«YTBEPXJAHK»
EeHepavibHbifi gnpekTtop
AO «BekTop-becT»

Mo NPUMEHeHU0 Habopa peareHToB A/19 onpeaeneHns L
myTaumii 1100delC n IVS2 +1G>A B reHe CHEK2
METOAOM NOMMEPA3HOIA LieNHOM peakLumn B peXxumMe peasbHOro BpeMeH!
C AeTeKUMen KpUBbIX NiaB/ieHns
«Peanbect-lNeHeTka CHEK2»

[ )
1. HASHAYEHWE

Habop peareHToB ans onpegeneHns MyTtauuii 1100delC n 1VS2 +1G>A B reHe CHEK2 me-
TOAOM MOJIMMEPA3HONM LIEMHON peakunn B peXKnme peasibHOTO BPpeMeHU C LeTeKuueld KpuBbIX Mas-
neHuns «PeanbecT-IeHeTnka CHEK?2» npefgHasHaveH 418 KayeCTBEHHOrO OnpefesieHns reHoTUMoB
no mytaumam ilOOdelC n 1VS2 +1G>A B reHe CHEK2, accoummpoBaHHbIX C PUCKOM pas3BUTUA
paka MONOYHONW Kenesbl/paka snyHukKoB (PMDK/PA), MeToaoM MonvMMepasHol LEenHOW peakuum
(MLLP) B pexxnmMe pealbHOr0 BPEMEHM C M1aBneHneM NPoAyKTOB rmopuamsaumm ¢ hlyopecLeHTHOM
METKOW C NOCNefyoLmMM aHaIM30M KPUBbLIX MnaBneHns. Habop MOXET ObITb NPUMEHEH Kak BCMO-
mMorartesibHOe CPeACTBO AMarHOCTMKU MpU OnpefenieHns HacnefCTBEHHbIX (PaKTOPOB pUCKa pasBu-
Tms PMXK/PA 1y naumeHToB C y>ke BbisiBfieHHbIM PMDK/PA ans yTOYHEeHUs pasHOBMAHOCTU paka
(cemeiHas hopma, accouumpoBaHHas ¢ MyTaumeli reHa CHEK?2). Habop MOXeT ObiTb MPUMEHEH
AN 06pasyoB reHomHol AHK yenoBeka, BblAeNeHHOW U3 LeNIbHON KPoBW MK BYKKa/lbHOMo anuTe-
nns.

2. XAPAKTEPVNCTUKA HABOPA

2.1. MpuHUUnN MeToa.

MprHUMN MeToAa OCHOBaH Ha amniugukauum BblbpaHHOro yyactka [HK uenoseka u no-
criefytoLleli AeTeKUMN KpMBbLIX NNaBneHns rmopuaHbIX Komnaekcos npogykTtos MUP v cneunduny-
HbIX 30HA0B. lNpouecc amnnMduKaumm 3aKNYaeTcs B MOBTOPAIOLLMXCA UMKIaxX: TemnepatypHas
feHatypaunsa OHK-matpuubl, 0OTXXUT NpaiMepoB C KOMMJIEMEHTapPHbIMU MOC/NeA0BaTe/lbHOCTAMM

AHK-MaTpuLpl, CUHTE3 KOMMIEMEHTaPHO Lienn ¢ 3Tux npaimMepos Tagq AHK-nonmmepason.

MHCTpykuma  cocTasneHa  coTpyaHukamn  AO  «BekTop-BecT»:  AMpeKTOpOM
Mo npounssoacTBy TkaueBbiM B.K. 1 Hau. oTaeneHnsi nponssoacTsa MLP Habopos TpyxuHoit A.B.
3/IEKTPOHHASA KOMKS 0GOPMIIEHA LIEHTPOM UCTILITAHII W PETUCTPALMM MEBHLMHCKYUX M3LENHIA



Mocne peakunn aMnanpuUKaLuyM NOHWKEHVE TEMMEPATYpbl NMPUBOAUT K rmbpuamnsauum cne-
umguyHoro JHK-30Haa ¢ NpoAYyKTOM aMriMuKauum 1 K CHXEHUIO YPOBHSA (h/TyOPeCLiEHTHOro
curHana B npobupke. B npouecce TeMnepaTypHOro niaBfeHns 06pa3oBaBLUMXCA AYMNeKCoB Mpo-
ncxoanT BbicBoboXaeHMe OHK-30HAa, HeCyLlero qyopecUeHTHbIA KpacuTenb. B cnyyae Henon-
HOW KomnneMeHTapHocTh [HK-30HAa 1 BbI6paHHOro yyacTka JHK, TeMnepatypa nnasneHus gyn-
nekca OyaeT HwKe, YeM B C/ly4yae MOSIHOM KOMMIEMEHTapHOCTU. Takum 06pasom, Ans AByX asi-
NefbHbIX BapvaHTOB TeMrepaTypbl M1aBneHus LynaeKcoB 30HA4A Y NPOAYKTOB amnanpukauum oT-
nuyaroTcs,  bnarogaps  aTOMy  MAEHTUMUUMPYETCH reHoTUn  («HOPMaslbHas rOMO3WUroTa,
«reTepo3nroTa», «MyTaHTHas roMO3UroTa»).

2.2. CocTaB Habopa:

KomnoHeHT Habopa (CokpatleHue) Konnuectso
OnucaHwe.

KOHTpONbHbIN 06pasel, «HopmanbHas romosunrota» (KOI) 1 npobupka,
BecvBeTHas XXUAKOCTb, cofep>XUT HaTpus asung (0,05%) fl 1mn
KOHTpOnbHbI 06pasel, «MyTaHTHas romosunroTa» (K02) 1 npobupka,
BecuseTHaa >XMAKOCTb, cofep>XUT HaTpus asug (0,05%) 1mn
oToBas peakumoHHas cmecb gna MUP (FPC) 48 npobupok
NnodunusmposaHHas

Anonpyowmin pacteop «IeHeTuKa» 2¢n.,
becugeTHadA >XNAKOCTb no 12 mn
OnTuyeckasa nieHka 1 nner
Bknagblw ¢ UH(popMauueid o gnanasoHax TemnepaTyp naaBneHus 1.
ansa KOI n K02

2.3. YCcnoBua NnpuMeHeHus. ,

AHa/IMTUYECKME U AMArHOCTUYECKNE XapaKTepPUCTUKN Habopa 6bliv BaIMAMPOBasihbl NpU Bbl-
peneHnn OHK 13 KAMHWUYeCKMX 06pasLoB (LenbHOM KPoBM, OYKKa/IbHOTO 3NUTENNs) ¢ UCMOb30-
BaHMeM HabopoB peareHTOB «PeanbecT-IeHeTnka AHK-akcnpecce» mvnn «PeanbecT aKCTpaKums
r 100», no3BonaoLWMX NoAyUnTh KOHUEeHTpaumto AHK yenoBeka He MeHee 250 KONuiA Ha peakLMoH-
Hyt0 Npobupky (Ha 50 MK npenaparta BblgeneHHo AHK). [

Habop npuMeHsieTca C perucTpupyowpmMm amnangukatopamm: «CFX96» (hmpma «Bio-
Rad», CLLUA); «AT-96», «ATnpaiim» (OO0 «HIMO AHK-TexHonorusy, Poccus).

Habop peareHTOB paccumMTaH Ha npoBeAeHWe aHam3a 48 06pa3LoB, BKIKOYas KOHTPO/bHbIE
o6pasLibl. ||

3. AHAJTIMTUYECKNME N ANATHOCTUYECKWNE XAPAKTEPUCTUKN

3.1. CneundmyHocTb Habopa «PeanbecT-IeHeTuka CHEK2» no ctaHgapTHOMy o6pasuy
npegnpusatus (COH 05-2-811), cogepxkalleMy 06pasLbl C M3BECTHLIMU FEHOTMUNAMKU MO MyTauusamM
1100delC n 1IVS2 +1G>A B reHe CHEK2, onpefeneHHbIMU MeTOLOM CeKBEHMPOBaHWA Mo CaHrepy,

coctaBnseT 100 %.
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3.2. AHaMTUYecKas YyBCTBUTENbHOCTb - MUHUMa/IbHOe KonmuyecTso JHK yenoseka, He06-
X0AMMOe ANs HOpMasibHOW paboTbl Habopa, - 250 KoMl Ha peakUMOHHY Npobupky (Ha 50 MKn
npenapata BbigeneHHon AHK).

3.3. AHanutn4yeckas Cneuyu@uUHOCTb - 419 OLEHKM aHaIMTUYEeCKOW cneuﬁmquocm bl
npveegeH in silico aHanm3 nocnefoBaTelbHOCTeV NpaliMepoB M 30HAOB MO 6asam nocnefoBaTeslb-
HOCTel NOoTeHUMa/IbHO NepPeKPeCcTHO-PeakTUBHbLIX BUPYCOB 1 MUKPOOPraHn3MoB, B TOM YMC/e MUK-
poopraHn3moB poToBoit nonoctu (Staphylococcus spp, Streptococcus spp, Prevotella spp, Lepto-
trichia spp, Corynebacterium spp. Neisseria spp). NepekpecTHO pearvpyroLimMx BUPYCOB U MUKPO-
OpraH1M3MoB 06HapYy>KeHO He 6bI10.

3.4. [inarHoCTn4YecKasa YyBCTBUTENbHOCTb:

- B OTHOWeHun myTtaumn [I00delC anarHocTnyeckas YyBCTBUTENIbHOCTb, BbIUYMCISEMAsA Kak
MPOLEHT MpaBW/bHO onpeaeneHHbIX obpasuos ¢ MyTauymeii [I00delC B reHe CHEK2, B KnnHu4e-
CKMX UCMbITaHUAX, NPOBEAEHHBIX Ha o6pa3uax oT 15 naumeHTos, coctaBuna 100% (MHTepBan 78,2-
100 %, c goBepuTENbHON BEPOATHOCTLIO 95 %).

- B OTHOLWeHUM myTaummn IVS2 +1G>A anarHocTuyeckas YyBCTBUTEIbHOCTb, BblUMC/seMast
KakK NPOLEHT MpaBW/bHO ONpeaeneHHbIX 06pasuoB ¢ MyTaumen 1VS2 +1G>A B reHe CHEK2, B
KIMHUYECKMX UCMbITaHWSX, NPOBEAEHHbIX Ha obpasuax oT 11 naumeHToB, cocTaBuia 100% (MH-
Tepsan 71,5-100 %, ¢ 4OBEPUTENbHON BEPOATHOCTLIO 95 %).

3.5. [narHoctmnyeckas cneynguyHoCTb:

- B OTHoweHnn myTauum 1100delC guarHoctmyeckas CrneumpUUHOCTb, BblUMCIAEMas Kak
MPOLEHT NpaBUIbHO onpefenieHHbIX 06pa3LoB 6e3 myTaumm 1100delC B reHe CHEK2™ B KnnHWYe-
CKMX WCMbITaHWSAX, MPOBEAEHHbIX Ha obpaslax OT 222 naumeHToB, cocTaBuna 100% (MHTepBan
98.4- 100 %, c AoBEpUTENLHOIN BEPOSTHOCTLIO 95 %).

- B OTHOLLeHUN myTaumm 1VS2 +1G>A anarHocTuyeckas creyuguyHoOCTb, BbluMcisemasn Kak
MPOLEHT MpPaBUIbHO OMpefeneHHbIX 06pa3uoB 6e3 mytauum 1IVS2 +1G>A B reHe?CHXK2, B Kn-
HUYECKMX UCNbITaHWAX, NPOBEAEHHbIX Ha 0bpasuax oT 226 naumeHToB, cocTasuna 100% (MHTepBa
98.4- 100 %, c AOBEPUTENLHON BEPOSTHOCTLIO 95 %).

3.6. Bocnpon3BoaMMOCTb pesy/ibTaTOB KayeCTBEHHOI0 OMNpefesieHns reHOTUMNOoB Mo MyTauu-
am 1100delC n IVS2 +1G>A B reHe CHEK2: KnnHMYecKune ncnbITaHUA, NpoBefeHHbIe Ha 267 06-
pasuax oT 237 nauMeHTOB C UCMOMb30BaHMEM [BYX Cepuii Habopa peareHToB, nokasann 100 %
MEXCEPUAHYO BOCMPOM3BOAMMOCTb Pe3ynbTaToB. [pu TeCTUpOBaHUM B [BYX HE3aBUCKMMbIX MO-
CTaHOBKax [BYMS pasHbIMK OrnepaTopamu Ha ABYX cepusx Habopa 06pa3LoB C pasHbIMU FeHOTUNa-
M4 B 10 NOBTOpax KaXKAbl BHYTPUMOCTAHOBOYHAsA, MEXMOCTAaHOBOYHASA M MEXCepUinHas BOCMPO-

M3BOAUMOCTbL pe3yfibTatoB cocTasuna 100 %.
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4, MEPbI MPEAOCTOPOXHOCTW

4.1. MoTeHUMabHbIA PUCK NpUMeHeHNs Habopa - Knacc 26 (Mpukas M3 P® ot 06.06.2012
No4H).

4.2. Mpwn paboTe ¢ Habopom cnepyet cobnogars CM 1.3.2322-08 «be3onacHOCTL paboTbl €
MukpoopraHusmamu 11-1V rpynn natoreHHocTV (0onacHOCTW) M BO3OYAMTENAMWU napasvTapHbIX
6one3Hein». Habop npeaHasHavyeH Ans NPOMecCUOHaIbHOr0 NPUMEHEHMSI B KNMHUYECKOW nabopa-
TOPHOW ANMarHOCTVKE 06YYeHHbLIM MePCOHaN0OM. Yy

M
4.3. Hekotopble KomnoHeHTbl (KOI 1 K02) cofep)xaT HaTpusa asui B KOHLEHTpauuK, yKa-

3aHHOM B Nn. 2.2 «CocTaB Habopa.

4.4, ns NpefoTBpaLLeHMs KOHTaMUHALMN HEOOXO0AMMO TePPUTOPUA/IbHO Pa3fensaTb 3Tarbl
BblaeneHnsa AHK un noctaHoBku MLP cornacHo MY 1.3, 2569-09 «OpraHusaums .paboTbl nabopa-
TOPUIA, NCMONB3YHOLLMX METOAbI aMMIM(UKALMN HYKIEMHOBBIX KUCOT NpK paboTe ¢ MaTepuanoMm,
cofepxxawm MUKpoopraHuamel I-1V rpynn natoreHHocTu».

4.5. Tpn pabote ¢ HABOPOM HEOOXOAMMO HafeBaTb OLHOPA30Bble MeAWLMHCKME NMepyaTKu,
1CNO/b30BaTh TOIbKO OfHOPA30Bble HAKOHEYHMKW C (PUILTPOM /18 403aTOPOB. .

4.6. Kaxgoe paboyee MeCTO [0/MKHO OblTb CHabGXeHO COOGCTBEHHLIM HAOOPOM [03aTOPOB
repemMeHHOro obbemMa, HEOOXOAMMbIMU BCTIOMOraTe/lbHbIMY MaTepuanaMn 1 obopysoBaHueM. 3a-
MPeLLAeTCcs UX rnepemelLieHVe Mexay pabouMn MecTamu.

4.7. He fonyckaeTca MUCMnosib30BaHMe OLHUX U TeX XXe HaKOHEUYHMKOB Npu fo6aBneHnmn pas-
HbIX 06Pa3L0B. L,

4.8. Toce OKOHYaHUs paboT AN Ae3UHMEKLMN U NPeoTBPaLLEHNS KOHTaMMHaLmK BCe paboume
MOBEPXHOCTY 1 060PYAOBaHMe CreayeT NoABEPrHyTh AeACTBUI0 6aKTepuLMaHbIX Y fnamn B TeyeHue 1
Yaca. 3aTeM 06paboTaTb persaMeHTMPOBaHHbIMI CaHUTapPHBLIMI NpaBUIaMn Le3VHDULMPYIOLWLMMI Cpes-
ctBamMn {Takumm, kak: 0,8% pacTBop «[e3omakc-nHoea»; 1Mo pacTsop «Iabao>; 0,5% pacTsop
«Jn3acnH»; 1%pacTsop «MucTpayb»; 1%pacTsop «BenTonen»).

4.9. Bce 1cnosb3oBaHHbIE OA4HOPAa30Bble MaTepuasbl Mofsepratb 06paboTke Ae3nHPULK-
PYHOLLWMKN CpeacTBaMm C NocneayroLen ytunmsagmeii (cm. MY 287-113 «MeToguyeckme ykasaHus
no Ae3VHMeKUMW, NPeACcTePUM3ALMOHHON OUYNCTKE U CTepuamn3aumm |/|3,u,en|/u7|“,/I MeAMLIMHCKOro
Ha3HauYeHNs»).

4.10. Mpw rcnonb3oBaHMM Habopa 06pa3ytoTcs 0TX0Abl KnaccoB A, b 1 I, KoTopble Knaccupu-
LIMPYHOTCA W YHUYTOXALOTCA (YTUAM3MpyoTes) B cootBeTcTBUM ¢ CaHlMlnH 2.1.7.2790-10 «CaHuTapHo-
aNuaeMMonorneckie TpebosaHNs K 06PaLLIEHNIO C MEAVLIVHCKAMI OTX04amMmn». [e3H(eKLmMo Habo-
OB peareHToB criefyeT npoBoautb no MY 287-113 «MeTtognyeckue ykasaHus hlo Ae3nHeKLmm,

MPEeaCTEPUN3ALMOHHOI OUMCTKE M CTEPUNN3ALINN U3AENNIA MEAULIMHCKOTO HAa3HAUYEHMS».
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5. ObOPYJOBAHUVE N MATEPVAJIbI

- amnanMguKaTop MIaHWETHOro Tuna ¢ AeTekuveid (QayopecUeHUMn B pexxrMe peanbHOro
BpemeHu (C kaHanamu getekunn «HEX» n «kROX»): L

«CFX96» (dmpma «Bio-Rad», CLUA); «4T-96», «OTnpaim» (OO0 «HIMO [OHK-
TexHonorus», Poccus);

- NaMuHapHbIA 6okc Il Knacca 61MONOrMYeCcKoin 3alimnTbl (Hanpumep, GOKC abakTepuaibHOM
BO3AyLLHON cpeapbl TuNna BABN-01, «/lammHap-c», AO «JlaMUHapHbIE CUCTEMbI», Poccus);

- X0NnoAunbHUK BbITOBOR, NoaaepXXMBatoLWMIA Temnepatypy (2-8) °C;

- MUWHU-LUeKep MNaHLWEeTHbIN, obecneynBatoLLmin YacToTy BpalleHus 1200 06/MuH (Hanpu-
mep, «PSU-2T», mpma «BioSan», J1atsus);

- MMKpOUEeHTpUdyra Ang npobrpok BMECTUMOCTbIO 2 M, obecneumsatowas 13000 o6/MuH

(Hanpumep, «Eppendorf MiniSpin», dupma «Eppendorf», MepmaHns);

- BCTpsIXvBaTenb A4/ Npobupok (Hanpumep, «Bio-Vortex V-1 plus», gmpma «BioSan», Jlat-
BUA);

- MepyaTkn MeguLUMHCKNE OfHOPa30Bble HECTEPWU/bHbIE HEOMyApPeHHbIe IJ'IaTEKCHbIe Unm
HeornpeHoBble (Hanpumep, nepyaTku «NeoTouch», gmpma «Ansell Healthcare», Mepmanns);

- [03aTOpbl OAHOKaHa/bHble C MEepeMeHHbIM O0OBEMOM, CO CMEHHbIMW HAKOHEYHMKaMK
(Hanpumep, gupma «Biohit», duHNaHANA);

- OHOPa30Bble HAKOHEYHVKW /15 [03aTOPOB C 3alMTHLIM (DUILTPOM /a3p030/bHbIM Gapbe-
pom (Hanpumep, rpma «Sartorius», 'epmaHus);

- LUTaTMBbI 419 MUKPONPOOUPOK BMECTUMOCTLIO 2 M 1 0,2 mn (Hanpumep, dupma «SSi»,
CLLA);

- KOHTeliHep A4n1s cbpoca 0TX0A0B (Hanpumep, «KoHTeliHep ans cbpoca OCTPOro UHCTPYMEH-
Tapus - EK-01», gupma «KM-TMPOEKT», Poccus);

- HOX KaHLENAPCKMIA NN HOXXHULLbI.

6. NMOArOTOBKA AHAJTM3NPYEMbIX OBPA3LIOB 1 PEATEHTOB

6.1. TMoarotoBka aHa/IM3MpPyeMbIX 06pasLoB. ELI,

B3ATue, TpaHCNOPTUPOBaHWE W XpaHeHWe WCCefyemMoro martepuana OCYLLeCTBNSETCH CO-
rnacHo MY 1.3. 2569-09 «OpraHusauus paboTbl 1abopaTopuii, UCMONL3YHOLMX METOAbI ammin-
(hmKaum HYKNEMHOBBIX KUC/OT MPU paboTe ¢ MaTepuasioM, COAEPXKaLLMM MUKPOOpraHmsmbl -1V
rpynn naToreHHoOCTU».

[na aHanm3a NOAroTOBUTL KAMHUYECKMe 06pasLibl (OYKKa/IbHOro anmTenms u LenbHON Kpo-

BM) C NOMOLLbIO HabopoB AN BblgeneHns AHK.

Kaxgas rpynna obpasLos, Npoxoasilad yepes npoueaypy sblgeneHns AHK, gomkHa cogep-
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Xatb KOI 1 K02, KoTopble SBNAKOTCA KOMMNOHEHTaMK JaHHOro Habopa.

6.1.1. BblgeneHne [AHK ¢ nomowpto Habopa peareHToB «PeanbecT-IeHeTnka [AHK-
3KCMpecc».
Bobigenenve AHK 13 06pa3LoB NPoBOAUTL COMMAaCHO MHCTPYKLUMK K Habopy. noumio obpas-

LIOB NPOBOAMTb 3/TOUPYHOLLMM PacTBOPOM «I"eHETUKa», KOTOPbIV SB/ISIETCA KOMMOHEHTOM JaHHOI0
Habopa. Npobbl roToBbl K NoctaHoBke MLP-aHanmn3a. P,

Mocne BCKPbITUA (hflakoHa 3MIOMPYHOLWMIA pacTBOp «eHeTUKa» XpaHUTb Mpu Temrnepatype
(2-8) °C He 60nee 3 MecsLEB.

6.1.2. BolgeneHve AHK ¢ nomouybto Habopa peareHTOB «PeasibecT akcTpakums 100».

BbigeneHne OHK 13 06pa3LoB NpoBoanTb 6e3 A06aBieHMst BHYTPEHHEr0 KOHTPO/ILHOIO 06-
pasya (BKO). KOI n K02 npoxogat npoueaypy BblaeneHms AHK aHafIOrMYyHO NonoXuTesibHOMY
KOHTpOo/IbHOMY 06pa3uy (MKO) (CM. MHCTPYKUMIO K Habopy AN5 BbLLENEHWS).

Mepea BbigeneHvem AHK Heobxoanmo NpoBecTV NpeABapuUTe/ibHYH0 06paboTKy 06pasLioB
LLeIbHOM KPOBM C UCMO/Mb30BaHWeM Habopa peareHToB «Peanbect MeMonnTuK». H.FIJe,qBapI/ITeI'IbHOVI
06paboTKe noaBepraeTcs Le/bHas KpoBb 06beMOM 50 MK/ COM/TaCHO MHCTPYKLMK K HA6opy.

Anoumio 06pasyos nposoauTs B 200 MK 3/1HOMPYIOLLEr0 pacTBoOpa, BXOASALLEro B COCTaB
Habopa ans BblaeneHus. 3atem [06aBuTb 400 MKN 3M1HOMPYHOLLEr0 pacTBopa «leHeTMKa», BXOs-
LLero B COCTaB AaHHOro Habopa. TulaTesbHO nepemellaTb Ha BopTekce. LleHTpudyrvposath Ha

MUKpoueHTpudyre npu 13000 06/MUH 1 MUHYTY. YCTaHOBUTL NPOGUPKM B MarHUTHBIV LUTATUB.

Mocne BCKPbITUSA (PakoHa 3NOMPYIOLLMIA pacTBOp «MeHeTMKa» XpaHUTb MpW TemnepaTtype
(2-8) ®CHe 6onee 3 MecsILIEB.
6.1.3. BoigeneHHyto OHK xpaHutb npu temnepatype (2-8) °C He 60nee 24 Yacos.
6.2. lMoaroToBka peareHTOB.

Mepen Hayanom paboTbl M3BMEYL HAOOP M3 XONOAMMbHUKA, BblUEpXaTb Npobupku ¢ MPC B

ynakoBke (He BCkpbiBasi!) npu Temnepatype (18-26)  He meHee 30 MUHYT. 3aTeM BCKPbITb YMaKoB-

Ky, aKKypPaTHO C NOMOLLbIO KaHLIENAPCKOro HoXXa Wi HOXXHUL, OTpe3aTb H€O6XO,£I,I/IMO€ KOJIN4eCTBO

(Mo umcny noAaroToBneHHbIX Npob, Bkaovas KOl n K02) npobupok ¢ MPC. OTpesatb Npobupku
CIefyeT BMECTE C MOKPbIBAOLLEN UX MIEHKON.

BHumaHue! Hencnonb3oBaHHbIe Npobupku ¢ MPC ynakosaTb B NakeT C OCYLUUTENEM, YAANUTb

VBHEro INLLIHUIA BO3A4YX W MAIOTHO 3aKPbITb 3XKNM. Il

[Mocne nepBoro BCKpbITUA ynakoBku MPC xpaHuTb npu Temnepatype (2-8) °C He 6onee 3 me-
GLEB.

KOI 1 K02 nocne BCKpbITUA NPO6GUPOK XpaHWUTL Npy Temnepatype (2-8) ° He 6onee 1 mecsua

WvannkeoTamm no 50 MK Npu Temnepatype MuHyc (18-24) °C He 60nee 3 MeCsILIEB.
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I 7. MPOBEAEHUVE AHAJTIN3A

7.1. Heobxoanmoe Konm4yecTBo Npobmpok ¢ MPC npoHymepoBaTh 1 pacrnonoXuTb B LUTATUBE.

BHumMaHme! Hagnucw cnefyet pacnonaraTb Ha OOKOBOM 4acTu Mpo6upok. OnTuyeckas
MNEHKa 10/HKHA 0CTaBaTbCA YMCTON!

7.2. B KaXayro npobupky [03aTOPOM, MCMO/b3ys 419 KaKA0ro obpasua MHAMBUAYaIbHbIN
HaKOHEYHUK ¢ hubTpoM, BHeCTM no 50 MK pacTBopa BblgeneHHor AHK. He 3axBatbiBaTb Oca-
JoK!

MNOTHO 3aKNenTb NPOGMPKM ONTUYECKON NNEHKOIA.

7.3. TlomecTuTb NPOBUPKY B MUHK-LLEVKep. [NepemeLuaTb CofepXX1Moe NPoBMpPoK € YacTOTOM
BpaLLeHns 1200 06/MWH B TedeHWe 1 MUHYTbI.

7.4. TToMecTUTb NPOGYPKX B aMNInpuKarop.

7.5. 3anporpaMmmupoBatb npubop ANA MPOBeLeHUs amnangukaumm cneuuguyeckmx par-
meHToB [IHK ¢ nocrieaytoLLum nnasneHnem NpodyKToB rnbpuansaLmum ¢ (yopecLieHTHO MeTKOM
W feTeKLMeld KpUBbIX NNaB/ieHnst B COOTBETCTBUM C MHCTPYKLMEN K npubopy. '

MpOTOKO/bI NPOBEAEHUS PeaKLMN aMNINUKALIN:

-ana npuoopa «CFX96x»:

1cTagma: 50 °C - 2 MUHYTBI;
2ctagua: 95 - 2 MUHYTHI;
3 ctagmsa: 50 umknos (94 ®C- 10 cekyHf, 60 °C - 20 cekyHp)
4 cTagus: «Kpusasa nnasneHus» ot 27 °C go 75 °C ¢ warom 1 °C B TeyeHue 5 cekyHp (13-
MepeHue (lyopecLeHLMN NPOBOANTL Ha KXKAOM Luare);
5cragua: 10 °C - 1 muHyTa.
-4Ns nNpuéopos «AT-96», «Tnpanvy:
1cragusa: 50 °C - 2 MUHYTHI;

2 ctagmsa: 95 °C - 2 MUHYTSI;

3 ctagua: 50 yuknos (94 °C - 10 cekyHa, 60 °C - 20 cekyHa); I

4 cTagus: «KpvBas nnaeneHus» oT 27 °C go 75 °C ¢ warom 1 °C B TeyeHne 13 cekyHp (13-
MepeHve (nyopecLeHLMN NPOBOANTL Ha KXKAOM Luare);

5 cTagua: 10 °C - XpaHeHwue.

7.6. BblbpaTb KaHanbl AETEKLMW KPUBbIX NMaBfeHMst AynnekcoB cneuuguyHoro AHK-30H4a
M NPOAYKTa aMnanguKaumm 4ns peructpauum MyTawuii:

«HEX» - peructpaums 1100delC B reHe CHEK?2;

«ROX» - peructpauusa 1VS2 +1G>A B reHe CHEK?2.

7.7. 3anporpammMupoBath MONOXKeHMe NPOBUPOK C UCCeLyeMbIMU 1 KOHTPOLL>HbIM 06pa3Lom

COrM1aCHO MHCTPYKLMM K UCMOb3yeMoMy Npréopy.
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7.8. 3anycTuTb NporpammMmy 1 NPOBECTU peakLMio amnanuKauum ¢ permctpaumen hayopec-
LIEHLUMW B peXXnMe peasibHOro BpeMeHMU.

8. AHA/IN3 N YUET PE3Y/IbTATOB

8.1. YcnoBua aHanmsa 1 y4éta pesynbTaTtos

[na KOI B kaHanax getekuyy «<HEX» n «KOX» fO/MKHO (hMKCUMPOBATLCA Ha/iMume OLHOro
nyKa NnaBneHns, COOTBETCTBYHOLLErO reHoTUny «HopManbHasi roMo3uroTa», U ONpeaensThbCa 3Ha-
YyeHne TemnepaTypbl MnaBneHns. 3HayeHve TemnepaTypbl NAaBneHUs AO/MKHO HaxOAMTLCA B AMa-
nasoHe Temnepatyp 418 KOI, ykasaHHOM BO BK/agbllle K Habopam [aHHOM cepun.

Ona KO2 B kaHanax getekuym «HEX» n «KOX» JOMKHO (PUKCUMPOBATLCA HaMume O4HOro
nMKa MnaBfeHns, COOTBETCTBYHOLLEr0 reHoTuny «MyTaHTHasi roMo3uroTa», U OonpeaensTbCs 3Ha-
YyeHue TemnepaTypbl NNaBneHus. 3HayeHVe TemnepaTypbl NAaBneHUa AO/MKHO HAaXOAWUTLCA B Aua-
nasoHe Temnepatyp 41 K02, ykazaHHOM BO BK/afbllle K Habopam [aHHOM Cepui.

8.2. AHanm3 pe3ynbTaToB onpegeneHns reHoturnos no mytaumam 1100delC n 1VS2
+1G>A B reHe CALL?2.

MEHOTUN
«HopmasibHas «M)TaHTHas
«["eTeposunroTa»
® romMo3uroTa» romMo3uroTa»
o g OoyH nvk nnaeneHnst.  OOuH MUK n/iaBneHns,  [Ba nvika rniasneHus,
, OT/INYaeTcs OT/IN4YaeTcs OT/IMYaKOTCA
He 6onee He 6ornee He 6onee
yeM Ha 2 °C yem Ha 2 °C yeM Ha 2 °C
ot KOI oT K02 oT KOI nkKo02
1100delC «HEX>» N/N del/del N/del
0 mlVS2+10A «KOX» GG AA G/A

N - Hopma (OTCyTCTBME MyTaLuK). 5

8.2.1. ina kaxaoro uccnepyemoro obpasuya B KaHanax getekumm «HEX» vl|/I «KOX» pomxeH
(hnKcrpoBaTbCa 0AuH (B ClyyYae roMO3NroTHONO HOCUTENbCTBA) WK ABa (B C/lyyae reTepo3vroTHO-
ro HOCWUTENbCTBA) NUKA NIaBNEHNS W OMNPeLeNAaTbCa 3HaYeHVe TemMnepaTypbl NiaBneHus.

8.2.2. T'eHOTUN aHa/M3MpPyeMoro obpasua y4uuTbIBaeTCA Kak «HopmasibHas romosuroTax,
ecnm Ang aToro obpasua PUKCUPYETCH Ha/Myme OLHOro MuKa MasfieHusi, Npyu 3TOM 3HayeHue
OT/INYaeTCA He 6onee yem Ha2  OT Temnepatypbl nnasneHns gna KOI.

8.2.3. ['eHOTMN aHaM3MpyemMoro obpasLa yunTbiBaeTca kak «MyTaHTHasi roMO3UroTa», eciu
ONA 3TOro ob6pasua (PUKCUPYEeTCA Ha/MuvMe O[HOr0 MWKa MIaBfeHNs, Mpu *3TOM 3HayeHue
OT/IMYaeTCs He 6onee yem Ha 2 °C oT TemnepaTtypbl nnasneHus ana Koz2.

8.2.4. l'eHOTUN aHaNM3MPYeMOro obpasiia yunTbIBaeTCA Kak «[eTepo3unroTax», ecim Ans 3toro
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obpaslia (hMKCUpyeTca Ha/iume ABYX NMWKOB MNaBNeHUs, NPy 3TOM 3HAYeHWe OAHOro OT/IMYaeTcs
He 6os1ee Yem Ha 2 ®C OT TemnepaTypbl NnasneHns gns KOI, a TemnepaTypa BTOPOro OT/IMYaeTcs
He 60/1ee Yem Ha 2 °C oT TemnepaTypbl niasneHus gna K02,

8.3. Pe3ynbTar reHoTMNMpoBaHUs CUATAETCA COMHUTE/bHLIM, eC/IN TeMnepaTtypa naasneHus
NPOAYKTOB rnépuamsaumm oTamyaetca 6onee yem Ha 2 °C OT 3HauveHuin, nonyyeHHblx ang KOl
n/vinn K02. CoOMHUTENbHbIE pe3ynibTaTbl He MOANEXAT aHa/In3y U YYETY.

COMHUTENbHBIV pe3yNbTaT MOXET ObITb BbI3BaH C/IMLLIKOM HU3KOM KOHLEHTpaLyein reHOMHOM
[HK B peakunoHHO cMecu (BCNeACTBME HEMPaBUIbHOIO 3abopa maTtepuana, OLWMBoK Npu Npo6o-
MOArOTOBKE WAW MPW MCMO/b30BaHUN HeMoAxXoaALero Metoga soigeneHms AHK). Konmyectso Ko-
MU reHoMa YenoBeka B BbiaeneHHOM obpasue AHK MOXeT 6bITb NPOBEPEHO C MCMO/b30BAHMEM
Habopa peareHToB «PeanbecT Banmpaaums obpasua», BbISBAAIOLLEro (PparMeHT ayTOCOMHOMO YHU-
KaJlbHOro reHa yenoseka HMBS. Eciu gns aHanmsvpyemoro obpasua 3HaveHuve Ct OHK reHa
HMBS no kaHany «KOX» 60/bLue 33 nnv He onpeaensetcs (To ecTb COAepXXaHMe B PeaKLMOHHOM
cmecy konuii (reHom-akBuBaneHToB) AHK reHa HMBS meHee 250), TO 3TO CBMAETENLCTBYET O He-
poctatoyHom Konmdectse AHK B BbigeneHHOM o6pasie. Heobxo4umo npoBecTy MOBTOPHbIN 3a60p
4N1S uccnefoBaHma obpasua OyKKasbHOrO aMUTeNnS WM MPOBECTU MOBTOPHLIA aHaM3 obpasua
LIe/IbHOM KPOBW, HauMHast ¢ aTana BblaeneHns AHK.

8.4. lnarHoctnyeckas 3HaUMMOCTb.

NeH CHEK2 kogupyeT epMeHT NpoTenHOBYHO KnHasy CHK2, KoTopas akTUBMpYeTca npu
nospexaeHun JHK v BoBneyeHa B apecT KneToyHoro umkna. CHK2 docdopunmpyeT HecKonbKo
K/IHOYeBbIX GE/IKOB, YYaCTBYIOLMX B PErYNALUN [ENEeHUS KNETKU: CHUXaeT aKTTHOCTb LMK/INH-
3aBMCKMOI KnHasbl CDC25C, npenaTcTBYS BXOXAEHWUIO KNETKW B MUTO3; CTabunmnavpyet 6Genok
p53, ONyX0neBbI CYNpPeccop, YTo BeAET K apecTy KIeTOYHOro Luknia B hase G1; B3aMogeincTeyeTt
¢ 6enkom BRCAL, HeobxoauMbIM Ans penapaumy nospexaeHnin 8 AHK; yyacTByeT B 0OHOM U3
a/lbTePHATUBHbIX CUMHANIbHBIX MyTed 6/10kMpoBaHua penavkaunm AHK Ha hoHe MOHWU3MPYIOLLEro
n3nyyeHns. CHEK2 skcnpeccupyeTcs B LUMPOKOM CMEKTPe TUMOB K/ETOK U TKaHeW, ero aKcnpec-
CMS NOBbILLEHA B CEMEHHMKAX, CeMIe38HKe, TONICTON KULLKE N NEAKOLMTaX KPOBY.

"eTepo3unrotHole MyTauum B reHe CHEK2 accouumpoBaHbl ¢ cuHApoMom J1n-dpaymeHn
(CN®) sroporo Tuna, CAP2 (C/I® 1Tnna cBA3aH C reTepo3nroTHOM MyTaumein B reHe p53), xa-
paKTepu3yHOLLErocs paHHUM (HOpMUPOBaHUEM OMyXOsieid, PasBUTVEM MHOXECTBEHHbIX OMyXo/en y
OJHOro MHAMBMAA N MHOXXECTBEHHOCTLIO MPOSIBIEHWIA Y YIEHOB CEMbMU.

Hanbonee yacto BCTpevaemoil myTaumeli B reHe CHEK2, accoummpoBaHHON C pa3BUTUEM
onyxonen, aensetcs aeneuns 1100delC, npnBoaALLas K CUHTE3y YCEUEHHOro GeflKa ¢ OTCYTCTBMEM
KMHa3HOM akTmBHOCTU. MyTaums IVS2 +1G>A B caiiTe cnnaiicuHra 2 3K30Ha 3Toro reHa npuBoauT

K HapyLLEHUIO rpaHunL, CLUMBaeMbIX 3K30HOB, NosABAEHMIO B MPHK nuLHMX 4 HyKNeoTuaoBs 1 caBu-
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ry pamKu CYMTbIBaHWSA, YTO B UTOre BbIPAXKAETCA B CMHTE3E YCEYEHHOro Gefika ¢ HapyLUeHHbIMU
(yHKUMAMK, Kak 1 B cnydae aeneumn IOOdelC. Ansa o06enx aTmx MyTaumid nokasaH «3ggekT oc-
HOBaTeNf» B BOCTOUYHO-CNABAHCKOWA nonynsauuy B MosbLue.

BbisiBneHa cBsizb MyTaHTHbIX anneneid 1100delC n 1VS2 +HO>A ¢ pakoM MONOYHOIN Xenesbl
(PMXK), pakom LUMTOBWAHOM ene3bl 1 pakoM MpocTaTbl. Takke MOBbILEHHas YacToTa MyTauuii B
CHEK2 BbisiBNsinach npy MnenoamcnnacTM4eckom CUHAPOME, KOIOPEKTa/IbHOM pake, pake Nerko-
ro, ocreocapkome, pake sunyHuka (P). MokasaHo, 4To y HocuTene mytaumin 1100delC n 1VS2
+1G>A, KpOMe YBEe/IMYEHHOr0 p1CKa OMyXoneobpa3oBaHuWs, HabMIOLAETCA TakxKe B CpefHeM 6onee
paHHee nosieneHne PMXK 1 paka npoctatbl, YeM Yy funL, 6e3 3Tux MyTaumin. Hocutenn mytaumm
[100delC mmetoT 3HauUMTENbHO BOMBLLLNIA PUCK ABYCTOPOHHEr0 MopaxeHns npu PMDK, yem nauu-
eHTbl 6e3 MyTauuin. Ans Hocutenein myTtaumm CHEK2 nokasaHa 3HauMTe/lbHas accouuaums pucka
GunatepasibHOrO MOPaXEHMA MOc/e NPUMEHEHNS pafnaLMOHHON Tepanui NepBUYHO AMarHOCTMPO-
BaHHOro PMDK. BbisiBneHne myTauuii B reHe CHEK2 ansi naumeHTOB C pakoM NpoCTaThbl ABMSETCS
(haKTOpOM HEeb6MaronpUATHOrO MPOrHO3a, acCoUMMPOBAHHLIM C MOBbLILWEHHLIM PUCKOM PaHHero
OMOXMMMNYECKOr0 peuuavBa M MeTacTaTUYeCcKOro MporpeccupoBaHmS 3a6oneBa|;|¥|ﬂ rnocne pagu-
KaJIbHOT O /IeYEHNS U CHKEHMEM BbDKMBAEMOCTMU.

Bonee nNogpo6bHO 03HAKOMUTLCA C AMArHOCTUYECKON 3HAUMMOCTBLIO OMNpefesieHUs reHOTUMOoB
no mytaymsam 1100delC n IVS2 +HO>A B reHe CHEK2 M0OXKHO B nuTepartype:

1 bateHeBa E.W., ®unmunnosa M.I"., TionaHamHa A.C., Melepsakos A.A., >KopZaHua
K.W., Fpyuain A.H., KagouHukosa B.B., Abpamos A.4., Parumos A.A., Tpocdumos A.1O., Jt06-
yeHKo J1.H. Bbicokasi yactota myTaumii B reHax BRCAI, BRCA2, CHEK2, NBN, BLM y 60nbHbIX
PaKOM SWYHWMKOB B POCCUIACKOM nonynauuu. OMNyXOnu >KEHCKON PenpofyKTUBHOM CUCTEMBI.
2014;(4):51-56.

2. BockpeceHckuin O.A. KnuHuko-mophonornyeckme 0Co6eHHOCTU 6O/bHbIX PakoM
MOJIOYHOW Xenesbl C BPOXAEHHOW MyTaumein B reHe CHEK2: aBToped. Awucc. KaHa. Mea. Hayk:
14.00.14, 03.00.04. - CI16., 2008, 25c.

3. MartseeB B.b., Kupnyek A.A., CaBuHkoBa A.B. n ap. BavaHve repmmHabHbIX My-
Taunini B reHe CHEK2 Ha BbDKMBaEMOCTb [0 GMOXMMMYECKOr0 peunarBa U 6e3meTacTaTUyecKyro
BbPKMBAEMOCTb MOC/Ie PaAVKASIbHOTO NIeYeHNs Y 60/bHbIX PaKOM MpeacTaTelbHOM Xenesbl. OHKO-
yponorus 2018;14(4):53~67.

4 Mpaconosa M.A., TutoB C.E., BepsickuHa FKO.A. n ap. OnpeaeneHne myTauuii B re-
Hax CHEK2 1 NBS1 Kak MapKepoB HaC/neACTBEHHON NPeapacrnoNoXXeHHOCTU K Pa3BUTUHD OHKO/IO-
rmyeckux 3abonesanuii // labopatopusa JIMY. 2018. Cneugbinyck Ne 12. C. 39-44;

S CokoneHko A.l., PosaHos M.E., MuTiowkuHa H.B. n gp. HacneactseHHble myTa-

UMM MPU PaHHKX, CEMEMHBIX W GunaTepaibHbIX (OPMax paka MOMOYHON KeNesbl Y NayMeHToK 13
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Poccun // Cnbmpckunid oHKonornyeckuid xxypHan. 2008. T. 27. Ne 3. C. 43-49.

6. Cybulski C., Gorski B., Huzarski T. et al. CHEK2 is a multiorgan cancer susceptibil-
ity gene // Am. J. Hum. Genet. 2004. V. 75. P. 1131-1135.
7. Weischer M., Bojesen S.E., Ellervik C. et al. CliIEK2*1100delC genotyping for

clinical assessment of breast cancer risk: meta-analyses of 26,000 patient cases and 27,000 controls
/1 J Clin Oncol. 2008. V. 26. No. 4. P. 542-548.
9. YCNnoBNA TPAHCINOPTUPOBAHUA, XPAHEHUA N TIPUMEHEHWA HABOPA

9.1. TpaHcnopTMpoBaTb M34eNnNs CrefyeT TPaHCMOPTOM BCEX BWAOB B KPbITbIX TPaHCMOPT-
HbIX CPeACTBax B COOTBETCTBUM C NpaBuiaMin NePeBO30K, AENCTBYHOLMMI Ha TPAHCNOPTE AaHHOrO
BM1aa, Npy Temnepartype (2-8) ®C [lonyckaeTca TpaHCNOPTMPOBaHMe Npu TeMnepaType 40 26 ®C He
6onee 10 cyToK.

9.2. XpaHeHne Habopa B YynakOBKe MpPeanpuAaTUA-U3roTOBUTENS OO/KHO OCYLLECTBAATHCA
npv Temnepatype (2-8) °C B TeUeHVe BCEro Cpoka rofHOCTV B XOMOAW/IbHbIX Kamepax Wam Xoso-
OVNbHUKAX, 06ecrnevnBaloLLMX pPernaMeHTVPOBaHHbIA TEMMNEPATYPHbIA PEXUM C eXeLHEBHON pe-
rmcTpauyuen Temneparypbl.

9.3. Cpok rogHoctn Habopa - 12 mecsAueB CO AHA Bbinycka. He gonyckaetcd npyvMeHeHue
HabopOB MO UCTEYEHWNM CPOKA UX FOLHOCTW.

9.4. AN nonyyeHns HafEXHbIX pe3ynbTaToB He06X0AMMO CTPOroe cob/oaeHNe AaHHOW UH-
CTPYKLMW MO MPUMEHEHNIO Habopa.

9.5. U3genvie He TpebyeT TEXHUYECKOTr0 06CNYXXMBAHWS N HE NOAJIEXUT PEMOHTY.

10. TAPAHTUWVHBIE OBA3ATE/IbCTBA

10.1. npowv3BoAuTENb TapaHTUPYeT COOTBETCTBME BbIMYCKAEMbIX W3AENMIA TPebOoBaHWAM
HOPMaTWBHOM N TEXHUYECKOIA JOKYMEHTALMMN. >i

Be3onacHOCTb M Ka4ecTBO M3AeNNA rapaHTUPYHOTCA B TEYEHMe BCEro CPOKa rofHOCTU.

10.2. Tpown3BoanTE/lb OTBEYAET 3a HEAOCTATKW W3Aenus, 3a WCKIOYeHUeM [edeKToB, BO3-
HUKLINX BCNEACTBME HapyLUEHWNS MpaBua Mob30BaHUA, YCOBWIA TPAHCNOPTUPOBAHNSA U XPaHEHWS,
NN6o AeNCcTBUA TPETBUX NNL, NGO HENPEOAONUMON CUfbI.

10.3. MpounsBoauTenb 0653yeTcs 3a CBOM CYHET 3aMEHUTL M3LeNINe, TEXHUYECKMe U PyHKLMO-
Ha/lbHblE XapaKTepUCTUKK (NOTPebUTENbCKME CBOMCTBA) KOTOPOr0 He COOTBETCTBYHOT HOpPMAaTMB-
HOM N TEXHWUYECKOW [JOKYMEHTaLUMW, eCNM YKa3aHHble HeAoCTaTKN SBUIACH CNeACTBUEM CKPbITOMO
fedekTa maTepuanoB UM HEKaYeCTBEHHOIO M3rOTOB/IEHNS U3AENNS I'IpOI/ISBO,qI/ITel'I‘GM.

CpoK rogHoCTV Habopa - 12 MecsLEB CO [Hs BbINycKa.
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Mo Bonpocam, KacaloWyMcs KadecTBa Habopa «PeanbecT-IeHeTka CHE!"» cnepyeT 06-
pawatbca B AO «BekTop-becT» no agpecy:

630117, r. HoBocmbupck-117, a/a 492,

Ten. (383) 332-92-49, 227-60-30; Ten./dakc (383), 332-94-47, 332-94-44.

E-mail: plkobtk(a).vector-best.ru

HavanbHWK oTAeneHuns
npowv3ssogcTea MNLP-Habopos
AO «BekTop-becT» A.B. TpyxuHa

JVpeKTop No Npouns3BoACTBY
AO «BekTtop-becT» TkayeB

[unpeKkTop HanpaeneHnsa «KnnHUYecKne UccnenoBaHms»
00O «Hesasucumas naboparopuss MHBATPO» OBuKoBa
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