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1 HASBHAYEHUE HABOPA

HaGop peaktuBoB «SNP/STR3-TMG» npenHazHaueH s UICHTUDUKALITA
MyTanud B TeHomMHoiM JIHK denoBeka, acconMMpoBaHHEIX C  pa3sBUTHEM
aTepoCKIepo3a, HIICMHYECKOH OonesHpro  cepiua, wHHOAPKTa MMOKapAa u
TpomMO0oaMOOIHEH.

Ha6op mossosiser onpenenuts Todeunsie Myrtauun (SNP) B jnokycax rs5985,
rs1799983, 1rs5918, 1s2243093, rs4673, a Ttakke wMyranmu tuna STR
uHCepLMs/AenenMs B JIokycax rs4646994, rs1722009, rs3980933, rs71103505
(npexxnuii Homep 1s5810761). Habop npegHasHaueH ais NPUMEHEHUSI TONBKO «in
Vitro».

Obnacts  NpuUMEHEHWs —  KIHMHWYECKas JMATHOCTHKA, CKPHHHHTOBEIE

* MEPOIIPHUSITHUS.

2 XAPAKTEPUCTUKA U ITPUHIIUIT PABOTEI HABOPA

2.1. B cocraB Habopa BXOIAT CIEAYIOIIHE KOMIIOHEHTEHI:

— 10x 6ydep nnst ammmibuxanmm, 1 npobupka, (110,0£10,0) Mk,

— pactBop JIHK monumepassl, 1 npobupka, (10,0+2,0) mxi;

— cMech npaimepos plex AMPI, 1 npobupka, (22,0+2,0) Mx;

— cMech npaiimepos plex AMP-FA2, 1 npo6upka, (22,0+2,0) MK;

— cMech npaimepos plex SSHOT, 1 npobupka, (22,042,0) mx;

— BoJia s amiumdukanmu, 1 npobupka, (1000,0+£50,0) Mxi;

—Boja 1 SSHOT passenenns, 1 npobupka, (1200,0+£30,0) mxr;

— HOJIOKUTENILHBIN KOHTPOIIb, 1 mpodupka, (8,0+2,0) mxir.

2.2. HaGop npennasHaden s IIPOBeleHHs HccienoBanuii 20 06pasros
resomHou JTHK. IIponomkutenbHOCTh TPOBEIEHHS UCCIIEN0BAHUS 7 YacoB.

2.3. OmpeneneHne TOYEYHBIX MyTalldii IMPOBOAMTCS IO TEXHOJIOTHH
MHMHUCEKBEeHUpoBaHus (Snapshot anamus), ompenenenne wmyrtammii Tuma STR wu
HHCEPLUs]/ IeNel sl IPOBOJUTCS I10 TEXHOJIOIMH (PPArMEHTHOTO aHAJIHM3A.

Habop nosBoiser onpesienuTh Todednble MyTanuu (SNP) B jokycax rs5983,
rs1799983, 185918, 152243093, rs4673, a tawke wMyrauum THma STR w
UHCEepIWs/Jeenust B JoKycax 154646994, rs1722009, rs3980933, rs71103505
(mpexHuit HoMep 1s5810761).

3 MEPLI ITPEJJOCTOPOXXHOCTU ITP1 PABOTE C HABOPOM

3.1. Ilpu paGore ¢ HabOpOM cjledyeT HaleBaTh OJHOPA3OBbIC HUTPUIIOBBIE
nepyatku 0e3 TajbKa, T.K. OHOIOTrMYecKHe oOpaslbl ClieyeT pacCMaTpHBAaTh Kak
MOTEHIMAIBHO HHPULMPOBAHHBIE, CTIOCOOHBIE COXPaHSTh M Nepenasats BUU, Bupyc
renaTyuTa Wi 000 IpyTroi Bo30yIuTeXs BUPYCHON HHPEKIHH.

3.2. Kareropudecku 3arnpelaercsi prueM MHINK, UCII0Ib30BaHIe KOCMETHUECKHX
NPYHAJIEKHOCTEH M KypeHHE B IIOMENICHMSX, IpPEeJHA3HAYEHHBIX I paboTHI ¢
obpazmamu JTHK.

3.3. OcHoBHble OdTambl pabOT JODKHEI IIPOBOJAMTHCS B (DM3HHUECKH
W30JIMPOBAaHHLIX 30HaX. Bcé mabopaTopHoe oOOpymoBaHMe, a TakKe IITATHBEL
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NUNeTKA, W Jp. JOJDKHBI OBITh IPOMAapKUPOBaHbI MO MPUHAMIEKHOCTH K
COOTBETCTBYIOIIEH pabodelt 30He. 3ampelraercsi IepeMelleHHe OGOPYIOBAHUS U3
OJIHOM pabodeil 30HBI B IPYTYIO.

3.4. Bo u3bexaHue KOHTAMHHAIUM PEKOMEHIyETCS NS I0NyaBTOMATHYECKUX
A03aTOPOB HCIIOIB30BATh HAKOHEUHUKH C a3PO30JTBbHBIM GaphEPOM.

3.5. llpu NPUTOTOBJEHMH PEAKIMOHHOM CMECH M BHECEHHWM KOHTPOIBHBIX H

' MccnemyeMbIX  OOpasIoB, TepYaTKH, INTATHBBl, HAKOHEYHHKH W IpoOUpKU
VICIIOJIB3YIOTCS TOJIEKO OTHOKPATHO.

3.6. PaBoThI MPOBOMTH ¢ COOMONEHHEM Mep NPEIOCTOPOKHOCTH TIPH paboTe ¢
OMONOTMYEeCKMM MaTepuanoM. B ciyuae mponmBa 06pasmoB TKaHel M KIETOK Ha
pabouune MOBEPXHOCTH, HEOOXOJUMO TIPOBOIUTE Je3HH(EKITHIO.

3.7. He momyckaeTcs IOBTOpPHOE 3aMOpaKMBAaHWE U Pa3sMOpaXMBaHHE TOTOBOM
CMeCH JIJIs aMILTH(PUKAIUH.

4 OBOPYJIOBAHUE N1 MATEPUAJIBI
JUisi  TOCTAHOBKM  IIONMMEPasHOM  IENHOM  peakuwm U peakiuit
MUHHCCKBCHUPOBAHUS HEOOXOMMEI ClIe[yIOIIIe KOMIIOHEHTEI i MAaTePHAIIbL:

— Tepmonuxiaepsr BioRad T100 («BioRad», CIHA), wmu TepMONuKIEpEL,
COOTBETCTBYIOILAE MY IO XapaKTCPUCTUKAM;

— D'emerndecknit anammsarop Hitachi ABI3500 («Applied Biosystems», CIIIA)
WM aHAIIOT;

— boke mma IIHP ¢ GakrepuimTHOM JaMION WIM CTEPHIBHBINA JTaMAHAPHLLT
mkag;

— Munu nenrpudyra-Boprekc;

— Ortxenbaple  HAO0OPHI  IHIETOK  IIONYaBTOMATHYECKHX  OJHOKAHAIBHBIX,
MO3BOJIIOLIMX O0TOMPaTh 06BeMbl sxuaKocTei (0,2-2) Mk, (1-10) mx, (10-100)
MK @ (100-1000) MK aTTECTOBAHHBIX M0 3HAYEHHIO CpEAHEH [03BI H
CXOIUMOCTH Pe3yJIbTaTOB MUIETHPOBAaHKSA (TIOTPELIHOCTH He Gosee 3 %);

— OrzenbHble XanaTel ¥ 0JHOPa30Bble HUTPHJIOBEIE IIEPYATKU 63 TanbKa,

— OpHOpa3oBble NOJUNIPONUIECHOBBIE MHUKPOIPOOUPKH (MHMKPONPOOHPKE B
cTpunax, 96-sueednsie MI/IKpOHHaHIlIeTBI) ¢ MaKCUMAaJIbHBIM 00BEMOM 0,2 M1,

— OgHopa3zoBhle IONMMIPONUICHOBEIE NPoOUpKH obbemoMm 0,5 u 1,5 M Tuma
«annesaopd»;

— OpHOpa3oBele HAKOHEYHHUKU C a3PO30JBHBIM 0aphepOM I MUIETOK 06HEMOM
0,5-10mxk51, 2-200 MK

— Cenra s 96-1y9HOTO IIAHIIETA,;

— Mopo3suibHas KamMmepa, OTperyIMpoBanHas Ha TeMIepaTypy Munyc 20°C;

— XoJOAUIBbHUK, OTPEryIMPOBAHHBIN Ha TEMIIEpATypy OT TIoc 2 1o mioc 8°C;

. — 'TpaHCHIOpTHBIA KOHTEHHEP CO JILJIOM;
— Iratuse! s Muxkponpobupok Ha 1,5 1 0,5 mi;
— Jesundunupyromee cpenctro «llomumesy;
— Hi-Di™ Formamide («Thermo Fisher», CIIIA, xat.Ne 4311320) vnu anasor;
— GeneScan™ 120 LIZ™ Size Standard («Thermo Fisher», CIIA, xar.Ne
4322362);

$
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— GeneScan™ 500 LIZ™ dye Size Standard («Thermo Fisher», CIIIA, xar.Ne
4322682);

— POP4 nomamep («Thermo Fisher», CILA, kar.Ne A26070);

— Hykieasa Exol («NEBy», CIIIA, xat.Ne M0293S) win ananor;

— ®ocdaraza rSAP («NEB», CIIIA, xat.Ne M0371L) nnu aHamnor;

— Habop SNaPshot Multiplex Kit («Thermo Fisher», CIIIA, xar.Ne 4323159);

— HaGop ¢uyopecuentnsix kpacuteneii «Matrix Standard Set DS-02» («Thermo
Fisher», CHIA, xat.Ne 4323014);

— Habop dmyopecuenrasix xpacureneit «CK-0501» («Cuntom», Poccms);

— IIporpammuoe obecneuenne GeneMapper.

5 IHHOPAOOK ITPOBEJIEHU S AHAJIM3A

5.1. Ilposenenne I[P nna wnapaGorku ¢parmenros JIHK, comepxarmux
aHAJIU3APYEMbIEe MYTaIlHH.

5.1.1. B 3ome ana nocranoBku IIIIP wW3BlIeYs M3 YNaKOBOYHOIO makera U
OMECTHTh B TEPMOCTaTUpyeMbIi 61oK-mtatus (+4°C) cnenyrommue PEeaKTHUBEIL:

— 10x 6ydep nns ammmudukanmum

— cMech npaiimepoB plex AMP1

— cMech npaimepos plex AMP-FA2

— IOJIOXKUTEIIbHBIA KOHTPOJIb

5.1.2. Ilocme monHOH pa3sMOpPO3KM PEAKTUBOB  OCAIUTH  COAEPKHMOE
MHUKPONIPOOHPOK HA JIHO ¢ IOMOIIBIO IIEHTPHQYrH B TeueHue 5 cexyHp mpu 2000

* 00/MUH.

5.1.3. B npo6upxke BmectumocTsio 0,5 umu 1,5 M1 IpUroToBUTE cMech jutst TTLIP
coriracHo Tabaure 1.

Tabmuma 1
KomuuecTBo
Koan4ectBo peaxrusa peakTHBa
Komnonent emecn prst ITHP Ha 1 peakuuio, MK Ha (N+2)* peaxunii,
MKJI
Bopa nia aMmmmagukanun 20,3
10x Oydep ans amIuubaKaIHH 2,5
Cwmecs npaiimepoB plexAMP1 um 1
plexAMP-FA2
JHK-nomumepasa 0,2
HUTOro: 24 MK

His  KMCKIXOYEHMs  KOHTaMUHALMM  PEakTHBOB  MCIOJB30BATH  TOJBKO
OJHOPA30Bble HAKOHEYHUKH C a’pO30JbHBIM Oapbepom! ‘

Iocne mo6asnenus JTHK-mommMepassl, KOTOpoe IMPOUZBOAUTCA B ITOCIEIHION
o4epelb, CMECh aKKypPaTHO IIEPEMEIINBAIOT MUITETHPOBAHUEM.

5.1.4. Oto6pare HEO6XOAMMOE KOIMYIECTBO MPOOUPOK BMECTUMOCTHIO 0,2 MKII
(ucxonst m3 pacyera N+2, rae N - KONMYECTBO aHANHM3UPYeMBIX 00pasioB + |
TNOJIOKUTEIBHBIA KOHTPOJIb + 1 OTpHIATENBHBIA KOHTPOJIB), MAPKUPOBATH IPOOUPKH ¢
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aHamusupyembiMu obpasuamu JJHK «A4-1» 10 «4-N», «4-OK» s oTpHuareasHoro
KOHTPOJA U «A-ITK» 1i1sl mosoXuTenbHOro KOHTPOIeH, COOTBeTCTBeHHO. [Ipu sToM
«A» mpuHHMaeT 3HayeHus | WM 2, B 3aBHCHMOCTH OT HCIIONB3YEeMON cMecH
npaitmepos — plex AMP1 wm plex AMP-FA2.

5.1.5. Bo Bce MuKpOIpOOGUPKHU (MEKPOIIPOOHPKH B CTPHUIIAX) BMECTHMOCTHEO 0,2
MJI BHECTH I10 24 MKJI roToBOM cMmecu jyist ITLP.

5.1.6. Brectu nccnemyemsie obpasuer JJHK, KOHTpoNbHBIE oOpasusl JJHK B
IILP-cMeck TOIBKO OHOPA30BBIMU HAKOHEYHUKAMU C a39PO30JIBHEIM 0aphepoM.

B Mukponpo6upky (MUKpOIPOOHPKHU B CTPHITE) ULl OTPUIIATEIEHOTO KOHTPOIIS
pobasure 1 Mknm  peaktuBa «Boma gms  ammumduKkanmm», —mepeMemaTh
[IANETUPOBAHUEM 3 pasa.

B MukpornpoOupku (MHKPOIPOOHPKM B CTpHUIE) IS  MOJOKHTEIEHOTO
KOHTpO/st /100aBUTh 1 MK peakThBa «lIONMOXKHUTENBHBIN KOHTPONBY, MepeMeLiaTh
NUIETHPOBAHUEM 3 pasa.

B MuKpOmpoGUpKH (MAKPOTIPOGUPKH B CTPHIIE) ISl aHATU3UPYEMBIX 06PasIoB
AHK (B coorBerctBum ¢ Hymepanuei), nobaButs mo 1 wmknm o6pasmos JHK
(xoruentparus JIHK ne menee 10 ur/miin). Ilepemerrats munetnposanmem 3 pasa.

3aKphITh MUKPOIIPOOHPKH KPHIIKAMH (CTPUIIOM KPBIIEK PH HCIONB30BAHAH
IpPOOUPOK B CTPHUIIAX).

Koneunbiéi 00bEM peakUMOHHBIA CMECH B KaXIoW HpoOHMpKe cocTaBisieT 25
MKJT.

5.1.7. TlomectuTs MHUKpONPOOHMPKA B TepMOGIOK aMIuMpuKaTopa. 3aKphITh
KPBIIIKY aMILTUPUKATOPA.

5.1.8.  3amporpammupoBaTh TPHOOpP I BBINOJHEHHS —TEMIEPaTypHOI
IIPOrPaMMBbl:

Kou-Bo
Ne nukiia Temueparypa Bpems HHICIOR
. 1 95° 5 MuH 1
95° 30 cex
2 68 ° 30 cex 30
72° 30 cex
3 72° 5 Mun 1
4 10° 00
Pexum paGOTBI aMHHI/I(I)I/IKaTOpa — HnogorpesacMmas KPBIIIKa, KOHTPOJIb

TEMIICPATypbl: pacyeTHbId. [0 OKOHYaHMU peakIMu MHKPOIpPOOMpKH, Kyda ObLia
mobGapieHa cmech mnpaiimepoB plex AMP-FA2, nomemaroor B  XONOMUIBHUK,
OTperyIMpOBaHHEIN Ha TeMIlepaTypy ot miroc 2 Ao mmoc 8°C.

: 5.2 Ounctka npoaykros I1LIP.

Ilepen npoBserieHHEM PEaKLUUM MHHHCEKBEHHPOBAHHMS HEOOXOIMMO OUHCTHTH
npoxyxtsl 1ILIP, obpasoBasimecs B npobUpKax co cMechto npaiimepos plex AMP-1
OT HEHUCIIOJIL30BAHHBIX OJTMIOHYKIEOTHIHEIX npaiimepos u fHT®. s sToro:

5.2.1. Orobpars Heo0X0AUMOE KOMMYECTBO MPOOHPOK (UPOGHPOK B CTpUIax)
BMecTuMOCTBIO 0,2 Mk (ucxoms w3 pacuera N+2, rme N -  KOJIMYECTBO

aHAIM3UPYEMbIX 00pasioB + 1 MONOXKMTENBHBIH KOHTPOJL + | OTpHIATeNBHDIMN
g
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KOHTPOJIb), MApKUPOBATh MPOOUPKHU ¢ aHanH3upyeMbiMu obpasuamu JHK «1-1» no
«I-N», «1-OK» nmnsg orpunarenbHoro KoHTpoas u «1-ITK» IS TMONI0MKHATEIBHOTO
KOHTpPOIIs, COOTBETCTBEHHO.

5.2.2. VI3 MUKpPOTIPOGHPOK € aMITM(PUKALMOHHON CMECHIO IIEPEHECTH 10 5 MKJI
IPOIYKTOB aMIUTM(UKALUY B YUCTHIE IPOOUPKH C aHATOTMYHBIMHU OIIMCIMH.

5.2.3. B kaxmyro MUKponpoOHpKy p06aButh 0,5 Mk Hykineass! Exol u 1 M
¢ocdarazer rSAP.

5.2.4. MuKponpoOUpKy 3aKpbITh KPBIIIKAMH, COAEPKUMOe ocamuTh (3000
06/MuH, 5 ceK), IepeMeInaTh BOPTeKCUPOBaHHEM M CHOBa ocaguTh (3000 o6/MuH, 5
CeK) Ha HeHTpudyre-BopTeKce.

‘ 5.2.5. IlomecTdTh MUKPOIIPOOMPKHM B aMIUIU(HUKATOp, 3aKPBITh KPBILIKY

amruQukaTopa. 3a/1aTh Ha MPUOOPE CIEAYIOILYIO IPOTPaMMY::

- UHKyOaIus 37°C, 60 mun 1 1wk
- nHaktaBanmsa  75°C, 15 mun 1 muK;
- XpaHeHue 4 °C.

Pexxum paboTsl amiuindukaropa — nogorpepaeMas Kpbiinka (75°C), KOHTPOIb
TEMIIEPATYPhI: PACUESTHBIMA.

5.2.6. Pasmoposuts peaktus «Boxa misi SSHOT passemeHus».

5.2.7. MUKponpoOUpKK M3BIIEYb U3 aMINTU(UKATOPA, B KOKIYIO J100aBHUTH MO
58,5 Mk Boasl it SSHOT passenenus, mepemMeniaTb BOPTEKCHPOBAHUEM U OCAUTb.

5.3. st IOCTaHOBKHM pEaKkIMKM MHHHMCEKBEHHPOBAHUS OTOOpATh HEOOXOMMMOE
KOJINYECTBO MHUKPONPOOMPOK BMECTHMOCTEIO 0,2 MK (MCXofs U3 pacueTta N+2, rie
N - Xonu4ecTBO aHanIM3MpyeMBIX 00pasuoB + 1 IOJOKHUTENBHBIA KOHTPOIb + 1
OTpULIATEIIbHBIN KOHTPOJIb), MAPKUPOBATH MPOOUPKHU ¢ aHAIM3HPYEMBIMEA 00pa3IaMi
HHK «S7-1» o «S7I-N», «S7-OK» ama orpunarensuoro xkoaTpons u «S1-ITK» s
HOJIOKUTENIEHOTO KOHTPOJIEH, COOTBETCTBEHHO.

5.3.1. Pa3Mopo3uTh KOMIIOHEHTHI Habopa

— cMech npaitmepos plex SSHOT1

— BOJIa /ISl aMILTADUKAIH

A Taroke pasmoposuth Ready Reaction Mix (u3 naGopa SNaPshot Multiplex
Kit), He Bxoasamuii B cocTaB JaHHOTO Habopa.

. 5.3.2. B npobGupke BmecTMOCTbIO 0,5 wuiu 1,5 M OPUTrOTOBUTH CMeCh st
MHHHMCEKBEHUPOBaHUS COTTIaCHO Tabiuile 2.

Tabmnwma 2

KommnouneHT cmecu aia Konuuectizo peakTauBa KosnuecTBO peakruBa

MHHHCEKBEHNPOBAHUA Ha 1 peawuio, MKJI Ha (N+2) peakunii, Mka
Ready Reaction Mix (13 HaGopa 5

SNaPshot Multiplex Kit),

Boaa anig amminbukanuu 2,5
Cwmech npatimepos plex SSHOT1 !

HUTOTI'O: 8,5 MK

5.3.3. Brectu B ImpOMapKUpOBAHHKIE MUKPONPOOUPKU ITO 8,5 MKJI TOTOBOM
CMECH JJIs1 MUHUCEKBEHUPOBAHMS.

Ch
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5.3.4. B xaxyio IpOMapKUPOBaHHYIO POGUPKY, COrIACHO HOMEpY 00pa3slia,
BHECTH 10 1,5 MKJI pa3sBEEHHBIX IPOLYKTOB aMITMGHUKALNM W3 COOTBETCTBYIOUTUX
MUKPOIPOOUPOK, B KOTOPEIe ObiTa JobasineHa Boxa mist SSHOT passenenus.

5.3.5. MHKpOTIpOOUPKHU 3aKPHITh KPBIIIKAMH, TIepeMeIIaTh BOPTEKCUPOBAHHEM

' 1M OCaJMTh Ha LHEeHTpU]yre-BOpTEKCE.

5.3.6. IlomectuTs MHMKPONpPOOHMPKH B amruadHKaTOP, 3aKPBITh KPBIIIKY

aMIUTI(QUKATOPa. 3aIporpaMMUPOBATH IPHOOD.

Koua-Bo
Ne nukna Temneparypa Bpemsn HUKJIOB
96° 10 cek
1 50 ° 5 cex 25
60° 30 cek
2 10° 0

Pexxum paboTsl amiunukaropa — mogorpeBaemas kpbimka (96°C), KOHTPOJTh
TEMIIEPATYPhI: PACUETHBIMA.

5.4 O4KCTKa IPOyKTOB MUHUCEKBEHUPOBAHMUS.

54.1. Ilo oKoHYaHWM TPOTPaMMBl  MWHHCEKBEHHDPOBAHHS  W3BICYH
MHUKPOIIPOOUPKM M3 aMITH(PUKATOPa, B KaXAyI0 106aBUTH mo 1,0 MK docdarazer
ISAP, MHUKpPONPOOHPKH 3aKpBITh KPBINIKAMH, COIEPKUMOE OCAIHTH, IIepeMeniaTh
BOPTEKCHPOBAHUEM U CHOBA OCAIHTh.

5.4.2. IlomectuTh MHKPOHPOOHPKM B aMIUIM(UKATOP, 3aKPHITH KPBIIIKY
amnaQukaropa. 3a1aTh CleyIOMHUe MapaMeTphl SKCIePHMEHTA:

- HHKyOaus 37°C, 60 mun 1 1k
- iHakTuBatmsa  75°C, 15 mun 01 mmxr;
- XpaHeHue 4 °C.

Pexcum paboTel amMmudukaropa — noporpesaemast kpbimka (75°C), KOHTPOJIb
* TEMIIEPATYPhl: pacUeTHEIMH.
5.4.3. IIo OKOHYaHMH IPONETYPHl OYUCTKM IIPOIYKTHI MMHUCEKBEHUPOBAHUS
nomectuts Ha +4°C ecin IpearnoaracTcst HEeMeIJIEHHbIH aHaIu3, WK 3aMOPO3UTh Ha
-20°C JUISL JAATEIBHOTO XpaHEeHHs.

5.5 IloaroToBka MPOAYKTOB PEaKIMM MUHHCEKBEHHPOBAHUS U (PPArMEHTHOrO
aHaIM3a.

5.5.1. Jlna  aHamuza IPOJYKTOB ~MUHHCEKBEHHPOBAHU (npoGupku ¢
MapKUPOBKOH «S/-1» 1o «SI-N», «SI1-OK» u «SI-TIK») B pacueTe Ha oxHy JIYHKY
96-1yHouHoro ruiaHmera go6aBuTh mo 9 mkn «Hi-Di» dopmamuma, 0,25 mxn
pasmepHoro crangapra «GeneScan LIZ120 Size Std Kit», 1 Mk mpomykra peakrmn
MUHHCEKBEHUPOBAHMS OJ[HOW M3 IPOMAPKHPOBAHHBIX IIPOOHPOK.

Aust aHanusa MPOAYKTOB (ParMeHTHOTo aHau3a (IPOOHPKH ¢ MapKHPOBKOM
«2-1» 10 «2-N», «2-OK» «2-I1IK») B pacuere Ha OAHY JyHKY 96-IYHOUHOTO [LIAHIIETA
nobasute mo 9 wmxn «Hi-Di» dopmamupa, 0,35 wmxn pasMepHOro craHjapTa
«GeneScan-500 LIZ Size Std Kity, 1 wmxn nponykra IIHP opHolt w3
[IPOMapPKUPOBAHHBIX TPOOHPOK.

e
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5.5.2. IlnaHmeT 3aKpwITH CeIITOI/I IIOMECTUTh B aMIMH(UKATOPp U IPOBECTU
TEINOBYI0 JeHatyparuio npu 95°C B Teuenme 5 MHHYT C TIOCIEIyIOIUM
oxnaxaeHueM 10 10°C (KpbIIKy aMIUIM(QUKATOPA IIPU 3TOM OCTABJISAIOT OTKPBITOM).

5.5.3. IInaHIIeT MOMECTUTH B TeHETHIECKH aHAIIM3ATOP M 3aITyCTHTh AHAJIN3.

Ilpn omwcannn anamusupyemoro mianmera B mporpamme JJHK cexseraropa
Data Collection Software BHocsT HHMOpManmio: Analysis Method, Result group,
Instrument Protocol ¢ yduerom Tuma amammsa, ¢ HOMONIBIO KOTOPOTO OymyT
AHATM3UPOBATECA TIPOJYKTHl aMIUIM(UKAIME M3 PasHEIX Ipobupok. Ilpm 3amycke

" apanm3a B npubope NOIDKEH OBITh YCTAHOBIEH KAIMIIIP IIHHON 36 M 7 II0JIIMED

POP-4.

5.6 AHanu3 NONy4YeHHBIX PE3YILTATOB.

Hst aHanusa pesynbratoB Snapshot peakiuu co3maTh MapKepHbIe MaHe H s
WICHTHQUKALMY ~ alUleNieli B COOTBETCTBMH ¢ mnpoTokomamu  «PykoBomctsa
nonms3oBares» s JIHK  cexsemaropa (kamwutspsl ammHO# 36 cm, POP-4
NOJMMMEPOM M BHYTPEHHHM  pasMepHbIM  crampaproM  «GSI120LIZ») ¢
ucronb3oBanyem ommu «Panel manager» mporpammer «GeneMapper®» (Tabmmna 3).

Tabnuna 3
Mapkep Ananazon ¢pparmenra
C
oT -0 oT 10 oT 10 oT 10
Rs5985 - - 26,80 | 28,40 - - 29,50 30,50
Rs1799883 - - 39,50 40,50 - - 41,00 41,50
Rs5918 - - - - 42,50 42,90 43,60 43,90
Rs2243093 48,60 49,20 47,40 47,90 - - - -
Rs4673 51,40 51,80 50,10 50,50 - - 52,0 52,50

Jl1s1 aHanmusa pesysibTaToB (PParMeHTHOTO aHAIN3a CO3/IaTh MapKepHbIE MaHen
JUIL WIeHTUHUKALUK ajuleniedl B COOTBSTCTBMM C mpoTokonamu «PykoBoacTBa
MOJB30BATENS» [T JHK cexBenatopsz (kanwuiipsl aauHoi 36 oM, POP-4
NONMMMEPOM M BHYTPGHHHUM  pasMepHbIM  craHmaprom  «GSS500LIZ») ¢
ucronb30BaHneM omiuu «Panel manager» nporpammer «GeneMapper®» (Tabmmiia 4).
" BricoTa [EJIEBBIX MMKOB JOKHA COCTABIATEh He MeHee 50 QOED.

Tabnuua 4
Musamaabapiii | MakeaMAIbHBIA KoanvectBo
Mapkep IIBeT MeTKH
pasmep pazmep MapKepoB
LDLR (rs3980933) 160 195 2
ACE (rs4646994) 180 500 2
NOS (1s61722009) ' Coun ' 240 290 2
BDKRB2 (rs71103505 87,5 98,5 2
npesxHui Homep 1s5810761))F
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llanens juisi GpparMenTHOTO aHanM3a COAEPKMT HAGOp «GHHOB» IS aTelei
COOTBETCTBYIOIIETO JIOKyca (Tabmuma 5).

Tabmauna 5
Jlokye Ha6op «6unoB» 1i1s 1okyeca
LDLR 169, 171, 173, 175, 177, 179, 181, 183, 185, 187
ACE 192, 479
NOS 254, 281
BDKRB2 88,3, 97,5

CoriacHo Ta6HI/IHe 6 OPOBCCTH aHAJIU3 IIOJYUYCHHBIX ITHMKOB Ha MPpUCYTCTBUE
TOI'0O UM MHOT'O HYKJICOTHIA NN BCTaBKH/ ACIICIUY B aHAIIU3UPYEMOM JIOKYyCE.

Tabmuia 6
Pesyabrar Vinrepnperanus
Mapxkep T'en pesyabrara Ipameyanne
JKCNIepUMEHTA
IKCIEPHEMENTA
Cwmech npaiimepos plex SSHOT1
rs5918 ITGB3 C C
T T
152243093 GP1BA A T s jarHOrO Mapkepa npu
G C HHTEPIPETALMM PE3YIILTATA CIIEAYET
3alHCEIBATD HYKJIEOTHJ,
KOMIUIEMEHTAPHBLIT [IOJTYYUEHHOMY B
SKCIIEPUMEHTE
rs4673 CYBA A A
G G
T T
rs5985 F13A1 G C Jis fTaHHOTO MapKepa mpu
T A MHTEPIPETALMA PE3yIbTaTa CeIyeT
3aIUCBIBATD HYKICOTH/I,
KOMILIEMEHTAPHBIH OJyYEHHOMY B
9KCHEPUMEHTE
rs1799983 NOS3 G G
T T
Cmecnb npaiimepoB AMP-FA2
rs5810761 BDKRB2 88,3 Henemus
97,5 WHcepuus
rs3980933 LDLR 169 del(TA); Jlanublit Mapkep oGnagaet
171 delTATA HONUMOP(PH3IMOM 110 KoJimdecTry TA
173 delTA noBTopoB. B kauectBe WT npuauMaeTtcs
175 Wild type (WT) 8TA moBTOpOE.
177 dupTA
179 dupTATA
181 dup(TA);
183 dup(TA),
185 dup(TA)s
187 dup(TA)
rs4646994 ACE 192 Henerst
479 Hucepums
rs61722009 NOS3 254 Aenenus
281 HHceprius
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Ionmumophuzmer

I'CHOB

ACCOLMHUPOBaHbI C

pa3BUTHEM

aTEpOCKIIepo3a,

MIIEMUIECKON GOJIe3HBIO cepiilla, HHMApKTa MUOKApAa U TPOMGOIMOOIHEL. Janubie

0 KaXAOMYy MapKepy INpHMBEeNeHBl B  Tabmuie 7. PesynbraTsl  JOMKHBI
MHTEPIPETUPOBATECS ~ BPaYOM B KOMIUIEKCE C JAPYTHMH  TeHeTHYeCKHMH,
aHAMHECTUYECKMMHU, KIMHUIECKUMH 1 J1a00PATOPHBIMH JaHHBIMH.

Tabmuua 7

Acconpanusi Mapkepa c

Mapxep I'en Pacmmdposka renoruna
3a60/1IeBAHASIMH
Tpom60sMOb0mHs, MHpAapKT T/T — HopmansHas
MUoOKapya. arperaruoHHas CrrocoGHOCTh
TPOMOOIIUTOB.
T/C — arperanmonnas
rs5918 ITGB3 CHOCOOHOCTEH TPOMOOLATOB
YMEPEHHO TOBBIILIEHA.
C/C — arperanuonnas
CI0cOOHOCTH TPOMOOIMTOB
BBICOKAsI.
Ocrperit kopoHapusIi cuaapom | Aiuterns C TIOBBIIIAET PHCK
TpoMO03, HHCYJIBT, HIIEMUS, TpoMO00OpazoBanus B
152243093 GP1BA aTepoCKIIepo3, HHpapKT apTepHATILHOM PyCile
MHOKap/a. yBenuuBast skcupeccuio GP1B
Ha IIOBEPXHOCTH TPOMOOIHTA.
Nmemuaeckas 6onesns cepana, | G/G — renorur, He
uHpapKT MUOKAp U aCCOIMUPOBAHHEIN CO
UIIEMAYECKUH HHCYITBT. CHIKEHUEM akTHBHOCTH NO-
AprepuanbHasi TUIICPTEH3UA, B | CHHTA3HL.
CBSI3M C HApYUIEHHEM G/T u T/T ~ renworws,
rs1799983 NOS3 COCYJTUCTOM PEryIIAIun ACCOIIMUPOBAHHBIE CO
apTepUaAIBbHOrO JiaBJCHHS, CHIDKEHHEM akTuBHOCTH NO-
aCCOLMMPOBAHHOE CO CHHTa3bI, KOTOPBIE
CHIDKCHHEM KOJIMYECTBA OKCHJIA | PEAPACIIONAraloT K Pa3sBUTHIO
a30Ta B KPOBH. CePJICTHO-COCYIUCTBIX
3a00JI€BaHMA H MX OCITOKHEHUH.
OnporemuanbHas quchynknms, | IeHotunm A/A — CHIOKeHHE
TIPEIKIIAMIICHS CPEJIHEN U (epMeHTATHBHOMN aKTUBHOCTH
rs4673 CYBA . .
TSKETION CTeTleHeH. CYBA wu3-3a CTpyKTYpPHBIX
H3MEHEHUH MOJIEKYIIH OemKa.
I'enetnueckas G/G — He cHKaeT
IIPEIPACIIONOKEHHOCTE K (epMEHTATHBHYIO aKTHBHOCTD
UH(APKTYy MHOKap/a U 6enxa F13, ygactyromero B
TpoMO03MOOTHH. pabore cucTeMbl
1s5985 F13A1 CBEPTBIBAEMOCTH KPOBH.

G/T — akruBHOCTH 6Gemka F13
YMEPEHHO CHIDKEHA.

T/T — axrtuBHOCTH 6Genka F13
3HAYUTENILHO CHIKEHA.
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rs5810761

BDKRB2

AprepuanbHas THIIEPTCH3HS.

Annens +9 spnsercs daxropom
pucCKa  pasBUTUSA  NEPBHYHOMN
apTEPHANBHON TUIIEPTEH3HH.
I'enonn +9/+9 conposoxknaercs
GoJtee BhIpaKECHHOU
runeprpoduel Mrokap;ia IeBoro
KEITyZ049Ka B 60siee BEICOKAM
YPOBHEM apTepHaIbLHOTO
JlaBJICHUS Y OOIBHEIX

THUIIEPTOHUYECKOH OONIE3HBIO.

rs3980933

LDLR

ATepockiepos, uHpapKT
MUOKap/a.

7TA/TTA — HOpManbHas
PETyISIHs KOHIICHTPaIiK
XOJICCTEPHHA B IIIa3M€ KPOBH.
I'enotunsr ¢ amnensmu § TA u
11TA noBBIIAIOT PUCK H3OBITKA
JIAIIONPOTENHOB HU3KOM
IJTOTHOCTH B IUIa3Me KPOBH U
[IOBBIMIAIOT PUCK PA3BUTHS
uH(apKTa MHOKap/Ia.

1s4646994

ACE

Nudapkr Muokapa,
gieMudecKkas 60JIe3Hb cepna,
UIIEMAYCCKII HHCYIBT,
6ose3Hp Alblireiimepa,
XPOHMUECKAS TTOYCUHAs
HEJJ0CTAaTOYHOCTSH, OCTEOIIOPO3,
aTepoCKIIepo3.

I/I — Hopmaibublit yposers ACE
B KPOBH.

I/D — HOBBIICHHBIA YPOBEHD
ACE B xpoBu.

D/D — 3HauuTenpHO
IOBBIIEHHBIA ypoeHb ACE B
KpPOBH.

rs61722009

NOS3

ATepoCcKiIepo3, HIIEMHYECKAs
60ne3Hb cepAna, “HpapKT
MHUOKapP/a, COCYLHUCThHIE
OCJIOXKHEHHS TIPK CaxapHOM
mabere tuna 1 u 2.

4b/4b oupeneinser HOpPMANLHBIH
YPOBEHb OKHCH a30Ta B CTEHKaX
KPOBEHOCHBIX COCYIOB.

Annens 4a cBS3aH ¢ PUCKOM
CHYDKEHUS DIIACTHIHOCTH
COCY/TUCTOM CTCHKH,
apTepHANLHON THIIEPTCH3UEH,
runeprpohuei Muokapaa

v
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5.7 Ananu3s pe3ynbTaToB IS KOHTPOJIBHBIX 00Pa3IoB.

110noXHUTEeNBHBIN KOHTPOJIb B Pe3yJbTaTe PeaKiH MHHUCEKBEHHUPOBAHUS CO
cmechio niparmepoB plex SSHOT1 mgomkeH IeMOHCTPHPOBATE CIEAYOIIUI TeHOTHII:

Mapxep Plex SSHOT1
Oo6paszen Rs5985 Rs1799883 RS5918 RS2243093 RS4673
IIK1 G/G (C/C*) G/G T/T A/A (T/T#*) G/G

*-reHOTHII MapKepa I10ciie HHTEPIIPETAIUU Pe3yIbTaTa

IooXXUTENbHBIA KOHTPONIE B pe3yibTraTe (hparMEeHTHOTO aHAIN3a CO CMECHIO
npaiimepos plex AMP-FA2 nomkeH 1eMOHCTPUPOBATE CIEAYIONMIMI FeHOTHIT:

Mapkep Plex AMP-FA2
O6pazen LDLR ACE NOS BDKRB2
IK2 WT/dupTATA Del/Del Ins/Ins Del/Ins

B orpuiatenbHOM KOHTPOJIE HE MOJDKHBI BU3yalH3UpoBaThest gpparments JJHK,
OomHcaHHble B TabaUIax 3 u 5.

6 YCJIOBUA XPAHEHUW S U ITTPUMEHEHUSI HABOPA

6.1. Habop momkeH XpaHHTbCA Hpu Temmeparype wmuuyc (12-18)°C B
3AIIMINEHHOM OT CBETA MECTE B TEUEHUE BCEI'O CPOKA I'OJHOCTH.

6.2. He cMelmmBaTe peakTUBBI U3 Pa3HBIX MAPTHUIL.

6.3. lna orbopa m 06aBIeHUs] KOMIIOHEHTOB PEKOMEHIYETCS HCIIOIb30BAThH
aBTOMATHYECKHE IIHIIETKH CO CMEHHBIMM HAKOHCYHHMKAMH, AaTTECTOBAHHBIMH Ha
TOYHOCTS 110 3HAYCHUIO CPETHEH JI03bI U CXOAMMOCTD PE3yJIbTATOB MUTIETHPOBAHMS.

6.4. Bo m3bexxaHue KOHTAMUHAIMM PEKOMEHIYETCS BHOCHTH 06pasmsr J[HK
HAKOHEYHUKaMHU C a3PO030JILHEIM 0aphepoM.

6.5. i moiydenus HAIeXHBIX Ppe3yNbTATOB  HEOOXOAMMO  CTPOTOe
COOMIONIEHe MHCTPYKUMH 10 [PUMEHEHMIO Habopa U  KBanu(HUIMPOBAHHOE
IIPOBEJICHUE aHaJIN3a.

6.6. Ilpn HecoOMIOACHMM NPaBUI XpaHEHHS U TPaHCIOPTUPOBKH Habopa, a
TAKXe JPYTUX IIYHKTOB HACTOSIIEW WHCTPYKIMH, IPOM3BOAMTENs HE HECET
OTBETCTBEHHOCTH 3a pe3ynbTaThl aHAIHN3A.

6.7. Cpok rogHocTu Habopa 6 MecsIIeB.
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Perucrparna MH 8 PocanpasHanzope
www.nevacert.ru | info@nevacert.ru



