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HHCTPYKIINA

0 NPUMEHEHMIO Habopa PCarcHToB
ans onpeaencHus myrauni 4153delA u 5382insC B rene BRCAI

@ MCTOJIOM NONHMepa3noif nenHol peaxiun ¢ ACTCKIMEH KPHBLIX IJIaBACHHA
«PeanBect-T'enerua BRCA1 4153delA/5382insCr»

1. HASHAMEHHE
HaGop pearenToB ana onpeaenenus Mytaunit 4153delA u 5382insC B rene BRCAI meTomoM
noNMMepasHoOt uenHoM peakumu ¢ AeTexuMel KpuBbX nuapneHHs «Peanbectr-T'enernka BRCAI
4153delA/5382insC» mpegHa3HaueH ANA KaYeCTBEHHOIO ONpPEAECHHA TEHOTHNA MO MyTalMAM
4153delA m 5382insC B rene BRCAI, acCOUHUPOBAHHEIM C PHCKOM Pa3BHTHA PaKa MOJOVHOH xe-
nesvi/paka anaHukoB (PMDIC/PA), merozom nomumepasnoit nenHol peaxumu (TILP) ¢ aerexumedt
KPHBBIX IUIABJICHHA B PEeXHME peanbHoro BpeMelin. Habop Moxer OLITh NpHMEHEH Kak BCIOMOra-
TEeNbHOE CPEACTBO AHATHOCTHKH NPH ONPEACICHHH HACACACTBEHHBX (AKTOpOB PHCKa Pa3BHUTHS
PMK/PS n y naumeHTOB ¢ y*e spsBiIcHHEM PMXX/PA nns yrouneHns pasHOBHAHOCTH paka (ce-’
@ Mciinas ¢opMa, accounupoBaiHas ¢ myTauue# resa BRCA!). Habop MoxeT OuTh mpuMeHER 1A
obpasutos renomuoit [IHK uenosexa, BoiieienHON 13 nensHoH Kposl HIH GYKKANbHOIO SNMHTENNA.

2, XAPAKTEPHCTHKA HABOPA

2.1. INpunuun MeToA.

ITpuHusn MeToaa ocHoBaR Ha aMnandukauny suGpantoro yuactka JIHK uenoseka u mocne-
AYIOmeH ASTEKIMH KPHBLIX MABACHAA MGpUAHKX kxoMmiexcos npoayxtos TP u cneunduunbx
30na08B. [Tpottecc aMIMHKALMM 3aKMOUIETCA B NOBTOPAIOMMXCA LUKKJIAX: TEMIIEpPaTypHas JieHa-
typanna JTHK-MaTpHupl, oTxHEr npaliMepoB ¢ KOMILIEMEHTapHLIMHA nocneaosarenbhocTaMy JTHK-
METPHIIH, CUHTE3 KOMIUIEMEHTapHOIH Lenu ¢ aTux npaitmepos Taq IHK-noanmepasoit.

Hucmpysyus  cocmaenena  compyonuxamu  AQ  «Bexmop-Becm»:  Oupexmopom
no npoussodcmey Tkaueevim B.K. u nay. omoenenus npoussodcmea ITL{P nabopoe Tpyxunoii A.B.
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Mocne peakynm amnanpuKaLnm NOHMXEHNE TeMMepaTypbl NPMBOAMT K rmbpugnsaynm cneyn-
pnyHoro AHK-30HA4a ¢ NPOAYKTOM aMmNanpUuKaymm n K CHUXEHNIO YPOBHA (D1YOPECLLEHTHOrO CUT-
Hana B NpobupkKe. B npouecce TeMnepaTypHOro nnaasfeHna obpasoBaBLUIUXCA AYNEKCOB NPOUCXO-
anT BbicBObOXKAeHMe OHK-30HAa, Hecyuwiero (yopecueHTHbIW KpacuTenb. B cnydyae HenonHowm
KoMmnnaeMeHTapHocTn JHK-30H4a n BbibpaHHoro yyactka JHK, TemnepaTypa nnaBnieHnsa gynaekca
O6yaeT HMXKE, YeM B criyvae NMOJSTHOW KOMM/IEMEHTAPHOCTH.

Takum obpas3om, ANd 4BYX annefibHbiX BAPMaHTOB TeMnepaTypbl NaaBneHnsa LynaeKcoB 30H4a
N NPOAYKTOB aMnandukaumm otnnyarTcsa, 6narogaps aToMy UAEHTUGUUUPYeTCsa reHoTun (Hop-
MasibHasi roMo31MroTa, reTepo3nuroTa, MyTaHTHass roMo3nroTa).

B rotoBoi peakumnoHHoi cmecu gnsa MLUP Nel (FPC1) npucytcTBytoT gBa HK-30Haa ona ge-
TeKunn MmyTauuii B AByx nokycax reHa BRCAL AHK-30Ha ¢ dhnyopodopom «PAM» cneunguyeH
711 ydacTKa reHa, cogepxkauiero nosmuuto 4153, n cooTBeTCTBYET MO HYKJ/EOTUAHOI nocnegosa-
Te/IbHOCTU HOpMasbHOMY asnfesito No 3ToMy fiokycy (He cogepxawemy myTaymuto 4153delA). AHK-
30H[ ¢ (pnyopoopoM «KOX» crneumdpumyeH gna gpyroro nokyca reHa BRCAL1 n cooTBeTCTBYET Mo
HYKJ/1eOTUAHOM nocnefoBaTe/ibHOCTY anfento, cogepxauiemy mytaymnio 5382insC.

B rotoBoii peakynoHHoi cmecn ans MUP Ne2 (FPC2) npucytctByet AHK-30H4 ¢ hnyopodgo-
pom «HEX», KoMnaeMeHTapHbIA annento, cogepxxawemy mytauynto 4153delA. B 3aBUCMMOCTM OT
reHoTmna obpasua 6yayT PUKCUPOBATLCA pasHble TeMNepaTypbl Nepexoga 30H4a U3 CBA3AHHOIO CO-
CTOSAHUSA B cBO6OAHOE. Mpn Hannumm myTtaumm 4153delA 6yaeT 3ahMKCMpPOBaH MUK C BbICOKOI TeM-
nepaTtypoli nnaBneHns. B oTcyTcTBUM LeneBOn myTauuun (B obpasue eCTb TO/IbKO HOPMasbHble an-
nenn AN B LesIeBOM JIOKYCE MPUCYTCTBYET Apyras MyTaumsa) B KOMMNJeKce MaTpuya-3oH NpucyT-
CTBYIOT HECOOTBETCTBUA, U, CNefoBaTeNlbHO, hUKCUpyeTCcsa 6onee HM3Kasa Temnepatypa njaaBfeHus.
Takum obpasom, TPC2 no3BoNnseT pasMunTb, NPUCYTCTBYET UM OTCYTCTBYeT B obpasue LeneBas

myTauus 4153delA BHe 3aBUCUMOCTM OT NPUCYTCTBUSA LPYTUX MyTaLMil B 3TOM Xe JIOKYCE.

KomMnoHeHT Habopa (cokpalleHue) KonunyectBo
OnwucaHue.

KoHTpoNnbHbIN o6pasely, «<HopmanbHasa romosurota» (KOI) 1 npobupka,
becuBeTHaa >XUAKOCTb, cofep>XUT HaTpus asug (0,05%) 1mn
KoHTponbHbIi 06pasey, «MyTaHTHas romosumrota» (K02) 1 npobupka,
BecuBeTHasA XXUAKOCTb, COAep>XUT HaTpuda asng (0,05%) 1wmn
FoToBas peakuynoHHas cmecb And MUP Nel (FPC1) 48 npobumpok
NunogunnsnposaHHas

MoTtoBasa peakymoHHasa cmecb 48 MLUP Ne2 (FPC2) 16 npobupok
NnodunnsnposarHasn

Anwnpyowmnin pacteop «FeHeTuka» 2¢n.,
becuBeTHasa >XUAKOCTb no 12 mn
OnTuyeckas nineHka 1,5 nucrta
Bknagbilw ¢ nHpopMaLmen o guanasoHax TemnepaTyp nnaBieHns luwr.

ana KOl n K02
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2.3. Ycnopus npumMeneHas.

AHanUTHYeCKHe I THATHOCTHICCKHE XaPaKTCPHCTHKR Habopa OLUIH BATHIMpPOBAHH! IIPH BbI-
aenennu JTHK 13 xmunuveckux o6pasios (nenbHol Kporn, GYKKaNLHOTO SMUTENHS) ¢ HCNOML30Ba-
HueM HaGopop peareHTos «Peanbect-I'eneraxa JJHK-axcnpece», «Peanbect I'euMar» nponssoa-
crBa AO «Bekrop-Bect», nospormomux nonyvaTs kornerTpammo JIHK senoseka He Menee 250
KONHH Ha peaKuHOHHYIO npo6rpky (Ha S0 Mxx npenapara sueneusoit JIHK).
| HaBop npuMeHsierca ¢ perHCTPHPYIOIMMME aMTLIrHKaTOpaMy IulakneTs#oro Trma: «CFX96»
(¢upma «Bio-Rad», CILIA) mma «{Tnpattm» (000 «HITO JHK-Texuonoraa», Poccas).

HaGop peareHToB paccuuTaH Ha NpoBeAeHHE aHanR3a 48 o0pasuoB, BK/IOYas KOHTPOJIbHEE
obpasnl.

3. AHAJIMTAVECKHE H JHATHOCTHUYECKHRE XAPAKTEPHCTHKH

3.1. Conemnduunocts HaGopa 10 cTanAapraoMy ofpasity mpeHNpHATHE, CORCpameMy 00-
pasub ¢ A3BCCTHHIMM FeHOTHRAMH no MyTarusM 4153delA u 5382insC B rene BRCAI, onpenenen-
METOIOM CeKBeHHpoBanus no Caxrepy, cocrannger 100 %.

3.2. ARmMTAYECKas TyBCTBHTEABHOCT: — MuEAManbaoe koaudecrso JIHK 1enosexa, socta-
TOYHOE Isl HOMYSCHHA BATHAHOIC pe3yNbTara ananmm3a, 250 xonult Ha peaknroAHyIO NPoGRpKY (Ha
50 Mxn npenapara ssizenennoi JIHK).

3.3. AraMTHYecKAd CNCHHPHYHOCTD — A OLICHKH aHANHTHICCKOH cneadaIHOCTH OBUT IpO-
BeAeH in silico aBANA3 NOCNEROBATEIBHOCTEH NpaliMepoB # 30HA0B 00 6a3e HYKNSOTHAHLIX NOCHe-
aosatensaocTeli JIHK nenosexa H no GasaM nocieNoBaTeIbHOCTE! BHPYCOB H MHKPOOPTAHH3IMOB,
KOTOpEIe MOFYT NMPHCYTCTBOBATE B poroBoli monocte uau B xpoeu. IlepexpecTro pearupyrommx
HEL{e/ICBRIX YJACTKOB I¢HOME 4eJIOBEeKa M BHPYCOB HIIH MHKPOOPTaHE3MOB ofHapyxeno He Gnino.
Bo3MOXXHOCTB MepeKpecTHLIX peakmnit HexmoveHa.

3.4, luarsocTHvecKas YYBCTBHTEILHOCTD:

- B OTHOMCHAH MyTAuMH 4153delA aEarsocTHUECKAS TYBCTBHTEILHOCTD, BEMHCISEMAR KaK

OPOLEHT NPaBHIBHO onpeAeneHubx obpasuos ¢ MyTamest 4153delA B rene BRCAZ, B xINHHIECKHX
HCIHITAHHAX, IPOBEACHHLIX Ha ofipasnax oT 21 nauyenta, cocrabuna 100% (unrepnan 83,9 -100 %,
¢ IOBEPHUTENBHON BEPOITHOCTEIO 95 %),

- B oTHOmMEeHNH Myraun 5382insC auarHocTEecKas TyBCTBUTENBHOCTD, BHMHCAIEMAS KAK
MPOLICHT NPaBANLEO ONpeAEieHHEIX 00pasnos ¢ MyTanueit 5382insC B resne BRCAI, B KIMEHYECKHX
KCTLITAHUAX, IPOBCACHHRX Ha o6pasuax or 32 naimeHToB, cocTaBuna 100% (uurepsan 89,1 -100
%, C AOBEPHTEALHOMK BEPOATHOCTRIO 95 %),

3.5, NuarsocTHYecKas CretHPAIHOCTS:

- B oTHOmeHAY MyTanuu 4153del A auarHocTrYeckas cneuuPUIEOCTS, BHYBCIAEMAR KK NPo-
} eHT DPABAJILHO ONpENEIeHRRIX 06pasion Ges MyTamuu 4153delA B rese BRCAI, B RIHHHYECCKHX
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HCINTAHHIX, HPOBCACHHLIX Ha obpasusx or 224 nanmenToB, cocrasuna 100% (uurepnan 98,4-100
%, ¢ nopepHTENbHOR BEPOATHOCTEIO 95 %);

- B OTHOWCHUA MyTallHK 5382insC muaraocTHIECKAR CISRNPHIHOCTD, BRYKC/IAEMA KAK Mpo-
UCHT NPaBRILHO onpeaeneHHnX ofpasuop Ges myTannu 5382insC B reve BRCAJ, B kAHHHYCCKNX
BCTILITARMSX, NPOBCACHHLIX Ha ofpasnax or 213 nanmentos, cocrasmia 100% (uuTepsan 98,3-100
%, ¢ AOBEPHTENLHON BPEPOSTHOCTHIO 95 %).

3.6. Bocnpo3poaHMOCTh Pe3yNLTATOB:

IIpa TeCTHPOBAHHH B ABYX HEABHCAMBIX IOCTAHOBXAX ABYMA Pa3HHIMH ONEPATOPAMH Ha ABYX
cepusx HaGopa 06pasLoB ¢ pasHLIMH MeHOTHNIAME B 10 MOBTOpAX KAXAMI BHYTPHMIOCTAROBOYHAS,
BHYTPHCEPHAHAA H MEXCCPHIHAS BOCTIPORIBOHMOCTE Pe3yILTaToB coctasina 100 %.

3.7. IloreHURANBHO HHTEPdEPHPYIOUINES BEIIECTRA.

B x1HHHYECKHX HCNIBITAHASX NOKAIAHO OTCYTCTBHE BIHMAHHA NMOTCHUHANBHO HHTEpdEpUpYIO-
IIHX BEMICCTB B 06pa3iax GyKxanbHOro NHTENAS (MymHHa 10 2 %, Xposr A0 5%) B o6pasuax uean-
"ol xpoBH (remornobuna a0 229 r/n, 6umupy6una a0 0,2 Mr/mn, Tpurmunepanos A0 30 Mr/v, ans-

| OymuHA 10 90 Mr/Mn) Ba pe3yNbTaTH aHATH3E.
’ 4. MEPH DPEAOCTOPOXHOCTH
| 4.1, MoTenunuansuill puck npumvenenns nabopa — kace 26 (Tpuxas M3 PO or 06.06.2012
| Medn).

4.2, JlaGoparopin, BRIOMHAIOMNKE HCCACAOBAHHA N0 ompeAenchmio Mytamuil 4153delA n
\ 5382insC B reste BRCAI, o6n3ann obecneanTs 6e30MaCHOCTE pabOTH B COOTBETCTBRY ¢ Tpebopany-
AMH 3aKOHOAATE/IHCTBA B Chepe CAaHHTAPHO-3NKACMEBONOrHYecKoro 61aronomyIns.

HaBop npemmiasiaden s npodeccHoBATLHONO NPHMEHEHHA B KIHRHYeCKOR nabopaToprof ma-

'! riocike. K paGore ¢ BabopoM Romycxaercs TONbLXO CHEHBANLHO O0yHeHHbI NEPCORAT ¢ BHICIIMM
' WIH CPEAHMM MeIVIIMHCKIM, iR 6sonormvuecxan ofpasosanueM, npolneAmEl ROATOTOBKY HA HICH-
SHPOBARHHBIX Kypcax NepaHIRON CIENNATH3AINE NO paloTe ¢ NATOreHHLIMA V11 UC/IOBEKa MHKPOOpTa-
HMIMaMH H NIONYMHBUIMY NONONHATENLEOS CREIMANLEOS 00pasoBanHe HA KYPCaX MOBLINICHEN KBAIH-
A 10 MONEKYNSPHO-GHOIOTHIECKEM METONAM JHATHOCTHKH.

4.3. Hexoropeie xomnoneHTH (KO1 1 KO2) conepxar HaTpHa a3uA B KOHNCHTPAIINH, yXa-

sannofi 8 n. 2.2 «Cocras naGopa».

4.4. ina npenoThpallieAns KORTAMHHEAIME HCOOXOAHMO TEPPHTOPHAILHO PAsACIATL ITAl
suiaenenas JJHK u nocranopxu [TLIP cornacuo MY 1.3. 2569-09 «Oprasusaunas paGorst naboparo-
puil, HCOONE3YIOMKX METOAL! AMILITHGHKAITHH HYKXICHHOBLIX KHCNOT NPH paGoTe ¢ MATEPHANOM, CO-
AepAXaIBEM MAKPOOPranu3Mu I-IV rpynn naroreHnoCTH».

4.5. llpn pabore ¢ Habopon HEOOXOAEMO HANCBATH OAHOPA3OBLIC MCAMIIMHCKAE NEPUATKH,
HCOONB30BATH TONLKO OAHOPA3OBbic HAKOHCTHHKH ¢ PIIBTPOM /1A A038TOPOB.

& 000 LMPMM (] INFO@CIRMI.RU &5 WWW.G0SZDRAVNADZOR.RU



4.6. Kaxpaoe paboyee MecTo LOJIXKHO 6bITb CHabXeHO cO6CTBEHHbIM HAbopoM J03aTOPOB Me-
peMeHHOro o6bemMa, He06X0AMMbIMY BCNOMOraTe/lbHbIMU MaTepnanaMmu n o6opygosaHuem. 3anpe-
LLaeTca UX nepemMeLleHne Mex gy pabounmm mectamu.

4.7. He ponyckaeTcs MCNONb30BaHUe OAHUX M TEX XXe HAaKOHEYHMKOB Npu gobaBrieHMM pas-
HbIX 06pasLoB.

4.8. Tocne oKoOHYaHUA paboT 4NA gesnHpeKun N NpejoTBpaLleHna KOHTaMMHaLm Bee pabouvne
MOBEPXHOCTU M 060pyAOBaHWe crefyeT MNOABEPTHYTL AeACTBUIO BaKTEPUUUAHBLIX Y D namn B TedeHue |
yaca. 3aTem 06paboTaTb pernaMeHTUPOBAaHHBIMY CAaHUTAPHBIMUY NMpaBuiamMmmn Ae3snHOULUPYIOLWMMIN cpes-
cTBamm (TANTWL Kak: 0,8%pacTBop«/e3omakc-HHOBa»; 1%pacTBop «[inabak»; 0,5%pacTseop«/in-
3aduH»: 1%pacTBOp «MuUcTpans»; 1YopacTsop «BenToneH»).

4.9. Bce ucnonb3oBaHHble 04HOPa30Bble MaTepuanbl Nogsepratb 06paboTKe fe3nHPULMPY-
OWMMM cCpeacTBaMum ¢ nocneayruein ytnnmsagne (cMm. MY 287-113 «MeTognyveckune ykasaHus no
Ae3nHMeKunmn, NpeacTEPUIN3ALMOHHON OYNCTKE N CTEpUAN3aLNN N3LeNnii MeLULLMHCKOT O Ha3Hauve-
HUA»).

4.10. Mpu ucnonb3oBaHUM Habopa o6pa3yrTcs oTxoA4bl kKnaccoB A, b, B n I, KoTopble Knaccu-
huympyroTca U yHUUTOXAKTCA (YTUNU3NpytoTca) B cooTBeTcTBUM ¢ CaHlMuH 2.1.3684-21 «CaHu-
TapHO-3NUAEMMNONOrNYecKne TpeboBaHNA K COAePXKaHNIO TePPUTOPUIA FTOPOSCKUX M CeNIbCKUX Mnoce-
NIeHU, K BOAHbIM 00beKTaM, NUTbLEBOW BOAE U NMUTHEBOMY BOJOCHa6XeHUIO, aTMOC(HepHOMY BO3-
4YyXYy, MNoYBaMm, XXWJbIM NMOMELLEHUAM, 3KCMN/yaTauun nNpPon3BoACTBEHHbIX, 0OLWECTBEHHbIX MOMeLLe-
HWI, opraHMs3aumn 1 NPoBeLeHNI0 CAHUTAPHO-NPOTUBO3NMAEMNYECKNX (NPOPUNAKTUYECKNX) MEPO-
npUATUIA».

5. OBOPYOAOBAHWE N MATEPUNATbI

- aMnanpuKaTop NAaHWeTHOro Tuna ¢ AeTekuuein (NyopecUeHLUN B PeXXUMe peasbHOro
BpeMeHU (¢ KaHanamu getekumnm «PAM», «<HEX» n «ROX»):

«CPX96» (pupma «Bio-Rad», CLLUA), «ATnpainm» (OO0 «HMO AHK-TexHonormna», Poc-
cus);

- laMWHapHbI BOKC 2-r0 Knacca 6Monorn4eckon 3awmnTbl (Hanpumep, 60Kc abakTepnanbHoi
BO34yLWHOI cpeabl Tuna BABN-01, «JlamuHap-c», AO «JlamnHapHble cucTembl, Poccus);

- X0NOoAUNbHUK 6bITOBON, NOAAepXXMBaO WK Temnepatypy (2-8) ®C;

- MWHU-WIeliKep NMaHLWeTHbIA, obecnevymBalWMin YyacToTy BpalwleHuss 1200-1800 o06/MuH
(Hanpumep, «PSU-2T», hupma «BioSan», flatBua unu «BioShake iQ» dpupma «Analytik Jena»,
CepmaHus);

- MUKpoueHTpudyra gns npobnupok BMeCTUMOCTbIO 2 MA, obecnevmBatowasa 13000 o6/mMuH

(Hanpumep, «Eppendoif MiniSpin», dpupma «Eppendorf», FepmaHus);
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- BCTpAxuBaTenb An4a npobupok (Hanpumep, Bio-Vortex V-1 plus, pupma «BioSan», JlaT-
BUSA);

- nepyaTKuM MeJULUHCKUE O4HOPa30Bble HeCcTepU/ibHble HEONyApeHHble faTeKCHble WK
HeonpeHoBble (Hanpumep, nepyatkn «NeoTouch», pupma «Ansell Healthcare», MepmaHus);

- [o3aTopbl OfHOKaHa/lbHble C MNepeMeHHbIM 06bEMOM, CO CMEHHbIMW HaKOHEYHUKamMu
(HanpuMmep, pupma «Biohit», DuHNaHANA);

- 04HOpa3oBble HAKOHEYHUKM A1 J03aTOPOB € 3alUTHbLIM PUALTPOM /a3po30/bHbIM 6apbe-
pom (Hanpumep, pupma «Sartorius», FepmaHuns);

- WTaTMBbI 419 MUKPOMNPOOUPOK BMECTUMOCTbIO 2 M (Hanpumep, pupma SSI, CLUA);

- KOHTelHep ansa cbopaoTxogos (Hanpumep, «KoHTeliHep Ansi c6opa 0CTPOro MHCTPYyMeHTa-
pus - EK-01», pupma «KM-MPOEKT», Poccus);

- HOX KaHLUeNApCKuii Nam HOXHULbI.
6. MOATOTOBKA AHAJTM3NPYEMbIX OBPA3L,OB N PEATEHTOB

6.1. MoaroToBKa aHanM3npPyemblX 06pasLoB.

B3aTne, TpaHCNOPTUPOBAHME N XpPaHeHUe UCCredyemMoro marepuasna OCyL,eCTBASAETCA CO-
rnacHo MY 1.3. 2569-09 «OpraHusauns paboTbl n1abopaTopuil, UCNONb3YIOLWNX METOAbI aMNaAndm-
KalWu HYK/IEMHOBbIX KUCMOT Npu paboTe ¢ MmaTepmanom, cogepxaw,mm MUKpoopraHusmel I-1V rpynn
NaToreHHOCTU».

Mpu npoBegeHUn paboT ¢ KNMHUYecKMMKU obpasuamn B nabopaTopun, BKIKYasA npouecc Bbl-
peneHna JHK u3 HUX, Heo6xoAMMO obecnevynTb 6€30NacHOCTb PaboThbl B COOTBETCTBUM C TpeboBa-
HUSIMW 3aKOHOZAaTeNbCTBaA B cpepe CaHUTAPHO-3MMAEMUMONOTNYECKOT0 6arononyyums.

[ns aHann3a NOATOTOBUTb KAUMHUYEeCKUe ob6pasubl (LefbHOM KPOBU M GYKKaNbHOro anuTe-
nuns) ¢ nomoublo Habopos Ans BbleneHns AHK.

Kaxpgasa rpynna obpasLuos, npoxojswas yepes npouesypy sbigeneHnsa AHK, gonxkHa cogep-
xaTb KOI n K02, KoTopble ABAAKTCA KOMMNOHEHTAMW JaHHOTO Habopa.

6.1.1. BoigeneHne AHK c ucnonb3oBaHnem Habopa peareHToB «PeanbecT-IeHeTuka JHK-
aKcnpece».

BobigeneHve AHK 13 06pasLoB Le/ibHOW KPOBU M 6YKKabHOIMo 3aNUTeNnsA NPoBOANTb COrnacHo
WHCTPYKLMM Mo NpuMeHeHUto Habopa «PeanbecT-IMNeHeTnka JHK-3akcnpecc».

BHumaHune! C MOMeHTa OKOHYaHUA LeHTpudyrnposaHus (n. 7.2.6 VHCTpyKUuUn no npume-
HeHuto Habopa «PeanbecT-MeHeTnka AHK-3kcnpecc») A0 yganeHUs HagoCcaA0uYHON xXuakoctum (.
7.2.7 IHCTPYKUMKN) LO/MKHO NPOATY He 6onee 5 MUHYT.

3nwouynto 06pasLoB NPOBOAUTDL 3MIOUNPYHOWNM PacTBOPOM «[eHeTuKa», KOTOpbI/ ABNSAeTCS
KOMMOHEHTOM [JaHHOIro Habopa.

Mocne BCKPLITUA (hnakoHa 3/loUPYIOLW Ui pacTBop «FeHeTUKa» XpaHUTbL Npu TemnepaTtype (2-
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8) °C He 60nee 3 MecsaLeEB.

6.1.2. BbigeneHne AHK c ucnonb3oBaHnem Habopa peareHToB «Peanbect Ml'eHMar».

BbuieneHne AHK 13 06pa3yoB LenbHO KPOBM MPOBOAUTbL COFIACHO MHCTPYKLUMM MO Npume-
HeHWo Habopa «PeanbecT M'eHMar».

6.1.3. BbigeneHHyto OHK xpaHuTb npu Temnepatype (2-8) °C He 60nee 24 yacos.

6.2. TlogroTtoBKa peareHTOB.

Mepes Havyanom paboTbl U3BNEYbL HABOP M3 XONOAUIBHUKA, BblfepXaTb Npobupku ¢ MPC1 n
FPC2 B ynakoBke (He BcKpbiBas!) npu Temnepatype (18-26) °C He meHee 30 MUHYT. 3aTeM BCKpPbITb
yMNaKoBKY, aKKypaTHO C MOMOLbH KaHLLeNIAPCKOro HOXa MM HOXXHUL, 0Tpe3aTb HEO6XOAMMOE KOu-
yecTBO (MO YMCNY NOAFOTOBMEHHbLIX NP0o6, BKAtoUas KOI n K02) npo6upok ¢ MPC1. OTpesaTb nNpo-
O6UpKKN cnegyeT BMecTe C MOKPbIBaKOLWENA UX MNEHKON.

B cnydae nonyyeHus B uccnegyemom obpasue pesynbrata «l eTeposurora» uam «MyTtaHTHas
romosurota» no KaHany «<PAM» B F'PC1, Heo6x04MMO0 NOAroTOBUTbL Npobupkn ¢ TPC1 n MPC2 gns
NOATBEPXAEHNSA NPUCYTCTBMSA B 06pasue uenesoii mytaummn 4153delA. BCKpbITb yNaKoBKY, aKKypaTHO
C MOMOLL b KaHLUESAPCKOI0 HOXKa UM HOXHUL, 0Tpe3aTb HEOO6X0AMMOEe KO/IMYECTBO (MO YKC/y BbISIB-
NeHHbIX Npo6 ¢ nofgo3peHneM Ha npucyTcTBue myTaummn 4153delA, no ogHon npobupke ana KOI n
K02) npo6upok ¢ FPC1 n N'PC2. OTpe3aTb NPoOGUPKK CriefyeT BMecTe C MOKPbIBalOLLLEA UX MNEHKOIA.

BHumaHue! Hencnonb3oBaHHble npooupku (FPC1lun MPC2) ynakoBaTh B NaKeT C OCYULLTESEM,
YAaNUTb U3 HETO NIMMALWMWIA BO3LYX W NMNOTHO 3aKPbITh 32)XUM.

Mocne nepsoro BcKpbITUA ynakoBkn MPC1 u MPC2 xpaHuTh npu Temnepatype (2-8) °C He
6onee 3 mecsLeB.

KOI n K02 nocsie BCKpbITUA NPOOUPOK XpaHUTb Npu TemnepaTtype (2-8) ®C He 60ee 1 mecsaua
Unn anukeoTamm no 50 MK npu TemnepaTtype MuHyc (18-24) °C He 60n1ee 3 MecsLEB.
7. MPOBEAEHWE AHATTN3A

7.1. Heobxoanmoe KONMYecTBO (N0 YUCAy NOAFOTOBJIEHHbIX MP06, BKAKYAA KOHTPObHbI
o6pasubl) npobupok ¢ MTPC npoHyMepoBaTb U PacnosioXXnThb B LLUTATUBE.

BHumaHue! Hagnucu cnegyeT pacnonaraTb Ha 60KOBOMA YacTu Npo6upok.

12. AKKYypaTHO yAannTb NNEHKY, 3aKPbIBAKOLLYI0 NPOBUPKMU.

BHumaHue! MpuypganeHnn nnéHkKn cnegnuTe, 4T06bl BMeCTe C Hell He 6binayganeHa FPC.

B Kaxayl npobupKy [03aTOPOM, wcnonesys ans KaXKAOro obpasua WMHTMBUAYyasbHbIN
HaKOHEeYHUK C (UNbTPOM, BHecTM no 50 mMKN pacTBopa BbligeneHHoii AHK. Bpems oT Hayana
BHeceHus B FPC go 3anycka MNLUP goaXHo 6biTb He 601ee 30 MUHYT.

3aK/1enTb NPOGUPKN ONTUYECKOW NIEHKON.

BHumMaHune! Henb3a HAHOCUTb Ha ONTMUYeCKYl0 NNEHKY Kakue-nn60 Hagnucu. OnTuyeckan

nnéHkKa Jon>KHa ocTasaThbCcs yncToii!
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7.3. MoMecTUTb NPO6MPKIN B MUHU-LLEVKep. MepemellaTb COAEPXMMOe MPOBGUPOK C HacTOTOl
BpaweHusa 1200-1800 06/MuH B Te4eHNE 1 MUHYTHI.

7.4. TlomMecTUTb NpobGMpPKK B amnangukaTop.

7.5. 3anporpamMupoBaTb Npu6op 418 NPOBeAeHUA aMnAndpuKauumn cneyndryeckux dpar-
MeHTOB AHK 1 feTeKUuun KpMBbIX NMaBNeHUS B COOTBETCTBUY C MHCTPYKLMENA K Nnpubopy.

MpoTOKONbI MPOBeEHNSA peaKLnn amnanuKaunu:

ansa npnoopa «CFX96x»:

— lcTagma: 50 °C - 2 MUHYTHI;

— 2 ctagua: 95 °C - 2 MUHYThI;

— 3 cTtaama: 50 uymknoB (94 °C - 10 cekyHp, 60 ®C- 20 ceKyHpa);

— 4 cTagua: «kKpmsasa nnasneHuna» ot 27 ®C go 75 °C ¢ warom 1 °C B TeyeHne 5 CeKyH[
(n3mepeHune ayopecueHL MM NPOBOANTL Ha KaXAOM Liare);

— 5 cragma: 10 ®C- 1 MuHyTa.

ansa npubopa «ATnpanms»:

— 1cTagmua: 50 - 2 MUHYTHI;

— 2 ctagusa: 95 °C - 2 MUHYTHI;

— 3 ctagma: 50 umknos (94 °C - 10 cekyHp, 60 ®C- 20 cekyHA);

— 4 cTagua: «kKpusas nnasneHus» oT 27 °C go 75 °C ¢ warom 1 °C B TeyeHne 13 ceKyHS
(M3mepeHue hnyopecLeHUMN NPOBOAMUTL HA KaX0M Liare);

— 5 cragua: 10 °C - xpaHeHue.

7.6. BbibpaTb KaHanbl JleTeKUMN KPUBBIX NJaBneHnsa aynaekcos crneynguuHoro AHK-30Haa v
npogyKTa amnandukaynm gasa permcrpaynm mytauymin B reHe BRCAL:

«PAM» - peructpayuns mytaumin B okyce 4153;

«KOX» - perunctpauusa myTtauum 5382insC.

7.7. 3anporpaMmMupoBaTb MOJIOXKEHME MNPOOGUPOK C UCCNEAYEMBIMU U KOHTPOSIbHbLNUK
obpasuamuy corfiacHo MHCTPYKLMN K MCNONb3yeEMOMY Nprubopy.

7.8. 3anycTUTb NporpaMmy 1 MPOBECTU peaKkuuio amnanpunKauum ¢ peructpauuneii gpayopec-
LeHLMN B PEXXUME peasbHOr0 BPeEMEHMW.

7.9. B cny4dae nosy4yeHus B uccnegyemom obpasue pesynbtarta «leteposmrora» nam «My-
TaHTHas romosnroTa» no kKaHany «PAM», Ans NOATBEPXAEHUA MPUCYTCTBUSA LeNeBOn myTauuu
4153delA Heo6x0A4MMO MPOBECTU MOBTOPHbIA aHann3 Takoro obpasuya ogHoBpeMeHHO Ha MTPC1 n
MPC2.

B kaxgyt npobupky ¢ FlPC1 n F'PC2 go3atopoM, MCNOMb3ys 418 KaXgoro obpasya WHAMBK-
AyanbHbIA HAKOHEYHUK ¢ DUNbTPOM, BHeCTU no 50 MK pacTBopa BbueneHHon HK. He 3axBaTbl-

BaTb 0cajok!
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MNOTHO 3aKAeNTb NPOBUPKN ONTUYECKON NAEHKON.

7.10. MoBTOPUTHL NN. 7.3-7.5.

7.11. BblbpaTb KaHasbl AeTEKL NN KPUBbIX NNaBeHNA AynneKcoB cneyngumnyHoro AHK-30Haa
M NpogyKTa amMnangukaynm gasa permcrpaymum mytaunii B reHe BRCAL:

«FAM>» - peructpaumsa myTtauuin B nokyce 4153 (FPC1);

«ROX» - peructpauynsa mytaumm 5382insC (FPC1);

«HEX» - pernctpauusa nogreepxaeHnsa mytauunm 4153delA (FPC2).

7.12. 3anporpaMmMmnpoBaTh NOI0XEHUE NPOBUPOK C UCCefyeMbIMU U KOHTPOJIbHbIMKW 06pas-
LamMu CornacHo MHCTPYKLUUN K UCMONTb3yeMOMY npubopy.

7.13. 3anycTuTb NporpaMMy U MPOBECTU peakuuo amnanpukauum ¢ peruncrtpayunein pnayo-
pecLeHL MM B peXxume peasbHOro BpeMeHw.

8. AHANN3 N YYET PE3Y/IbTATOB

8/1. ¥YcnoBuna aHanusa v yuyéta pesysnbtatos B [PCL.

Ona KOI B kaHanax getekumm «PAM» n «KOX» o/MHKHO (DMKCUPOBATbLCA Haln4vme 04HOro
nvKa niaaBfeHNs, COOTBETCTBYIOLWLErN0 FreHOTUNY «HopmManbHass romMmo3nroTa», U onpeaenATbecs 3Ha-
YeHUe TemnepaTypbl NMnaBfeHNA. 3HaAUYEHUA TeMrepaTyp NnaBfeHUs AO/IXKHbI HAX04UTbLCA B Anana-
30He TemnepaTyp 418 KOI, ykasaHHOM BO BK/ajbllle K Habopam gaHHOW cepun.

Ona K02 B kaHanax getekunn «PAM» n «KOX» A0/MKHO (UKCUPOBATLCA HaIMYME OAHOr0
nvKa nnasfeHNs, COOTBETCTBYIOLWLEr0 reHoTUnNy «MyTaHTHasa roMmosnuroTa», U onpeaenaTbCcsa 3Haue-
HWe TeMnepaTypbl NaBfeHNA. 3HaYeHNA TeMnepaTyp NaaBAeHUSA AO/MKHbI HAXOAUTLCA B AManas3oHe
Temnepatyp gna K02, ykasaHHOM BO BK/agbille K Habopam gaHHOW cepun.

8.2. ¥Ycnoeua aHannsa un y4éta pesynbtatos B PC2.

Ona KOI B kaHane fetekunun «HEX» f0/1XHO (hpMKCUMpOBaATbLCA HanMume 0L4HOr0 NuKa nsjas-
NeHNs, COOTBETCTBYIOLLEro reHoTUNy «HopMasibHass romo3uroTa», U ONpefensaTbCa 3HaYeHUe TeM-
nepatypbl nnaBfeHNsA. 3HayeHWe TeMmnepaTypbl NAaBNEHUA LO/IXKHO HAX0AUTbLCA B fMana3oHe TeM-
nepatyp gna KOI, ykasaHHOM BO BKnajbiwe K Habopam faHHON cepun.

Ona K02 B kaHane getekunn «HEX» LO/MKHO (hUKCMPOBATLCA HanMumMe 04HOro nNukKa nna.-
NeHNs, COOTBETCTBYIOLLEr0 reHoTUNYy «MyTaHTHasA roMo3nroTa», U onpefensaTbCAa 3HaUYeHUe TeMne-
patypbl nnaBfeHUA. 3Ha4YeHWe TemnepaTypbl NaaBNeHUA LOMIXKHO HAX0AUTbLCA B AMnanas3oHe Temne-
patyp gna K02, ykazaHHOM BO BKNajbnne K Habopam faHHOW cepuun.

8.3. AHanus pesynbtaToB onpegeneHnsa myTtaymnii 4153delA n 5382insC B reHe BRCA1
(FPC1).

8.3.1. Ons kaxpgoro nccnegyemoro obpasya B FPC1 B KaHanax getekumm «PAM» n «KOX»
JOMMKEH (huKcupoBaTbCsA O4WH (B c/iydae roMO3UIoTHONo HOCUTENbCTBA) UK ABa (B cllyyae retepo-

3UTOTHOTO HOCI/ITE!'II:CTBa) NnMKa nnaBsieHNA N ONpPeaenaATbCcAa 3Ha4YeHe TeMnepaTtypbl NaaB/1eEHUA.
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8.3.2. eHoTUN aHanu3npyemoro obpasua yyunTbiBaeTCA Kak «HopmanbHas romosurorar,
ecnn ana atoro obpasuya GUKCUPYETCA HanMume OQHOr0 MWUKa MaBfieHUs, NpU 3TOM 3HayeHue
oTNMYaeTcs He 60nee YyeM Ha 2 °C oT TemnepaTypbl nnaBneHnsa gna KO,

8.3.3. NeHOTMN aHann3npyemoro obpasua y4nTbiBaeTCA Kak «MyTaHTHaa romosnrota», ec/u
4NA 3TOro obpasya GUKCUPYeTCa HanM4ume 0gHOro NUKa NnaaBJieHNs, NPW 3TOM 3HaYEHMe OT/IMYaeTCA
He 6onee yeM Ha 2 °C oT TemnepaTtypbl NnasneHna gna Ko02.

8.3.4. [eHOTMN aHanM3nMpyemoro obpasya yunTbliBaeTcsa Kak «CeTepo3nroTa», ecnm Ans aToro
obpasua huKcUpyeTca Hannume AByX NUKOB MNIaBNeHUSA, NPU 3TOM 3HaAYeHUEe OJHOI0 OT/INYAETCHA He
6onee yem Ha 2 °C oT TemnepaTypbl nnaeneHnsa ana KOI, a TemnepaTypa BTOPOro oT/M4yaeTcs He

6onee yem Ha 2 °C oT TemnepaTypbl NnaBneHns gna K02.

Tabnuua 1
AHanns pesynbTaTtoB reHotunmposaHnsa B FPC1
FTEEHOTWI
«HopmanbHasas «MyTaHTHasa ro-
«[eTeposurorta»
X romosmroTa» MO3uUroTa»
X g OpanH nuk nnae-  OAWH NUK MaB- [Ba nuka
0
U neHusa, oTnnya- neHusa, oTnmya- nnasneHns,
1 eTcs eTcs oT/AnyarTCs
He 6onee He 6onee He 6onee
yem Ha 2 °C yem Ha 2 °C yem Ha 2 °C
oT KOI o1 K02 0TKO01 nKoO02
mut/mut N/mut 6
mut (TpebyeTcs
BRCA1l 4153delA  «TAM» N/N (TpebyeTcs (Tpedy
NoATBEPXAeHMe)
NoOATBEPXAEeHUE)
BRCA1 5382insC «KOX» N/N insC/insC N/insC

N - Hopma (oTcyTCcTBME MyTaunm), mut- myTtauma 4153delA vnn gpyras myTtayus, pacnono-
YXeHHas B6nm3Kn nokyca 4153.

BHumaHue! B cBSI3n C BbICOKOW KNMHUYECKOW 3HAYNMMOCT b0 MyTaunuii B reHe BRCAL peKOMeH-
fyeTcs NPOBOAMTb MOBTOPHOE TEHOTUNUPOBAHUE TETEPO3UTOTHBLIX UMYTaHTHbLIX TOMO3UTOT HblX
o6pasuyos no myTauuu 5382insC.

FeH BRCAL XXW3HEHHO HeobXxoanMm ANs pa3BUTUS aIMOPUOHA, MHAWBUALI C HAIMYMEM Hacneg-
CTBEHHbIX MyTaumin 5382insC 04HOBPEMEHHO B ABYX a/lJIeNIAX B FEHOTUMNE MO NNTepaTypHbIM AaH-
HbIM HEXXWN3HECNOCO6HbI.

B cBSi3M C cylecTBOBaHMEM pPefKMX HELLeSIEBbIX MyTaluWii, pacnosioXXeHHbIX B6/M3N LeneBoro
nokyca 4153 (cMm. n. 8.6), oNna o6pa3yoB ¢ pe3ynbTaTom «[eTepo3nrota» unm «MyTaHTHas romosn-

rota» no kKaHany «FCAM» gns nofgTBep>XAeHMSA Hanmuusa ueneso myTtaumm 4153delA TpebyeTcs
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NnoBTOpHaA ofgHOBpeMeHHada noctaHoBka Ha FTPC1 n 'PC2.

8.4. AHanu3 pes3ynbTaToB NOATBEPXAeHUA Hanuuua myTtaumm 4153delA B reHe BRCA1
(FPC2).

8.4.1. Ana Kaxpaoro nccnegyemoro obpasuya B FPC2 B KaHane getekunn «HEX» gommkeH puk-
CMpPOBaTbCA O4WH MUK NAaBfeHUsA N ONpeaensaTbCa 3Ha4YeHMe TeMnepaTypbl MNaaBaeHus.

8.4.2. 'eHOTMN aHanM3Mpyemoro obpasua yumTbiBaeTCsa Kak «HopmanbHaa romo3mroTta» (ue-
nesas myTaumsa 4153delA oTcyTCcTBYeET), ecnu 4na 3Toro obpasua UMKcUpyeTca Hanmume OLHOTO
nuKa nnasfeHns, Npy 3TOM 3Ha4YeHue oT/inyaeTca He 60s1ee Yyem Ha 2 °C oT TemnepaTypbl NaaBAeHUs
ana KOlI.

8.4.3. N'eHOoTUN aHanNM3npyemoro obpasya yuntbiBaeTca Kak «IeTeposnrora» (Hanmyume myTta-
unun 4153delA noaTBepXxAeHO), ecnu Ansa 3Toro obpasua QUKCUPYETCA Hanmvme OAHOro MNuKa

nnaBfeHns, NpyY 3TOM 3Ha4YeHMe OT/IMYaeTcs He 60siee Yem Ha 2 °C OT TemnepaTypbl NAaBfeHUA Ans

KO02.
Tabnuua 2
AHanns pesynbTaToB reHotnnmposaHunga s NPC2
FEEHOTWIM
«HopmanbHas
«["eTepo3nrota»
E romosmroTa»
B B B OAVH NUK NnasneHuns, OAVH MUK naasneHuns.
oT/INYaeTCA oT/IM4aeTcs
He 60siee He 6onee
yem Ha 2 °C yem Ha 2 °C
ot KOI ot K02
BRCA1 4153delA «HEX» N/N N/delA

N - Hopma (OoTCcyTCTBME MyTaLuw).

8.5. AHanu3 utoroBoro reHotuna rno mytauuu 4153delA B reHe BRCA1.

OnpegenuTb NTOFoBbIN reHoTun no myTauunm 4153delA B reHe BRCAL ¢ yyeToM pe3ynbTaToB
aHanusa B N'PC1l (gByKpaTHas MOCTaHOBKA, pe3y/bTaT FeHOTUMNMPOBAHUA [LOJ/KeH coBnajaTb) U
FPC2 B cOOTBETCTBUM C AaHHbIMW Tabnuybl 3.

Tabnuua 3

OnpepeneHne reHoTMnNa aHanM3Mpyemoro obpasya no mytaumm 4153delA reHa BRCA1L

MPC1, kaHan «TAM» T'PC1, kaHan «FTAM» [PC2, kaHan «HEX» PesynbTar
(noBTOpHasa nocra-
HOBKa)
N/N - - N/N
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N/mut (TpebyeTcs N/mut N/N N/N
NoATBEPXAEHUE) (myTaumna 4153delA oTcyT-
CTBYEeT, OAWNH W3 annenei co-
LEPXUT HeueseBon Noanmop-
hnsm B61M3N nokyca 4153)

N/mut (TpebyeTcs N/mut N/delA N/delA (npucyTcTBME MyTayum
NOATBEPXAEHME) 4153delA noaTBEPXKAEHO)

mut/mut (TpebyeTcs mut/mut N/N N/N
NoATBEPXeHWe) (myTaumna 4153delA oTcyT-

cTBYyeT, 06a ansens cogepxart
Helenesble NOIMMOPPU3MbI
B6/1M3M nokyca 4153)

mut/mut (TpebyeTtcs mut/mut N/delA N/delA (npucyTcTBUE MyTauumn
NoATBEPXAEHME) 4153delA B ogHOM U3 annenemn
NoATBEPXXAEHO, BTOPOW annenb

COAEPXUT HeueneBoi Nonn-

Mopn3m B61U3M NOKYyCca
4153)*
N - Hopma (oTcyTCTBUe MyTauumun), m ut-mytauyma 4153delA unu gpyrasa myrtayus, pacno-

noxeHHas B6nm3n nokyca 4153.

* 'eH BRCALl >XW3HEHHO Heob6XoAMM ANa pasBuUTMA aMO6PUOHA, MHAWMBUALI C Hann4vnem
HacneaCcTBeHHbIX MyTaunii 4153del A o4HOBPEMEHHO B ABYX anfiefiiX B reHOTUNe No NTepaTypHbIM
LaHHbIM HEXWN3HECMOCOOHbI.

8.6. Pe3synbTaT reHOTUNMPOBAHWSA CYHNTAETCHA COMHUTE/IbHbIM, €C/1M TeMnepaTypa njaaBAeHns
NPOAYKTOB rmbpuansaynm otnnyaercs 6onee yem Ha2 °C 0T 3HauYeHUiA, nosydeHHbIX gnsa KO 1 n/vnu
K02, nn6o nuku nnaeBneHns OoTCYTCTBYIOT. COMHUTENbHbIE pe3ynbTaTbl He Nojfexar aHanmsy u
YUETY.

COMHUTENbHbIN pe3ynbTaT MOXET ObiTb BbMBaH C/AULLIKOM HW3KOW KOHLUeEHTpauuneid reHom-
Holi AHK B peakuMoHHOI cMecu (BCNeacTBME HEMPaBUILHOMO 3a6opa maTeprana, oW 60K Npu Npo-
60nNo4roToBKe UKW MPU UCMNONb30BAHUM HeMoAxoAsAlero metoga BblgeneHna AHK). Konuyectso
KONWi reHoma 4YesioBeka B BbllesieHHOM obpasue AHK MoXeT 6bITb NPOBEPEHO C UCMO/Ib30BaHUEM
Habopa peareHToB «PeanbecT Banunpaumsa obpasua», BbiIBASKOLWEro (hparMeHT ayTOCOMHOI0 YHMU-
KasbHOro reHa yenoeeka HMBS. Ecnn gnsa aHanmsnpyemoro obpasua 3HavyeHne Ct JHK reHa HMBS
no KaHany «KOX» 6onbwe 33 naum He onpegensieTcs (To ecTb COAepXXaHUe B peaKLMOHHOW cmecu
Konui (reHom-akBuBaneHToB) AHK reHa AMB5'mMeHee 250), TO 3TO CBUAETENBLCTBYET O HEAOCTATOU-
HOM Konu4yectBe AHK B BbigeneHHOM obpa3ue. Heob6xognmMo NnpoBecT NOBTOPHbIN 3ab60p ANs uc-
crnefoBaHus obpasya 6yKKa/ibHOr0 3NMTEINA UM MPOBECTM MOBTOPHbIA aHann3 obpasuya LesbHOM

KpOBU, HaunHaga ¢ atana BbigesneHna JHK.
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8.7. AnarHoctmyeckasd 3Ha4YNMOCTb.

MHOro4YncneHHble UCCEA0BaHNA MOKasanu, 4TO BEPOSATHOCTb pa3BUTUA paka MOJIOYHO Xe-
nesbl (PMXX) n paka amuHukoB (PA) y HocuTenen mytauuin B reHax BRCA1 n BRCA2 KpaiiHe Bbl-
coka. o gaHHbIM MeTa-aHanm3a puck pa3Butus PMXX Kk 70 rogam coctaBnsieT 55% ans Hocutenemn
myTauuin B reHe BRCAL n 47% gnsa HocuTenen myTtaumnin B reHe BRCA2, puck passutus PA 39% ans
BRCAL1 n 17% gnaBRCA2, npu aToM 3a4acTyto HabiofgaeTcsa paHHMWin BO3pacT BO3HMKHOBEHMWS paka.
MyTtaunn B reHax BRCA1 n BRCA2 noBbIWaT PUCK PasBUTUA U APYTUX 3N10KAYECTBEHHbIX HOBO-
obpasoBaHMil (pak NpocTaThl, paK Xenyaka, pak nogXesyAo4YHON Xenesbl, pak ropTaHun), a Takxe
HaKnajbiBalOT 0COBEHHOCTN Ha KIMHUYECKOe TeHeHNe O0HK03aboneBaHus.

YuunTblBas BbICOKY BEPOSSTHOCTb PasBUTUSA OHKONATONOrMK, onpejeneHne MyTaumnin B reHax
BRCA1 n BRCA2 uenecoobpasHo B rpynnax BbICOKOF0 puUcKa CO CAyyYyassMu paka Yy KPOBHbIX poj-
CTBEHHWKOB, a TaKXXe aKTya/lbHO A1 MPUMEHEHNSA B CKPUHUHTOBbK MporpamMmMax no OueHKe pucka
PMXX n PA. PaHHAA gMarHocTMKa MyTauuii no3BonseT NPpUHATL 3PpPheKTUBHbIE Mepbl, NpejoTBpa-
warwouwune pasButme 3abonesaHns. NMpUMeHeHNe aHHOIMO AMArHOCTMYECKOro NoAxXo4a MOXeT cno-
co6CcTBOBaThL CHMXXEHUIO 3abonesaemocT PMXX u PHA.

K HacTosALWEeMY BpeMEHU BbISAB/IEHbI B MHUYHbIX CAy4YasXx U onucaHbl B 6a3e gaHHbIXx NCBI
peakne wmyTauum B6nM3M nokyca 4153A. Cpeanm HUX UMEKTCS KakK naToreHHble (geneunu
rs397509130, rs80357727, rs431825404, rs273900721, rs88604018, wuHcepuus rs886040190,
npuBoAALWLMe K CABUTY paMKW CUNTbIBAHUSA, N HYKNeOTUAHbIe 3ameHbl rs886040191, rs886040188,
npuBoAslWME K MOSBNEHMIO CTON-KogoHa U o06pbIBY CUHTe3a 6enka)® Tak M MyTaumm c
HeonpefenéHHbIM  KAWMHUYECKMM 3HadveHuem (MucceHc-myTauum rs80357210, rs80357407,
rs745638837, rs769589630, rs55639854, rs775339017, 3aMeHsAlO W Me aMUHOKMCNOTY B Oenke, ”
feneumn 6e3 cABura pamkum cuymThbiBaHus rs80358340 u rs397509129) wnm  HelTpasbHble
(CcMHOHMMKUYHan 3aMeHa rs80356828).

MPC1 gaHHOro Habopa B oTHoWweHUK nosnuynm 4153A reHa BRCAL ABnsieTcA CKPUHUHTOBOIA.
Mpu Hannuun myTtayun 4153delA y naumeHta FPC1l rapaHTUPOBAHHO BbIABASET AaHHYO MyTayuto.
B pegkunx cnyyaax MPC1 moXeT BbWaTb pe3ynbTaT «[eTepo3nroTa» uan «MyTaHTHaa romo3mrora»
B OTCYTCTBMU LeneBoli geneumn 4153delA, HO Npu HaAMuMKM y NauueHTa APYroli pefKoin myTayum
B6NM3N LeneBoro nokyca. Ansa nogreepxgeHnsa Hannuma mytaunm 4153delA B reHe BRCAL Heob-
xoaumo ucnonb3oBaTb MPC2, KoTopas npefHasHaveHa Ana AugdepeHUManbHOro onpejeneHnsa my-
Tauum 4153delA. laHHas TPC BbICOKO cneumguyHa - Ha pesysbTaT, Nojsly4yaemblii ¢ eéé NCNoNb30Ba-
HWEM, He BANSAIOT pYyrue myTaumum B6NM3n ueneBoro nokyca. O6pauiaem BHMMaHue: ecnm B PC1
onpepeneHa mytauua 4153delA, a B FTPC2 eé Hannuume He NOATBEPXAEHO, TO 3TO CBUAETENbCTBYET
0 HaAM4MmM y naymeHTa 04HON 13 NMEePEYMCIEHHbIX BbILIE NN He BHECEHHON B 6a3y AaHHbIX pegKux
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MyTalli}, CpeZtn KOTOPHIX eCTh KaK HeltTpanbiile, TAK W NATOTCHHAKIE MyTaluH. J{a TOuHON KueH-
TH(UKANKN HeneeBod MyTalluy PeKOMEHAYCTCA cexpeHnposanue dparMenta rena BRCAJ, sxmo-
yaomero o6nacTs BOMA3M Nokyca 4153A,

Bonee noapoGHO O3HAKOMUTLCA ¢ AHATHOCTHIECKOM 3HAMHMOCTHIO MyTtaumud 4153delA u
5382insC B rene BRCA! MOXHO B THTEpATYpE:

1. Coxonenxo A., Pozatos M., MuTiomxnna H., lllepana H. u ap. Hacneacreennnie MyTanuy
NPRE paHHHX, CeMeAHEIX ¥ OuaTepansHLX GopMax paxa MOJOTHOMN XKe/Ie3n ¥ NauuenToK 13 Poccrn.
// CuGupcxut orxonoruyecxwit xypuan. 2008. T.27 (Ne3). C. 43-49.

2. J. Balmafia et al., Knunngecxne pexomengaun ESMO no auarsocTake, J€9eHHI0 K
Habmonennio y GoONBEHRIX pakoM MOOUROH weness ¢ BamuaneM BRCA— MyTamuu // MunnMansasie
KIHHMYECKHEe pexoneHaamme Esponeitckoro O6mectsa Memmmumckodt Onxonormm (ESMO)
Pegaxtopnt pycckoro nepepopa: mpod. C. A. Tionsnmun, x.MH. M. A. Hocos; nmpod. H. K.
Ilepeponunxona, — M.: Haparenscxas rpynna POHI] mu. H. H. Broxura PAMH, 2010.— 436 c.

3. Jhobuenxo JLH., Barenesa EM., AGpamor HN.C., Emennanosa M.A., Bymux I0.A,,
Tionsuauna A.C., Kpoxana O.B., Boporaukos M.K., CoGonescxnit B.A., Haceaxnna T.B., IToprHoit
C.M. HacnencreenHbiH pak MOJOUHON XeJIeInl H AHIYHEKOB // 3n0KavecTBeHHBE omyxonu. 2013. Ne
2. ¢.53-61.

4, Wmannros E.H. Hacnencrsennnilt pax mMonouno#t xeness: // TIpakTHueckas OHKONOTHA.
2010. T.11. No 4. ¢. 258-266.

5. Yacosanxosa O.B., Murpodasor J[.B., fNemaenxo J1.0., Cunopor C.B., Opannxerud 0.3.,
Kosanemxo C.II. Ananu3 pcTpegaeMocTs aepaTn Myramuit B renax BRCAI u BRCA2 y Gonpabix
pakoM MosiouHo# xenessl B CHGupckoM pernone. // Cabupcknit ouxonorugecxkuli xypuan. 2010, T,
41 (NeS). C. 32-35. |

9. YCAOBHA TPAHCIIOPTHPOBAHMS, XPAHEHHA H IIPUMEHEHHS HABOPA

9.1. TpancmopTHpOBaTH H3NENHA CACAYET TPAHCIIOPTOM BCEX BUAOB B KPHITHIX TPAHCMOPTHLIX
CPEACTBAX B COOTBETCTBHH C IPABA/IAME NIEPEBO30K, ACHCTRYIOMMUME HA TPARHCIIOPTE AAHHOTO BHAA,
npr TeMnepatype (2-8) °C. lomyckaeres TpascnopTHpoBaHue Npn TemnepaTtype A0 26 °C ne 6oaee
10 cyTok.

9.2. Xpanenue HaGopa B YNaKOBK¢ IPEANPHATHA-H3TOTOBATENL JO/KHO OCYIIECTRIATLECA IIPH
remneparype (2-8) °C B Tedenne BCero cpoxa roqHOCTH B XONOAUNBHBIX KaMepax HITH XONOAUNbHHU-
Kax, ofecneunBAIOMEX PeraMCHTHPOBAHHLIN TeMnepaTypHult pexuM ¢ exemmenHolf permcrpa-
nHeft TeMnepaTyphl.
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9.3. Cpok rogHocTn Habopa - 12 mecsAueB cO AHA Bbinycka. He gonyckaeTcs NMpUMeHeHue
HabopoB MO UCTEYEHUN CPOKA UX FTOAHOCTN.

9.4. Ang nony4vyeHns HaLEXHbIX pe3y/ibTaToOB HEOOX04MMO CTPOroe cob6nt0fgeHNe JAHHOW WH-
CTPYKLMN NO NPUMEHeHUNO Habopa.

9.5. WN3penuve He TpebyeT TEXHNYECKOTO 0BCNY>XMUBAHUA N HE NOLNEXUT PEMOHTY.
10. TAPAHTUWMHBIE OBA3ATE/IbCTBA

10.1. Npon3BOAUTENDb rapaHTUPYeT COOTBETCTBUE BbIMyCKAaeMbIX U34eNNA TPebOBaHNAM HOp-
MaTMBHOW N TEXHUYECKOW AOKYMeHTaLnn.

Be3onacHoOCTb 1 Ka4yecTBO N3Le/INSA rapaHTUPYIOTCA B TEHYEHUE BCEro CpoKa rofHoCTHU.

10.2. MpousBoAnTEeNb OTBEYAET 3a HEAOCTATKN N3[eNNA, 3a UCKTOYEHNEM e eKTOB, BO3HUK-
WNX BCNeACTBUE HAPYLLUEHMSA NpaBua N0Nb30BaHUSA, YCOBUIA TPAHCNOPTUPOBAHUSA N XpaHeHns, 1160
[EeNCTBUA TPETbUX UL, TN60 HENPEOAOTUMON CUNBI.

10.3. MNMpomnsBognTenb 0653yeTCs 3a CBOW CHET 3aMeHUTb n3genne, TeEXHNYeckme N PyHKUmo-
Ha/lbHble XapaKTepUCTUKK (NOoTpebnTebCKNE CBOMNCTBA) KOTOPOr0O He COOTBETCTBYOT HOPMAaTUBHOW
N TEXHWYECKO AOKYMeHTaLuMu, eciM yKasaHHble HeJoCTaTKM SABUINCH CeACTBUEM CKPbITOrO ge-
(bekTa MmaTepunasnioB NN HEKAYECTBEHHOI0 N3rOTOBJIEHUA N3LE/IUA NMPON3BOLUTENEM.

CpoK rogHocTu Habopa - 12 mecsiLeB CO JHS BblUyCKa.

Mo BOMnpocam, Kacawuwmnmcs KayecTBa Habopa «PeanbecT-IeHeTukKa BRCALl
4153delA/5382insC», cnepyeT obpawatecad B AO «BekTop-BecT» no agpecy:

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

Ten.: (383) 252-51-62, 227-60-30; Ten./pakc: (383) 252-51-81, 252-51-77;

E-mail: plkobtk(*.vector-best.ru

KoHcynbTayuio cneymnanucta no pabore ¢ HA6OPoOM MOXHO MONY4YUTb no Ten.: (383) 252-51-75.

HavanbHWK oTAeneHus
npoussogcTea MLP-HabopoB

AO «BekTtop-bBect» A.B. TpyxuHa

JvpekTop no npon3BoACTBY
AO «BekTop-becT»

AVpeKTop KANHNYECKUX UcCnesoBaHmnin

W AOMOSIHNTENbHbBIX CEPBUCOB [inpeKumnn

OO0 «Hes3aBucumas nabopatopmua MHBUTPO»
M.M.
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MHCTPYKLINA

Nno NpMMeHeHUO Habopa peareHToB
ans onpegeneHuns mytaumin 4153delA n 5382insC B reHe BRCA1
MeTOAOM MOSIMMEPA3HON LLeMHON peakumn ¢ JeTEKLMEN KPUBbLIX NaB/IeHNS
«Peanbect-leHeTnka BRCA1 4153delA/5382insC»

1. HASBHAUEHWE

Habop peareHToB gn1a onpegesneHnsa myTtaumii 4153delA n 5382insC B reHe BRCAI meTogom
NoMMepasHoO LEeNHOW peakKuunun c AeTekuuel KpuBbIX nnaBfneHns «PeanbecT-MeHeTuka BRCAL
4153delA/5382insC» npefHa3HayYeH NS Ka4yeCTBEHHOro onpejeneHMs reHoTuna no MyTauusm
4153delA n 5382insC B reHe BRCAL, accounmpoBaHHbIM C PUCKOM pa3BUTUSA pakKa MOJIOYHO Xe-
nesbl/paka AnyHnkoB (PM>K/PA), meTogom nonvmepasHoi uenHoi peakuum (MLLP) ¢ geTekymeii
KPUWBbIX M/1aBMeHNS B PEXMME peasibHOro BpeMeHW. Habop MoXeT 6bITb MPUMEHEH Kak BCnomora-
TeNbHOe CPeAcTBO JMArHOCTMKW MpU ONpeAeNieHNN HacnefCTBEHHbIX (AaKTOPOB puCKa pasBUTMSA
PM>X/PA n y nauneHToB ¢ yXe BbliBNeHHbIM PMOXK/PHA ang yTouHeHNA pa3sHOBUAHOCTU paka (ce-
MelHasa opma, accoummpoBaHHasa ¢ MyTaumeii reHa BRCAI). Habop mMoXeT 6biTb NPUMEHEH A/1s

06pasL,0B reHoOMHoOI APXX uenoBeka, BblIeNIEHHONM W3 LieNIbHOI KPOBW WU 6YKKa/IbHOIO 3MnTenus.

2. XAPAKTEPNCTUKA HABOPA

2.1. MpuHUKN meToaa.

MpuHUMN MeTofa OCHOBaAH Ha amnangukaunm BbibpaHHoro ydyactka JHK yenoseka n nocne-
AYHOLLLEN AeTEKLMN KPUBbIX MaBAeHUA TMOPUAHbIX KOMMAeKcoB npoaykToB MLP 1 cneunduyHbix
30HA0B. Mpouecc amnaMpuKaLmm 3aK/UYaeTcs B MOBTOPSOWMXCA UMKNAX; TemnepaTypHas geHa-
Typaums AHK-MaTpuubl, 0TXXUT npariMepoB ¢ KOMMN/EMeHTapHbIMK NocnegoBaTenibHocTAMN HK-

MaTpuLbl, CUHTE3 KOMM/IEMEHTAPHONM Lenun ¢ 3Tux npaimepoB Taq AHK-nonumepasoii.

WHCTpyKLua cocTasfeHa COTPYAHUKAMMU AO «BekToOp-becT»: OVNpPEKTOpOM
no npon3BofCcTBYy TkayeBbiM B.K. n Hau. oTaeneHus nponssogcTea ML P Habopos TpyxuHoii A.B.
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Mocne peakuny aMNANUKaLMN NOHMXXEHWE TeEMNeEPaTYpbl MPUBOANT K rnbpuausaumn creym-
thnuHoro AHK-30H4a ¢ NPOAYKTOM aMNAnUKaLm N K CHUKEHUIO YPOBHSA (DNYOPECLLEHTHOrO CUr-
Hasa B Npobupke. B npouecce TemnepaTypHOro naas/eHNsa o6pa3oBaBLLUUXCA AYMIEKCOB MPOMCXO0-
auUT BbicBo6OXaeHne OHK-30HAa, Hecywero ghiyopecueHTHbIN KpacuTesb. B cny4dae HenosHoii
KomnnemeHTapHocTu A HK-30H4a 1 BbIGpaHHOro yvyacTka JHK, TemnepaTtypa nnaBfeHns gynnekca
6yfeT HMKe, YEM B C/lyYHae MOJIHOW KOMMIEMEHTAPHOCTM.

Takum 06pasom, 4N ABYX annesibHbIX BApUaHTOB TemnepaTypbl NnaBfeHUs LyrnieKcoB 30H4a
N NPOAYKTOB aMnanukaumm otnmyatroTcs, 6narofaps 3ToMy UAEHTUDULMPYETCA reHoTun (Hop-
MasibHasi rOMO3UroTa, reTepo3nroTa, MyTaHTHas roMo3uMroTa).

B rotoBoii peakumoHHon cmecu gng MLUP Nel (FPC1) npucyTtcTBytoT ABa HK-30Haa ons ge-
TeKUuMn MyTauuin B AByx nokycax reHa BRCA1l. AHK-30Hg ¢ hnyopodopom «PAM» cneunduryeH
ONS yvacTKa reHa, cogepkatliero nosmumio 4153, 1 cOOTBETCTBYET MO HYK/IEOTUAHOW nocnegoBa-
Te/IbHOCTW HOPMasibHOMY anJsiefito rno aToMy fI0Kycy (He cofepxaliemy mytauuio 4153delA). JHK-
30HA ¢ pyopodopom «KOX» crneynuyeH gna gpyroro nokyca reHa BRCAJ 1 cooTBeTCTBYeT No
HYK/IeOTUAHOM NnocnefoBaTelbHOCTU annento, cogepxatiemy mytaunto 5382insC.

B rotoBoi peakunoHHon cmecy gnsa MLP Ne2 (FPC2) npucytctByeT AHK-30HA ¢ hnyopodo-
pom «HEX», KoMnnemeHTapHbIA annento, cogepxauwemy mytaumto 4153delA. B 3aBucumoctu ot
reHoTuna obpasya 6yayT (QUKCMPOBATLCA pasHble TemrepaTypbl Nepexoja 30H4a U3 CBA3aHHOro co-
CTOAHMSA B cBo6oAHOE. Mpu Hanuummn mytauum 4153delA 6ypeT 3adMKcMpoBaH MUK ¢ BbICOKOW TeM-
nepatypoii nnaeseHns. B oTcyTCTBUM LeeBOn MyTauum (B obpasue ecTb TO/IbKO HOpMasibHble an-
Nenu uUau B LEeNeBOM JIOKYCe NMPUCYTCTBYET Apyras MyTalus) B KOMIMJIEKCe MaTpuLLa-3oHa NpucyT-
CTBYIOT HECOOTBETCTBUA, W, ClefloBaTeNIbHO, PMKCMPYeTcsa 60/1ee HMU3Kaa TeMnepaTypa nnaseHuns.
Takum o6paszom, MTPC2 No3BoNAET pasinunTb, NPUCYTCTBYET MM OTCYTCTBYET B obpasue LeneBas

myTauus 4153delL A BHe 3aBUCUMOCTM OT NPUCYTCTBMA APYTUX MyTaLUii B 3TOM XKe JIOKYCE.

KomnoHeHT Habopa (CokpalleHue) Konnyectso
OnucaHwve.

KoHTponbHbIN 06pasey «HopmanbHas romosurota» (KOI) 1 npobupka,
BecuseTHas OlcuakocTb, COAEPXKUT HaTpus asng (0,05%) 1mn
KOHTpONbHbI 06pasey, «MyTaHTHas romosurota» (K02) 1 npobupka,
becuBeTHasa >XULKOCTb, cofep>XUT HaTpus asug (0,05%) 1mn
FoToBasa peakumoHHasa cmecb ansa MLUP Nel (FPC1) 48 npobupok
NnodunusnposaHHas

[oToBasa peakuuMoHHas cmecb ana MLUP Ne2 (FPC2) 16 npobupok
NuodunusnposaHHas

Anounpyrownii pacteop «MeHeTUKa» 2 tn.,
becuBeTHaa >XNAKOCTb no 12 mn
OnTunyeckasa nneHkKa 1,5 nucta
Bknagblw ¢ MHpopMaumeit o guanasoHax TemMmnepaTyp njaaBneHUs 1wr.

ana KOI n K02
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2.3. YcnoBusa NpuUMeEHeHUS.

AHanMTU4YecKue 1N AMarHocTnyeckue xapakTepucTukn Habopa 6bian BaNuANpoBaHbl NP Bbl-
peneHnm AHK n3 knuHnyecknx o6pasuoB (Le/bHOM KPoBU, OYKKaIbHOIO anuTeInd) ¢ MCMOo/1b30Ba-
HMeM HabopoB peareHToB «PeanbecT-IeHeTuka AHK-3kcnpecc», «Peanbect N'eHMar» npoussos-
ctBa AO «BekTop-BecT», no3sondAoWUX nNoayuyntb KoHueHTpauuto AHK 4venoseka He meHee 250
KOMWiA Ha peaKUMOHHY Npobupky (Ha 50 Mkn npenapata BbigeneHHol AHK).

Habop npuMeHseTca ¢ perucTpupyowmmMmmn amnangukaTopamu nnaHweTHoro tuna: «CFX96»
(bnpma «Bio-Rad», CLUA) unu «4Tnpaiim» (OO0 «HMO AHK-TexHonorusi», Poccus).

Habop peareHTOB paccuuTaH Ha nposejeHue aHanm3a 48 o6pasLoB, BKAKOYAsA KOHTPO/IbHbIE
obpasybl.

MNoka3aHMA K NPUMEHEHUIO.

Habop mMoXeT 6bITb NPUMEHEH KaK BCMOMOraTesibHOe CPeACTBO AMAarHOCTMKKM Mpu onpegene-
HUM HacnefCcTBEHHbIX (haKTOpoB pucka passutna PMOXK/PHA 1M y nNauuMeHTOB C YXXe BbISAB/IEHHbIM
PMOK/PHA ana yTouHeHMS pa3HOBUAHOCTM paKa (ceMeiiHas ¢opma, accoumMmpoBaHHas ¢ myTauuen
reHa BRCAL). Ha6op MoXeT 6bITb MPUMEHEH ans o6pasu,oB reHomHoin AHK yenoBeka, BblgeneHHOM
13 LeNIbHOW KPOBU U BYKKanbHOro anuTesnuns.

MpoTBONOKasaHWn K NPUMEHEHNIO MeAULUHCKOr0 N3fennsa HeT (He NPUMEHNMO).

3. AHAJTIMTNYECKWNE N ANATHOCTUNUECKWME XAPAKTEPNCTUKN

3.1. CneuncunyHocTb Habopa Mo cTaHZapTHOMY o6pasuy NpeLnpuAaTUA, cogepxxalemy o06-
paslbl C N3BECTHbIMU reHoTuNamu rno mytaumnam 4153delA n 5382insC B reHe BRCAI” onpegeneH-
HbIMW MeTOAOM CeKBeHMpoBaHusa rno CaHrepy, coctaBnaet 100 %.

3.2. AHaNNTNYecKas YyBCTBUTENbHOCTb —MUHNMasIbHOe KonnyecTeo JHK yenoBeka, fgocTa-
TOYHOE 418 NONYyYeHUS BaIMAHOIO pe3ynbTara aHanmsa, 250 Konuii Ha peakLMOHHY0 NPo6upKy (Ha
50 MK npenapaTta BblgeneHHoi AHK).

3.3. AHanuTuyecKas cneyn@uUHOCTb - 47151 OUEHKN aHaIMTUYeCKO crneynmyHOCTH Obl NpPo-
BefieH in silico aHann3 nocnegoBaTeNlbHOCTEN NpaiMepoB M 30HA0B N0 6a3e HYK/IeOTUAHbIX Mocre-
poBaTtenbHocTen JHK yenoBeka 1 no 6asam nocnefoBaTe/ibHOCTEN BUPYCOB U MUKPOOPraHM3MOB,
KOTOpble MOTYT MPUCYTCTBOBATb B POTOBOW MOJIOCTU WU B KPOBWU. MepPeKPECTHO pearnpyroLimx
Helle/ieBbIX YHaCTKOB FreHOMa 4YesioBeKa U BUPYCOB UM MUKPOOPraHU3MoB OGHapY>XXeHO He 6bIno.
B03MOXXHOCTb MePEKPECTHbIX peaKL Wil UCK/IOYEeHa.

3.4. QnarHoctnyeckasds 4YyBCTBUTE/IbHOCTb:

- B OTHOWeHMN myTaumm 4153delA gnarHocTmyeckas YyBCTBUTENbHOCTb, BblUMC/AeMan Kak
NPOLUEHT NpaBUNbHO onpeaeneHHbIX obpasuos ¢ myTaumnen 4153delA B reHe BRCAI® B KNIMHUYECKMX
NCMbITaHWSAX, MPOBEAEHHbIX Ha obpa3uyax oT 21 nmayueHTa, coctaBuna 100% (nHTepsan 83,9 -100 %,

C ALOBEPUTENbHOI BEPOSATHOCTLIO 95 %).
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- B OTHOLWEHMN MyTaumm 5382insC amarHocTuyeckaa YyBCTBUTENbHOCTb, BblUMC/ISAEMAA Kak
MPOLUEHT NpPaBuUIbHO ONpefeneHHbIX 06pa3yoB ¢ MyTauneii 5382insC B reHe BRCAL, B KITMHMYECKNX
NCNbITaHUAX, NPOBeAEeHHbIX Ha o6pa3suax oT 32 nayunmeHToB, coctaBmuna 100% (uHTepBan 89,1 -100
%, C 4OBEPUTENbHOI BEPOATHOCTBLIO 95 %0).

3.5. AnarHocTnyeckasa cneunguyHoCTb:

- BOTHOWeHUN MmyTaummn 4153delA gnarHoctuyeckasn cneyudryHoOCTb, BblUYUCISAEMAaa Kak Npo-
LEHT NpaBu/ibHO onpedeneHHbIX 06pa3yoB 6e3 myTaumn 4153delA B reHe BRCAL, B KJIMHNUYECKUX
NcnNbITaHUAX, MPOBEAEHHbIX Ha o6pasuax oT 224 nauneHToB, cocTtaBuna 100% (nHTepsan 98,4-100
%, C 4OBEPUTENIbHOIM BEPOSATHOCTLIO 95 %0);

- BOTHOLWEHUN myTaumm 5382insC guarHocTuyeckas cneunuUHoOCTb, BblYUCAeMasn Kak npo-
LEHT NpaBW/IbHO OMNpegesieHHbIX 06pa3yoB 6e3 myTauum 5382insC B reHe BRCAIN B KIMHMYECKUX
UcnblTaHUAX, MPOBEJEHHbIX Ha o6pasuax oT 213 naumeHToB, cocTaBuia 100% (uHTepsan 98,3-100
%, C JOBEPUTENbHON BEPOATHOCTbIO 95 %).

3.6. Bocnpon3BogMMOCTb pesy/ibTaToB:

Mpu TeCTUpPOBaHNM B ABYX HE3ABUCUMbIX MOCTaHOBKaxX BYMs pasHbIMW onepaTtopaMmn Ha ABYX
cepusAx Habopa 06pa3yoB C pasHbIMK reHoTunamy B 10 NoBTOpax Kax/iblii BHYTPUNOCTAHOBOYHASA,
BHyTpUCepuintHasa n MexxcepuiiHas BOCNPOM3BOAUMOCTb pe3ysibTaToB cocTaBmaa 100 %.

3.7. MoTeHUMaNbHO UHTepepPUpPYIOLLNE BeLLecTBa.

B KNMHWYECKUX UCMbITAHUAX NMOKa3aHO OTCYTCTBUE BAUAHUA NOTEHLUMANIbHO NHTEpdepupyto-
LLMX BeLlecTB B 06pasuax 6ykKkKanbHoOro anutenusa (myumnHa o 2 %, kposu 1o 5%) n obpasuax uenb-
HOI KpoBM (remorsobuHa go 229 r/n, 6unnpybmHa go 0,2 mr/mn, Tpuranuepugos 4o 30 mr/mn, anb-
6ymuHa o 90 mr/mn) Ha pesynbTaTbl aHanM3a.

4. MEPbl MPEOOCTOPOXHOCTHU
4.1. MoTeHUManbHbIN PUCK NPUMeHEHNA Habopa - knacc 26 (Mpukas M3 P® ot 06.06.2012
No 4H).

4.2. NabopaTopuu, BbINOAHAKLWME MCCEL0BAHUA MO onpejesieHno myTauunii 4153delA u
5382insC B reHe BRCA1, 0653aHbl 06ecneunTb 6€30MacHOCTb paboThbl B COOTBETCTBUM C TPpebOBaHU-
AMUW 3aKOHOJaTeNbCTBa B Cpepe CaHUTAPHO-3NUAEMMNONOTMYECKOr0 6/1rN°ononyyns.

Hab6op npegHa3HayeH ans NpoeccMoHaibHOI0 MPUMEHEHNSA B KNIMHNYECKOW nabopaTopHoli gna-
rHoctuke. K pa6oTte ¢ Habopom fonycKaeTcs TO/IbKO cneumanbHO 06yYeHHbI NepcoHan ¢ BbICLLIMM
VAW CPeAHUM MESULUHCKMM, NN 6UONOrMYecKMM 06pa3oBaHmem, NPOLLEALLINA MOATOTOBKY Ha TNLLEH-
3MpPOBaHHbIX Kypcax NepBUYHO crelmannsaumm no padoTe ¢ NaToreHHbIMM 415 Ye/I0BEKA MUKPOOpra-
HM3MamK 1 NOAYYMBLUMIA OMONHUTENbHOE CrelmanbHoe 06pa3oBaHMe Ha Kypcax MOBbILIEHUS KBau-

(vKaLMmM Mo MONEKYNAPHO-6MONOTMUYECKMM METOaM ANarHOCTUKN.
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4.3. HekoTopble KoMnoHeHTbl (KOI 1 K02) cogepxXaT HaTpus asnj B KOHLEHTpauuu, yka-

3aHHOM B Nn. 2.2 «CocTaB Habopa»

4.4. Ona npefoTBpalleHns KOHTaMuHaumMm Heob6XoAUMO TeppUTOpPUaNbHO pasfensaTb aTanbl
BblgeneHnsa AHK v noctaHoBku MLLP cornacHo MY 1.3. 2569-09 «OpraHusauus paboTsl jabopaTo-
puWiA, NCMOMb3YHOLWMX METOAbI aMNANPUKaLUN HYK/TEMHOBbLIX KUCNOT Npu paboTe ¢ Matepuanom, co-
Lepxawnm mukpoopraHusmbl I-1V rpynn natoreHHoOCTU»

4.5. Mpwu paboTe ¢ HabopoM HeOBXOAMMO HafeBaTb O4HOPAa30Bble MeAULUHCKME MepyYaTKu
NCMo/b30BaTh TO/IbKO OJHOPA30Bble HAKOHEYHUKUN ¢ (hUNbLTPOM A1 L03aTOPOB

4.6. Kaxaoe pabouee MecTo 0/KHO 6bITb CHabXXeHO COGCTBEHHbLIM HAB0OPOM [03aTOPOB Me-
peMeHHOro o6bema, He0OX0AUMBbIMU BCrOMOraTe/ibHbIMW MaTepuanamu n obopynosaHuem. 3anpe-
LWaeTca UX NepeMeLleHne Mexay pabounmMmn mectamu.

4.7. He ponyckaetcs UCNONb30BaHMe O4HUX U TeX K& HAKOHEYHNKOB Npu fobaBfieHUN pas-
HbIX 06pa3yoB.

4.8. Tocne 0KoHYaHusa paboT 41 fe3MH(eKL N 1 NpeaoTBPaLLEHNS KOHTaM1HaL M1 Bee paboyne
noBepxHocTa n 06opyAoBaHue criedyeT NOABEPrHYTb AeCTBMIO 6aKrpuumaHbiX Y ® namn B TedeHue 1
yaca. 3aTtem 06paboTaTb pernaMeHTUPOBaHHbIMU CAaHUTAPHBLIMU NpaBuUIamMun Le3MHGULNUPYIOLWMMN cpea-
cTBamm (Takumu, kak: 0,8%pacTBop «[e3omakc-NHHOBa»; 1% pacTBop «Anabak»: 0,5%pacTBop «/1u-
3aduH»; 1%pacTBop «MucTpanby»; 1% pacTBop «BenToneH»).

4.9. Bce ncnofb3oBaHHbIe 0HOPAa30Bble MaTepuasnbl NojBepratb 06paboTKe Ae3snHPULMPY-
LW MMM CpeacTBaMu ¢ nocneaylowen ytunnsaymeid (cM. MY 287-113 «MeToguyveckne ykasaHus no
Le3nH(eKLUN, NPecTePMIN3aLLMOHHON OUMCTKE U CTEPUAN3ALLUM N3LEeNNA MELULMNHCKOTO Ha3HaYe-
HUSA»).

4.10. Mpw ncnonb3oBaHMN Habopa obpasytoTca 0TxXoabl knaccoB A, b, B n I, KoTopble Knaccu-
huunpyroTes N yHuUTOXarTCea (YTUnmMsmpyroTesa) B cooTBeTcTBUM ¢ CaHlMuH 2.1.3684-21 «CaHu-
TapHO-3NMNAEMMNOIOTNYECKIME TPEOOBAHMS K COAEPXKAHWNIO TEPPUTOPUIA TOPOACKUX U CeNIbCKMX Moce-
NEHWI, K BOAHbIM 00beKTaM, NUTLEBOW BOAE N MUTLEBOMY BOAOCHAGXEHMWIO, aTMOCHEPHOMY BO3-
LyXy, NoYBaM, XWUMbIM MOMELLEHUAM, 3KCMayaTaLnm Npon3BoLCTBEHHbIX, 06L,eCTBEHHbIX NOMeLLLe-
HWI, OpraHn3ayn n NPoBeLEHNI0 CAHUTAPHO-NPOTMBO3ANUAEMNYECKUX (MPONIaKTUHECKUX) MEPO-
NpUATUIA».

5. OBOPYOJOBAHWVE N MATEPUNANDI

- amMnaMuUKaTop NNaHLWEeTHOro Tuna ¢ geTekuunei hJiyopecueHunmn B pexXMme peasibHOro
BpeMeHn (¢ KaHanamu geteKunm «PAM», «cHEX» n «<ROX»):

«CPX96» (dhmpma «Bio-Rad», CLUA), «ATnpanm» (OO0 «HMO AHK-TexHonormsa», Poc-

cusn);
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-naMUHapHbI 60KC 2-ro Knacca 6Monornyeckon sawmntbl (Hanpumep, 60Kc abakTepuanbHOM
BO34yLwWHOl cpeabl Tuna BABn-01, «/lamnHap-c», AO «J/lamuHapHble cuctembl, Poccns);

- X0M10AWNbHNK 6bITOBON, NoadepXXunBarownii Temnepatypy (2-8) °C;

- MUWHU-LLIeNKep MNMaHLIETHbIA, obecrneuynBaloLWnini 4acToTy BpalweHus 1200-1800 o6/mMuH
(Hanpumep, «PSU-2T», ¢mpma «BioSan», JlatBusa mnnn «BioShake iQ» dgumpma «Analytik Jena»,
CepmaHuns);

- MUKpOUEHTpU@yra gna npobupoK BMeCcTUMOCTbIO 2 M, obecneymnsatowwasd 13000 06/MUH
(Hanpumep, «Eppendorf MiniSpin», pupma «Eppendorf», MepmaHus);

- BCTpsixuBaTenb AN npobmpok (Hanpumep, Bio-Vortex V-1 plus, dmpma «BioSan», Jlat-

BUSA);

- nepyaTtKM MEeAMLMHCKME OAHOPAa30Bble HECTEpPWU/IbHble HEOMYAPEHHbIe NaTeKCHble Wn
HeonpeHoBble (Hanpumep, nepyaTkn «NeoTouch», dnpma «Ansell Healthcare», F'epmaHus);

- [03aTopbl OAHOKaHa/bHble C MepeMeHHbIM 006bLEMOM, CO CMEHHbIMW HaKOHEeYHMKamu
(Hanpumep, upma «Biohit», dMHNAHANS);

- 0fjHOpPa30Bble HAKOHEUYHWKWN 4715 A03aTOPOB C 3alUTHbLIM (JUIbTPOM /a3p030/ibHbIM bapbe-
pom (Hanpumep, upma «Sartorius», F'epmaHuns);

- WITATMBbI 4719 MUKPOMNPOBMPOK BMECTUMOCTLIO 2 MA (Hanpumep, gnpma SSI, CLLA);

- KOHTeliHep ans cbopa oTxo40B (Hanpumep, «KoHTelHep Ansi cbopa 0OCTPOro MHCTPYMEHTa-
pusi - EK-01», pupma «KM-MPOEKT», Poccus);

- HOX KaHUEeNSAPCKUM NN HOXHULbI.
6. NMOATOTOBKA AHANMN3NPYEMbBIX OBPA3LLOB N PEAFEHTOB

6.1. MogroToBKa aHaIM3npyemMblx 06pasLoB.

B3sTue, TpaHCMOPTMPOBAHME U XPaHEHME UCCeAyeMOro mMaTepuasa OCYLLEecTB/SIeTCA CO-
rnacHo MY 1.3. 2569-09 «OpraHuzaumsa paboTbl 1abopaTopuin, NCAONb3YOLWNX METOAbI amnandu-
KaL My HYKJ/TIEMHOBbIX KMUCMOT Npu paboTe ¢ maTepranom, cogepxxaium MMKpoopraHmamel 1-1V rpynn
NaToreHHoCTU».

Mpu npoBefeHUN paboT ¢ KIMHUYECKMMU obpasLamy B nabopaTopumn, BKIKOYasA NpoLecc Bbl-
peneHna JHK n3 HMX, HeobxoaMmo obecrneynTb 6€30NacHOCTbL PaboTbl B COOTBETCTBMU C TpeboBa-
HMAMW 3aKOHOAaTe/IbCTBa B chepe CaHUTAPHO-3MUAEMMNONIOTMYECKOT0 B1arononyyms.

[na aHanvsa NogroToBUTb KAMHUYECKUe o06pasubl (LefbHOM KpoBWU U BYKKasbHOro anmTe-
nns) ¢ noMouLbo HabopoB ansa BbigeneHnsa AHK.

Kaxgasa rpynna obpasLoB, NpoxogsaLias yepes npoueaypy Boblienedma AHK, gonxHa cogep-
xaTb KOI n K02, KoTopble ABASTCA KOMNOHEHTaMu JaHHOro Habopa.

6.1.1. BoigeneHue AHK ¢ ncnonbsoBaHnem Habopa peareHToB «PeanbecT-IMeHeTnka OHK-

IKCMpece».
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BbigeneHne AHK 13 06pasuoB LUenbHOM KPOBU M OYKKaNbHOM0 3aNnUTeNinsa NpPoBOANTb COr/lacHO
WHCTPYKLWUM No NnpumMeHeHUto Habopa «PeanbecT-INeHeTuka AHK-3akcnpece».

BHumaHne! C MOMeEHTa OKOHYaHUA LeHTpudyruposanms (n. 7.2.6 MHCTpyKUuM no npmume-
HeHUO Habopa «PeanbecT-MeHeTuka JHK-3kcnpecc») Ao yaaneHMs Hagocafo4vyHoi Xngkoctu (.
7.2.7 IHCTPYKLNK) AOMXKHO NPOATK He 6oee 5 MUHYT.

3ntounto 06pasLoB NPOBOAUTL 3MTIOUPYIOLLMM PacTBOPOM «I eHeTuKa», KOTOPbIA ABNAeTCS
KOMMOHEHTOM JaHHOr0 Habopa.

Mocne BCKPbITUS (hnaKoHa 3MNPYIOLW N pacTBop «IeHeTUKa» XpaHUTb Npu Temnepartype (2-
8) ®C He 60/1ee 3 MecsLeB.

6.1.2. BoigeneHne AHK c ncnonb3oBaHnem Habopa peareHToB «Peanbect M'eHMar».

BbigeneHne AHK 13 06pa3uoB LebHOM KPOBU NPOBOAUTL COMNacHO MHCTPYKLMK MO nNpuMe-
HeHuto Habopa «PeanbecT MN'eHMar».

6.1.3. BoigeneHHyto AHK xpaHuTtb npm Temnepatype (2-8) °C He 60nee 24 yacos.

6.2. lMopgrotoBka peareHToB.

Mepen Havasiom paboTbl M3BMEYb HAOOP M3 X0N0AUbBHUKA, BblaepXXaTb Npobupku ¢ FPC1 un
TPC2 B ynakoBke (He BCkpbIBas!) npu Temnepatype (18-26) ®C He meHee 30 MUHYT. 3aTeM BCKPbITb
yMaKoBKY, aKKypaTHO C MOMOLLbI KaHLe/IAPCKOr0 HOXa WUN HOXXHUL, 0Tpe3aTb He06X0AUMMOoe Kou-
4yecTBO (MO YMCNy NOAroTOBAEHHbIX NPo6, BKAoHad KOI n K02) npobupok ¢ FPCL. OTpesaTb Npo-
6MpKU cnefyeT BMeCTe C MOKPbIBAOLLEN UX MIEHKOIA.

B cnyyae nony4yeHms B uccnefyemom obpasue pesynbtara «leTeposnrota» nam «MyTtaHTHas
romosurota» no KaHany «<PAM» B F'PC1, Heo6xo4MMo NOAroTOBUTL Npobupku ¢ MPC1 n FPC2 ansa
NOATBEPXAEHUSA NPUCYTCTBUSA B 06pasue Leneoin myTtaunm 4153delA. BCKpbITb yNaKoBKY, aKKypaTHO
C MOMOLLbIO KaHLLENAPCKOr0 HOXa AN HOXHMIL, 0Tpe3aTb He06X0AMMOEe KOTMYECTBO (MO YMCAY BbisiB-
NEHHbIX NPo6 ¢ NOAO3PeEHMEM Ha npucyTcTBme myTauum 4153delA, no ogHoin npobupke gna KOI un
K02) npobupok ¢ FTPC1 1 M’PC2. OTpe3aTb NPO6GUPKN CrieflyeT BMeCTe C MOKPbIBALLLEN UX MIEHKOMN.

BHumaHune! Hencnonb3oBaHHble Npobupku (FPC1u FPC2) ynakoBaTb B MaKeT C OCYLLUUTESEM,
YAAIMTb U3 HETO JINLLIHWUIA BO3AYX M NMOTHO 3aKPbITh 320KUM.

Mocne nepBoro BCKpbITUA ynakoBky MPC1 n FPC2 xpaHuTb npu Temnepatype (2-8) °C He
6onee 3 mecsLeB.

KOI n K02 nocne BCKpbITUS NPO6MPOK XpaHUTb npu TemnepaTtype (2-8) °C He 6onee 1 mecsauya
nUnn anukeoTaMmu no 50 MK Npu Temnepatype MuHyc (18-24) °C He 6osiee 3 mMecALeB.
7. NMPOBEAEHWVE AHANN3A

7.1 HeobxofnMoe KOMMYeCTBO (MO YmMCay MOAFOTOB/IEHHbIX NP0O6, BKAOYAA KOHTPO/bHbIE

06pasubl) Npobupok ¢ MNPC npoHyMepoBaTb M PacnosioXXnTb B LUTATUBE.

BHumaHnune! Hagnucw cnegyeT pacnonaraTb Ha 60KOBOI YacTy Npobunpok.
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7.2. AKKYypaTHO yanuTb NNEHKY, 3aKpbIBaOLLYIO NPOOGUPKMN.

BHumanue! MpuyganeHun nnéHKN cnegnTe, 4TOObI BMECTE C Heil He 6binayganeHa MPC.

B kaxayw npobupky [03aTOPOM, uchnonb3ys ana KaXoro obpasua WHAMBUAYaNbHbIN
HaKOHEYHMK C (huabTpoM, BHecTM no 50 Mkn pacTBopa BblgeseHHoi OHK. Bpems oT Havana
BHeceHMs B MPC po 3anycka MNMLLP gonkHO 6biTb He 60/1ee 30 MUHYT.

3aKNenTb NPOGMPKN ONTUYECKON MIEHKOI.

BHumaHune! Henb3d HAHOCUTb Ha ONTUYECKYH MNEHKY Kakne-nmb6o Hagnucu. OnTuyeckas
nnéHKa 40MKHA 0cTaBaThbCs YucTOM!

7.3. MomecTUTb NPOBUPKN B MUHU-LLIENKeP. [NepemellaTb COAEPXMMOe MPOBMPOK C HacTOTOM
BpaweHna 1200-1800 06/MUH B TeyeHUe 1 MUHYTHI.

7.4. TloMecTUTb NPOBUPKM B amnandmkaTop.

7.5. 3anporpamMMupoBatb Npu6op 418 NpPoBeAeHUS aMMIndUuKaLmm crneyngpmnyeckux gpar-
mMeHTOB AHK 1 feTeKLn KpUBLIX NNaB/IeHUS B COOTBETCTBMM C MHCTPYKLUMEN K npubopy.

MpoTOKONbI NPOBeLEHNSA peakL M aMmnanmKaLmm:

ans npuéopa «CFX96x»:

— 1lctagua: 50 °C - 2 MUHYTHI;

— 2 ctagua: 95 °C - 2 MUHYTHI;

— 3 cTagms: 50 uymknoB (94 °C - 10 cekyHg, 60 ®C- 20 cekyHA);

— 4 cTagmna: «kpusasa nnasneHusa» ot 27 °C go 75 °C c warom 1 ®C B TeyeHue 5 CeKyH[
(usmepeHwme pyopecLeHUNM NMPOBOANTD Ha KaXXA0M LUare);

— 5 cragma: 10 ®C- 1 MuHyTAa.

4ns npubopa «ATnpanm»:

— 1ctagna: 50 ®C—2 MUHYTHI;

— 2 cTagusa: 95 ®C- 2 MUHYTHI;

— 3 ctagua: 50 unknos (94 ®C- 10 cekyHpf, 60 ®C- 20 ceKyHp);

— 4 cTagma: «KpuBas nnasrieHusa» oT 27 ®C go 75 ®C ¢ warom 1 °C B TedeHue 13 ceKyHA
(n3mepeHune hnyopecLeHLN NPOBOAUTL Ha KaXKA0M Luare);

— 5 cragmua: 10 °C - xpaHeHue.

7.6. BbibpaTb KaHa/bl eTEeKLNU KPUBbIX MAaBfeHnsa gynnekcos cneynduyHoro AHK-30Haa 1
npogyKTa amnanukauum gnsa permcrpaymm mytaumii B reHe BRCAL:

«CAM>» - peructpaumsa myTtaunuii B okyce 4153;

«KOX» —pernctpaumsa mytaumnm 5382insC.

7.7. 3anporpaMMupoBaThb MOM0XEeHWe MNpPO6UPOK C MUCCNeAyeMbIMW W KOHTPOMbHbIMU
obpasu,amum cornacHo MHCTPYKLMM K MCMOJIb3yeMOMY Npubopy.

7.8. 3anycTuTb Mporpammy W MNPOBECTU peakuuio amnanpukaumMm ¢ peructpaumei
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(hnyopecueHLNN B peXXxMme peanbHOro BpeMeHM.

7.9. B cny4yae nonydeHus B uccnegyemom obpasue pesynbtata «lCeTeposurota» nam «My-
TaHTHas roMo3uroTa» no kKavany «PAM», o1 NOATBEPXKAEHUS MPUCYTCTBUSA LeNeBO MyTauum
4153delA Heob6xo0aMMO NMPOBECTM MOBTOPHbIN aHanu3 Takoro obpasua ogHoBpeMeHHO Ha MTPC1 u
rPC2.

B kaxgyto npobupky c FPC1 n F'PC2 f03aTOPOM, ncnonssys A8 KaX[0ro obpasua MHANBN-
AyanbHbll HAaKOHEYHUK ¢ DUNbLTPOM, BHeCTM Mo 50 MK pacTBopa BblgeneHHon AHK. He 3axBaThbl-
BaTb 0cajokK!

MNOTHO 3aKNenTb NPOBUPKN ONTUUYECKOWN MIEHKOW.

7.10. MoBTOpUTL NN. 7.3-7.5.

7.11. BbibpaTb KaHa/bl feTEKL MW KPUBLIX NNaBAeHUs aynaekcoB cneymngpuuHoro AHK-30Haa
M NpogyKTa amnangpurkKaumm onsa permcrpaunm mytaumii B reHe BRCAL:

«PAM» - peructpauuns mytauuii B nokyce 4153 (FPC1);

«KOX» —peructpaymsa myTtaymnm 5382insC (FPC1);

«HEX» - pernctpauuns nogreepxgeHnsa mytauymm 4153delA (FPC2).

7.12. 3anporpaMmunpoBaTb NOJIOXKEHMWEe MPOBUPOK C UCCNefyeMbiMU N KOHTPOJIbHbIMWU 06pas-
Lamu corfiaCHO MHCTPYKLUN K UCMONIb3yeMOMY npubopy.

7.13. 3anycTuTb NporpamMmmMy M MPOBECTM peakuuio amnavdukauumn ¢ permcrpauuein gayo-
pecLeHuNN B peXXUMe peanbHOro BpeMeHMu.

8. AHAMIN3 N YUET PE3Y/IbTATOB

8.1. YcnoBua aHanunsa H yyéra pesynbtatos B [PCL1.

Ona KOI B kaHanax getekunn «PAM» 1 «KOX» [O/MKHO (OUKCMPOBATLCA Han4yme o4HOTNo
nnKa nnaBfeHUsl, COOTBETCTBYHOLLEr0 FreHOTUNY «HopManbHas romMmosmroTa», M onpeaensiteCs 3Ha-
YeHMe TeMnepaTypbl NnasneHUsa. 3Ha4YeHUA TeMrepaTyp nnasBfeHUs 4O/XKHbI HAXOAUTbLCA B fjuana-
30He Temnepatyp gna KOI, ykasaHHOM BO BKNafbllle K HabopaM JaHHOl cepum.

Ona K02 B kaHanax getekumn «PAM» n « KOX» J0MXKHO (PUKCMPOBATLCA HaM4ume 04HOro
nuKa nna.J/ieHNs, COOTBETCTBYIOLLENO FeHOTUNY «MyTaHTHas romMo3nroTa», U onpefensaTbcsa 3Hade-
HVe TemnepaTypbl NaaBneHns. 3HavyeHUs TeMnepaTyp naaBfeHns A0MXKHbl HAX0AMTLCA B AManasoHe
TemnepaTyp ansa K02, ykasaHHOM BO BKNagbllle K Habopam faHHOW cepuun.

8.2. ¥cnoBusa aHannsa v yyérta pesynbTtatoB B [PC2.

Ona KOI B KaHane getekumun «HEX» [O/MKHO (PUKCMPOBATBLCA Hannyme of4HOro NMKa nna.-
NleHNs, COOTBETCTBYIOLWEro reHoTuny «HopmManbHaa romo3nroTa», U onpefensATbCsa 3Ha4YeHne TeM-
nepatypbl NnaefeHUs. 3HavyeHUe TemnepaTypbl MAaBfeHUA LO/HKHO HAXOAUTLCA B fManasoHe TeM-
nepatyp gna KOI, ykazaHHOM BO BKafbllwe K Habopam JaHHON cepum.

Ona K02 B kaHane pgetekumn «HEX» 0o/MKHO (hMKcMpoBaTbCA Hanuume OLHOrMo nuka
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nsaBfIeHUs, COOTBETCTBYHLLEFO FeHOTMNY «MyTaHTHasi romMo3uMrotTa», M onpeaenATbCs 3HA4YeHUe
TemnepaTtypbl NaaBfeHNA. 3HadYeHWe TemnepaTypbl MAaBfeHUA [O/KHO HAaxXo4UTbCA B fuanasoHe
TemnepaTyp ana K02, ykasaHHOM BO BKNajbllle K HabopaMm JaHHOWM cepuu.

8.3. AHanus pesynbTaTtoB onpegeneHnsa myTtauunii 4153delA n 5382insC B reHe BRCAL1
(rPC1).

8.3.1. Ona kaxgoro nccnegyemoro oé6pasya B F'PCL B kaHanax getekumn «PAM» 1 «<ROX»
LOMKeH (hUKcnpoBaTbCcA OA4MH (B c/lyvyae roMO3UroTHON0 HOCUTENbLCTBA) UK ABa (B CNyyae retepo-
3UFOTHOIr0 HOCUTENBLCTBA) NNKa NNABNEHUA U ONPEAENATLCA 3HaYeHWe TeMnepaTypbl NaaBeHUS.

8.3.2. N'eHOTMN aHanM3npyemoro obpasua yuUuTbIBaeTCA Kak «HopmasbHas romosmroTar,
ecnn ona atoro obpasya (PUKCMPYeTCA Hainuume OAHOr0 MWKa MaBfieHus, NPU 3TOM 3Ha4yeHue
0TNInYaeTca He 6osiee Yyem Ha 2 ®C 0T TeMnepaTypbl naasneHus ana KOI.

8.3.3. M'eHOoTMN aHanM3nMpyemoro obpasua yumTbiBaeTcs Kak «MyTaHTHaa romosnroray, eciu
4N 3Toro obpasua PUKCUPyeTCa HanM4ume OLHOT0 NMUKa NNaB/eHNS, MPY 3TOM 3HAUYEHMe 0T/INYAETCH
He 60s1ee yeM Ha 2 °C oT TemnepaTypbl nNiasneHnsa ana K02.

8.3.4. l'eHOTMN aHanNM3MpyemMmoro obpasia yunTbiBaeTCa Kak «["eTepo3nrora», ec/iv 4as aToro
obpasua UKCUPYeTCHA Hanmume ABYyX NMUKOB MaBfeHUs, NPy 3TOM 3Ha4YeHWe OLHOr0 OT/INYAETCH He
6onee yem Ha 2 °C oT TemnepaTypbl nnasneHusa gna KOI, a Temnepatypa BTOPOro OT/INYAETCA He

6onee 4yem Ha 2 °C oT TemnepaTypbl nnasneHns gas K02,

Tabnuua 1
AHanus pesynbTaTtos reHotunuposaHus B MPC1
FEHOTUM
«HopmanbHaa «MyTaHTHas ro-
«["eTepo3HroTa»
K romosuroTa» MO3UroTa»
X § a OaviH nuk nnas- OAWH NUK nnas- [Ba nuka
A X
U f NleHns, oTNnYa-  NeHus, oTnya- nnas/fieHns,
t eTcA eTcs oT/iM4aloTCA
He 6onee He 60/ee He 6onee
yem Ha 2 ®C yem Ha 2 ®C Yem Ha 2 ®C
oT KOI oT K02 oTKO01 nKo02
mut/mut
N/mut (TpebyeTcsa
BRCA1l 4153delA  «FTAM» N/N (TpebyeTcs
NOATBEPXAEHNE)
NOATBEPXAEHNE)
BRCA1 5382insC  «KOX» N/N insC/insC N/insC

N - Hopma (oTcyTcTBME MyTaymm), mut - myTtauma 4153delA nnn gpyras mytayms, pacrnosno-
YKeHHasi B6/1M3um nokyca 4153.

BHumaHue! B cBA3M C BbICOKOW KAMHWYECKOW 3HAYMMOCTbH MyTauuin B reHe BRCAL
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peKoMeHAyeTCsA NPOBOAUT b NOBTOPHOE FTEHOTUNUPOBAHNE TETEPO3UTOTHBLIX UMYTAHTHBLIX TOMO’
3UTOTHbLIX 06pasyoB No MmyTayun 5382insC.

MeH BRCA1 »XMU3HEHHO HE0BX0AUM ANsA pasBUTUA aMOPUOHA, UHAUBUALI C HANUYNEM HaCNej-
CTBEHHbIX MyTauuii 5382insC 0AHOBPEMEHHO B ABYX ajnfieNIiX B FeHOTUME MO ANTepaTypPHbIM AaH-
HbIM HEXXN3HECMOCOOHbI.

B cBS3K C CyLLeCTBOBAHUEM PeAKUNX HELENEBbIX MyTaL Wi, pacnoslIoOKeHHbIX B6N3N LLe/1eBOro
nokyca 4153 (cm. n. 8.6), ans 06pasyoB ¢ pe3ysnbTatom «leTepo3mrota» unm «MyTaHTHas romosn-
rota» no KaHany «CAM» ans nogTBepXAeHUSA Hannumna Leneson mytaunmn 4153delA TpebyeTcs no-
BTOpHasA ofHOBpeMeHHasa noctaHoBka Ha NPC1 n reca.

8.4. AHanns pe3ynbTaToB MNOATBEPXAEHUA Hanuuusa myTtauuun 4153deiA B reHe BRCAL
(FrPC2).

8.4.1. na kaxpaoro uccnegyemoro obpasya B FPC2 B KaHane getekumnm «HEX» fo/mKeH QPUK-
CYpPOBaTbLCA OAUH MUK MNaBfeHUa U ONpefensaTbCa 3HaUYeHNe TeMnepaTypbl NaBneHUs.

8.4.2. 'eHOTMN aHa/M3npyemMoro obpasua y4nTblBaeTcsa Kak «HopmanbHas romosmrota» (Le-
neesas mytauma 4153delA oTcyTCcTBYeT), ecnin 415 3TOro obpasua UKCUpyeTca Hanuyme O4HOr0
nuKa nnaBneHus, NPy 3TOM 3HaYeHMe oT/INYaeTCcs He 6osiee YeM Ha 2 ®C 0T TeMnepaTypbl NAaBIeHUs
ana KOl.

8.4.3. N'eHOTMN aHanm3upyemoro obpasLa yunTbiBaeTcs Kak «[ eTepo3nmrota» (HanMumne myTta-
umn 4153delA noATBepXXAEHO), ecnn AnA 3Toro obpasuya (PUKCUpYeTCA Hanu4vme OLHOro nuka

NnaaBfeHUs, MPU 3TOM 3HaUYeHMe OT/IMYaeTCs He Gonee YemM Ha 2 °C OT TeMnepaTypbl NAaBAeHUs Ans

KO02.
Tabnunua 2
AHanus pe3ynbTaToB reHoTUNMposaHusa B NPC2
FTEHOTWM
«HopmanbHas
«[eTeposurora»
g romosmroTa»
S % %( OJVH NUK NnasfeHuns, OWH NUK NnaBeHuns,
oT/INYaeTCcA 0T/INYaeTcA
He 6onee He 6oniee
yem Ha 2 °C yem Ha 2 °C
oT KOI 0TKO02
BRCA1 4153delA  «HEX» N/N N/delA
N —Hopma (oTCyTCTBME MyTauum).
n
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8.5. AHanu3 ntorosoro reHoTuna no mytaumm 4153delA B reHe BRCAL.
OnpegennTb UTOroBbIN reHoTUn no mytauum 4153delA B reHe BRCAL ¢ y4eToM pe3y/ibTaTtoB
aHanmsa B MPC1 (gByKpaTHas NMOCTaHOBKaA, Pe3yNbTaT reHOTUNMPOBAHUA [0/DKeH coBMagaTb) U

FPC2 B COOTBETCTBUN C AaHHbIMU Tabnunybl 3.

Tabnuua 3

OnpegeneHne reHoTuNa aHanM3Mpyemoro obpasya no mytaumm 4153delA reHa BRCA1L

MPC1, kaHan «<PAM» TPC1, kaHan «<PAM» T'PC2, kaHann «<HEX» PesynbTart
(noBTOpHasa nocrta-
HOBKaA)
N/N - - N/N
N/mut (TpebyeTtcs N/mut N/N N/N
NOATBEPXXAEHNE) (myTauma 4153delA oTcyT-

CTBYeT, OANH U3 annenei co-
OEPXUT HeueneBoi nommop-
thnsm B61M3M nokyca 4153)

N/mut (TpebyeTcs N/mut N/delA N/delA (npucyTcTBUE MyTaLum

NoATBepPXAeHNe) 4153delA nogTBepXaeHO)
mut/mut (TpebyeTcs mut/mut N/N N/N

noATBeEpPXAeHne) (myTauunsa 4153delA oTcyT-

CTBYeT, 06a annensa cogepxart
HeueneBblie NOUMOPGU3MBI
B6nM3M nokyca 4153)

mut/mut (TpebyeTcs mut/mut N/delA N/delA (npucyTcTBME MyTaumm
NOATBEPXAEHUE) 4153delA B ofHOM M3 annenen
noATBEPXXAEeHO, BTOPOW annenb

COLEPXMWT HeLeseBoit Noan-

Mopcgu3mM B6IM3KN TOKYCa
4153)*
N - Hopma (oTcyTcTBME MyTaummn), mut —myTaumsa 4153delA wnum gpyrasa myTtauus, pacno-

noXxeHHast B6n1u13un nokyca 4153.

¢ N'eH BRCAL XW3HEHHO HEO6X0AMM AN pPasBUTUS 3MOPMOHA, UHAMBUAbLI C Hanu4ymem
HacneicTBeHHbIX MyTaumnii 4153delA ogHOBPEMEHHO B ABYX afeNiix B reHOTUMe No NTepaTypHbIM
AaHHBbIM HEXXN3HECMNOCO6HbI.

8.6. Pe3ynbTat reHOTUNMPOBAHUSA CUNTAETCA COMHUTE/IbHbBIM, €C/IM TeMMepaTypa nnaB/eHus
NPOAYKTOB rmbépuamsannmn otandaercsa 6onee yem Ha 2 ®COT 3HaYeHWU, NonyyeHHbIX ans KOl n/vunu
K02, nn6o nNnukn nnasfiieHna OTCYTCTBYIOT. COMHUTE/bHbIE pe3y/ibTaTbl He MOAMexaT aHanusy u
YUETY.

COB/IHUTENBbHbIN pe3ynbTaT MOXET ObiTh BbI3BaH C/ULIKOM HW3KOM KOHLEHTPaLMein reHom-
Hol JHK B peakuMoHHOWM cMecu (BCie4CTBME HEMpPaBU/IbLHOIO 3abopa maTepumana, oWmM60K Npu Npo-
60noAroToBKe WM MPW MCMONb30BAHUN HEMoaxogsawero metoga BbigeneHnsa AHK). KonuuecTtso

KOMuii reHoma 4YefioBeKa B BblfenieHHOM o6pasue JHK MoXeT 6bITb NMPOBEPEHO C UCMO/Ib30BAHUEM
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Habopa pearentos «Peanbect Bannaanus obpaiuay», Bussasiontero $parMeHT ayTOCOMHOIO yHH-
KaNbHOro rena yenosexa MBS, Ecnn i aHamrupyesoro oGpasua snasenme Ct JIHK resa HMBS
no xanany «ROX» Gonbmie 33 HiH Be onpeacaserca (TO ecTh COACPKAHME B PEAKI[HOHHON CMEeCH
xonuit (regou-3xsusancaTos) IHK rena HABS menee 250), To 310 CBHACTENLCTBYET O HEAOCTATOY~
HoM xoymiectee JTHK 8 suinenennon obpasue. Heobxoaumo mposectd nopTopHsiit 3a6op anx ue-
cnenosakus ofpalua GYKKANEHOTO MINTE/NHA WM NPOBCCTH NOBTOPHLIA aHANH3 o6paua ueTbHOMH
KpOBH, HaUMHAS ¢ FTana shiacncHus JTHK.
8.7. InaruocTuecKkan INaINMOCTS.

MuorouncneHnbie HCCICAOBAHHA NOKA3ANH, YTO BEPOSTHOCTL PAIBUTHA Paka MOJNIOMHOH Xxe-
ae3n (PMK) u paxa sirmuxon (PA) y nocurencit myraumit » renax BRCA! n BRCA2 xpaiine pui-
coxa. [lo fannEIM MeTa-aHami3a puck passuTn PMOK x 70 ropam coctasaset 55% ans wocwrexnceil

. mytaunit B rene BRCAI u 47% anx nocurenelt myraumit 8 rese BRCA2, puck passrtrs PA 39% mnn
BRCA1 1 17% ana BRCA2, npu 310M 3a9aCTYIO HaGIOABETCA PAHKRHA BO3PACT BO3HHKHOBCHHUA PAKa,
Myraunn 3 resax BRCAI n BRCA2 nosslualoT puck passuTHA B APYTHX 3N0KAYCCTBEHHLIX HOBO-
obpazopannii (pax MpoCTaTH, PaK XeayAKa, PaK ROIKETYAORHON XKEIC3L, PAK TOPTAHH), a TAKKE
HSKNANKMBAIOT 0CODEHHOCTH HA IIHHHYECKOE TCUCHKE OHK03a00CBaAHUN.

YuuTHIBaA BHICOKYIO BEPOATHOCTS PRIBHTHA OHKONATOJNIOTHH, ONPCACNCHNREe MyTalHil B reHax
BRCAI n BRCA2 nenecoobpasno B rpynnax BHICOKOTO PHCKA CO CAYMASME paKka ¥ KPOBHEX POA-
CTBCHHHKOB, & TAKKC aKTYQIbHO VIS NPAMEHCHHA B CKPHHMHIOBAX DPOTPaMMAaX N0 OLCHKE PHCKA
PMX u PSl. Pannas AMarHoCTHKA MyTalHil NO3BONACT NPHHATD HPPEKTHBILIC MEPLL, TPEROTBPA-
RIAKOIHE pasBuTHe 3a6onceannua. [IpuMeneHHe JAHHONO JHATHOCTAYECKONO NMOAXOAA MOXKET CHO-
cofcTBOBaTH cHIKeHMIO 3aboneBaemocT PMXK u PA.

6 K HacTosmeMy BpeMCHH BHIABICHH B SAMHHSHBIX CAYuasX H onucanu B 6ase nannnix NCBI
pemxne MyraumH BOma3u noxyca 4153A. Cpeam HHX MMEI0TCE KaK NAaTOreHHHIC (Oeseyuu
rs397509130, rs80357727, rs431825404, rs273900721, rs88604018, uncepyun rs886040190,
npusoORUe X COBUZY PAMKYU CRUMBIBANUR, U KykReomuonbie samenn rs886040191, rs886040188,
npucoORIyUe K NORKERENUIO CMONn-Xooona u obpwsy cunmesa Geaxa), T&X W MYTRIMH €
HeONMpeACNEHHEMM  KIHHWUECKHM 3HaucHHeM (muccenc-mymayuu rs80357210, rs80357407,
rs745638837, rs769589630, rs55639854, rs775339017, samenvowuue amunoxucromy e beaxe, u
Oexeyuu Oez cosuca pamxu cuumvieanus rs80358340 u rs397509129) win HeliTpanbHME
(cunomumuunan samena rs80356828).

I'PC1 nannoro HaGopa B oTHomeHUK no3nuuH 4153A rena BRCA asnsercs CkpHHHHTOBOMH.

Tpu samran myranun 4153delA y naipsenta FPC1 rapaHTHpPOBAHHO BRABNCT JAHHYIO MYTAIKIO.

B peaxux cayuasx 'PC1 mMoxer BuaaTh pesyastar « eTepo3Hroray wix « MyTaHTHAX 'OMO3HIOTaY
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B OTCYTCTBHH Lienenolt acnemu 4153delA, HO nMpH HATHYMK Y NAMMEHTa APYTON peaKkol MyTalMH
p6nu3n uenesoro noxyca. Jns noxreepxacHms Hamaua myrauny 4153delA 8 rene BRCAI neob-
XonMMo Hcnons308ats I'PC2, xoTopas npeanasnaycta s audPepeHUHANsLHOTO ONPEACACHHE MY-
Tauxu 4153delA. Nannas I'PC sricoko cnemnduina - Ra pe3yIbTaT, NOAY4aeMelit ¢ & HCHONIb30Ba-
HHEM, HC BJIMAIOT APYTHe MYTalH BONH3N nenesoro nokyca. O6pamaem suxmanne: ecms 8 ['PCI
onpenenena Myrauns 4153delA, a B [PC2 e namune He NOATBEPXACHO, TO ITO CBHACTCABCTBYET
O HANHYHH Y NARHCHTa OAHOA M3 NMepeulCIeNHLIX Bhllle HH He BHECENHOH 8 6asy NaHHBIX peaxux
MyTaiguli, cpeaM KOTOPHIX eCTh Kak HeATPAILHEIC, TAK H NATOreHHLe MyTauus. Ui Tounol uaes-
THOUKAIMH HOUENCBOH MYTAIHH PEKOMCHAYCTCA cekBeHHposante dparuenta resa BRCAI, sxmo-
yasousero obnacts B6an3N oKyca 4153A.

Bonee noapobHO OHAKOMHTBCS C AMArHOCTHYECKOH 3HEYMMOCTHIO MyTaumi 4153delA w
5382insC » resic BRCA I moxio 3 smreparype:

1. Coxonenxo A., Pozasios M., Mumomxssa H., lllepuna H. 4 ap. Hacneacrsennne myTauusu
OpH panHuX, CeMeHAIX B GunaTepanbunix Gopmax paxa MOROUHOR XxeneaInl y nalmenTok #3 Pocciu.
// Cubupcxnit onxonorusecxnit xypnan. 2008, T.27 (Ne3). C. 43-49.

2. ). Balmafia et al., Knnuiraeckue pexomenzany ESMO no aparsHocTHKe, C9cHHIO H
Habnozenio y GONbHLIX pakoM MONOTHOH xeneant ¢ Hamrarem BRCA - myrammy // MUHHManbHEC
WIHHHYeckHe pexoMennaimu Esponeiickoro Obmecrsa Menmumnckoli Ouxonorun (ESMO)
Penaxtopu pycckoro mepesoaa: mpod. C. A. Tionawmun, xm8. [l A. Hocos; npod. H. U.
MNepesogunxora, — M.: Hanarenncxas rpynma POHIL s, H. H. Broxuna PAMH, 2010.— 436 ¢.

3. Jiiwbuenxo JLH., Barenera E.M., AGpamor H.C., Emenpsnosa M.A., Bymux [0.A.,
Tionsupuna A.C., Kpoxkraa O.B., Boporuuxos H.K., CoGonencxuit B.A., Haceaxuua T.B., [Topmio#k
C.M. HacneacrseHnnili pax MONOTHOH xe/ie3t H araankos // 3noxauecTreHme onyxons. 2013. Ne -
2.¢.53-61.

4. Mmanuror E.H. Hacneacrsennuit pax mMonounoi mxenesss // IlpaxTuaeckas OHKXONMOTHR.
2010. T.11. Ne 4. c. 258-266.

5. Yacosuuxosa O.5., Mutpodasos [.B., lesacnxo 1.O., Canopos C.B., ©panuxesuy 0.3,
Kosanenxo C.I1. AHanu3 BcTpeuaeMocTH AcBATH MyTammit B renax BRCA! u BRCA2 y GonbHbIx
PaKOM MONIOHO#H xenesn 8 Cubupckom pernone. // Cubupexnit onxonoriaeckmit xypuan. 2010. T.
4] (Ne5). C. 32-35.
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9. YCJIOBHA TPAHCIIOPTHPOBAHHSA, XPAHEHHSA H IIPHMEHEHHS HABOPA

9.1. TpaBCIOPTHPOBATH HIACANA CICAYCT TPAHCIIOPTOM BCEX BHOB B KPHTHIX TPAHCTIOPTHEIX
CPe/ICTRAX B COOTBETCTBUH C IPABIIAMH [EPEBO30K, ACHCTBYIOMHMMH HA TPAHCIOPTE AAHHOIO BHAA,
npu Temneparype (2-8) °C. Jlomyckaerca TpaHCNOPTHPOBAHKE NpH TeMmepaTtype Ao 26 °C He Gonee
10 cyTok.

9.2. Xpancnue 5Eab0pa B yIaKOBKe IPCAIPHATHA-H3TOTOBHTE/IA JOKHO OCYIRCCTBIATECS IPH
TeMneparype (2-8) °C » TeacHME BCENO CPOKA NOAHOCTH B XOMOAUNLHAIX KaMEpax HIH XONOMMILHM-
xax, ofecneuHpalOmMX PETIAMCHTHPOBSHHEIN TeMOCPaTypHEIl pexuM ¢ exemnacBHON peructpa-
mnBeli TEMNEPaTypal.

9.3. Cpox rogsoctu Habopa — 12 mecanes co AHs Bumycka. He aomyckaercs nmpHMEHCHHe
Ha60poB 0O HCTedeHHN CPOKA HX FOAHOCTH.

9.4. Ina nonyueHna HAREXHHX PE3YNLTATOB HEOOXOAKMO CTporoe cobnioacHue AaHKOR HH-
CTPYKIIHH N0 BpHMeHeHHIc Habopa.

9.5. Hanenue ne Tpebyer TexHUuyeckoro o6CHyXMBAHMA H HE NOANCKHUT PEMONTY.

10. TAPAHTHIHBIE OBSIBATENILCTBA

10.1. ITpousBOAHTEML rAPaHTHPYET COOTBETCTBHE BHIIYCKaEMEIX H3enHit TpeGoBaHuaM HOp-
MaTHBHO$ ¥ TEXHHICCKOH JOKYMEHRTALEH.

Be30MacCHOCTS H Ka%ueCTBO H3GNHS FAPAHTHPYIOTCA B TEHCHHE BCEN0 CPOXa NOZHOCTH.

10.2. TIpow3BoARTEND OTBEYALT 32 HENOCTATKH H3ICNHA, 38 HCKIIOYECHKEM JedexTos, BOIHHK-
KX BCIE/ICTRBHEE HAPYIICHHS PABI NONL30BAHNKA, YCAORNHI TPRHCTIOPTHPOBAHHA W XpaHe s, mHbo
AelicTaus TpeThHX AuLL, 160 HENPEOAOIHMON CHITH.

10.3. Ipou3somurent ofazyerca 3a cBoli cHeT 3aMeHMTh H3feMe, TEXHHYICCKHE H QYyHKIHO-
HANbHKE XaPAKTEPHCTHKH (DOTPeOHTENBCKHE CBORCTBA) KOTOPOro HE COOTBETCTBYIOT HOPMATHBHOMH
H TCXHMYCCKON JOKYMCHTALMH, ¢C/IH YKa3aHHRIC HOAOCTATKH ABWIHCH CACACTBHEM CKPLITOTO ge-
(exTa MATEPHANIOB HIH HEKAYECTBEHHOTO H3TOTORICHHA H3/C/HA NPOH3BOAHTCIICM.

o sompocam, KAacAlOmMMMCS Kavectpa Habopa «Peanbecr-IT'esermxa BRCAI
4153delA/5382insC», cnexyer ofipauiateca B AO «BexTop-Bec» no anpecy:

630117, r. HosocuGupcek-117, a/s 492,

Ten.: (383) 252-51-62, 227-60-30; Ten./paxc: (383) 252-51-81, 252-51-77;

E-mail: plkobtk@vector-best.ru
KOHCYNIBTalMIO CIICIHANKCTA NO padoTe ¢ HAGOPOM MOXHO NOAYYHTS N0 TeN,: {383) 252-51-75.
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HavanbHUK oTfeneHuns
npoussoacTea MNLP-Habopos
AO «BekTop-bect»

OunpekTop no npon3BoACTBY
AO «BekTop-bBect»

[AVpeKTOp KNMHUYECKNX UCCNeA0BaHN

N LOMOJSIHUTENIbHbBIX CEPBUCOB AupeKunmn

00O «HesaBucumas nadopatopusa MHBUTPO»
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A.B. TpyxuHa

B.K. TkaueB
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