MepHOro CTaHAapTa
1.

Heo0xoanmo yoenuThest, 4To BO BceX 00pa3iax MpaBUiIbHO MOANUCAH Pa3MEPHBIN CTaHIapT.

Jl1st 3TOTO0, HY’)KHO IpOBepuTh 3HaueHus SQ as Bcex o0pa3uoB B npoekre. Eciau SQ — 3enéusblit

KBaJpaT, TO pa3MepHbI cTaHAapT 3Toro oOpasma noamucad BepHo. Ecim SQ

JKEJITHIN

TPEYIrOJIbHUK, U KpaCHBIﬁ Kpyr, TO CTaHOApT HeO6XOI[I/IMO MMpOBEPUTD.

el [sE

[sa0 [arnM [sFNF [MNF [SNF [0S [sa

CHCEE
D07 ] [

® |
® |
® |

2. I[JISI 9TOr'0, HY’KHO BBIJCIIUTH BCC IPOBCPACMBIC 06p33I_ILI n B BerHefI IaHCJIN HaXXaTb Ha

kHOMKY «Size Match Editor».
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T GeneMapper Software 6 - 46465 [Generic] - gm Is Logged In Database XE3-loT-2019
File Edit Analysis View Tools Help

GO | LF EECOU | DBE | P @ s

‘@Bl rPe | De

) ‘Samp
u_. | samoes Gonoees i et

[Siatas aiix [N Set

3. B oTkpeBmIEMCS OKHE M3 CIHUCKa CJIeBa HY)KHO MOOYEPETHO BBHIOMpATH OOpaslbl s
MPOBEPKH HaKaTHMEM JIeBOW KHOMKM MblmH. Ha rpaduke cmpaBa OyayT oToOpaskaThCsl HX
pa3MepHbI€ CTaHaPThI.

"% Size Wakch Editer bt
File Edit View Tooks

x 8o |
baey 05ng_i2ka
laany 15g_B2fsa
nasy 1 ng_G1fes Sizing Cuality = 4.0 Guarisa €0
saey | ng_H1fea

Size Maiches  Soe Caing Curve

4. HenpaBwibHO TOJANMUCAHHBIA MUK MOXXHO YAQJIWTh WIM NEPEUMEHOBATh, HAXKAB Ha HETO
MPaBOM KHOMKOM MbIIIM. HenoanucanHblil MUK Tak K€ MOKHO MOAMUCATh.

Sze Matches  Sie Callng Curve

Sizing Quatiy =08 Ovanide 50

™ SdlectSaze X

5. Ilo oxoHYaHMM peAAKTUPOBAHUS PA3MEPHOTO CTAHAAPTA, HY)KHO HaXaTh KHOIKY BHHU3Y
«Apply», 3arem, «OK». TTocie npoBepku U HCIpaBieHHs Bcex 00pasioB, okHo «Size Match
Editor» mosxHo 3akpbITh. [lanee, MokHO pUCTynuTh K ananu3y IKO.

6.2.4. AHaJM3 MOJIOKUTEIbHOT0 KOHTPOJIbHOro odpasua (ITKO)
1.  Otxkperts 06pazen [TIKO

2. B BepxHEM MEHIO OTKIIFOUYUTH BCE KaHAJbI, KpOME CHHET0. Y OETUTHCS B TOM, YTO BCEM MTHKAM
ITKO mo naHHOMY KaHaTy MPHCBOCHO BEPHOE 3HAYEHHE AJJIEBHOTO COCTOSHUS (CM. Tabmuity 4).
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[Moanmucn NWIIHUX MHKOB HYKHO YIAllUTh, BHIOpAaB WX HAXKATHEM JICBOW KHOMKU MBI, C
nomoIbio KHonku «DELETE».

UGeT1A1
160 200

I

Tabnuna 4. AjuteapbHOE COCTOSHHE MOJIOXKHUTEILHOr0 KOHTpostbHOTO 00pasiia (ITKO)

B
E!

Kanan Toxve XpomocomHas AnjienbHOe
JAeTeKIUun y JIOKAJIU3AI U COCTOsIHUE
6
FAM UGT1Al 2 7

3. Ecnmm mnpucBoeHHbIE 3HAYEHUs alielied HE COOTBETCTBYET 3HAYCHHUSM B TaOIUIE,
HE00XOIMMO HACTPOUTH TTAHEIb.

4. ]lns HACTPOWKH MaHeIn HEOOXOJMMO 3aKPhITh OKHO ¢ 00pa3ioM. B BepxHeM MeHI0 BBIOpaTh
«Tools» B oTkpsIBIIEMCS cIECKe BEIOpaTh «Panel Manager».

= GeneMapper Software 6 - Untitled [Generic] - gm Is Logged In Database XE3-10T-2019
File Edit Analysis View Tools Help

i H | E] @ GeneMapper Manager Ctrl+M | = @ |Tab\e Setting
By Project B Panel Manager Ctrl+J

Study Manager e Sample 10

Table Setting Editor...  Ctrl+T

Security Manager

Audit Manager >

Esig Administrator

Remote Shutdown...

[l ~[o]a] R [w]m]=]

Options...

T I I
[«

=]

5. B otpeiBuiemcs okue BbiOpath manky Gilbert Syndrome. B weii otkpeith nanky Gilbert
Syndrome, B pe3yabTaTe 0TOOpA3UTCS JIOKYC.
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™ Panel Manager

File Edit Bins View

x
i X | Bf M M | B ™ | 8 Set|Gibet Syndrome_Bns YL E>2E EEEEEED
[=] d%hpane\ Manager ‘ Universal Matker Name Dye Colo Min Size Max Size Control Alleles Mamker Mader |Analysis Method Co|
[Z)GpCattle 1 [UGT1AT ’m’ﬁﬂ |1781 ‘ ‘2 ‘nn | |nu
2Gp PIG ” 5
() GenExpert_Sturgeon
- (E)GpPig 020823
(D Test PDMAG
=59 Gibert Synerome
2
T UGTIAT
6. B Bepxuem meHro Haxkath kKHONIKY «Add Reference Data».
I 2 Panel Manager %
|File Edit Bins View

i > | W M M | M ™ | BnSet|Gibet Syndrome_Bns

vViaE>2E EEEEBDEN
(=, Panel Manager Universal Mamker Name | Dye Colo [Min Size |Max Size Control Alleles tdaker Mater Analysis Method Cal
- E)GpCattie O Ble  |1638 [1781 [ro
p 5Gp PIG < >
I GenFxpert_Sturgeon
- [(GpPig 020823
- [E3)Test POMAS

123 Gilbert Syndrome
E]

- UGT1A1

7.
obpaszer I[TKO. Haxars «Add To List».

"™ Add Microsatellite Reference Data
Edit
GM Database

Saarch Citeria

‘Samples To Add

Al

Project
Sample
Anaiysis
Genolypes
SNP

Sesrch Results Sesrch Gance!

B | 46465
- | 13102023 GS_18_56_25_FSA
.
05102023 GS rastirovka_11_00_26_FSA

Ada ToList>>

8.

CripaBa nosiBsiTCsl BBIOpaHHbIE Marnka u (aii.

= Add Microsatellite Reference Data
Edit

GM Database
Search Grteria
Al

Project
Sample
Analysis
Genotypes
SNP

Seareh Rezults S=aren Caneal
E]

45465
-] | 03102023 GS_18_56_25 FSA
.
05102023 GS rasttrovka_11_00_26_FSA

Add ToList=>

Samples To Add
=

B oTkppiBIIEMCS OKHE BHH3Y clieBa BbIOpaTh Mamky C JaHHBIMH IIOCTAHOBKH, BBIOpaTh

BHusy cripaBa HaxkaTh KHOIIKY «Add».

9. B mpenpinymieM okHe cieBa NOSBITCA BeIOpaHHBIE pedepeHcHble 00pa3ibl. BeiOpaTs okyc,

JUIsL peJaKTUPOBaHUs, BHU3Y BeIOpaTh oOpaser I1KO.
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10. B oTKpBIBIIEMCS] OKHE OTKJIFOYHTH BCE KaHAIIbI, KPOME peIaKTUpyeMoro. BHu3y HaxaTh Ha
TOPU3OHTANBHYIO JIMHUIO JHMana3oHa JIOKyca, Ui OTOOpaXKeHMs TIpaHHMI] JIOKyca. Pacmmpurh
T'PaHHUIIBI JIOKYCA U CIBUHYTH OUHBI JIOKYCA, IPH ATOM JMAIa30H MIPOMEKYTKOB MEKIY AJUICISIMU
JOJKEH OBITH COXpaHEH.

™= Panel Manager *
File Edit Bins View
| g | i | | | Bin Set: | Gilbert Syndrome_Bins ~ | A N A | . EEEDN

Bl g8, Panel Manager
<[ GpCattle

Gp PIG 4400

[5) GenExpert_Sturgeon

IC1GpPig 020823

[ Test PDMAG .

=3 Gilbert Syndrome
[=IC Gilbert Syndrome_Pan 3200

5 5 7 &

4000

200
2400
o000
1600
1200
< > 00
- 4, Reference Samples oo /L A

[
165 186 167 182 163 70 171 7z 73 174 178 198 17F 178 179 180 131 132 183

UGT1AT

OK Cancel Apply

11. TIposepurtsh, uro Bcem nukam [IKO Obutn mprCBOEHBI BEpHBIE 3HAYECHUS.

12. Tlocne HaCTPOWKH 3HAYCHHMI JIOKYCa HaXKaTh KHOTIKY «Apply».

13. TloBTOpUTH NEHCTBUS CO BCEMU JIOKYCAMU, KOTOPHIM OBLIIM HEBEPHO MPHUCBOEHBI aJlJIe/IbHbIE
COCTOSIHUSI.

14. Haxatp kHOTIKY «OK».

6.2.5. AHaJM3 OTPUIATEJIHHOT0 KOHTPOJIbHOro oopasuna (OKO)

1. Otkpseith 00pazen OKO.

2. YOeautbcs, 4TO B TMana30He BBIXOJA LIEIEeBbIX (PPAarMEHTOB OTCYTCTBYIOT Kakue-I100 MUKH,
KpOMe IMUKOB Pa3MEpHOro CTaHAapTa.

6.2.6. Anajau3 odpa3sna

1. OtkpeIiTh OOpazer.

2. B BepxHem MeHIO BBIOpATh aHATM3UPYEMBbIi KaHa.

3. YOeautbcs, 4yTO BCEM IMHUKaM aHAIM3UPYEeMOro oOpaslia Mo JaHHOMY KaHally HMpPHUCBOEHO
3HAYCHUE aJLICIIs.

7. AHTEPIIPETALIUA PE3YJIbTATOB
IIpu ananu3e noKyca HEOOXOUMO YUUTHIBATD CIEAYIOIINE TYHKTHI:
- B mpenenax oIHOro JOKyca BO3MOXKHO [Ba BapHaHTa aJUIEJIbHOIO COCTOSHUS,
TOMO3UTOTHBIN — OJJH MUK B JIOKYCE, U T€TEPO3UTOTHBIN — [1Ba ITUKA B JIOKYCE.
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UGT1A1
165 170 175 180 185

I N AVAY A

- ==
I'ereposurothsiii renotun (TA)6 / (TA)7

UGT1A1
165 170 175 1380

. AAJ\J’\ |

el

I'omosurotHsiii redotun (TA)6

- Jlokycel, ucmonsdyembie B Habope Gilbert Syndrome aunykmeotuasl (aienn
JIOKyca OTIMYAIOTCS Ha 2 HYKJIEOTHAA), B CICACTBUU 3TOTO ISl KOKIOW ajlled XapaKTePHBI
BBICOKME  CTaTTephl  —  MPOAYKTHl  aAMIUTU(PHUKAIHMHA,  KOTOpPHIE  OOYCIIOBJICHBI
«IIPOCKAIB3BIBAHUEMY TOJIMMEPA3bl TPU aMIUTU(PHUKAIMA MHUKPOCATTCIUTHBIX yYacTKOB.
Pasmep crarTepa OyzneT oTIaMYaTHCS OT pa3Mepa IeJICBOTro ajuleisi Ha 1Ba HYKJICOTHIa. Y POBCHb
curHaia crarrepa oObr4Ho He npeBbimaet 50-70% amnens.

- Eciiu B n0Kyce ayienu OTJIMYaloTCsl Ha OJIMH MOBTOP (2 HYKJICOTHAA) cTaTTep Oosiee
JUTMHHOTO aJUIeIsl HAKJIbIBACTCS Ha IIeJICBOM MUK KOPOTKOTO AJIIEIIs, TEM CAMbIM yYBEITHUUBAs
YPOBEHb €TI0 CHTHAJIA.

UGT1A1
165 170 175 180 185

BINAYAY AN

T
I'eteposurotrsiit renotun (TA)6 / (TA)7 ¢ HalloXKeHHUEM CTaTTepa ajieau 7 Ha ajlieb 6

B xone uccnenosanus, nomumo amieneii ¢ (TA)6-moBropamu (UGT1A1*1) u (TA)7-
nosropamu  (UGT1A1*28), wmoryr onpenenstbes penkue amtenu: (TA)S-moBTopos
(UGT1A1*36) — 4uTo CBHICTENBCTBYET O MOBbINICHHOW (yHKIMU (epmenta, u (TA)S-
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noBTopoB (UGT1A1*37) — koraa aktuBHOCTh Y IPI'T1 3HAYNTENHHO CHIKEHA.

Tabauua 5. Bo3amoxHble reHoTunbl B reHe UGT1A1

TI'eneTnueckui
T'en Bo3Mo:KHBIE TEHOTHIIBI
MapKep
(TA)5/(TA)5
(TA)5/(TA)6
(TA)6/(TA)6
UGTIAI VDI~ (TA)S/(TA)7
2moKyporunmpancpepasza 1
ubp 8175347 (TAGNTAYT
glucuronosyltransferase 1 TA M) | s (TA)S/(TA)8
family, polypeptide Al
OMIM ID: 191740 (TA)6/(TA)8
(TAYTI(TA)T Kananueckn
(TA)7/(TA)8 3HAYUMBIH
(TA)8/(TA)S renotn

Pekmamariuun Ha HAOOp pEeaKTHBOB HAIIPABIATH 1O anpecy: 127434 r. MockBa, yi. TumupsizeBckasi, 42,
ten. (495) 977-74-55, syntol@syntol.ru
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