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1. OIIUCAHUE HABOPA U OBJIACTb IPUMEHEHUA
1.1. Onucanne nadopa

HaGop pearentoB «Cungpom Xumsbepa (Gilbert Syndrome)» mnpennasnauen s
MOJICKYJISIPHO-TEHETHUECKON TUAarHOCTUKHU cuHApoMa JKuibOepa, OCHOBaHHBIN Ha ONpeaeIeHUN
kosnmdyectBa TA-moBTOpOB B mpomoTopHOi obmactu reHa UGT1Al meronoMm KanmmuIsIpHOTO
anektpodope3a. B ocHoBe paboThl HabOpa JSKHT aMIUTUGUKAIUS MPOMOTOPHOM 00JIacTH
rera UGT1AL, xapakTepu3yomascs yBeINIeHHEM KOTHIECTBOM TA-TIOBTOPOB C MOCIETYFOIIHM
aHanuzoM JuiiH [THP-npoaykToB MeTOI0M KanMIUISIPHOTO 3JIeKTpodopesa.

Uccnenyembiii Mapkep mpeacTaBisieT co0ol 00JacTh AMHYKICOTUIHBIX TA TMOBTOPOB
renomHoit JIHK, B HOpmMe BcTpeuaromuecs B reHome uesnoBeka B Bapuante (TA)6. OgHako, B
pe3yabTare MyTallud, BO3MOXKHO, M3MEHEHHUIO YHCIa HYKJICOTHIHBIX MOBTOpOB. KommuecTBo
MOBTOPOB U pa3Mep aMIUIU(PUIUPYEMbIX (ParMEHTOB U3BECTHBI U MOTYT OBITH OIpe/eeHbI
METOJIOM KammUIspHOTO 3JekTpodopesa (Tabmuna 1).

Tabmuna 1. Xapakrepuctuka Mmapkepa UGT1A

Kpacurean Jlokyc AJLlenbHblii Bapuant | JlinHa pparMenTos, I.o.!
(TA)5 171
(TA)6 173
FAM UGT1A1
(TA)7 175
(TA)8 177

'Pasmepnl anneneil MoryT BapbMpOBaThCS HPU MCHOJIB30BAHUM PAa3HBIX IIOJMMEPOB HIIH
KOH(urypauuii npudopos

Pasmep ammmupunupyemsix TP npoxykToB Haxomautcs B auanazone ot 171 no 177 map
HYKJIEOTH0B. Paznienenrne aMInMKoOHOB, IOay4eHHBIX B pe3yiapTate [P, npoBoauTcs merogom
KalWJUISIPHOTO AJIEKTPOQope3a ¢ UCTI0Ib30BaHUEM aBTOMAaTUYECKUX T€HETUUECKUX aHAJIN3aTOPOB
(manpumep Hanodop 05/ Applied Biosystems 3500).

JUnst momy4eHust JOCTOBEPHOT0 TeHOTHIIA HcciieyeMoro obpasia goctatouno 0,5 HaHorpamm
(ur) ve nerpaaupoBanHoit JIHK. Ontumansaoe xonuuectso JIHK B peakuuro — 5 Hr. J{uanason
koHnenTpanuii JIHK nns nposenenns ammmudukanum ot 0,5 10 20 HT B peakuuio.

MaxkcumanbHbIi 00beM BHOCUMOTO B peakiuto pactsopa JJHK cocrasnser 5 mxn. OOmumit
00BEM peaKIMOHHOW cMecH — 25 MKJI.
Bo3smoxno nposeaenue npsamou I11P:
1) C Buecenuem 0,4 MKJI LIEJIbHOW KPOBH B TIPUTOTOBJICHHYIO PEAKIIHOHHYIO CMECh.
2) C BHecenmeMm 2 MkJa pactBopa KpoBb/H20 (2 mxn kpou + 100 mxn H20) B
MPUTOTOBJICHHYIO PEAKIIUOHHYIO CMECH.

1.2.06s1acTh NpUMeHeHHs
HaGop moxeTr OBITH WCHOJIB30BAaH TOJBKO IS HAYyYHO-HCCIIEOBATEIBCKUX IIEJICH.
Habop He npeana3HaueH A IPUMEHEHHUS B MEAUIIMHE WIH BETEPUHAPHUU.
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2. XAPAKTEPUCTHUKA HABOPA
KomnonenTs! Habopa SBISIOTCS 0OHOPA30BBIMHU.

2.1. CocTaB HaGopa

Oo0beMm, | KoangecTBo
Ne | HaumenoBauue | Cocras ' '

MKJI T
1 | PC 2,5x PeakiimonHas cMech 1000 1
2 | CII Cwmech cniermududeckux mnpaiimepos | 500 1

[TonoxuTenbHbIA KOHTPOIBHBIN
3 | IIKO o0pa3zer — cTaOuIM3UPOBAHHBIN 15 1
pactBop JIHK yenoBeka
Crangapt 1yivH — Habop
4 | ca-240 (dbparMeHTOB U3BECTHOM JIUHBI (60,

70. 80, 90, 100, 120, 140, 160, 180, | 190 1
200, 220, 230, 240)
5 | H20 HenonunsoBannas H,O 1000 1

2.2.Koan4yecTBO aHAJIU3UPYEMBIX PO
Hab6op paccuntan Ha npoBenenue 100 peakiuii, BKIIFOYast KOHTPOJIbHBIE 00pa3Ibl.

2.3. YciaoBusl XpaHeHHsI ¥ TPAHCTIOPTHPOBAHUS, CPOK T'OHOCTH
Temmeparypa xpanenus — ot -18 o -20°C.
TpancnoptupoBanue — rnpu temmeparype ot +4 1o +8°C B TeueHue HeJenu.
Cpok rogaocT Habopa — 12 mecses.

2.4. Heo0xonmMble MaTepHaJibl, He BXOsIIMe B HA00P M J0NOJHUTEIbHOE
o0opynoBanue

HITatus mis mukporpodupok 1,5 ma (“PM-96x1,5 /2,0, kar. Ne CT-17).

[Tpobupxku 1,5 unum 2,0 M.

Itatus mis 96-tu nynounsix [P mnanmer wmu crpumnos. (‘TILP-96%, kat. Ne CT-12).

JHozatop nepemenHoro oowema Ha 1000, 200, 20 u 10 Mk

Hakoneunuku ¢ a3po30pHBIM OapbepoM AJis Jo3aTtopa nepemenHoro oosema Ha 1000, 200,

20 u 10 MK

6. 96-tu mynounsie TP ruranmieTs! nim MukponpoOupku B ctpunax s [TLP.

7. Tlnenka ans 96-tu siyHouHbIX TP miaHmer uim KpbIKY K MUKPOIIPOOUPKAM B CTpHUIIaX.

8. Lentpudyra-soprekc aas nmpooupok oobemom 1,5 wau 2 mi (Lukmoremn-901).

9. Uentpudyra st 96-tu mynounsix [1L[P nianmer.

10. TIpu6op s npoenenus ITLP.

11. Tlomumep aJIst NPOBEACHHUS KaMWILIIpHOTO anekTpodopesa ([IJIMA-4).

12. Bydep mis npoBeneHus KammuisipHoro nekrpodopesa (TATIC).

13. JlemoHuzoBaHHBII GopMamu.

14. Amromartmdeckuii reHeTHueckuii ananuzarop (Hanodop 05).

agrONE
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3. MPOBEJEHUE PEAKIIUU AMIIVIN®UKAILIUHA
3.1. IToaroroBKa K NpOBeJeHUI0 peaKuuy aMIIupuKaAun
JIns mpuroroBneHnss pabodeil peakIMOHHOM CMECH pacCUuTaTh TpeOyeMoe KOIUYECTBO
pearentoB PC u CII ucxozs u3 TabauIsl 1 KOJIUYeCTBa 00pasoB:

Tabmuua 2. Pacuer paboueil peakIIHOHHON cMecH

Pearent Pacxox pearenToB
Ha | peakiuio, MKI pexomenayemoe KonmuecTBo st N 06pasios
PC 10 10xN
Cll 5 5xN
JHK 1-5
H20 JI0 KOHEYHOT0 00beMa 25 MKII

rae N — koiamdecTBo 00pas3IoB

BAJKHO!!! C kaxmoii cepueil ucciaeayeMbix 00pa3iioB HEOOXOIUMO aMILTH(PUITUIPOBATE OJIUH
HOJIOKUTEIbHBIA  KOHTPOJbHBI oOpasenr ([IKO) wu oxuH OTpUIATENbHBIN
KOHTpOJIbHBIN 00pazen (OKO).

Bxirounte B pacdeTbl  NPUTOTOBJIEHHMS  paboyeil  peaklHOHHOM  cMecu
JIOTIOJTHUTEILHYIO PEAKIIMIO /71 KOMIICHCAIIMH MTOTPEITHOCTH MTUIIETUPOBAHMS.

1. Pasmoposutrs mpobupku ¢ PC u CII, mepememars Ha BOPTEKCE U KPATKOBPEMEHHO
HEHTPUPYTHUpoBaTh AJis cOpoca Karneib.

2. B ormenpHOI uncToit mpoOupke moaxossmero o0séma cmemars Heooxonumbiii 00eM PC u
CII (cormacHo Tabmuie), mepemMelarb cMech Ha BOpPTEKCe M LIEHTpUdyrupoBaTh A cOpoca
Kareb.

3. Buecrtu B npobupku asst [P (ruiaHmerst, cTpusl) mo 15 MKJI IPUTOTOBICHHON paboueit
PEAKIHOHHOW CMECH.

4. Hcnonb3yst HAKOHEYHUKH C a3pO30JIbHBIM 0apbepoM, BHECTH B MPOOUPKHU (Ha CTEHKY) oT 1
0 5 MKJ ucciaeayeMbix 00pasioB. [Ipu HeoOXxomuMocTH, o0mMil 00beM JOBECTH 0 25 MKJI
nenonn3zosanHour H»O.

5. B onny u3 mpoOupok (IJIaHIIEThI, CTPUIIBI) C MPUTOTOBIEHHOW paboyeil peaknOHHON
cmecbto BHectd 10 mka aenonuzoBanHO# H20 (oTpunarenbHbIi KOHTPOJIBHBINA 0Opasel), a B
Ipyryto npobupky (manmer, ctpun) BHecTH 1 mka IIKO (monoxuTenbHbIA KOHTPOJIBHBIN
oOpazen) u 9 Mk nenornnzoBanHoi H0.

6. 3axperrs [1LP nmpoOupkw.

7. Tlepememath comepKuMoe MUKPONPOOMPOK Ha BOPTEKCE M LEHTPUPYTHUpOBaTh A cOpoca
Karesb. Y0eauTbcsa B OTCYTCTBUU Iy3bIpel B MPOOUpPKaXx.

3.2.11oaAroToBKA K NPOBEIEHUIO PeaKIUM aMILUIM(PUKALMYT U3 LeJbHOH KPOBH
Habop pearentoB «Gilbert Syndrome» mo3Boisier mpoBeCTH peakuuio aMILTU(QHUKALUN U3
LEJIbHOM KPOBH HANPSIMYI0 MUHYS cTaauto Beaenenns JJHK.

IlepBbIii cioco0:

Buectu B npo6upky juist [TLP 10 mka genonnzoBanHoi H20.

Jlo6asuth 0,4 MKJI IETTEHOM KPOBH.

[lepemeriats copepkxuMoe Ha BOPTEKCE U LIEHTPU(YTUPOBATh JUIsl cOpoca Kamelb.
Pasmopo3ute mpobupkun ¢ PC u CII, mepememniath Ha BOpPTEKCE W KPAaTKOBPEMEHHO
ueHTpH(pympOBaTL 11 cOpoca Kareib.

el NS s
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5. B oraenpHON 9MCTOM MPOOUPKE MOIXOAIIETO pa3zMepa cMemaTh Heooxoaumbiid 00bem PC u
CII (cormacHo Tabmwuie 2), nmepeMeriath CMeCh Ha BOPTEKCE W HEeHTpudyrupoBaTh s copoca
KareJb.

6. Buectu B mpobupku mns [P co cmechio 0,4 mka kposu ¢ 10 mxa HoO mo 15 mka
MIPUTOTOBJICHHOUW paboyell peaKIIMOHHON CMECH.

7. B oany u3 npodupoxk I[P (rmaHmeTs!, CTpUIbl) BHECTH 15 MK IPUTOTOBICHHOH paboueit
peaknroHHor cMmecu W BHecTH 10 Mk aenonmzoBaHHOM H2O (oTpumaTebHBIA KOHTPOIBHBIM
obpaseir), B Apyryio mpoOupky (IJIaHIIET, CTPUI) BHECTH 15 MKJI NPUTOTOBICHHON paboucii
peakuronHor cmecu M 1 Mk IIKO (mMonoXuTeabHBI KOHTPOJIBHBIA oOpasem) u 9 MK
nenonuzoBannon H2O.

8. Ilepememarp coaep:;kuMoe MUKPOIPOOUPOK HAa BOpTEKCE M LIEHTPUPYTrupoBaTh s cOpoca
Karesb. Y OeAUThCs B OTCYTCTBUU MYy3bIPEi B MPOOUPKAX.

Bropoii cioco6:

Buectu B npobupky ans [TLP 100 mka nenonuzoannoit H0.

Jl06aBHUTh 2 MKJI 1IeTbHON KPOBH.

[TepememniaTh coepKUMOe Ha BOPTEKCEe M LEHTpUYTrUpoBaTh Ui cOpoca Karelb.
Pazmoposurs npobupku ¢ PC u CII, nepememaTth Ha BOPTEKCE U KPAaTKOBPEMEHHO
neHTpudyrupoBaTh s cOpoca Kamneib.

5. B ornenpHOI ynCTOM MPOOHpPKE MOIXOISAIIET0 pa3Mepa cMeiaTh HeooXoauMbIii 00beM PC u
CII (cormacHo Tabmawuie 2), mepeMeriath CMeCh Ha BOPTEKCE M HEHTpUu(dyrupoBaTh s copoca
Karelb.

6. Buectu B npobupku st [P (manmerst, crpumsl) mo 15 MK NpUroTOBICHHOW paboueit
PEaKIMOHHOHN CMeCH.

7. Hcnonp3yss HaKOHEUYHHKH C adpO30JIbHBIM OapbepoM, BHECTH 2 MKJI NPHUTOTOBJICHHOTO
pactBopa kpoBb/H20.

8. OOmwmii 06bem noBectu 10 25 MK genorn3oBanHoi H20.

9. B oany u3 mpoOupoKk (TUIaHIIETHI, CTPHUIIBI) C NPUTOTOBJICHHOW paboueil peakMOHHOU
cmechto BHectn 10 mka nenonmsoBanHOM HoO (oTpumaTenbHbI KOHTPOJBHBIA 00Opaser), B
npyryto npooupky (ruianmer, ctpun) 1 Mk IIKO (nonoxurenbHbI KOHTPOIbHBIN 0Opaser) u 9
MK genoHu3oBanHoi H20.

10. 3akpsits I1LP npobupku.

11. Tlepememath coaep>KMMOE MUKPOTIPOOMPOK HA BOPTEKCE U MEHTpUPYrupoBaTh Ijsi copoca
Karesb. Y0eIUThCs B OTCYTCTBUHU Iy3bIpei B MPOOHPKAX.

NS

3.3. IIpoBenenue amnanpuranun
[Tomectuts npobupku B npudop mist [ILIP. YOeautbces, yTo KpbILIKKH NPOOUPOK IUIOTHO
3aKPBITHI U 3aIlyCTUTh IPOTpaMMy aMIUTM(UKALUU Ha TEPMOLIMKIIEpE:

Temneparypa | Bpems
95°C 3 MHUH
95°C 10 cex
63°C 40 cex 35 1UKI0B
72°C 20 cex
60°C 10 MuH

TILIP-npoyKTH MOKHO XPaHUTh HEAENIO B 3AIMIIEHHOM OT cBeTa MecTe mpu +2...8°C. B
cilydae JuTensHOro xpanerus mpu —20°C.
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4. MPOBEJEHME KAIMMUJIJIAPHOI'O SJIEKTPO®OPE3A (HAHO®OP 05)
s monydenust mpoduisl MPOBOIUTCS (PParMEHTHBIA aHAU3 — 3JIEKTPO(HOPETUIECKOE
pasesieHre MPoayKTOB aMILTH(UKAIIUH, TOJYISHHbBIX ¢ MOMOIIbI0 Habopa «Gilbert Syndromey.
AHanu3 TPOAYKTOB aMIUTH(UKAIMU HA TEHETHYECKOM aHAIM3aTOPE BO3MOXKEH TOJIBKO
MOCJIC MMPOBEACHUS CIIEKTPATIBbHON KaTMOPOBKH C S-11BeTHBIM Kannoparopom CK-5.

4.1. IIpoBeeHne cNeKTPaIbHOI KaTUOPOBKHU
1. B otnensnoil mpobupke cmemats 80 mxn Au-popmammaa u 8 mxn pacrBopa CK-5,
nepemMelnaTb CMeCh Ha BOPTEKCe U LIEHTPU(PYrupoBaTh s cOpoca Karlelb.
2. Jlo6aButh mo 10 mMxn paGouero pactBopa B JIYHKHA OJHOTO psijga 96-TyHOYHOTO IJIaHIIETa
(BO3MOXXHO HaHeceHHe B JI000M psAJ IUIaHIIeTa) WIM B CTPUIOBaHHbIE IpoOupku. Ilpum
HEOOXOIMMOCTH YAAIUTh My3BbIPH CO JHA JYHOK (IPOOMPOK) KPAaTKUM LEHTPHU(PYTHPOBAHUEM.
3. VYcraHoBuTh 96-IlyHOYHBIM IUIAHIIET WIM CTPUIIOBaHHBIE MPOOMPKH B mpubop Ui
KaIllWJIISIPHOTO AJ1eKTpodopesa.
4. TlIpoBecTH KamuOpOBKY IO cTaHAapTHOMY IpoTokony i CK-5.

4.2. IloAroToBKA M 3arpy3Ka MPOJAYKTOB aMILTH(PUKATNH

1. TIIpuroroButh cmech Hu-popmamuma u pasmeprHoro crangapra C/A-240 B crieayroiiem

COOTHOLLIEHUHU:
KommnioneHT O0beM Ha OAHY JIYHKY, MKJI
Jlu-bopmamu 10
Crangapt qmuasl CJ1-240 1

[TPUMEYAHUE! Ilpu pacdyere 00beMOB KOMIIOHEHTOB CMECH, HEOOXOIMMBIX Ha BECh aHAJIU3,
CJIETyeT y4eCTh, YTO KaKk MHHIMYM OJIHA JIYHKA IIAIIKK/CTPUTIA TIPY aHATH3E
KaKJI0M cepun 00pa3IoB JaomkHa coaepxkarh [1KO.

[TepememiaTh Ha BOpTEKCE U KPATKOBPEMEHHO LIEHTPUPYTHUPOBATh 1151 cOpoca Kareb.
Jlo6aButh o 10 MKJI cMecH B Ka)IyI0 JIYHKY TUIAIIKH/CTPHIIA.

Buectu B cmech no 1 mxut IIIP-nipoxykra.

3aKpbITh MIALIKY/CTPUIL.

[TepememniaTh Ha BOPTEKCE U KPATKOBPEMEHHO LIEHTPU(PYTHPOBATh AJIsi cOpoca Karenb.
JlenarypupoBaTh 00pasibl S muH npu 95°C.

Nogakown

BAYKHO!!! Unbekiuss o0pa3iioB MPOUCXOIUT U3 BOCBMH JIYHOK psiia OgHOBpeMeHHO. He
JIOITyCKaeTcs 3aIyCcK Ipubopa, eciv B aHAIN3UPYEMOM Py UMEeTCsl XOTsI Obl OJTHA
He3alloJIHEeHHAas JyHKa! B mycTble TyHKH, He coJieprKalire o0pasiibl, CJIeAyeT BHECTH
no 10 mxn popmamua.

8. CoOpartp IIaIKy ¥ 3arpy3uTh B TCHETHYSCKUN aHAITU3aTOP B COOTBETCTBHH C PYKOBOJACTBOM
MOJIb30BaTENS.

4.3. 3anyck (pparMeHTHOI0 aHAJIN3a
Kanunnsipuslii anekTpodopes Ha TeHETHYECKOM aHAIU3aTOpe POBOIUTCS B
COOTBETCTBUU C PyKOBOJCTBOM I10JIb30BATEIIS, IPEAOCTABIIAEMBIM IIPOU3BOIUTEIIEM.
1. Ortkpeits nporpammy SeqPl, B BepxHem MeHI0 HaxkaTh KHOIKY «[Ipoekt». B oTkpbiBIIeiics
BKJIa/iKe BbIOpaTh «Co3/1aThy.
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= Hanodop 05 [

Mpoekr | Ananws Bug  Tow

|u§ Co3gate
5 Otkpeims
=

CoxpaHnTe

e AoGaEnTe pag
MrnopTupoeate

JKCNOPTMROEATE 3

ilj CeoicTea npoekTa

Bbixog uz nporpammel

2. B okxHe «CBOHCTBO IMpoeKkTa» HEOOXOAMMO 3amoiHuTh nois «Oneparop» u «HUms
NMPOEKTAay», 3aTeM HaxaTh KHONKY «[IpHUHATHY.

CeoiicTea NnpoekTa X

Onepatop | |

WMa npoexTa || |

MyTe ane pesepsHoro
COXPEHEHMA | |

Mnacmvk MnarweT, Tan 551-3425 wmn 551-3400 -

Monumep: MOMA-6 (c100423)

NaTa ycTaHoBkW nonumepa: 21.08.2023
Murekka kanunaapoe : 12212315 (36)
NaTa ycTaHoBKM kanunnapos : 23.01.2023
KonwuecTteo aHanuz3oe : 1159

MpMHATE Omera

3. B okHe «OnucaHue MPOEKTAa» BHECTH Ha3BaHWs 00pasloB (eciu B JIyHKE HET oOpasia,
HE00XO0IMMO MIOCTaBUTh 3HAK «-»). KIIMKHYTH 1Ba pa3a Ha sueiiky B cTpoke [TA moa 3anomHeHHBIM
PSAIOM Y YyCTaHOBUTH MPOTPaAMMy aHAIHA3A.

Mnavwet  Tabnmua

Twn oBpasua

OBpaseu ~ 1

MpUMEHUTS

CranpapT aman

Het ~ 3

MpumeHnTs

Wmn padina
<Mame>

Wamernms

F NA

MA - Mporpamma Adannsa

Tsrirme Omera
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4. B cayuae ecnu ycraHoBjieH Moayib «Syntol — Gilbert Syndrome» ucmons3zoBars ero. Ecnu
MOJIyJIb HE YCTAHOBJIEH MCIIOJIb30BATh CIICAYIOIINE 3HAYCHUS: TUIT aHaIu3a — «@parMeHTHbI,

MoayJb ynpasienus — «FA_450», nHabop kpacuteneit- « CK-5»

Pexomennyemble mapaMmerpsl 3neKkTpodope3a B 3aBHCHMOCTH OT JJIMHBI KallWJUISPOB W THUIIA

oJIMMeEpa nmpeacTaBJICHEI B Ta6J'II/II_[CZ

Cunopom Kunvbepa

JJImHa KanwuisipoB 36 cm 50 cm

Bua moiumepa IHJIMA-4 | IIMA-6 | IIMA-4 | IIIMA-6
Hanpsokenue BBoja npoOsl [B] 3000 3000 3000 3000
Bpewmst BBo1a ipoOsI [cek] 5 5 5 5
Hanpsokenue snexrpodopesa [B] 12200 12200 12200 12200
Bpewms anekrpodopesa [cek] 1300 2000 2600 4000
BpeMst HCKITIOUEHHsI PETHCTPALIMH 600 650 1000 1100
aekTpodopesa [cek]

[TPUMEYAHHME! B 3aBucuMocTH OT mpuOOpa 3HAYEHUsS MapaMeTpoB dJIeKTpodopesa
MOTYT OTJINYAThCH.

5. YroObl COXpaHUTh yCTAHOBJICHHBIA MOJIYJIb IS TATBHEHIIETO HCIOIb30BaAHMS, HAKMHUTE Ha
KHOIIKY C CHHEH auckeroit. B rpade «ums ¢aiina» 3amaiire «Syntol — Gilbert Syndtome» u
Haxvute «CoxpaHuTbh». B nmampHeifmem s 3amycka OyJeT JOCTATOYHO BHIOpATh MOIYIIb
ynpasnenus — «Syntol — Gilbert Syndromey.

6. B mpaBom HWKHEM YTy HaXaTh KHONIKY «[IpHHATBY.

7. KiukHYTH 1O KJIABHIIE 3a1yCKa 3JIeKTpodopesa.

=

Mpoekr  Ananus

1) i 5
3

H G F

5. NPOBEJAEHUE KAITIUJIJIAPHOI'O DJIEKTPO®OPE3A (AB3500/AB3500XL)
5.1. IIpoBeaeHne cneKTPaJIbHOI KaTUOPOBKHU
AHanmu3 npoayKTOB aMIUTM(UKALMU HAa TEHETHYECKOM aHaU3aTOpe BO3MOXKEH TOJIBKO
MOCJIE MPOBEACHUS CIIEKTPaIbHOM KanmuOpoBkH ¢ S-1iBeTHBIM CK-5.

5.1.1. Co3nanue DyeSets
1. Orkporth nporpammy Data Collection Software.
2. Kunuknyts o ukonke «Library» B neBom BepxHeMm yriry okHa.

Library‘ Edit ~

Common Operations

PESLEEIEN Workflow Maintenance

mapplicd
=® biosystems™

3. B paznene «Analyze» BoiOpats Briaaky «DyeSetsy.
10
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Dashboard Workflow Maintenance

% Library Resources =P Create
m applied
=® biosystems™
[]Disab
%X Manage
Assays @ Pli
File Name Conventions L 3
2 |08
Results Group 3 |os
1l Analyze 4 |4
5
Instrument Protocols 6 2
:
Size Standards 8 |17
Basecaling Protocols S i1
10 |24
Sizecaling Protocols 1 120
QC Protocols 12 |40

4. B BepxHel yacTu HakaTh KHOTIKY «Createy.

Dashboard Workflow Maintenance Library Edit ~

% Library Resources

a9 applied
AB b?gsystems'"

* Manage

F3) Create

B Edit

“j‘ Analyze

Plates
Assays
File Name Conventions

Results Group

_‘ :"r&bi’i‘i

Instrument Protocols

[Maful=[=[~[-]8

Disable Filters |

Dye Set

% AnyDy«
AnyDye

Cunopom Kunvbepa

5. B ortkpsiBiemcs okue B nosie «Dye Set Name» namucats CK-5, B mone «Chemistry» u3
BBIMAJAMONIETO CIUCKa BbIOpaTh «Matrix Standard», a B mome «Dye Set Template» wu3
BBINIA/IAIOIIETO CIKCKa BBIOpaTh «AnyDye Templatey.

B Create New Dye Set

Setup a Dye Set

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

* Dye Set Name “

l [JLocked

* Chemistry

* Dye Set Template

Arrange Dyes
Dye Selection

Reduced Selection
Calibration Peak Order

» Parameters

Notes

X

%

11

Save
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6. B Tabmumme «Arrange DyeS» ycTaHOBHTH IOCJIEIOBATEILHOCTh THMKOB, Ha BKJIAIKE
«Parameters» yctaHOBUTbH JIMania30H IMMKOB U BpeMs 3JieKTpodopesa.

B Cdit Dye Set CK-5 (C8) x

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

Matrix Condition Number Upper Limit
Locate Start Point * After Scan * Before 5can | 2000

* Limit Scans To
Sensitivity
* Minimum Quality Score
MNotes
Applied Biosystems

[MTPUMEYAHUE! Bpems anektpodopesa «Limit Scans T0» 3aBUCHT OT IUIMHHBI KATWILISPOB U
THIIA TIOJIUMEpa.

7. Haxats kHOTIKY «Savey, st coxpanenus Dye Set.

5.1.2. TloaroToBKa pacTBOpa CNEKTPAJIbHOT0 KaJudpaTopa
1. B otaenbHo# ipoOupke cmemath Au-popmamun u pactsop CK-5 nmo npotoxoy:

AB3500 AB3500XL
Au-popmamu 80 MK 240 Mk
CK-5 8 MK 24 MK

2. Ilepemermats cMech Ha BOpTEKCE M LEHTPUPYTHUPOBATH AJsi cOpoca Kareib.
3. [o6asuts o 10 Mk pabouyero pacTBopa B JIyHKH:

[TPUMEYAHME! B cnydae 24-kaniJIIpHOTO T€HETUYECKOTO aHAIM3aTopa — BHECTH PACTBOP B
TpH psifa 96-TyHOUHOTO MIIaHIIeTa (BO3MOXXHO BHecenue B 1-3, 4-6, 7-9, 10-
12 psinipl MIaHIIETa) UK B CTPUIIOBAHHBIE TIPOOUPKH.
B cinyyae 8-kanmiuispHOTO T€HETMYECKOTO aHalIM3aTopa - BHECTH PACTBOP B
pan 96-TyHOUYHOTO TUTAHIIETa UM B CTPUIIOBAHHbIE MPOOUPKHU.

12
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4. VYcraHoBUTH 96-IyHOYHBIH TUIAHIIET WM CTPHUIIOBAaHHBIE TPOOMPKH, C PACTBOPOM
kanuopatopa CK-5 B mpubop /1t KanmuyuisipHOTO 35eKTpodopesa.

5.1.3. 3anyck cneKkTpajabHOIl KaJu0poBKH
1. Orkpsith nmporpammy Data Collection Software. Kiukuyts o kHomke «Maintenance» B

BepxHeit ctpoke uian «\Wizardy.

Workflow |Mamtenance|lerary ‘ Edit ¥

Common Operations
AB applied . —
=D biosystems % - ™ 7
Quick Start Create Create Plate Edit Existing Vst
Run New Plate from Template Plate Run Results Wizards

2. B otkpeiBuIciics BKiIajke ciea B paznene «Calibrate» Beiopars «Spectraly.

Dashboard Workflow Maintenance

9 Maintenance

A applied
AB b?gsystems’“

Calibrate

Spatial

Sequencing Install Standard

['] install Check

Fragment install Standard

HD Install Standard

3. B otkpsiBiemcs okue «Calibration Runy, ykaszars «Number of Wellsy - konmuuectBo myHOK
B HCIOJIb3yeMoM Irianiiere, «Plate Position» - mosuiuio mianmiera B mpuOope, B TOIe
«Chemistry Standard» u3 Beinamatoriero crrcka Beiopats Matrix Standard, B mosie «Dye Set»
u3 BhImaaaroriero crnucka Beiopate CK-5, a B mone «Starting Well» ykaszate HOMep mepBoro
CTpUIa B IUTAHIIETE, KOTOPBIN COACPKUT CMECh KaInOpaTopa.

Dashboard Workflow Maintenance Library| Edit ¥

xMamtenance | Export Spectral Calibration Results )‘) E-Signature l \iew Spectral Calibration Report -\,éprint
A9 applied - ‘
AB biosystems™ n| (@ History View|
Calibrate Calibration Settings
Spatial (7]
Number of Wells: @96 (O 96-Fast (0384 Chemistry Standard: v
£ install Check Plate Position: @ A OB Dye Set: X
SomSERM RSl Allow Borrowing Starting Well: | AD1 v
BIRGREVREIR SRt Perform Run 2\Run 3 if Run 1 Fails.
HD Install Standard

4. Haxarp Ha KHOTIKY «Start Runy» s 3amycka creKTpajibHON KaTuOpOBKH.
5. Tlocne 3aBepiieHns: KaMMOPOBKU HaXKaTh KHONKY «ACCEPD» B HIDKHEH yacTh OKHA.

13
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5.2. Co3naunue “Size Standarts”

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

3500 Series Data Collection Softwari

Dashboard Workflow Maintenani

% Library Resources

'y applied
AB biosystems™

* Manage

Plates
Assays
File Mame Conwentions

Results Group

m Analyze

instrument Protocols

Dye Sets

Basecalling Pratocols
Sizecalling Pratocols

QC Protocals

N

2. B Bepxneii yactu HaXkaTh Ha KHOTIKY “Create”

W oot Cerie

= 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 otkpsiBiemcst okue B mojie “Size Standart” nanucars SS-240, B mose “Dye Color”
U3 BBINIAJIAIOIIETO CIHCKa BhIOpaTh “Orange”. Huxke B mone “Enter new size Standart
definition” Bomcate IMHBI pa3MepHOTo cTaHaapTa. (IpuMep Ha GoTo HIKeE).

B Create New Size Standard

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

* Size Standard | 55-240

| [Locked
Description: | |

* DyeColor: |Orange

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

Enter new Size Standard definition: (e.9. 11.0, 34.2, 55) * Current Size Standard definition: | Delete Selected Sizes

70

Add Size(s) >>

Save

14
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Cunopom Kunvbepa

4. Tlocrne 3amoIHEHUS JJIMH Pa3MEpPHOTo CTaHaapTa HeoOxoauMo Haxath Ha “Add Size(s)”,
II0CJIE YE€ro MPOMUCAaHHbIE [UTMHBI PA3MEPHOTO CTaHIapTa OTOOPA3SATCS B IPABOM OKHE
“Current Size Standart definition”. TTocne aToro cienyer HaxaTh “Save”

:.E Create Mew Size Standard

Setup a Size Standard

X

%

* Size Standard | 55-240

| [Locked

Description: |

* Dye Coler: |Orange

Enter new Size Standard definition: {e.g. 11.0, 34.2, 53)

Close

Add Size(s) »»>

Enter sizes in the field below separated by @ comma, space, or retum 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
20.0
100.0
120.0
140.0
160.0
180.0
200.0
2200
2300
240.0

Save

5.3. Co3nanue “Sizecalling protocols™.

1. B paznene “Analyze” Beiopats Britaaky“Sizecalling protocols”.

:.E 3500 Series Data Collection Softwan

Dashboard Workflow Maintenan:

% Library Resources

mapplied .
'=® biosystems
* Manage
Pates
Assays

File Mame Conventions

Resulis Group

|I Analyze

instrument Protocols
Dye Sefs
Size Standards

Basecalling Protocols

QC Protocols
e~

2. B BepxHell yacTH HaxaTh Ha KHONKy “Create”

15
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Dashboard Workflow Maintenance ‘ Edit -

Cunopom Kunvbepa

% Library Resources

A7 aoolied

=P Create Duplicate [ Deletz (@ Import

Expart il E-Signature

= Wiy S

3. B otkpeiBmieMes okHe B mojie “Protocol name” nanucars Gilbert Syndrome, B mose “Size
Standart” u3 Beimagaroiero crnucka Beiopath SS-240. B mose “Minimum Peak Height”

BBICTABUTh BBICOTHI TMKOB KaK yKa3aHo Ha ¢oro Hmke. Haxarp “Save”

" Create New Sizecalling Protocol

Setup a Sizecalling Protocol

%

X

* Protocel Name: ‘ Gp Cattle

| (I tocked
Description: [ |
Size Standard: §5-240 ~
Sizecaller: SizeCaller v1.1.0
Analysis Settings  QC Settings
Q
Analysis Range: Full ~ Sizing Range: Size Calling Method:  Local Southern
Analysis Start Point: | 0 Sizing Start Size: 0 Primer Peak: Present
Analysis Stop Point: | 1000000 Sizing Stop Size:
Blue Yellow Red Orange Purple
Common Settings
Use Smoothing | None Polynomial Degree
Use Baselining (Baseline Window (Pts)) Slope Threshold Peak Start
Minimum Peak Half Width Slape Threshold Peak End
Peak Window Size

5.4. Co3zpanue “Instrument Protocol”.

1. B paznene “Analyze” BoiOpath Bkiaaky “ Instrument Protocols”

:.E 3500 Series Data Collection Software

Dashboard Werkflow Maintenanc

% Library Resources

Ay applied
AB biosystems™
* WManage

Plates
Assays

File Name Conventions

Results Group
.l i Analyze
Dye Sets

Size Standards
Basecalling Protocols
Sizecaling Protocols

QG Protocols
N

2. B BepxHeit yacTu HaXaTh Ha KHOTIKY “Create”

16
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B
Dashboard Workflow Maintenance ‘ Edit ~

% Library Resources ®P Create /A i) [EE Import o
A apolied

3. B orkpsiBiemcs okue B mose “Application type” u3 Bbinaaaroniero crnucka BoIOpaTh
“Fragment”.

4. B none “Capillary length” u3 Beimanaromiero crnucka BeIOpaTh Ty JUIMHY JIMHEHKU
KalMUIIPOB, KOTOpasi Ha TaHHBI MOMEHT YCTaHOBJICHA B IPHOOpE.

5. B mose “Polymer” u3 Bbiagaroniero Cnucka BpIOpaTh TOT NOJIUMED, KOTOPBIH Ha
JAHHBI MOMEHT YCTAaHOBJICH B ITpudope.

6. B mone “Dye Set” u3 Beimanatorero cnucka Beiopars CK-5

7. B mose “Run Model” u3 Beinmagaroriero crucka BeioOpaTh Moaysib “FragmentAnalysis”,
nanee B noiie “Protocol name” nanucare Gilbert Syndrome.Ilocine yero ycTaHOBUTh

napaMmeTpsl dNeKTpodopesa, KOTOpble MpUBEIEHBI Ha poTorpaduu HUXKE.

:‘_.-é Edit Instrument Protocol Gilbert Syndrome X

Setup an Instrument Protocol %

Instrurnent Protocol Setup Help @

Application Type: | Fragment Capillary Length: 36 cm Polymer: |POPT

Dye 5ett | CK-3 ~ [] Disable Name Filter

Instrument Protocol Properties

* Run Module: | FragmentAnalysis36_POP7xl ~ | Run Modules for 24 capillary are only available in the list.
* Protocol Name: | Gilbert Syndrome [ Locked
Description: | |

Oven Temperature ("C): Run Voltage (kVolts): PreRun Violtage (kVolts): Injection Voltage (kVolts):
Run Time (sec.): | 1450 PreRun Time (sec.): Injection Time (sec.): Data Delay (sec.):

} Advanced Options

Close Save

Baxxuo: Bpems anextpodopesa “Run Time” u BpeMst HCKITIOYCHHS PETUCTPAINN
anextpodopesa “Data Delay” 3aBucuT oT THIa oJMMepa U [UTHHBI JIHHEHKH KaMLISIPOB U

HACcTpanBacTCAd MOJIb30BATCIIEM B 3aBUCUMOCTH OT HCHOJ’IL?:yGMOfI KOM6I/IHaHI/II/I KanmnuJijIIpoB U

noJIMepa.
5.5. Co3nanue “Assay”

1. B pazgene “Manage” BeiOpaTh BKIaIKy “ Assays”

17
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‘:: 3500 Series Data Collection Softwarn

Dashboard Workflow Maintenan

% Library Resources
-y applied
AB biosystems™

* Manage

File Name Conventions

Results Group

x Analyze

instrument Protocols
Dve Sets

Size Standards
Basecalling Protocols

Sizecalling Protocols

QC Protocols
S

2. B BepxwHeil yacTu HaXkaTh Ha KHOTIKY “Create”

Dashboard Workflow Maintenance ‘ Edit -

% Library Resources "P Create A il [EE Import o,

A& anolied

3. B moue “Assay Name” nanucars Gilbert Syndrome, nanee B mone “Application Type”
U3 BBINAJAIONIETO CITMCKA BBIOpaTh “Fragment”.

B mone “Instrument Protocol” u3 Beimagaromero crucka Beiopats Gilbert Syndrome
B mosnte “Sizecalling Protocol” u3 Beimagaromiero crucka Beiopats Gilbert Syndrome
[anee Haxxatp “Save”.

o ok

‘:: Create New Assay x

Setup an Assay

Assay Setup Help @

* Assay Name: | Gilbert Syndrome ||:|L0cked Color: | Black ~

Application Type: Fragment [ Disable Filters

Protocols

Do you wish to assign multiple instrument protocols to this assay? @ No (O Yes

£

* Instrument Pretocel: Gilbert Syndrome Edit| | Create New

* Sizecalling Protocol: Gilbert Syndrome

{

Edit Create Mew

Close Save

18
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5.6. IToaroroBka u 3arpy3ka NpoayKTOB aMILTHPUKAIIUH

[IpuroroButh cmech Jlu-popmamuma m pasmepHoro cranmapra CJ1-240 B crnemyromiem

COOTHOIIICHUH:
KomnoHeHT O0beM Ha OIHY JIYHKY, MKJI
Ju-hopmamu 10
Crannmapt mynbsl CJ[-240 1

[TPUMEYAHMUE! Ilpu pacuere 00beMOB KOMIIOHEHTOB CMECH, HEOOXOIUMBIX Ha BECh aHAIU3,
CJIeZlyeT y4ecThb, YTO KaKk MUHUMYM OJIHA JIyHKa IUIALIKK/CTpUIIa IIPH aHAJIN3e
KKI0U cepun 00pa3ioB noJpkHA coaepxaTh [1KO.

[lepememiaTs Ha BOPTEKCE U KPATKOBPEMEHHO LEHTPUPYTHPOBATH AJisi cOpoca Kareib.
Jo6aButh o 10 MKJI cMeCH B KaXTIyIO JIYHKY TUIAIIKH/CTPHUIIA.

Buectu B cmech mo 1 mxut I[TIP-ipoaykTa.

3aKphITh IUIAMIKY/CTPUII.

[lepememiaTs Ha BOPTEKCE U KPATKOBPEMEHHO LEHTPUPYTHPOBATH AJisi cOpoca Kareib.
JenarypupoBaTb 00pasubl 5 muH npu 95°C.

ook wdE

BAYKHO!!! Hanecenue oOpasnoB npoucxoaut u3 BocbkMu (AB3500) wim nBamnaTtd 4eThipex
(AB3500 XL) nyHok psina omHoBpeMeHHO. He nomyckaercs 3amyck nmpubopa, eciu
B aHAIM3UPYEMOM DAYy MMeeTcsl XOTs Obl OJ[HAa He3aloJHEHHas JiyHKa! B mycTelie
JYHKH, HE cojiepKaiiie oopasipl, ciuenyer BHecTd 1o 10 mxi hopmamma.

7. CO6p8.TB IUTAIIKY U 3arpy3uThb B reHEeTHYSCKHI AHAJIN3aTOp B COOTBETCTBUU C PYKOBOJACTBOM
IIOJIB30BaTCIIA.

6. AHAJIN3 JAHHBIX
6.4. Anasn3 1aHHbIX B iporpammax GeneMarker m GeneMarker HID
6.1.1. UmnopT ¢aiiioB 1J151 aHAJIN3A JaAHHBIX
ITpu nmepBoM aHa/M3e JaHHBIX HEOOXOAUMO UMIIOPTUPOBATh (ailsl maHeau, coaep Kaui
uHpopmanuo o OuHax U ¢ain pasmepHoro cranaaprta. Daiinel MOpegOCTaBIAIOTCS
npousBoauTeneM Habopa. s aroro:

1. 3amyctuts nporpammy GeneMarker/ GeneMarker HID. B BepxHem MeHIO BBIOPAThH
«Tools», B Bemmasiem criimcke «Panel Editor.

File View Project Applications Tools Help

@) [EEH & |

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
E Show Last Event

19
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2. B otkpeiBmemcs okue BeiOpaTh «File» B Bermasmem crimcke «Import Panelsy.

'-_',\_'11, 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. BeiOpatp manky c daitom nanenu (Gilbert Syndrome) u moarpys3uts ero B mporpammy
GeneMarker/ GeneMarker HID.

4. 3axpeiTh okHO «Panel Editory.
5. 3arem B BepxHeM MeHIO BbIOpaTh « T00IS», B BbimaBmem crucke «Size Template Editory.

File View Project Applications Tools Help

@ | > |[FE[R| & |LL Panelkditor
T T
@ | Positive Control Template Editor
File Conversion
Database Manager 4

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

Validation Assistance >

Export Electropherogram ...

&l Magic Wizard
E} Show Last Event

6. B orkpbiBuIeMcs okHe BbIOpath «File» B BeimaBmem criucke «lmport Size Standardy.

=_.£,L Size Template Editor

File BestMatch Help

[ New Size Standard
X Delete Current Size Standard

& Save Changes
Save As New Size Standard

Import Size Standard

Export Size Standard

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

Export Project Size Standard

Exit

7. BroiOpatb nanky c ¢aiinom pazmepnoro crangapra (C/1-240) u moaArpy3uTs €ro B porpaMmmy
GeneMarker/ GeneMarker HID.
8. 3akpsiTh 0kHO «Size Template Editor».
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6.1.2. Co31aHue MpoeKTAa aHAJIN3a JaAHHBIX
1. B BepxHeM MeHI0 nporpamMel BIOpaTh «File», B Beimasiem crimcke «Open Datay. JIu6o,
3aHOBO 3amycTuTh mporpammy GeneMarker/ GeneMarker HID. Kinuknyts o «Open Data» B

okHe «Start your project».

Open Project »

2. Haxare «Add» u 3arpy3uth HyKHbIC (DaiIbL.

Open Data Files X

Data File List:

Remove
Remove All
Add Folder.
H Dyes oK Cancel

3. Tlocne mobGasnenus ¢aiinoB HaxaTh «OK».

4. Kmuknyts no «Run» B oxkne «Runy». Wnu 3amyctuth aHanus3 HakaB Ha KiaBuury «Run

Project» B BepxHeM MEHIO.

Current Template: Syntol_KRS
» Run

»» Auto Run

-<d= Previous

5. B ortkpsiBiiemcst okae «Run Wizardy u3 crincka ma010H0B BeIOpaTh 111abion (template) mis
MoAM(HKAIMK, HAXKATh HA HEro JeBol KHOMKOM Mbim. J{is mporpamMel GeneMarker B rpade
«Analysis Type» BeiOpaTh TN ananu3a «Fragmenty», 8 GeneMarker HID Takoii oniuu Het. B
rpade «Panel» BriOpats manens «Gilbert Syndromey», B rpade «Size Standard» BwiOpath
pa3mepHbiii ctannapt «CJI-240», yka3zaTh BET KpacKU pa3MEPHOI0 CTaHapTa U 1aTh HOBOE UM
mabnony, Hanpumep, «Gilbert Syndrome». Haxats «Nexty».
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Run Wizard

Template Selection

Set the template of the project

% Select an existing template or create one

4 Age

4 GP Cattle

4 GlobalFiler

4 1dentifiler
 Minifiler

4 PowerPlexFusion_6C
4 PowerPlexY23

“ PowerPlex_16
4 Prwarplay 180

" Use last template

& Save | X Delete |

Standard Color: | Orange

Template Narne: |Gi|bert Syndrome]|

Panel: |Gi|bert Syndrome

Size Standard: [SD240

| Mest »» |

I TR ==
&3 |
=

LCancel |

X

6. B cieayrommeM oKHe BEIOPATh HACTPOWKH B COOTBETCTBUHY C YKa3aHHBIMH HA CKPHHIIIOTAX JIJIsT
GeneMarker HID. Haxars «Nexty.

Run Wizard

Set data process options

Raw Data Analysiz
v Auta Fange (frame)

Baseline Subtraction:
¥ Superior [ Classic

[~ Pul-up Correction

Size Call

& Local Southen " Cubic Spline

& save

Data Process - HID Analysis

0 B 10000 =
Iv Smooth ™ Enhanced Smooth

™ Enhanced
[~ Spike Removal

| Saturation Detection [ Saturation Repair

Allele Call
[~ Auto Range [bps)
Sttt |56 & g (260 &

Max Intensity. (32500 =

Peak Detection Threshold: j [~ Dye Specific
Min Internsity: m
Percentage » |20 =| Global Max

MNote: Use Panel Editor to set Min Intensity
and % Global Max for peaks within Markers

Hest s> | LCancel

<< Back |

7. B cnenyromiem okHe BEIOpaTh HACTPOHKH B COOTBETCTBUHU C YKa3aHHBIMU Ha CKPUHIIIOTAX JIJIs
GeneMarker HID. [Ipa pa3a naxatb «Back» u BepHyTbCS K IepBOMY OKHY MIa0JI0HA.

Run Wizard

Additional Settings - HID Analysis

Set additional options related to the different analpsis type

[none

J v Auto Select Best Ladder

P.C. Template. 1: |NONE

| Allow Mateh # Variance: |0

P.C. Template 2 |NONE

Allele Evaluatior
Peak Score:

Reject < |1.00 Check |7.00

™ Misture Evaluation
0
2

H Save | |

j Max Swverage Size Diff 0.20
[~ Use Ladder Library
0.50

v Auto Panel Adjustment

I~ Sample Qualty Sensor

<< Back Cancel

x
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8. B otkpeiBiemcs nepsoM okae «Run Wizardy emié pas npoBeputh BCe HACTPOWKH U Ha)KaTh
«Savey. Tenepb B criicke MIa0JI0HOB MOSBUIICS HOBBIHM IIa0I0H aHanm3a AJis paboThl ¢ HA00POM

Gilbert Syndrome, mis mociaeayromux aHaIM30B MOXKHO BBIOMpATh €ro 0e3 JTOMOIHUTEIbHBIX
KOPPEKTUPOBOK.

Run Wizard X

Template Selection
Set the template of the project

(+ Select an existing template or create one

El Age ~ Template Name: |Gilbert Syndrome
4 GP Cattle [ebertsyndrome <]
Panel |Gilbert Syndrome - L] =

ElGilbert Syndrome

H GlobalFiler Size Standard  [SD240 = M

4 Identifiler

4 Minifiler Standard Color | Jrange -

4 PowerPlexFusion_6C

4 PowerPlexy23

A Dowarblay 16 ©
" Use last template

= Save | 2 Delete | | Mext »» LCancel |

9. I[J'IH AHAJIN3a TCKYILICTO IMPOCKTA HY’KHO [IBa pa3a HAKaTb «Next», B ITOCJICAHEM OKHEC «OK».

6.1.3. AHaJu3 pa3MepHOro cTaHjapTa

1. HeobOxoaumo ybenuThes, 4To BO BceX 00pasiax mpaBuiIbHO MOANMCAH pa3MEPHBIN CTaHAapT.
Jlnist 3TOrO0, B BEpXHEH MMaHEId HY»KHO HaXkaTh Ha KHOmKy «Size Calibrationy.
Tools Help

B-aaikl  joaw ik

2. B otkpeiBmemcs okHe «Calibration Charts» mpoBeputh Bce 00pasibl MO CIHCKY |
yOeauThes, YTO OIleHKa KauecTBa pa3MEepHOro cTaHjapra He Huke 96 6amioB u3 100. Ecnu 31o
BEPHO I BceX 00pa3lioB, TO JaJibHENIINE TeHCTBUS HE TPEOYIOTCS, OKHO MOKHO 3aKPbITh.

'-_il\.ﬂ, Calibration Charts

Bl =vik @3 E

Mo. | Sampl... | Score

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

Kono... 98

Kono... 98

Shtuk... 98
Shtuk... 98

= T, R )

3. Ecnum nns kakux-To 00pa3iioB OLEHKAa KauyecTBa pa3MEpPHOro CTaHAapTa HIbke 96 6ayios, ero
HY’KHO IPOBEpPUTh, U, BO3MOXKHO, INepenoanucarb. s 3Toro, B cnucke oOpa3loB BbIOpaTh
HYKHBIH 00pa3zer HaKaTueM JIEBOW KHOIKH MBbIIIIH.

'ﬁ-LL Calibration Charts

S vk &H 3

No. | Sampl... | Score |

1| Cheb... |84 |
Cheb... 08
Kono... 98
Kono... 98

Shtuk... 98
Shtuk... 98

[= T SR U RN ]
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4. CnpaBa BepxHHH TpapuKk — 3TO BHUPTYaJbHBIM pa3MEpPHBIM CTaHAAPT, MOCTPOCHHBIN
IpOTPaMMOl /Il TMPOBEPKH, HAa HEro HYXKHO OPUEHTHPOBATHCSA BHU3yallbHO. ['paduk Huxe —
pa3MepHbIi cTaHAapT BbIOpaHHOTO oOpasua. HyxHO yOenuTbes, 4yTO MATTEPH MOANMKUCAHHBIX

IIUKOB HIDKHETO IpaduKa COBMAgaeT C NATTEPHOM TUKOB BepxHero rpaduka. [lognmucanusie muku
UMEIOT 3€JI€HBIE TPEYTOJIbHUKY Ha BEPLIMHAX.

Expected Size - SD240

60 70 80 S0 100 110 120 130 140 150 160 170 180 180 200 210 220 230 240

100

Chebatareva—-old_C3fsa RA47A123

80 S0 100 120 140 160 180 200 220 230 240

vy Y v 7 v ¥ v
2,000

4,000

Y v ¥ v ¥

2,500 3,000 3.500 4,000 4,500 5,000 5,500 6,000 6,500

5.  Ecam Ha KaKuX-TO IIHKaX TPEYTOJIBHUKOB HC XBATACT, HY>KHO UX IIPOCTABUTH, HAXKAB npaBoﬁ

KHOITKOM MBIIIM Ha HY)XKHBIA MUK W BbIOpaB B BhinaBmieM MmeHio «Add Peak». Jlns ynoOcta
rpauk MOXKHO MacIITaOUPOBATh.

Expected Siz

80 70 80 %0 100 110 120 130 140

Chebatareva—
30 0 100 120 140

4,000
¥ ¥ ¥y v v v
2,000
Delete Peak Del
0 Add Peak

Fix Size

Reset Peaks

Update Calibration F5
Copy Current Calibration Data

6. JlumHue MUKK MOXHO yIaUTh, HAXKAaB Ha HUX MPaBOil KHOMKON MbIK U BbiOpaB «Delete
Peaky.

120 140 160
v
L 4
Delete Peak

7. Tlo OKOHYAaHHMH KOPPEKTUPOBKU MHKOB CTaHIapTa BBIOPAHHOIO 00paslia, HYXKHO MPaBOU
KHOIIKOW MBIIIN HAXaTh HA CBOOOJHOE TIOJIC MEX/y MMKAMU W B BBINAAIOIIEM MEHIO BBIOpATh
«Update Calibration». TloBroputs mnpouenypy s BceX 00pa3loB, KayeCTBO pPa3MEPHOrO

CTaHJaapTa KOTOPBIX HIbke 96 OamioB. 3akpeiTh okHO «Calibration Charts» u npectynuTh K
anaimsy IKO.

120 140 160 180 200 220

¥ Y A Y v v
Delete Peak Del

Add Peak T
1] 40 - 00
sbatareva—-ol Fix Size

ResetPeaks |77

Update Calibration F5

Copy Current Calibration Data

= o — 1 o

6.1.4. AHaJu3 NOJOKUTEJILHOT0 KOHTPOJIbHOT0 odpasna (ITKO)
1. KuuknayTh ABa paza jeBoi kiaBuuiei Mpimu o ¢ainy ¢ [IKO.
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2. B Bepxuem Menio BeIOpaTh KaHal «Blue» ucmons3yst kinaBuiry «Show Dyey.

3. Yoenuthes, uto Bcem nukam ITKO no kanany «Blue» npucBoeHo BepHOe 3HAUCHUE aJLIeIIs.
[Toanmucu NUITHUX MHUKOB HY)KHO YJAlIWTh, BHIOpaB MX Ha)XaTHMEM JIEBOM KHOIKH MBIIIH, C
noMo1ibio kauonku «DELETE.

UGTIAT
140 180 160 170 180 190 200 210 220
4,000 — ' ' e — : : : '
3,000
2,000
1,000
L SESEEESE k.ﬂ«. ) 'ﬂkﬁ—_ - -2
[
le][7]

4. Ecnu octanuck ENThle WINM KPacHbIE MOAMNKUCH IHUKOB, IIPH YCIOBUM, YTO OHU BEpHBIE, X
HY)XKHO TpUHATH. [IpaBoii KHONKON MBI HaXaTh Ha MycToe MoJje rpaduka, 0e3 MUKOB, U B
BhINaBIIeM MeHIO BEIOpaTh «Confirm all».

Edit Allele
Edit Comments

Insert Allele

Delete De

Undelete Shift+Del

Unconfirm Ctrl+Alt+M
Confirm All

Unconfirm All

ew History

Tabmuia 3. AJuienbHOE COCTOSIHUE MOJIOKHUTEILHOTO KOHTpobHOTo o0pasua (ITKO)

Kanan Tokve XpoMocomHast | AJuIeJBbHOE
JAeTeKIUH y JIOKAJIM3A1 U COCTOSIHUE
6
FAM UGT1A1l 2 7

5. Ecnm mnpucBoeHHblE 3HAa4YeHMs ajieled He COOTBETCTBYET 3HAUYEHUSIM B TallMIlE,
HE0OXOAMMO HACTPOUTH MaHEb.

6. Jlis HACTpOWMKHM MaHelu HeoOXOIUMO B BEPXHEM MEHIO BbIOpaTh «TO00IS», B BhImaBlieMm
criucke «Panel Editor.

File View Project Applications Tools Help
@) |8 EFE & L
e |lll Size Template Editor
E3]untited 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
E‘: Show Last Event
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7. B chnmcke maHenei cieBa BBIOpaTh IMaHENb I peNakTHpoBaHWs. Ecnmu ucmombiyere
nporpammy GeneMarker HID, to He BbiOupaiiTe camyio BepxHIOK HaHenb. HyxHas maHemb
HAXOAUTCS B 00IIEM CHHCKE MO al(aBUTHOMY MOPSIIIKY.

—_&L Panel Editor

File Tools Help
o E X
J Gp_Cattle_AB ~

3|

[ Gp_Cattle_AB_3500
]z’ Gp_Cattle_v7n
3
3

? Gp_Cattle_va_4_AB (ns

-]

? Gp_Cattle_v8_5 Harod
[ POMA test

[ sus_1

- [ sus_2.1

- [ sUs_2

o[ G5

3| ? gordiz_pig_gordiz_1
]? VersaPlex_27PY

- [ vfler

]z’ ‘filer_Plus_Panel_v4
- [# G5 041023

3}

BFgGibert Syndrome

e e [ - -

8. B cnucke 00pa3oB HUke BBIOpaTh TOJIBKO MojoxuTenbHbie KoHTpoau ([IKO). C nummnx
00pas3IioB CHSITH TAJIOYKH BBIJCIICHUS HAXKAB JIBAXKIBI JICBOH KHOIIKOM MBIIIIH.

H-E Samples
Chebatareva—old_D3.fsa
Konaovalova-old_A3.fsa
B PKO_B3.fsa

------ Shtukarev—old_E3.fsa

9. B oOkHe maHenW NPOBEPUTH BCE MapKephl Ha NPABWIBLHOCTH ONpENENICHHs ajuleseil, u
Mapkepbl, B KoTopblx amienu [IKO onpenenunuce HEBEpHO, CABHHYTH JI0 IPaBUJIBHOTO
nosioxkeHust. J{Jsi mepenBKeHUsI MapKepa HaxaTh U yAepxkuBaTh kinaBuiny «Shifty, naxare u
YAEpKUBATh JIEBOM KHOIIKOW MBIIIM HAa HAa3BaHHE MapKepa Ha I0JOCE CBEPXY M MBILIBIO
HepeBUHYTh MapKep B HYXKHOE MoJiokeHue. TOYHO Tak jke MOXKHO JIBUTATh U OTAEIbHBIE ajlIeNn
BHYTpPH Mapkepa. Mexay Kpackamu ITaHEJIM MOKHO IEpEKIIIOYaThCs, HaKUMas Ha ILBETOBOE
0003HaueHHe KPAaCKU B BEpXHEM MEHI0. B okHe nmaHenu BO3MOXKHO TaKoe jke MacIiTabupoBaHHe,
KaK 1 Ha rpa¢ukax oOpa3ioB B OCHOBHOM paboyeM OKHE.

Gilbert Syndrome *

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

10. TTo okOHYaHMM pPEAAKTUPOBAHUS TAHENIU, HEOOXOIUMO €€ COXPaHUTh, Ha)KaB Ha 3HAYOK
COXpaHEHHs] B BEPXHEM MeHI0. MOXHO, TaKKe, OXPaHHUTh OTPEAAKTUPOBAHHYIO MaHEb MO
HOBBIM Ha3BaHueM B MeHIO «File» BeiOpaB «Save As New Panel».

11. Jlanee, HyxHO 3aKkpbITh OKHO «Panel Editor» u 3aHOBO mepe3anycTUTh aHAIM3 MPOCKTa, B
CTaH/JapTHOM I1a0JIOHE BBIOpAB OTPEIaKTHPOBAHHYIO MTaHEIh BMECTO OOBIYHOM.
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6.1.5. AHaJIM3 OTPUIIATETBHOI0 KOHTPOIbHOTO0 00pa3ua (OKO)
1. KuiukHyTb 1Ba pa3a jeBoil kinaBuied Molmu 1o dgainy ¢ OKO.
2. Y0emuTbcs, 4TO B TUAMa30HE BBIXO/IA LIEIEBBIX ()ParMEHTOB OTCYTCTBYIOT KaKue-JIMOO MUKH,
KpOMe€ MMHUKOB Pa3MEPHOro CTaHAapTa.

6.1.6. Anaau3 oOopa3uoB
1. KiuukHyTh ABa pa3a JIeBOU KIABHUIIECH MBI 10 (aiimy odpasma.
2. B BepxHem MeHIO BBIOpATh aHAIM3UPYEMBbIH KaHaJ UCIHOJIB3Ys KiaaBuiny «Show Dye»
3. YOemuThCs, 4TO BCeM MTUKaM IO aHATU3UPYEMOMY KaHaTy MPUCBOCHO 3HAYCHUE aJIJICIIS.

6.1.7. Uck/I0ueHne U3 aHAJIHU3A CTATTEPOB U apTe(PaKTHBIX MHKOB
Jlokyc, mpezacTaBieHHbIH B Habope, HECET IMHYKJICOTUIHBIE MOBTOPBI, YTO MPUBOJUT K
00pa30BaHUIO BBICOKMX CTATTEPOB (MOOOYHBIE TPOIYKTHl aMIUTU(UKAIMH CBS3aHHBIE C
«IIPOCKaJb3bIBAHUEM» MONKMMepa3bl). OHU MOTYT 1ocTUrath 10 90% BeJIMYMHBI OCHOBHOI'O MHKA.
A B cllydyae HaJdMuus JIByX COCEJAHMX ajlieJed B JIOKyce, CUTHaJ CTaTTepa JJIMHHOM ayienu
CYMMUPYETCS C CUTHAJIOM OCHOBHOTI'O MUKa KOPOTKOM aiiesu, YTo NPUBOJIUT K JucOallaHCy 1O
BBICOTE AJUJIEJICH.

UGT1A1
165 170 175 180 185

Taxoke, BO3MOXKHO IPUCYTCTBUE apTe(haKTHBIX IMTUKOB, CBA3aHHBIX C TOCTAHOBKOM aMILTU(pUKAIINN
HanpsiMyro (MuHys ctaauto Beiaenenus [JHK).

170 180
_——r.
ol
6]

JUis MCKITIOUEHMSI U3 aHAJTU3a CTaTTePOB U apTe(aKTHBIX MUKOB HY>KHO:
1. Hasectu kypcop Ha MUK CTaTTepa, BHIACIUTH €T0, MIEIKHYB JIEBOI KIIaBHUILIEH MBIIIH.
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170 173 180
B

2. Haxarp npaByro KHOIIKY MBIIIIU U B OTKPBIBIIEMCS] OKHE BBIOpaTh «Deletey.

Set Reference Peak Height

Edit Allele

Edit Comments
Insert Allele
Delete

Undelete
Confirm

Unconfirm

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. Umnopt ¢aiiyioB st aHAIU3A TaHHBIX
[Ipn nmepBoM aHanmu3e NaHHBIX HEOOXOAMMO HMMIIOPTHPOBaTH (aiiibl MaHeau, OMHOB, a
Takxke Qailn pasmepHoro crangapra. dainbl npeaoCTaBIAIOTCS Mpou3BoauTeNeM Habopa. [ns
3TOTO:
1. 3amyctute mporpammy GeneMapper Software 6 B BepxHem MeHIO Haxarh «T00IS» B
BBINIABIIIEM cIHCKe BbIOpaTh «Panel Manager».

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

Ci o H ‘ Qﬁ @ GeneMapper Manager Ctrl+M | [ @ |TabIeSetting
i, Project \E Panel Manager Ctrl+)
N

Study Manager ne Sample 1D

Table Setting Editor...  Cirl+T

Security Manager
Audit Manager ¥
Esig Administrator

Remote Shutdown...

[e[e][a]o]m[w]M] =]

Options...
[ I I
B

=

2. B otkpeiBIIeMcs OKHE ciieBa Haxath «Panel Managery.
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= Panel Manager
File Edit Bins View
GX | 0@ W | B ™ |ense:

Cunopom Kunvboepa

v MLESE EEEEEEN

" Kit Hame Kit Type |Comment
E----@Gen&pen_Sturgeon 1 [Genkwpert_Sturgeon | Miciosate| nane
- [)GrCattle 2 |GpCattle ticiozate | none

3.

™ Panel Manager

File Edit Bins View
New Kit...
Duplicate Panel
Duplicate Kit

Import Panels...
Import Bin Set...

Export Panels...
Export Bin Set...
Export All Kits...

B Bepxuem Menio HakaTh «File» B Beimasiem crrcke BeIOpath myHKT «Import Panelsy.

CtrleN | Bin Set v
Kit Mame Kit Type | Comment
Lenk rpert_Sturgeon Microzate| none
GpCattle Microzate| none

Ctrl+M

Ctrl+Shift+B

Ctrl+E

Ctrl+Shift+E

Ctrl+K

4. BeiOpate manky c oaiiiom manenu (Gilbert Syndrome_Panels) u moarpy3uts ero B
nporpamMmy HakaTheM KHOIKH «lmporty.
5. Ulenknyts mo nanke Gilbert Syndrome nosiBuBmieiics B crincke «Panel Manager»

T Panel Manager

File Edit Bins View
w X | 0P OE | ™ | 8nSe:

s

vifli IS E EEEEEES

Fanel Name

E‘d%b Panel Manager

Comment

L[ GpCattle

1 |G iIbert Syndrome_Fanels || none

C)Gp PIG
() GenExpert_Stungeon
|3 GpPig 020823
) Test PDMAG
|28 8 Gilbert Syndrome

6. B BepxHem MeHro HaxaTh «File» B oTkpbiBIIEMCs criicke BBIOpaTh MyHKT «Import Bin Set».

1 =2 Panel Manzger

_|File Edit Bins View

% |

Jieese SEEEEEE|

Commernt

7.

Mew Panel... CirdeN | Bin Set:
| Duplicate Pamne Fanel Hame
1 Duplicate Kit

mport Panels.. +

Import Bin Set... CtrlsShift+B

Export Panels..,  CrieE

Export Bin Set..  Ctrl+ Shift+E

Export All Kits... Cir+K

[T irdome_Faret | nane

BriOpats manky ¢ ¢aiinom 6unos (Gilbert Syndrome_bins) u moarpysurs ero B mporpammy

HakaTueM KHOMKH «Importy. 3akpeite okHo «Panel Editory.
8. B BepxHeM MeHIO HakaTh «T00lS» B OTKpwIBIIEMCS CIHCKe BbiOpath «GeneMapper

Manager.
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7 GeneMapper Software & - Untitled [Generic] - gm Is Logged In Database XE3-1oT-2019
File Edit Analysis View Toocls Help

o H | % g GeneMapper Manager Ctrl+M
...... =2, Project :_S Ctrl+)

| - ‘ |Tab|e Setting

Panel Manager

Study Manager

ne Sample ID

Table Setting Editor...  Ctrl+T

Security Manager
Audit Manager >

Esig Administrator

Remote Shutdown...

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

9. B BepxHeil cTpOKe OTKPBIBIIETOCs OKHA MEpeiTH Ha BKIaaKy «Size Standards» u Haxartb

KHOIIKY «Import».

Options...
[ [

[«

™™ GeneMapper Manager x
Projects Analysis Methods Table Settings Flot Settings
Cluster Plot Settings Matrices Size Standards SNP Sets Report Settings
Mame Size Standard Dye Last Saved Clwner Ty
sd-450 Orange 2022-01-2814:3317.0  |gm Ba
CD-240 Orange 2022.01-1813:14130  |gm Ba
cdd20 Orange 202203-251217.27.0 |am Ea
cd400 Red 2022-03-25 1203010 |gm Ba
SMPlex_48plex_w1 Orange 2003-09-26 2216:34.0  |agm Ba
GSEOOLIZ Orange 2002-06-27 22.02:440  |gm Ba
GSEOOLIZ +M ormalization Orange 2008-06-27 21:5354.0  |gm Ba
GS500R0K Red 2008-04-18 071:58:46.0 | gm Ba
GSHO0[-36,-250,340R 0% |Red 2002-06-12 0404140 |gm Ba
GSE00(-35,-250,340]LIZ Orange 2008-04-18 01:5%:07.0  |gm Ba
GS500(-2500R0X Red 2008-04-18 01:36:15.0  |gm Ba
GSHO0[-250LIZ Orange 2002-02-21 00:02.360  |gm Ba
GS400HDROMX Fed 2002-08-21 00:02:36.0 | gm Ba
GS350R0; Red 2002-06-11 071:26:47.0° |gm Ba
GS12001Z2 Orange 2002-08-21 00:02:36.0 |gm Ba
< >]
New Open Save As Export Delete
Help Done

10. BeiOpats namnky c ¢aitnom pazmepsoro crannapra (CA-240) 1 moarpy3uThb ero B porpaMMmy

Ha)kaTueM KHomku «lmporty.

11. Tepeiitu Ha Briaaky «Analysis Methods» u HaxaTe kHONIKY «Importy.

= GeneMapper Manager

Flot Settings Cluster Plot Settings Malrices Size Standards SNP Sets Report Settings
Projects Analysis Methods Table Settings

Nare: Last Saved Dvrer Tnstrument Analysis Typs
GF Cattle 2023031015:47.440 |gm Micrasatelite
GrCatte 20220209 1511:240 [gm Microsatelite
G PIG 20230720 10:43160 |ogm Microsatelite
6 chenal 20227111 15:27560 [om Micrasatelite
Tast PDMAE 20220524 1423070 |gm Micrasatelite
Ger xpert Sturgeon 20220224 15:3437.0 |gm Micrasatelite
SHPlen_Rukes 3730 20040921 22:33020 [gm EEl SHPlex Rules 3730
SNPler_Rules_a130 20080418 0158070 |om 3130 SNPlex Rules 3130
SNPlex_Model_3730 20040321 2235480 [om 3730 SNPlex Model 3730
SNaPshot Defaul 20030726 0510080 |gm SNaPshot®
Miciosatelite Defauit 2005.06.03 00:50.000 |gm Micrasatelite
AFLP Defauk 20040717 0221190 [gm AFLP

Open.

Save As.. Import... Expot...

Delete

Hep Done

12. BwiOpare manky c¢ daiiiom Mmerona (Gilbert Syndrome_method) u moarpysuts ero B
nporpaMMmy HaxxatueM KHomku «Import». 3akpeiTe okHO «GeneMapper Manager.
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6.2.2. AHaIu3 JTaHHBIX

Cunopom Kunvbepa

1. B mporpamme GeneMapper Software 6 B BepxHem MeHI0 BbIOpaTh «File», B oTkpbIBIIEMCS

crincke BIOpath «Add Samples to Projecty.

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

File Edit Analysis View Tools Help

W | m | b @ | Table Satinc

Sample Marme

Sample D

New Project... Ctrl+N

Open Project... Ctrd+0

Close Project rple File
Save Project Ctrl+5

Save Project As...

Add Samples to Project... Ctrl+K

Associate Samples...

2.
list» BHM3Y 110/] CITUCKOM IAIIOK.

a? Add Seenghes to Project
| e view

Fles G Catabase.
5 AEm A vera 16310 B

060522117 832 pr 2 0. 22 navabotia

DEDEID02: varactFHLI 26 v An_17 53 41

0605229.27 b 12 +sanples rom petuvka_13_55_59
060721 Deris_15_47_55

06032023 mazpact A paseaerwe_L1_15 28
-~

DSD9302 e derss_10_29 54

0602022 Gl Fdker FTA

621023 a0:3,3,
26532 peapact 85

Sampies To A

B oTkpbIBIIEMCS OKHE BBIOUpATh MAnKy ¢ (GaiiaMu Ui aHaau3a U HakaTh KHONKY «Add to

[ asasompirsoprfs
| i

Fies Grux Datshase
0823 R0 vomast_i
40202365 o X
410023 S R #vearast
4HPa_17_09 44

it ~
)

& DS072003 Corf+Tom 1658,
b 1507200 provera
Dsa7aDzs vewas 2 s7an sanibprensse (3_15.01_8
05072003 Vearase 2 yran candptacion_17_12.01
USATZZIZ2 811,145 2 e
SIS mospecr rpadnen i s 70615
US19202 68 posk gamazgot_17_11 08
2

B 051021 15,02 %

4 08102136 382

& ST Pmreus
604023 5 MRS

7 8- Rptr-2 4 Rtk

FHL2 36 20w _17 53 41

camples from petruvka_12.3855
5

e
ns7aL s

T S0R022 eeapact rpaaney parseaee_L_6 28

B 06092022 bgazm+eif

- 06032002 met denis_in_29_S+

Samples To Adk:
05102023 G5 rastivorka_11_50_26 F5A

add

A0 8 asaiys

BriOpaHHast niarka MmosiBUTHCS B OKHE CIIpaBa, BHU3Y HAXaTh KHOMKY «Add».

x|

el

4. Jlns oOpa3ioB BBIOpaTh paHee HMIIOPTHPOBaHHBIE B mporpammy: «Panely — Gilbert
Syndromey, «Size Standard» - C/I-240, «Analysis Method» - Gilbert Syndrome_method.

Samples

Stalus | Sample Flle Sample Name |Comment [Sarmple T[SFN [ Analysis Method Panel Size Standard hiairbx[SHP Set [Run instrumer [Fun Dete [REF (501 [SFAF |1
1 Isaev 0.5 ng_A2 fsa lsaev 050y |Nome  |Sample |NA Giluert Syndrome_methad Gilbert Syndron (CD-240 ’W ABI3130 |ga3130x | 2023-10- ﬂ
2 Isaev 0.5 ny_B2 fsa lsaev 050y |Nome  |Sample |NA Giluert Syndrome_methad Gilbert Syndron (CD-240 ’W ABI3130 |ga3130x | 2023-10- ﬂ
3 Isaev 1 ny_G1 fsa lsaeving  |Nome  |Sample |NA Giluert Syndrome_methad Gilbert Syndron (CD-240 ’W ABI3130 |ga3130x | 2023-10- ﬂ
n Isaev 1 ng_H1 fsa lsaeving  |Wome  |Sample |NA Gilbert Syndrome_method Gilbert Syndror | CD-240 ym ABIF130 |ga3130xl | 2023-10- (

5. 3anyctuTth aHAIH3.
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6.2.3. AHaJIM3 pa3MepHOro CTaHIapTa
1. Heob6xomumo yoenuThCesi, 9To BO BCeX 00paslax MpaBUIbHO MOAMUCAH Pa3MEPHBIA CTaHIapT.
Jlyist 3T0TO, HY)KHO MPOBEpUTH 3HaUeHUs SQ 1 Bcex 00pasnoB B npoekre. Ecnu SQ — 3enénbrii
KBaJIpaT, TO Pa3MEpHBIN cTaHAapT 3TOro oOpasma moamucaH BepHo. Ecmm SQ — xénthlit
TPEYTOJIbHUK, TN KPACHBIN KPYT, TO CTaHAAPT HEOOXOAUMO ITPOBEPHUTH.

[well [SE [sa0 [aRNM [SFNF [MNF [SNF [sOs [sa |

[Bor L @ |
co7 ' ) [
P CHCEESC

2. Jlns 3TOro, HYXHO BBIICITHTH BCE MPOBEpsieMble 00pa3ibl U B BEpXHEH MaHeIn HaXaTh Ha
kHOIKY «Size Match Editory.

2 GeneMapper Scftware - 46465 [Generic] - g I Logged In Database XE3-oT-2019
File Edit Analysis View Tools Help
CoOH | LF DEEL EEE| P e |rbesun|

- gy Project H Sam
=1

‘BP0 e

n‘N

3. B oTkpeBmieMCS OKHE M3 CIHCKa CJIeBa HY)XHO MOOYEPENHO BBIOMpATh OOpas3mbl IS
NPOBEPKH Ha)KaTWEM JIeBOM KHOMKHM MbImM. Ha rpaduke cmpaBa OyayT oTOOpaskaThCs HX
pa3MepHbIe CTaHJAPTHI.

T Saze Match Editos x
File Edit View Tooks
X B |

Size Malhes  Sae Caing Curve
waey 05ng_B2ka
aasy 1 ng_G1fss Sizing Quality = 1.0 Qumaa s
asy 1 ng_H1fes

4. HenpaBuibHO MOAMUCAHHBIA MUK MOXKHO YAATUTh WM MEPEHMMEHOBaTh, HAXXKaB HA HETO
MpaBOW KHONKOW MbIlM. HenoanmcanHblii UK TaK K€ MOKHO MOAMNMUCATD.
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Ovaride 50

5. TIlo oxoHuYaHHMM pEAAKTHPOBAHUS PA3MEPHOTO CTAaHIAPTA, HYKHO Ha)XaTh KHOIIKY BHH3Y
«Apply», 3atem, «OK». ITocite mpoBepKkH U HCIpaBlIeHHS Bcex o0pasioB, okHO «Size Match
Editor» moxHo 3akpeiTh. Jlasee, MOKHO pUCTYNUTh K aHanu3zy IKO.

6.2.4. AHaJu3 NOJIOKUTEILHOT0 KOHTPOIbHOTO o0pa3ua (ITKO)
1. Ortkpeith 06pazen [TIKO
2. B BepxHeM MEHIO OTKJIFOUHUTH BCE KaHAJIbI, KPOME CHHETO. Y O€IUThCS B TOM, YTO BCEM IMUKaM
ITKO 1o gaHHOMY KaHaay IMPUCBOCHO BEPHOE 3HAUYEHHE aJUIEIIBHOTO COCTOSTHUS (CM. Tabmuity 4).
[Toanmucu NMUITHUX MHUKOB HYKHO YJANWUTh, BbIOpaB MX Ha)XaTHEeM JIEBOM KHOIKH MBIIIH, C
moMo1br0 kHonku «DELETE».

ET1A1

1E0

200

E
8 E]

Tabnuna 4. AieabHOE COCTOSTHUE MOJIOKUTEILHOTO KOHTPOJIbHOTO o0pasiia (ITKO)

Kanan Toxve XpomocomHass | AJuleNbHOE
JAeTeKIIUH y JIOKAJIN3A LU COCTOsIHUE
6
FAM UGT1Al 2 7

3. Ecnum mnpucBOCHHBIE 3HAYEHHWS ajuieJiell HE COOTBETCTBYET 3HAYCHHUSIM B TaOIHIIE,
HE0OXOAMMO HACTPOUTH TTAaHEIb.
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4. Jlnst HAaCTPOWKH MaHEeIM HEOOXO0IUMO 3aKpBITh OKHO ¢ 00pa3iioM. B BepxHeM MeHI0 BBIOpaTh
«Tools» B oTkpeIBIIEMCS CIIECKE BEIOpaTh «Panel Manager».

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

EELIEY)

GeneMapper Manager Ctrl+M | [ 3 “ |Tab\e5etlin5

- o, Project

4
) 5

sl S[e][a] ~[w]m] =]

5. B orpsiBuiemMcs okHe BbiOpaTh nanky Gilbert Syndrome. B ueii otkpeiTs nanky Gilbert

Panel Manager
Study Manager

Table Setting Editor...

Security Manager
Audit Manager
Esig Administrator

Ctrl+)

Ctrl+T

Remote Shutdown...

Options...
[ I

ne

Sample 1D

[«

Syndrome, B pe3ysbTare 0TOOpPa3UTCS JIOKYC.

™ Panel Manager

File Edit Bins View

I \ FEE \ § w |E|n.iat Gibert Syndrome._Bins

LEZ2EH EEEEEEN

X

= 3Gilbert Syndrome

- UGTIAT

-2, Panel Manager Uniwersal |Maker Hams Dy Colo | Min Sizs |Max Size | Control Allelzs Matker | Madker |Analysis Wsthod cd
[CGpCattle 1] [UGT1AT W’ﬁs |1781 ‘ ‘2 ‘nn | |nu
3G PIG a 5

+ [ GenExpert_Sturgeon
-~(C)GePig 020823
i [ Test PDMAG

6. B Bepxuem meHto HaxkaTh KHoOKy «Add Reference Datax.

File Edit Bins View

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

x

LECEH EEEEEES

=i g2 Panel Manager
[ GpCattle
--[2Gp PIG

I GenExpert_Sturgeon
I GoPig 020823
- IC) Test PDMAG
1155 Gilbert Syndrome

E!

I " Panel Manager

~ UGT1A1

7.
o6paszerr [TKO. Haxatp «Add To Listy.

Universal | Watker Name | Dye Colo |Min Size |Max Size Control Alleles

7|Z|UBT1A1 Bue  [1098  [1781 ’—Wr

aker | Mater |Analysis Method

B OTKPBIBIIEMCsI OKHC BHH3Y CJICBA BBI6paTL namnkKy ¢ JaHHBIMHU ITOCTAHOBKH, BBI6paTb

™ Add Microsatellite Reference Data
Edit
GM Database

Searoh Ciiterla

Al
Project
Sample
Analysis
Genotypes
SNP

Sesroh Results

26465
|| 03102023 GS_18_55_25 FSA
o OO
05102023 GS rasttrovka_11_00_26_FSA

Add ToList>>
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8. Cmpasa mosBATCS BeIOpaHHBIC Manka u (aiin. Buu3sy crpaBa HaxkaTh KHOIIKY «Addy.

Edit

GM Database

Saarch Criteia

™ Add Microsatellte Reference Data

Samples To Add:

SR 03102023 GS _18_56 25 FSA!

Al
Project
Sample
Analysis
Genotypes
SNP

Sesrch Results

Search

® PKO_B3fsa

B | 46465

» O

[ ] 03102023 GS_18_56_25_FSA

05102023 GS rasttrovka_11_00_26_FSA

Add ToList=>

9. B mpenpinyiieM OKHE ClieBa MOSBITCS BbIOpaHHbIe pedepeHcHbIe 00pa3ibl. BeiOpats j0Kyc,
JUTSL peIaKTUPOBaHUs, BHU3Y BhIOpaTh oOpazer [1KO.
10. B oTkpsIBIIEMCSI OKHE OTKIIFOUUTH BCE KAaHAJBI, KpOME peAakTupyemoro. BHU3y HaxkaTh Ha
TOPU3OHTAIIBHYIO JIMHHUIO JUana3oHa JIOKyca, I OoToOpakeHHsl TpaHul] Jokyca. Pacmmputh
TPaHULIbI IOKYCa U CABUHYThH OUHBI JIOKYyCa, IPU ATOM JHAMa30H MPOMEKYTKOB MEXKY allIeNsIMU

JOJIKCH OBITh COXPAaHCH.

™ Panel Manager

File Edit Bins View

x

:

< >

-2 Reference Samples

-[PRO_B3fsd

2800

2000

4600

1200

800

400

B | JE MM | I8 | B Set | Gibert Syndrome_Bins Y MuERE EE-EEEN
=-a3, Panel Manager
+-I2) GpCatile 5 5 7 @
26 PIG a0
L) GenExpert_Sturgeon om0
[2GePig 020823
[ Test POMAG 2500 :
13 Glbert Syndrome
- £9Gibet Syndrom_Pa 2200

A A

183 86 187

168 168 70 171 72 173 474 78 ATE 177 478 73 48D da1 18z dad

UGT1A1

oK Cancel Apply

11. TIposeputs, uro Bcem nukam [IKO Obuin mprcBOEHBI BEpHBIE 3HAYEHUS.
12. Tlocne HACTPOMKK 3HAYCHUIT JIOKYCa HAXKaTh KHOMKY «Apply».
13. TloBTOPUTH AEHUCTBHS CO BCEMH JIOKYCaMH, KOTOPBIM OBLIH HEBEPHO NPUCBOCHKI aJUICIbHbIC

COCTOSTHUSL.
14. Haxatp kHOTIKY «OK».

6.2.5. AHaam3 OTPHIATEJHLHOI0 KOHTPOJIbHOTO o0pa3na (OKO)

1. Otkpeith 06pazern; OKO.

2. Y0emuTbcs, 4TO B TUAMTa30HE BBIXO/IA IIEIEBBIX ()ParMEHTOB OTCYTCTBYIOT KaKHUe-JIM0O IHKH,
KpOME ITMKOB pa3MEPHOI0 CTaHIApTA.

6.2.6. Anaau3 odpasua
1.  OtxkpeiTh 0Opa3zer.
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2. B BepxHeM MeHIO BBIOpaTh aHATM3UPYEMbIH KaHAJI.
3. YOemuthCsi, 4TO BCEM NMHUKAM aHAIM3UPYEMOro o0Opaslia 1Mo JaHHOMY KaHaly IMPHCBOCHO
3HAYCHUE aJuIeIIsl.

7. AHTEPIIPETALIUSA PE3YJIBTATOB
IIpu ananmu3e J10Kyca HEOOXOIUMO YUUTHIBATh CIIEIYIOLINE TyHKTHI:
- B mpepenax omHOro Jiokyca BO3MOXHO [Ba BapHaHTa aJlJICIIBHOIO COCTOSHUS,
TOMO3HUTOTHBIN — OJIMH MUK B JIOKYCE, U T€TEPO3UTOTHBIN — [1BA IIMKA B JIOKYCE.

UGT1A1
185 170 175 180 185

U N

-
I'eteposurotusiii renotui (TA)6 / (TA)7

UGT1A1
165 170 175 180

. AJ\J’\ |

el

I'omoszurotHsii renotui (TA)6

- Jlokycsl, ucrnonb3yembie B Habope Gilbert Syndrome aunykneotumnsr (aymienu
JIOKyca OTIIMYAIOTCS Ha 2 HYKJICOTHIA), B CICACTBUU ITOTO IS KaXKJIOW aJIeNId XapaKTEePHBI
BBICOKME  CTAaTTepbl  —  MPOAYKTHl  aMIUTM(QUKAIMH,  KOTOpbie  OOYCIIOBIICHBI
«TIPOCKANB3bIBAHMEM» IOJMMEPa3bl TPH aMIUTM(PHUKAIUNA MHKPOCATTEIUTHBIX YYaCTKOB.
Pasmep crarTepa Oy/eT OTaMyYaThes OT pa3Mepa IeJICBOTo ajuielis Ha JIBa HyKJICOTH 1A, Y POBEHb
CUTHaJsa crarTepa o0bI4HO He npesbimaet 50-70% amens.

- Ecniu B okyce anienu OTIMYaroTCsl Ha OJMH TOBTOP (2 HYKJIEOTHA) CTaTTep Oojiee
JUTMHHOTO aJUIeIIsl HAKJIaAbIBACTCsI Ha IIEJIeBOH MUK KOPOTKOTO aJljIesis, TEM CaMbIM YBEJINYHBAs
YPOBEHb €r0 CUTHAJIA.
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UGT1A1
T

165 170 175 180 185

BINAVAY AN

-
I'ereposurothbiii reHotun (TA)6 / (TA)7 ¢ HanoXeHHEM cTaTTepa ajuiesid { Ha ajuieib 6

B xone uccnenoBanus, nomumo amieneii ¢ (TA)6-moBropamu (UGT1A1*1) u (TA)7-
noBropamu (UGT1A1%28), moryr omnpenenstecsa penakue amienn: (TA)S-moBTopos
(UGT1A1*36) — uro CcBUACTEILCTBYET O MOBBILCHHON (yHkuuu (epmenrta, u (TA)S-
noBTopoB (UGT1A1*37) — xorga aktuBHOCTh Y IDI'T1 3HaunTEeNnsHO CHUXKEHA.

Tao0nuua 5. Bo3amoxHble reHoTunbl B reHe UGT1A1

I'eneTnueckuii
I'en Bo3MoKHbIE TEeHOTHIIBI
Mapkep
(TA)S/(TA)5
(TA)5/(TA)6
(TA)6/(TA)6
UGTIA1 YVIDI- (TA)5/(TA)7
enoKyporunmparncgepasa 1
UDP (TA)6/(TA)7
TA (n) | rs8175347
glucuronosyltransferase 1 (TA)5/(TA)S
family, polypeptide Al
OMIM ID: 191740 (TA)6/(TA)8
TA7/TA)7 Kannuvecku
(TA)7/(TA)8 3HAYMMBIii
(TA)8/(TA)8 TeHOTHII

Pexiramaruyn Ha HabOp PeaKTHBOB HANPABIIATH 110 anapecy: 127434 r. Mocksa, yin. TumupsizeBckas, 42,
tei. (495) 977-74-55, syntol@syntol.ru
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