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HHCTPYKIHA

no NpAMEHERNIO Habopa peareHToB
ans onpeacneHus Myrauui 185delAG u 3875deld B rene BRCAI
METO/IOM NOMHMEpasHON LEHOH peakiuy ¢ AeTekuueli KpUBLIX MUIABICHUA
a «Peanbecr-T'enernxa BRCA1 185delAG/3875deld»

1. HASHAYEHHME

Ha6op pearcuToB nns onpeaenenns Myrauuii 185delAG u 3875del4 B rene BRCAI meTonom
nonuMepasHolt LenHoit peaxuun c aerexumeli kpashix nnasnenus «Peanbect-I'enernka BRCALI
185delAG/3875del4» npeanasznaven ans KaYEeCTBEHHOrO ONpelefieHHA NEHOTHNA MO MYyTALMAM
185delAG u 3875del4 B rene BRCAI, acCOLMAPOBAHHBIM C PHCKOM PA3BHTHS Paxa MOJIOMHOM xe-
nearv/paxa suvHukoBp (PMDK/PST), meTtonoM nomumepasHoit uennoit peakunn (TILP) ¢ aerexuneit
KPMBBIX IUIABJICHHS B peXHMe peanbHOTo BpeMeHH. Habop MoxeT ObTh npuMeHEH KaKk BCIOMOTa-
TEBHOE CPEACTBO AHATHOCTHKH NPH ONpeAeNeHHH HACACACTBEHHHX (JAKTOPOB PHCKA pPasBHTHA
PM)K/PAl u y naumenToB ¢ yxe soiasnennsiM PMOK/PS mis yrounenna pasHOBHIHOCTH paka (ce-
a Meltnas dopma, acconmuposannas ¢ Myrauselt reaa BRCAI). Habop moxer 6ums npuMensH ana
obpasios resomuolt JIHK uenobexa, BRACNCHHON B3 LeNbHON KPOBH HIM GYKKANBHOIO SMHTENHA,

2. XAPAKTEPHCTHKA HABOPA

2.1. TTpusuun mMeTona.

IIpunumn MeTosa ocHOBaH Ha ammindrkanun pHGpanHoro yuactka JJHK uenopexka n mo-
CICAYIOmel ACTEKIMA KPHBLIX NNaBICHAA rHOpHAKBIX KoMmiexcoB npoaykroB [THP u cneundwy-
HeX 30HA0B. [lpouece aMnandrxanuy 3aKMOIACTCH B NOBTOPAIOMMHXCA LHKAAX: TEMIEPATYpHAS
Aenarypanns JTHK-matpausi, omkar upaiMepoB ¢ KOMILIEMCHTAPHBIMKE MOCAEAOBATEIHLHOCTAMHA
AHK-MaTpanmi, cHHTe3 KOMILIEMeHTapHOH nenu ¢ aTux npaiimepos Taq AHK-nommMepasodi.

Tlocne peakunu aMnaHpUKANMA NOHMKEHUE TEMNEPATYPH MPUBOANT K rHOpHIM3ALME Crie-
unduanoro JIHK-30AAa ¢ NPOAYKTOM aMIUTHGHKALMH H K CHHXCHMIO YPOBHS (NYOPECHICHTHONO
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CHrHana B mpoGupke. B npouecce TeMnepaTypHOro muanieRus o6pa’oBABIIMXCA AYILICKCOB Npo-
| ucxozut sricBoGoanenne JJHK-30mna, Hecymero guyopecueHTHEll xpacHTenb. B ciyuae nenon-
Hoit koMnnemenrapiocT JIHK-3014a 1 subpannoro yaactka JIHK, remneparypa nnasnenns ayn-
nexca Gyner HEXe, YeM B Ciydae MOJHOK KoMmneMcETapHOCTH. TakuM o0pasoM, WIS ABYX an-
NENLHBIX BAPHAHTOB TEMIIEPATYPH! IUTABIEHHA AYIUICKCOB 30HAA H NPOAYKTOB AMIIHGHKALMY OT-
nMYAIoTCS, 61aroaapa STOMY MACHTHGHLMpPYETCS NeHOTHN (HOpManbHas MOMO3HIOTA, IETEPOIHTO-

T8, MYTAHTHAR N'OMO3HIOTA).
2.2, Coctas nabopa:

KomnonenT nabopa (coxpaienue) Koaugecrso
Onucasiue.
KonTpoasusili oGpazen «Hopmansnan romosarora» (KO1) 1 opoGupka,
Becysemuas acudxocmy, codepxcum nampus asud (0,05%) 1 Mn
Koutponuusili o6pasen «MyTauTnas romMozurora» (KO2) 1 npo6Gupka,
Becysemnan xcudxocmy, codepxcum nampus a3ud (0,05%) 1 Mn
ToTopas peaxnuonuan cMech aas IMIP (I'PC) 48 npobupok
Juoduruzupoeannan
Smonpyomnit pacteop «eneTuxa» 2¢n,
Becysemnas acuoxocmp mo 12 mn
Onraveckas mieHKa 1 macr
Brnaguim ¢ undopmanuell 0 AHANAIOHAX TEMNEPATYD DARBJIACHHS 1 mr.
aas KO1 » KO2

2.3. Yenopus npuEMeHeHES,

ABanyuTHYECKHE H AHATHOCTHYECKHE XapaKTepUCTHKH Habopa GLUIM BATHAMPOBARE! NPH BhI-
aenennn JTHK u3 knuHHYecKHX oOpasitoB (mensHOM KpoBH, OYKKaNIbROIO SNHTENHA) ¢ HCHOME30-
paameM Habopos pearentoB «Peanbecr-I'enernxa JIHK-3xcnpecce», «Peanbect I'enMar» npous-
poactea AO «Bektop-Becr», nosponmiomux nonyunts Konnenrpauuio JIHK uenobexa He Menee
250 xonuit Ha peakUOHHYIO NPo6UpKy (Ha SO Mxn npenapara BaaeacHuolt JTHK).

Ha6op npuNeHseTcA ¢ peruCTPHPYIONMNE aMIM$uKaTopaMy nnaHmerHoro Tana: «CFX96»
(pmpma «Bio-Rady, CIUIA) wm «[[Tupaita» (000 «HITO NHK-Texnonorna», Poccus).

HaGop peareHTOB paccuHTaH Ha NpoBeAcHHE anann3a 48 o6pasiios, BXMOYAN KOHTPOALHLIE

obpasuel.
3. AHAIMTHMECKHE H JHATHOCTHYECKHE XAPAKTEPHCTHKH

3.1. Cnemudpuunocts Habopa No CTaHAAPTHOMY oOpasuy NMpeANmpHATHR, COAcpxameMmy 06-
Pasiibl ¢ H3BECTHHME reHoTHNaMK no MyTawmsM 185delAG u 3875deld B rene BRCAI, ompene-
JICHHBIMH METOAOM cexBerupopanna no Canrepy, cocrasaser 100 %.

3.2. AHanHTHYeCKAR YYBCTBHTCABHOCT — MEEEMANbEOE KonraecTso JTHK genosexa, Aocta-
TOMHOES A/4 NMOAY4eHHA BANMAHOIO pe3ynbTaTa aHanu3a, 250 xomm#i Ha peakUHOHHYIO MPOSHpPKY
(na 50 Mxn npenapara suneacuHol JTIHK).
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3.3. AHa/iMTMYecKas CcrneuntuyHoOCTb - 419 OLEHKM aHaIMTUYECKON crneumpuyHoCcT Bbin
nposeaeH LW silico aHann3 nocnefoBaTeNnbHOCTENM NPaMepoB M 30HAOB MO 6a3aM HYKIEOTUAHbIX
nocnegosatenibHocTen AHK yenoBeka 1 no 6asam nocnefoBaTe/IbHOCTEN BUPYCOB Y MUKPOOpPra-
HW3MOB, KOTOpPble MOTYT MPUCYTCTBOBATb B POTOBOM MOMOCTU WU B KPOBW. [epeKpecTHO pearu-
PYIOLLMX HelleNleBbK Y4YaCTKOB reHOMa YefioBeKa M BUMPYCOB WM MUKPOOPraHM3MOB 06HapYy>KeHO
He 6b1110. BO3MOXXHOCTb MEPEKPECTHbIX PeakUMii UCKNHOYEHa.

3.4. [lnarHoctnyeckas 4yBCTBUTENbHOCTb:

- B OTHOLWeHun myTaumn 185delAG gmarHoctmnyeckas YyBCTBUTENbHOCTb, BblUMCAEMas Kak
MPOLEHT MpaBW/IbHO OnpefenieHHbIX 06pa3uos ¢ myTaumeidr 185delAG B reHe BRCAL, B KIMHUYe-
CKUX UCNbITaHWAX, NPOBeAeHHbIX Ha obpa3uax oT 20 naumeHToB, coctasuia 100% (MHTepsan 83,2
-100 %, ¢ foBepuTENbHOW BEPOATHOCTLIO 95 %).

- B OTHOLUEeHUM MyTaumm 3875del4 gmnarHocTuyeckas 4yBCTBUTENbHOCTb, BblUMCNsSiEMas Kak
MPOLEHT NpaBWIbHO ONpefesieHHbIX 06pasuoB ¢ MyTaumeid 3875del4 B reHe BRCAI, B KIMHUYe-
CKUX UCMbITaHMAX, NPOBEAEHHbIX Ha obpa3uax oT 12 naumeHToB, cocTaBuna 100% (MHTepsan 73,6
-100 %, ¢ foBepUTENbHOM BEPOSITHOCTLIO 95 %).

3.5. lnarHocTtnyeckas cneympunyHoCTb:

- B OTHOWeHu1 myTtauun 185delAG guarHoctuyeckas crneuyuguYHOCTb, BblUMCIAEMAs Kak
MPOLIEHT NpaBu/IbHO onpefeneHHbK 06pa3uoB 6e3 myTauun 185delAG B reHe BRCAL, B KNnHWYe-
CKMX UCMbITaHUAX, MPOBELEHHbIX Ha obpasuax oT 198 nauueHToB, cocTaBuna 100% (MHTepBan
98.2- 100 %, c foBepUTENLHON BEPOATHOCTbIO 95 %);

- B OTHOWeHUN myTauum 3875del4 amarHocTMyeckas crneuyuguYHOCTb, BblUMCNsieMas Kak
MPOLIEHT NpPaBW/bHO OMpefeNneHHbIX 06pa3LoB 6e3 MyTaummn 3875del4 B reHe BRCAL, B KNnHMYe-
CKMX WCMbITaHUAX, NPOBefeHHbIX Ha obpas3uax ot 206 nauymeHToB, coctaBuia 100% (MHTepBan
98.2- 100 %, ¢ foBepUTENIbHOM BEPOATHOCTLIO 95 %).

3.6. Bocnpon3BoAMMOCTb pesy/ibTaToB:

Mpy TecTMpoBaHUW B [BYX HE3aBMCUMbIX MOCTaHOBKax [ABYMSA pa3HbIMW oOrepaTtopamy Ha
[BYX cepuax Habopa 06pasLoB € pasHbiMK reHoTMnamMu B 10 NOBTOpax KaKAbli BHYTPUNOCTaHO-
BOYHas, BHYTpUCEPUITHAsA U MEXCEepPUiiHas BOCNPOM3BOAMMOCTL pe3ynbTaToB cocTasmna 100 %.

3.7. MNMoTeHLManbHO NHTepgepupyoLLmMe BeLLecTBa.

B KIMHUYECKMX UCMbITAHUAX MOKA3aHO OTCYTCTBUE BUAHUA MOTEHLMALHO MHTepdepupy-
OWMX BeWecTB B 0bpasuax 6yKkasbHOro anutenua (MyuuHa o 2 %, Kposu o 5%) n obpasuax
LleNbHOW KpoBu (remornobuna ao 229 r/n, bunupy6uHa o 0,2 mr/mn, Tpuranuepmaos o 30 mr/mn,
anbbyMmnHa 1o 90 Mmr/mn) Ha pe3ynbTaTbl aHa/Im3a.

& 000 LHPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU



4. MEPbI MPEAOCTOPOXHOCTMU

4.1. MNoTeHUmManbHbI PUCK NPUMEHeHMs Habopa - Knacc 26 (Mprkas M3 P® ot 06.06.2012
No 4H).

4.2. JTabopaTopuu, BbIMOMHAOLME UCCNEA0BaHMS N0 OnpeaeneHnio myTaumin 185delAG n
3875del4 B reHe BRCAI, 0653aHbl 06ecneynTb 6€30MacHOCTb paboTbl B COOTBETCTBUM C Tpebosa-
HUSMW 3aKOHOZATe/NbCTBa B C(hepe CaHUTapHO-3NNAEMUOIOrMYECKOro 61arononyyums.

Hab6op npeaHasHaveH 415 NPOdeccroHaIbHOr0 NPUMEHEHNS B KIMHUYECKON NabopaTopHO Au-
arHocTuke. K pabote ¢ HabopoM A0MYCKaeTca TOMbKO CreumanbHO 00yUYeHHbI NEPCOHaN C BbICLUMM
WN CPefHUM MEAULMHCKMM, UM 6MOoNormyeckuM 06pasoBaH1EM, NPOLUEALINIA NOATOTOBKY Ha Nn-
LIeH3MPOBaHHbIX Kypcax NepBUYHON Crielpanmnsaumm no paboTte ¢ NaToreHHbIMU /1 YesloBeka MUKPO-
opraHvu3MamMun 1 nonyyvBLUMIA LONOSTHWTE/bHOE CreupaibHOe 06pa3oBaHmne Ha Kypcax MOoBbMNeHUs
KBa/IMMKaLymn No MOSIEKYNSAPHO-O6MON0rMYECKUM METOAaM AnMarHOCTUKK.

4.3. Hekotopble kKomnoHeHTbl (KOl 1 K02) cofep)xaT HaTpus a3ui B KOHLEHTpaUMK, yka-

3aHHOM B N. 2.2 «CocTaB Habopa.

4.4. Ons npefoTBpalleHns KOHTaM1HaUMmM HeobX04AMMO TepPUTOPUa/IbHO Pa3feNiTh aTarbl
BblaeneHns AHK v noctaHosku MUP cornacHo MY 1.3. 2569-09 «OpraHusaums paboTbl nabopa-
TOPWIA, UCMOMb3YHOLLMX METOAbI aMNIN(NKALMM HYKNENHOBBLIX KMCNOT Npu paboTe ¢ MaTepuaiom,
cofepXxalMMm MUKpoopraHusmel I-1V rpynn naToreHHoCTu».

4.5. MNMpwn paboTe ¢ HAbOPOM HeOOXOAMMO HafeBaTb OLHOPA30Bble MEAULIMHCKUE NepyaTKu,
MCNONb30BaTH TO/IbKO OAHOPA30BbIe HAKOHEYHMKM C (DUIbTPOM A/19 [,03aTOPOB.

4.6. Kaxgoe paboyee MeCTO AOMKHO OblTb CHaGXEHO COOCTBEHHbLIM HAabOPOM [03aTOPOB
nepeMeHHOro o6bvema, Heo6X04MMbIMY BCMIOMOraTe/lbHbIMW MaTepuanamn 1n 06opyaoBaHueM. 3a-
MPeLLAeTCs UX NepemeLLeHne Mexay pabounMm mectamu.

4.7. He ponyckaeTca UCMo/b30BaHWe OLHUX U TeX XKe HAKOHEYHWKOB Npu J06aBeHnN pas-
HbIX 06pa3LIoB.

4.8. IMocne OKOHYaHWA paboT /151 Ae3NHMEKLMN U NPefoTBPaLLEHNS KOHTaMMHaLIMK BCe pabounie
MOBEPXHOCTY 1 060PY0BaHWE CriefyeT NOABEPrHyTh ANCTBUIO 6aKTepUUMAHBIX Y® namn B TeyeHve 1
yaca. 3aTem 06paboTaTh periaMeHTMPOBaHHbLIMY CAaHUTAPHBIMU NPaBUIaM1 Ae3NHULMPYIOLLMU CPea-
ctBammn {Takumm, Kak: 0,8% pacTBop «[e3oMakc-VIHHOBa»; 1% pacTBop «[uabak»; 0,5% pacTBop
«JIuzatpuH»; 1%pacTBop «MucTpanby»; 1%pacTsop «BenTonen).

4.9. Bce ucnonb3oBaHHble 04HOPa3oBble MaTtepuasbl NoasepraTtb 06paboTke Ae3nHpULM-
PYHOLLMMK CpeACTBaMM C NocneayoLen ytunmnsaumneii (cm. MY 287-113 «MeToamueckune yKasaHus
no AesvHMeKuMn, nNpeacTepUnn3aUMoHHON OYNUCTKE U CTEPUNM3aLUN U3AENNIA MeAMLMHCKOro
Ha3HaYeHns»).

4.10. Mpn ncnonb3oBaHMK Habopa 06pa3yroTCA 0TX0Abl KnaccoB A, b, B 1 I, KoTopble Knaccu-
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$anEpyIoTCA B YHHYTONAIOTCH (yrwimsupyiorces) B coorsercreuM ¢ CanlluH 2,1.3684-21 «Cann-
TapHO-2MAIEMHOJIOrAYECKHE TPEOOBAHHA K CONEPKAHHIO TEPPHTOPHH FOPOACKUX H CENbCKHX 1O~
ceneunit, k BoAHEMM o0BbeKTaM, NMuTLEBO# BOAe M NUTHEBOMY BOJOCHAOKEHHIO, aTMOChepHOMY
BO3AYXY, NOYBAM, XKHINM TOMEIICHHIM, SKCIUIYATAMHE NpPOU3BOACTBEHHLIX, OOIMECTBEHHEIX N0~
MeLIeHMi, OpraHH3aHy H MPOBEACHHIO CAHHTAPHO-IIPOTHBOMAAEMHICCKAX (IPOo(HIaKTAYECKAX)
MEpONPHATHIHAY,
5. OBOPYJIOBAHHE H MATEPHAJIH

- aMIUH$AKATOp IUIAHINETHOIO THNA C AeTeKnHeH QIYOPECUCHIHH B POKHME PCATLHOIO
BpeMeRH (¢ KauanaMu gerexuan «FAM» u «<ROX»):

«CFX96» (pupma «Bio-Rad», CILIA), «ATnpatiM» (000 «HITO JHK-Texnonorus», Poc-
CHA);

- naMpHapHR® Goke 2-ro Kmacca SHonorwuccko#t sammTh (HanpuMep, 6ok abakTepHans-
Holt Bo3aymmoif cpeas Tuna BABn-01, «Jlamnnap-c», AO «JlaMusapHEe cucTeMu, Poccns);

- XONOMWIHHHK OHTOBOH, NoAaepxHBaiomut Temnepatypy (2-8) °C;

- muHE-elikep nnanmerHsdf, oSecneunsatomuil dactToTy Bpamenus 1200-1800 of6/Mun
(uanpumep, «PSU-2T», pupma «BioSan», Jlarers wm «BioShake iQ» ¢upma «Analytik Jenan,
Tepmanns);

— MHRpOIeHTPE(YTa AN NpoSHPOK BMECTHMOCTHIO 2 M, ofecneunsatoman 13000 o6/mun

(uanpumep, «Eppendorf MiniSpin», ¢pupma «Eppendorfy», I'epmanus);

— BCTPAXMBaTeNs Ul npoGupox (Hampumep, Bio-Vortex V-1 plus, dupma «BioSan», Jlar-
BHA);

~ TEPYATKH MCAKLUHMHCKHE OJHOPa3oBbie HECTEpPHAbHHC HEONMYAPEHHLE JSTEKCHEIC HIH
HeonpeHoesle (RanpamMep, nepuarkn «NeoTouch», dupma «Ansell HealthCaren, I'epmanus);

~ HO3ATOPH OJHOKAHANLHEIE C IEPEMCHHBIM OOBEMOM, CO CMEHHBIMH HAKOHCYHHKAMH
(sanpumep, ¢pupma «Biohit», urnanmus);

— O/IHOPA30BHE HAKOHSTHHKH 1A KO3ATOPOB ¢ IAMMTHEM QHIBLTPOM /a5po30ONLHLIM Gaph-
epoM (Hanpumep, dupma «Sartoriusy, I'epmanun);

— WITATHBH W11 MAKPONPOSHPOK BMECTUMOCTBIO 2 M (Ranpumep, papma SSI, CILIA);

— KoHTelHep i cOopa oTxoacs (HanpaMep, «KKoHTeHHEp Ad cOopa OCTPOro RHCTPYMEH-
Tapua — EK-01», pupma «kKM-ITPOEKT», Poccns);

— HOX KAHOCAAPCKHUN HIH HOKHULEL.
6. NIOAT'OTOBKA AHAJIM3UPYEMBIX OBPA3IIOB H PEATEHTOB

6.1. IloaroToBKka ananm3upyemoix o6pasnos.

B3aTHe, TPAHCIOPTHPOBaHME K XPAHCHHE HCCISAYEMONO MaTepHana OCYIIECTBIAETCHA CO-
rnacao MY 1.3. 2569-09 «Opraunzanus paGoTh nafoparopuit, HCNOMEIYIONMX METOAB AMIUIH-
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duxauME HYKIeHHOBHIX KHCOT NpH paboTe ¢ MATEPHANIOM, COACPXAIIAM MHKpOOpraHnimMs I-1V
TPYIN NATOTEHHOCTHY,

Tpu nposenenuu paloT ¢ KMAMMCCKHME obpasuamMn B nabopaTopun, BKIOYas MpoLece
suaenenns JIHK w3 mix, HeoOxomamo obecnevnrs GezonacHOCTs paboTH B COOTBETCTBHH € Tpe-
CoBaHMAMH 3aKOHOJATENILCTRA B chepe CAHHTAPHO-INUACMHOIOTHYESCKOTO Garonomyyns.

Jing aHanu3a NOATOTORHTH KIMHHAYECKHE 00pasmsl (LenbHON KpOBH H GYKKanbHOro 3fHTe-
NHK) ¢ noMomibio Habopos ang erpenenns JHK.

Kaxnas rpymma o6pasios, npoxoasmas uepes mponeaypy seunenenus JHK, nomxna co-
nepxats KO1 1 KO2, xoTopHI¢ SBAMOTCS KOMTIOHEHTAMH IARHOINO HaGopa.

6.1.1. Buanenenne JTHK ¢ ucnoassopanneM Habopa pearentos «Peanbect-I'eneruxa JHK-
axcmpecce»,

Brinenenne JIHK u3 o6pasiior nensHo#t XpoBH H GYKKATBHOTO MHTENHA NPOBOAHTD COrac-
HO HHCTPYKIMM 110 npEMeHeHmnIo Habopa «PeanbBecr-T'enernka JIHK-3kcnpecc». '

Buumaune! C MoMenTa oxoHuanus uentpadyraposanns (n. 7.2.6 Hactpyxuun no npume-
HeHmio Habopa «Peanbect-I'enernka JTHK-3xcnpeccy) 10 yAAICHHA HAZOCANOTHON uaKoCTH (M.
7.2.7 Nuctpyxusn) A0/DkHO NpoiTA He Gonee 5 MURYT.

Amommo o6paslioB NPOBOAKTH AMORPYIONIEM pacTBopoM «[eHETHKa», KOTOPHIN ABAKETC
KOMNOHEHTOM flaHHOro Habopa.

lMocne Bcxprras dnaxora monpyiomuit pacTeop «['¢HeTHKA» XPaHHETH NPH TEMOEpPaType
(2-8) °C He Gonee 3 mecaues.

6.1.2. Buaenenue JTHK ¢ ucnonassosanuem nabopa pearenros «Peanbect MenMary.

Buiaenenne JIHK u3 ofpasnos uensHolt KpoBH NPOBOAUTL COTNACHO HHCTPYKIHH 1O NpHMe-
Hexuio Habopa «PeanBect I'enMary.

6.1.3. Barenernyio JIHK xpanuts npi reMneparype (2-8) °C ue Gonee 24 gacos,

6.2. IloaToTOBKA peaArenTon.

ITepen nauanom paGoTnl u3BAeTL HaGOpP H3 XONOAMNbHAKA, Bhaepxary npobupku ¢ I'PC B
ynaxoske (He ekpbiad!) npn remneparype (18-26) °C ne Menee 30 MuHYT. 3aTeM BCKpHITH YNaKoB-
KY, aKKYPaTHO C MOMOIIBIO KAHIIEASPCKOIO HOXA M BOXHHIL OTpe3aTh HEOOXOmMMOe KONNYeCTBO
(no uncmy noaroroBacHubX npob, sxmovyan KO1 u KO2) npoGupok ¢ I'PC. Ortpesars npobupksu
CHICAYeT BMECTE ¢ NOKphbiBalomeft ux naeHxol.

Buumaune! Heucnomasopananie npobupkn ¢ I'PC ynakosarh B Naker ¢ OCYIIHTeNeM, YAa-
JITH U3 BETO JIAINHHN BO3AYX M IVIOTHO 3AKPHITD 30KHM.

Tlocne mepsoro BexpmTHa ynakosku I'PC xpanmts npu Temneparype (2-8) °C He Gonee
3 Mecanes.

KO1 1 KO2 nocne BcxpbiTa npoGRpOK XpaHuTh npy TeMneparype (2-8) °C ne Gonee 1 mecs-
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1A UAK anaxBoTamMu no SO Mxa npu Temneparype Manyc (18-24) °C e 6onee 3 mecanes.
7. IPOBEJAEHHE AHAJIM3A

7.1. Heobxommoe xonuuecTso (N0 IUCAY NOATOTOBACHHMX Npob, BKMOYAS KOHTPOAbHbIE
obpasumnt) npobupox ¢ 'PC npoHyMepoBaTh H PacnoNoXHTD B IITATHEE.

Buumanue! Hadnucu credyem pacnoaazamo na 60x080ti wacmu npobupox.

7.2, AXKypaTHO YAQIHTH IUIEHKY, 3aKPHBAIONIYIO Hpo6apkH.

Buumanue! Ilpu yoarenuu naéuxu caedume, umobot emecme ¢ neit ne 6vina yoasena I'PC.

B xaxzayio mpoGHPKY A03aTOpoOM, K 18 HMHANBMOYS .
DOM, BHeCTH MO 50 Mxn pactsopa smigeneHHo#t JIHK. Bpems or navana

srecerns B ['PC no 3amycka ITLIP nomeso 61imh He Gonee 30 MuHyT.

3axnenTs NpoGHpKH onTHYCCKOMH INEHKOH.

Buumanue! Hervan nanocumv Ha onmuvecxyio naénxy xaxue-aubo naonucu. Onmuvecxan
nAéRxa GOANCHA OCMAsamvCA Sucmo!

7.3. ITomecTrTs Npobupkn B MuHH-melikep. [lepeMemaTs conaepxumoe NPoSHEPOK ¢ 'lac'ro-
Toit spamenns 1200-1800 06/mMun B Teuenne | MuRyTH.

7.4. MomectrTs npobupkH B aMIMPHUKATOP.

7.5. 3anporpamvupoBats npuGop MNA NPOBEACHUA aNITHGHKALMKA cnennduIecKHXx ¢par-
mMeHTOB JIHK M ACTeKLAN KpHBBIX IUIABNCHHA B COOTBETCTBHH ¢ RHCTPYKIHEHR K npubopy.

TIpoToXONN NPOBEACHUA PeaKLNH aMIUTHGAKALMH:

ansa npubopa «CFX96»:

— 1 cragms: 50 °C - 2 MmunyTH;

— 2 cragns: 95 °C ~ 2 MURYTL;

— 3 cragnx: 50 muxnoB (94 °C - 10 cexyua, 60 °C — 20 cexyna);

— 4 cramun: «xpusad miasaenna» ot 27 °C go 75 °C ¢ marom | °C B Tevenne S cexyHa
(n3Mepenne QayopeciieHIUN NPOBOAATE HA KAXK/IOM miare);

— 5 cragua: 10 °C — | manyTa.

ans npubopa «/{Tnpatisy:

— | cragan: 50 °C - 2 MuHyTH;

— 2 ctagux: 95 °C - 2 MuHyTHI;

— 3 cragna: 50 muxnos (94 °C ~ 10 cexynn, 60 °C — 20 cexyun);

— 4 craman: «xpuBas naasnenns» ot 27 °C go 75 °C ¢ marom 1 °C B Tevuense 13 cexynn
(u3meperre GyopeceHLHMH MPOBOAKTL HA KAKAOM Iare);

— § cragusa: 10 °C - xpanenue.

7.6. BufpaTs KaHaIH AeTEKIHH KPHBLIX TUIARICHHS XynsiekcoB cneunduunoro [JHK-30H0a
H NPOAYKTA aMILTHUXAIME [ perucTpaltin MyTanui B rene BRCAL:
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«FAM» - peructpauns Myranun 185delAG;
«ROX» — perucrpanss myraunn 3875deld.

7.7. 3anporpaMMHpOBATH MOJIOACHHE NPOGHPOK € HCCACAYCMBIMH ¥ KOHTPONBHEIME
o6pasuaMy cornacHo HHCTPYKLMH K HCIONB3yeMoMy mpHGopy.

7.8. 3anycTHTH mporpaMMy M HPOBECTH peakuuio ammanduxanny ¢ perucrpanmelt dnayo-
PECLCHIHH B PEXXHME PEANhHOTO BPEMEHH.

8. AHAJIM3 H VUET PE3VJILTATOB

8.1. Ycnosng sEanAIf B Y9&Ta Pe3yALTATOB

Ana KO1 B xananax acrexknnn «FAM» n «ROX» nomxno ¢HKCHPOBATLECS HAUIHIRE OJHOTO
NHKA IVIABACHHAS, COOTBETCTBYIOMEr0 reHoTHNY «HopManbHas roMO3HIoTa», H ONPENCNATHCR 3Ha-
YCHME TCMICPATYpHh! IIABICHHE. 3HAYCHHS TeMIICPATYDP INABICHHS AOJDKHN HAXOMMTHCA B AHAIa-
soHe Temueparyp i KO1, yrazannoM Bo Bruaasimme k HabopaM RaHHOHN CepHH.,

Jnz KO2 B xananax nerexaan «<FAM» 1 «<ROX» 10/kHO (GHKCHPOBATHCS HAHYHEE OJIHOTO
IHKA [UIABJICHHA, COOTBETCTBYIOLICTO reHOTHNY «MYyTasTHad TOMO3HIOTa», H ONPENCNIATHCK 3HA-
YCHHE TEMIICPATYPH IUIABICHHA. JHAICHAA TEMIICPATYP IIARICHHA JO/DKHEI HAXOAUTHCA B IHAIA-
3one TemMneparyp ans KO2, ykasannoM Bo Biaqumie K HabopaM naHHOH CepHH.

8.2. Ananu3 pesyasTATOB onpenenennsn myramuii 185delAG un 3875deM » rene BRCAL

8.2.1. Jins xaxporo uccnexyemoro oGpasiia B kaHanax aereximu «FAM» # «ROX» non-
XKeH (PUKCHPOBATECA OAMH (B CAY4ae NOMO3HIOTHOTO HOCHTE/ILCTRA) MM ABA (B CIyU8e NeTepo3d-
NOTHOrO HOCHTENLCTRE) NUKA NUIABIEHAA H ONPENe/INTECA 3HAYCHHE TEMIEPATYPH ILIaBJICHHA.

8.2.2. 'erorun aHamusupyemoro ofpasia yunThiBaerca kax «HopmansHag roMosurora,
eClH A4 3Toro ofpasia (pUKCHpYeTCA HAIHYAE ORHOTO NMKA NJABICHMH, NPH 3TOM 3HAYCHHE
ornuaerca He Gonee weM Ha 2 °C oT TeMuepaTyps! nnapncHus ana KO1.

8.2.3. T'emorun amaim3mpyemoro ofpasiia YUHTHIBAaeTCA Kak «MyTaHTHad FOMO3HIOTay,
ecid ans 51oro obpasna GUKCHpYCTCH HalHuMe ONHOTO NUKA NJARCHHMS, NPH 5TOM 3HAYCHHCE
ormgaerca He fonee geM Ha 2 °C ot TeMneparypsl naassierng g KO2,

8.2.4. I'enoren agam3apyemoro obpasia yuMTHIBaeTCS Kak «[ereposurora», ecim s
aroro ofpasiua ¢UKCHPYeTCH HanWuue ABYX NUKOB IUIABJCHHA, NPH 3TOM 3HAYECHHE OAHOIO
omnuaerca ne Gonee eM Ha 2 °C or Temneparypsl wiasneHua A KO, a remneparypa Broporo

orauuaeTcs Be Gonee uem Ba 2 °C ot Temneparypul mnasnerus g KO2.
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TEHOTHII
«Hopmanwuas | «MyranTHa® &
- TOMO3NIOTa» FOMO3HIOTR» *POSHTOTR
g Onun nHK Oanu nuk JBa nuka
ot NNABACHHA, TUIaB/ICHHS, NIABICHHANA,
OTAHYAeTCH OTIHIACTCH OTIHIAOTCS
He Oonee He Gonee He Gonee
yeMHa 2 °C geM Ha 2 °C gem Ha 2 °C
or KO1 ot KO2 or KO1 1 KO2
BRCAl1 | 185delAG | «FAM» N/N delAG/delAG N/delAG
BRCAl 3875del4 | «<ROX» N/N deld/deld N/del4

N - Hopma (OTCYTCTBHE MYTAlHH).

Buumanue! B ces3u ¢ anicoxoti KRuRUNeCKoll snavumocmoio Mymayuii ¢ 2ene BRCA1 pexo-
MEHOYEemCR nposooumb NOSMOPHOe 2eHOMUNUPOBAHUE 2EMEPOIUSOMHVIX 1t MYMAHMNbIX 20M03u-
20mubix 06pasyos.

Ten BRCA! xw3nemHO HeoOxomuM Ang pa3puTusa 3MOprHoHAa, HEIMBAAN ¢ HaNHUHEM
HacneAcTBeHEBX MyTanmi 185delAG um 3875del4 onHOBpeMEHHO B ABYX ANACHAX B FEHOTHNIE HO
JIMTEPATYPHEIM AAHHEIM HE)KH3HECTOCOOHEL

8.2.5. Pe3ynrTaT reHOTHNHPOBAHAA CYHTAETCS COMHUTENBLHEIM, €CIH TEMIIEPATYpa nanie-
HES OPOAYKTOB rEOpramsanun oTaagaeTcs Gonee yeM Ha 2 °C ot 3Havennit, monydennex aia KO1
w/wma KO2, mabo nuke niaasneHns oTcyTeTBYIoT. COMHHTENLHBIE PESyNbTATH HE NOLNCKAT aHa-
a3y u yaéry.

CoMHETENEHELE pe3ynbTaT MOXET ORITh BHI3BAH CIHIIKOM HE3KOM KOHICHTpauHeld reHoM-
Ho#t JTHK B peaxmmonnoft cMecH (BCNCACTBHE HeMpaBHALHOTO 3abopa Marephaia, OWMOOK uﬁu
npoGONOATOTOBKEe WM NpPH MCIOBIOBAHEM Henoaxoxamero Meroaa suaenenns JIHK). Komuve-
CTBO Konu# reHoMa uenoreka B BeienensoM obpasue JIHK Moxer 66ITh mMpopepeHo ¢ HCNONb30-
paHHeM Halopa pearcHToB «Peanbect Bamuaauna o6pasiay», BHABISIOMEro (pparMEHT ayTOCOMHO-
I'0 YHHKANIBHOIO IeHa denoBexa HMBS. Ecun min ananu3upyemoro obpasua suagerne Ct JTHK re-
Ha HMBS no xanany «ROX» Gonbie 33 wam He onpeaensgerca (To €CTb CONCPKAHHE B PEAKIHOK-
uoli cMecn xonmit (reHoM-3kBueanenToB) JIHK rena HMBS merce 250), TO 370 CBUACTEABCTBYET O
HeaoctarouroM kommdectse JJHK B prmenennom obpasue. Heo0xoaumMo NMPOBECTH MOBTOPHBI
3a60p e HecAeAoBaAuA 06pasua GyKKANLHOTO MHTENHS MIN MPOBECTH NOBTOPHLIK aHann3 ob-
pasua neybHOM KPOBH, HauHHas ¢ sTana ssiaeneans JJHK.,
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8.3. InarnocragecKan IHAUHMOCTD.

MuorouncienHbe HCCNCAOBAHAS MOKA3AIH, YTO BEPOATHOCTH PA3BHTHA PAKA MOOMHON
#enean (PMXK) u paxa anunnxos (PA) y Hocurenelt Myramut B renax BRCA! u BRCA2 xpaitne
BhicoKa. ITo AaHHRM MeTa-anannza puck paseuTis PMXK k 70 rogam cocrasnser 55% IUIA HoCHTe-
nelt Myrauutt B rese BRCA! » 47% nna BoceTeneit myramutt 8 rene BRCA2, puck passutus PS
39% nns BRCAI un 17% s BRCA2, npu 3T0M 3a4acTyI0 HalmozaeTca paHHAl BO3PACT BO3HHK-
HoBeHMA paka. Mytamun B remax BRCA! 1 BRCA2 noBHIaloT pECK pa3’BRTHA B APYTHX 3NI0KAYe-
CTBEHHBIX HOBOOOpasoBaHu (pak MPOCTATH, PaK KETYAKa, paK MOMKENYAOUHOR Keneskl, paK rop-
TAHH), 3 TAKAXE HAKIAALIBAIOT 0COOEHHOCTH Ha KIIHHHYOCKO TeYeHne OHK03a001eBaHuS.

VUHuTRIBAS BRICOKYIO BEPOSTHOCTH Pa3BHTHA OHKONATONIOTHH, ONPEACICHHS MyTalMi B re-
HaX BRCAI u BRCA2 uenecoolpa3HO B IPyIIax BHICOKOTO PHCKA CO CYYAAMH paka Y KPOBHBIX
POACTBEHHMKOB, & TAKKE aKTYalbHO A1 NpPHMCHEHHS B CKPHHHHIOBHIX MPOrPaMMAX MO OLEHKE
pacxa PMX u PA. Paungs AuardHocTHKa MyTaun¥ NO3BONACT MPHHATS QQCKTHBHEE MEDH,
NpeAOTBpAIAIOMe pasBHTHEe 3aGonepanud. IIpHMeHeHHe JAHHOTO AHATHOCTHYECKOTO NOZX0AS
MOXeT CrocobGCTBOBATH CHIDXeHHMIO 3a0onepaemocTa PMX u PAL.

Bonee noapo6HO O3HAKOMETECA ¢ AMATHOCTHYecKOH 3HAUMMOCTBIO MyTauul# 185delAG u
3875del4 B rese BRCA1 moxnO B JATEpaType:

1. Coxonenxo A., Pozanop M., Mutiomkuna H., Illepuna H. u ap. HacneacrecHHue
MYTAURK PH PaHHAX, CeMEeHHBIX ¥ GUnaTepanbHEIX GOpMAX PaKa MONOIHON XKeJe3bl ¥ NANHEHTOXK
u3 Poccun. // CaGrpckuit onkonormuecknii xypran. 2008. T.27 (Ne3). C. 43-49.

2. J. Balmafia et al.,, Knaauueckne pexomenpanun ESMO no auaruocruxe, neveHmio H
Aabmoaenmo y GoNbHBIX pakoM MonouHolt xene3n ¢ HanuaneM BRCA myraunn // MarmaMamsHEe
KIMHAYecKHe pexoMenpamuy Emponelickoro O6mectsa Meammnckoit Onxonornz (ESMO)
Penaxtopw pycckoro nepesopa: mpod. C. A. Tionsuamn, k.M.H. JI. A. Hocos; mpod. H. K.
Meperomaexosa, — M.: Hagatensckas rpynna POHIL um. H. H, Baoxuna PAMH, 2010.— 436 ¢.

3. Jhobuenxo JLH., barenepa EM., AGpamos HU.C., Emensmnora M.A., Bymuk 10.A.,
Tionsumma A.C., Kpoxuna O.B., Boporumxos H.K.,, CoGonescxmit B.A., Hacemxuna T.B,,
Iopruoit C.M. HacnencTeHHHM pak MONOYHOM Xee3nl H AHUHMKOB // 3nOKaueCTBEHHBIC
onyxoms. 2013, Ne 2. ¢.53-61.

4, Unsnroe E.H. Hacneacrsennnii pak MonouHol xenesnt // Ilpaktuueckas ORKONOrus.
2010. T.11. Ne 4. c. 258-266.

5. Yacosruxosa O.B., Mutpodauos /I.B., Hemuenko J1.0., Cuaopos C.B., Ppannxesus
0.3., Kopanenko C.JI. Ananus BcTpeuaeMocTH JeBATH MyTaunii B renax BRCAJ/ u BRCA2 y
GOMBHEIX paxoOM MONOuHOM kemesw B CuGmpckom pernore. // CHOmpckmii OHKONMOrH9ecKuit
xypuain. 2010. T. 41 (Ne5). C. 32-35.
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9. YCJIOBHS TPAHCIIOPTHPOBAHMA, XPAHEHMSA H IPUIMEHEHHSA HABOPA

9.1. TpancnOpTAPOBATH KARENHA CIEAYET TPAHCIIOPTOM BCEX BHAOB B KPRITHIX TPAHCHOPT-
HEIX CPEACTBAX B COOTBETCTBHH ¢ NPABHIAMH NECPEBO30K, ACHCTBYIONIMMH HA TPAHCNOPTE AAHHOIO
BHAA, pH Temutepatype (2-8) °C. JonyckaeTcs TpaHCIOPTHPOBAHHE IPpH TeMnepaType A0 26 °C ne
Gonee 10 cyrok.

9.2. Xpauenue Ha0opa B YNaKoBKe NMPEMANPHATHA-HITOTOBHTENA AOKHO OCYMICCTBAATHCA
npH TeMneparype (2-8) °C B TeucHHE BCErd CPOKA NOAHOCTH B XOJIOAANBHBIX KAMEPaxX MM XONO-
AAEHUKAX, 00ECneuHBAIONMX PErNaMCHTHPOBAHHEIN TEMICPATYPHBIH PeXHM ¢ eXEAHEBHOH pe-
rUcTpalHeli TeMnepaTyphl.

9.3. Cpox ronnocTd HaGopa — 12 mecanes co axs Bamycka. He gonyckaerct npumenenne
HabOpOB O HCTCICHHH CPOKA HX TOZHOCTH.

9.4. Ina nonyJeHHs Bag¥XHEIX pe3yILTATOB HEOOXOAHMO CTpOroe COOMOACHHE NAHHOH
HHCTPYKIHH N0 MpuMeHennio Habopa.

9.5. M3penne He TpeGyeT TeXAHIECKOTO OGCIYKABAHHA H HE NOAMNEKHT PEMOHTY.

10. TAPAHTHIHHBIE OBSI3ATEJIbCTBA

10.1. ITpoussomuTens rapaHTHpYeT COOTBETCTBHE BHITYCKaeMBIX H3enmii TpeGoBaHmIM
HOPMATHBHON B TEXHAYECKOM JOKYMEHTAIHH.,

be3onacHOCTh H KAYCCTBO H3AC/AKA FAPAHTHPYIOTCE B TCHCHHE BCEI0 CPOKA MNOBOCTH.

10.2. TIponssogaTens OTBEUAST 38 HEAOCTATKHE M3ACJHA, 38 HCKIOYEHHEM JiedeKkToB, BO3-
HHUKILUHX BCICACTBHE HAPYINCHHA NPaBHI MONL30BAHHA, YCTIOBUI TPaHCNOPTHPOBAHKA B XPAHEHNH,
nuGo AcHCTBRA TPeTHEX KL, G0 HENPEOAOAMMON CHITEL

10.3. IIpoussomaTrens obasyercs 3a CBOM CUET 3AMCHHTE M3ZleNTHe, TeXHHYeCKHe H GyHKIH-
OHAJIBHEIC XapaKTepHCTHKH (noTpefuTennckue cBofcTsa) KOTOPOro He COOTBETCTBYIOT HOPMATHB-
HOM H TEXHMYECKOH JOKYMCHTAIMH, €C/M YKa3aHHLIE HEAOCTATKH ABHIACH CACACTBACM CKPHITONO
AedexTa MATEPHAJIOB HITH HEKAYECTBEHHOTO W3NOTOR/IEHHA H3MEUA TPOH3BOAUTENEM.,

Cpok roasocTu HaGopa — 12 MecsleB CO JHA BEIUTYCKA,

[Io Bompocam, kacaiomuMcs KadectBa HaGopa «PeanBecr-I'eneruxa BRCAI
185delAG/3875deld», cnenyet o6pamarsca B AO «Bexrop-Beer» 1o agpecy:

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

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

E-mail: plkobtk@vector-best.ru
KorcynsTanmio cnemamcta no pabore ¢ BaGopoM MOXKHO NOMY4HTE no Tei.: (383) 252-51-75.

11
& 000 LHPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU
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«YTBEPXXOAHO»
I"eHepa/ibHbIN AMPeKTop
AO «BekTtop-becT»
M/, XycanHoB
2022 .

NHCTPYKUWA

Mo NPUMEHeHU0 Habopa peareHToB
ans onpeaeneHus mytaumii 185del AG n 3875del4 B reHe BRCAI
METOZOM MOIMMEPA3HOI LIENHOM peakuym ¢ AeTeKLMe KPUBbIX M1aB/eHns
«PeanbecT-INeHeTnka BRCAL 185delAG/387Sdel4»

1 HASHAYEHUE

Habop peareHToB An1st onpeaeneHns mytaumii 185delAG n 3875del4 B reHe BRCAL MeToaom
NO/IMMEPa3HON LIEMHON peakumn ¢ AeTeKumeid KpuBbIX MnaeneHns «PeanbecT-IeHeTuka BRCAL
185delAG/3875del4» npefHasHayeH 41A KayeCTBEHHOro OnpefesieHns reHotTuna no MyTaumam
185del AG 1 3875del4 B reHe BRCAI" accouympoBaHHbIM C PUCKOM PasBUTUSA paka MOIOYHOM e-
nesbl/paka anuHnkos (PMXK/PH), meTogom nonumepasHon uenHoit peakuun (MLP) ¢ getekumel
KPMBbLIX NNaBEHUS B PeXXKMME peasibHOro BpeMeHn. Habop MOXKeT ObITb MPUMEHEH KaK BCMOMOra-
Te/lbHOe CPeACTBO AMArHOCTMKW NpY OMNpeaeneHMn HacneACTBEHHbIX (PAKTOPOB pUCKa PasBUTUS
PMDK/PA 1 y nayneHTOB C Y)e BblisiBNieHHbIM PMDK/PA Ang yTOYHeHUs pa3sHOBMAHOCTM paka (ce-
MeiHas (hopMa, accoLmmpoBaHHas ¢ MyTaumeldi reHa BRCAI). Habop MOXET ObITb MPUMEHEH Ans
06pa3LoB reHomHon JHK yenoBeka, BblAeNEHHOM W3 LIENIbHON KPOBU MM OYKKaNIbHOr0 anuUTenms.

2. XAPAKTEPNCTUKA HABOPA

2.1. TpyHumn MeTofa.

MpyHUMN MeToAa OCHOBaH Ha amnnduKaumy BbibpaHHOro yyactka OHK uenoseka u no-
CNefytoLein aeTeKUMM KpMBbLIX NaBIeHns TnopuaHbIX KOMMIEKCOB NpoaykToB MLP v cneumdgmy-
HbIX 30HAOB. lMpouecc aMnMUKaLM 3aKIHYaeTCa B MOBTOPSIOLLMXCA LMKNax: TemrepaTypHas
AeHatypaums JHK-maTpuubl, ODKAM NpaitMepoB C KOMM/IEMEHTaPHbIMM MOC1eA0BaTEIbHOCTAMM
[OHK-MaTpuupl, CMHTE3 KOMNEMEHTaPHOM Lienu ¢ aTux npaiivepos Taq AHK-nonnmepasoii.

Mocne peakumn aMnMQUKaLMM NOHVXEHWE TeMMepaTypbl NPUBOAUT K rmbpuamnsaumy cre-
ummyuHoro AHK-30H4a C NPOAYKTOM amriiMUKauyn N K CHUKEHWNIO YPOBHS (h1yOpPECLEHTHOrO

WMHCTpyKuMa  cocTaeneHa  coTpygHukamn  AO  «BekTop-becT»:  AVMpeKTOopoMm

no npounsBoAcTBY TkaueBbiM B.K. 1 Hau. oTaeneHns nponssoacTea IMLP Habopos TpyxuHoii A.B.
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CHIBa/Ia B npodupke. B nponecce TeMmeparypROro niabicHHs o5pasosaBllMXCa QYILICKCOB TIPO-
Hexomut Bhcsoboxacnre JIHK-30mzaa, Hecymero duryopecesTunidi xpacurens. B coyuae nenon-
Bolt xoMmnaemenTaprocTs JIHK-308aa u ubpantoro yuactka JIHK, reMnepatypa naasneHus qyn-
nexca Gyner HHxe, YeM B ciyuae moaHoH xommieMcHTapHOCTH. Taxum o0pasom, Ans apyx an-
NENbHHX BAPHAHTOB TCMIICPATYPH! MAARNCHMA AYILICKCOB 30HAA H MPOAYKTOB aMITH(EKALMH OT-
nu%aI0TCA, Gnarogapa ToMy HACHTUGHIMPYETCS FCHOTHI (HOPMAILHAN TOMOSHTOTA, TCTCPO3HIO-
Ta, MYTAHTHaA TONO3HIOTA).

2.2. Coctan nabopa:

KomnouenT nabepa (coxpaineHue) Koamuecrno

Onucanue.

Konrpoasnniii 06pazen «Hopmansuan romerurora» (KO1) 1 npoGupxa,
| Becysemuan ncudxocms, codepacum nampus asud (0,05%) 1 ma

Keurponsusiit ebpazen « MyrantTRan roMo3urora» (KO2) 1 npoGupxa,

Becysemuas acudxocmy, cooepacum nampus azud (0,05%) 1 Mn

Toronas peaxunonuas cuech aan MIP (T'PC) 48 opobupok
 Jluodurusuposannas

Jmonpyoumil pacreop «leteTuxar» 2¢n,

Becysemnas acudxocmsy no 12 mn

OnTHuecKan RACHKS 1 aucr

Bxasguim ¢ uHbopManmel 0 ANATAIOHAX TEMIEPATYD NAABNEHAR 1 qr.

ana KO1 m KO2

2.3. Ycnosus npRMeHeBHs.

AHAIHTHYCCKIC H AHATHOCTHICCKHE XAPaKTCPRCTHKE Habopa O BARNANPOBAHE OPH BH-
penersd JHK w3 RmMER9cCKAX 00pasuos (ueabHol kpoBH, GYKXANLHONO SNHTENMA) ¢ HCNOABIO-
panueM Habopos pearenros «Peanbecr-I'eneruxa JHK-sxcnpecc», «Peanbect I'euMar» npons-
poacTBa AO «Bexrop-Bect», nossonmomux nonyuuts kounenTpansio JTHK senonexa ne MeHee
250 xonuii Ha peaxnHonuylo Mpobupky (Ha S0 Mxn npenapata suacaenno# JHK).

Habop NpHMEHECTCK C PETHCTPHPYIOIHMHA SMIUIH(UKSTOPaMH ILTaHImICTHOTO THNA: «CFX9%6»
($pupma «Bio-Rad», CIUIIA) um «/[Tnpaiim» (OO0 «HITO JHK-Texnonorna», Poccus).

Habop peareHTOB pacCUMTaH HA NPOBSACHHC aBwM3a 48 06pa’lNoB, BXMOYAY KOHTPOILHHIC

SIBHAN E NNDUMCHECHEMIO.
}hﬁopnomﬁmnpmenénmmouomoemmomomupuonpenem—
HMH BacnefcTReHHRIX ¢axTopos pucka passuTHf PMIK/PSI B y naumeHTOB ¢ yke¢ BHNBACHHEIM
PMX/PA nna yrouHcHHA PasHOBHAHOCTH paka (cemeifHas ¢opma, AcCOLMHPOBAHHAS C MyTaLHCH
resa BRCA1). HaGop moxer OnTh mpusenén x obpasnos resonuoit JIHK wenosexa, spuaencH-
HOH H3 BeALHOH KPOBA HWIH OYKKaBHOINO INMUTEAHA.

IpoTHRONOKa3ARUY Kk NPHMCHCHHUIO METHIMHCKOIO M3/ICHIHA HET (HC MPHMEHUMO),
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3. AHAJINTHUYECKHE H JUATHOCTHYECKHE XAPAKTEPHCTHKH

3.1. Cneundumocts HaGopa no CTaRAapTHOMY O0Gpasily NPCANpPHMATHA, copepiaieMmy o6-
PA3IE ¢ M3BECTHBIMH reHoTHNaMM Mo MyTamuaM 185delAG u 3875del4 B rene BRCAI, onpene-
NCHHEIMM MCTOAOM CekBeHHpoBaRHA o0 Conrepy, cocrasaser 100 %.

3.2. AHanHTHUCCKAA TYBCTBHTENBHOCTh — MHHHManbHOE konwdecTro JIHK uenoseka, nocra-
TOYHOE AAA NONYUCHHA BANMAHOIO PE3yIbTATA aHannu3a, 250 xonuit Ha PeakuHOHHYIO NPOOHPKY
(1a 50 mxn npenapara suipenensoil JIHK).

3.3, AnanuTnueckan cnelM@HIBOCTD ~ A4 OUCHKH aHanwTH4eckolt cneumduunoc Gun
nposeaes in silico asanu3 nocaenopaTenbHOCTeHd npalimMepo H 301408 N0 6238M HYKICOTHIMBIX
nocnezosarensrocreli JIHK uenosexa 1 no Gasam nocieaoBarelbHOCTEH BAPYCOB W MHKPOOpra-

HH3MOB, KOTOPHE MOTYT NPHCYTCTBOBATH B POTORON monocTk waM B xposy. Ilepekpectso pearu-
‘_ PYIOLINX HELC/NCBAX YYSCTKOB MCHOMAE HEIOBEKAa H BHPYCOB WIH MHKPOOPraHH3MOB OOHADYRKEHO
He 66110. BO3MOXHOCT NEPEKPECTHHIX PCAKUNH UCKITIOUCHE.

3.4. JI4ardHocTHaeckan JyBCTBHTENBHOCTD:

- B orHomeHHH MyTauuK 185d¢lAG AnarHocTHYECKAR YYBCTBHTENLHOCTS, BRIMHCIISEMAS KaK
NPOLEHT NPABHALEO ONpeRe/NcHRENX o0pastion ¢ Myranmeli 185delAG B rene BRCAL, » xmuunve-
CKBX HCOMTAHMAX, APOBEAICHHBLIX Ha ofpasuax or 20 nanuenrtos, cocrasuia 100% (uurepsan 83,2
=100 %, c nosepHTEALHONR BepoRTHOCTHIO 95 %).

- B oTHOmeHUH MyTauny 3875deld auarsocTHUYECKAS YYBCTBUTEALHOCTD, BHMHCINCMAS KAK
NpOLICHT NPAaBUIBHO OfipeieNieHHEX ofpasuos ¢ Myrauneli 3875del4 B rese BRCAL, » xmnwie-
CKHX HCIBITAHNAX, NPOBeieHHRIX Ha ofpasuax or 12 nanuenros, coctasuna 100% (vmreppan 73,6
=100 %, ¢ AOBEPHUTEALHOMH BEPOATHOCTLIO 95 %).

3.5. JluarnocTHveckas CnelHGpHIHOCTD:
? - B oTHomeHuy MyTauuK 185delAG amarsocTiuecxas CNCUHPHIHOCTS, BHIYHCASCMAN KaK
OPOLCHT NPABIILHO onpeaeNeHHMX o0paduos Ge3 Myrauun 185delAG B resic BRCAI, B xnuuuvc-
CKHMX HCINTAHHAX, MPOBEACHHLIX Ha ofpazuax or 198 naumenros, cocraswna 100% (muTepnan
98,2-100 %, c nosepaTENbHOM BepOATHOCTEIO 95 %);

- B OTHOmMCHWH MyTamu 3875deld muarmocTAveckans cneNHPHYROCTH, BLHINMCINCMAR KAK
MpPOLCHT NPaBHIbHO OnpencacHHEX ofpasios Ges myrauun 3875del4  rese BRCAI, B kanunve-
CKHX HCTETAHHSX, NPOBEACHHEIX Ha ofpasuax ot 206 manwenToB, coctapuna 100% (wmvepsan
98,2-100 %, ¢ ROBEPUTENBEOH BEPOATHOCTEIO 95 %).

3.6. Bocnpou3IBoIMMOCTD PE3Y/ILTATOB:

IIpy TECTHPOBAHHH B ABYX HC3ABMCHMLIX NMOCTAHOBKAX ABYMA Pa3sHHIMM ONEPATOPAMH HA
AByx cepuax Habopa o0pasuos ¢ pastuiMH renotHnamMu B 10 noBTOpax Kakasii BHYTPHIOCTAHO-
BOUHAN, BAYTPHCEPHIHAN B MEKCepHiiHAS BOCTIPOM3IBOAMMOCTD Pe3ynbTaros cocTaskna 100 %.
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3.7. lNoTeRupAIREO HHTEPHEPHPYIONTHE BEIICCTBA.

B xIHHHYECKHX HCTIHTAHHAX NOXKA3AHO OTCYTCTRHC RAMAHHA MOTEHIMANLHO MHTEPHEPHPY-
oux BeniecTs B oGpasuax GyxxankHoro anurenus (MywuHa a0 2 %, xposs a0 5%) u obpasuax
ueasHol kpoea (remornobuna 0 229 r/n, 6unupybuna ao 0,2 My/mn, TpuraRUEpHROB A0 30 MIr/Ma,
ampOyMuna A0 90 Mr/Mn) Ha pe3yNbTaTH aRanusa.

4. MEPH NIPEJOCTOPOXHOCTH

4.1. NorenmanbHEi puck npANeHcHUA Babopa — wiace 26 (Tlpaxas M3 PO or 06.06.2012
Ne 4n).

4.2. NlaGopaTopky, BHUNOMAAIOIAC HCCACAOBAHMA N0 onpeaencHmo Myraumit 185delAG u
3875deM B rene BRCA1, obasann obecneanTs GesonacHocTh paGoTel B COOTBETCTBMK ¢ Tpebona-
HHAMH 38KOHOJIATENLCTBA B Cdepe CAHHTAPHO-3IMHACMHONOIHIeCKORo Gnarononyuns.

‘ Habop npeapaznagen ji/1a OpodeCCHOHANEHONO NPHMCHEHHS B KIHHHIECKOH 1a0opaTopHOH -

arsocruke. K paGore ¢ #260poM fONyCKaeTC TONBKO CICIMATHO O0YICHHMH IEPCOHAN ¢ BRCIIAM
HIM CPEJHMM MCIHLMHCKHM, HIH OROJIOTHICCKHM 00pasOoBAHNCM, MPOLICAIINY NOATOTOBKY HAa JH-
[CHIMPOBAHHNX XyPCax HepBaTHOH CICCHAMMIALMK N0 paboTe ¢ NATONCHRBIMH A/IN SCIOBCKA MAKDO-
OpPTOHASMAME H NOJYYHBIINIH JONOSHMTEILHOC CICIHAILHOC 00pajoBaBne Ha KypCax MOBLIICHHS
KBAIRQUKSNEN 10 MOACKYARPHO-OHOIOTHICCKHM MCTORAM JHArHOCTHKH.

4.3. Hexoropsic koMmoicHTsl {(KO1 u KO2) coaepmar HaTpus a3ua B KOHIEHTPaUHH, yKa-

saugnol B 0. 2.2 «Cocras Rabopay.

4.4. Anx npeioTBpamicHAA KOHTAMHHALMH HEOOXOAMMO TEPPHTOPHANLHO PA3RCIAATE ITAIE]
sugcncuns JJHK 1 nocranosxu IILP cornacho MY 1.3. 2569-09 «Opraumzanus pabora naGopa-
TOPHif, HCOONLIYIOMMX METOAL AMMIH(HKAIMH HYKICHHOBHIX KHCJIOT NPH pafore ¢ MaTCpHANOM,
COiepEKAIMM MuKkpoopranusMel I-IV rpynn naTorenuocTE».

? 4.5. Tpu pabore ¢ HAGOPOM HEOBXOMMMO HALEBATH OHOPASOBLIC MEAMIIMHCKHE MEPUATKH,
HCTIOVIB3OBATE TONBKO OJHOPA30BEIe HAKOHEIRHKK ¢ UILTPOM JIA KOIATOPOR.

4.6. Kaxpaoe paGouee MecTo fO/KHO OHTh cHaOxeHO COOCTBEHHEIM HaGOPOM XO3aTOPOB
nepeMeHHOro 06beMa, HeoOXOANMBIMH BCHOMOTaTCILHEIME MaTepHanaMy H ofopynopanHeM. 3a-
MpemAaeTCs UX NEPEMEICHHE MEXRY pabouHMH MECTAMH.

4.7. He pomrycxaerca HCMONb30BAHHE OAHHX H TEX Xe HaKOHCTHHKOB NPH 100aBneHnnA pas-
HEIX 00pasuos.

4.8. Tlocie oxomaaRRA PaGOT VA eIHHGEKIMH H TIPEROTBPAILICHHSA KORTAMHHAINTH Bee pabosme
OBEPXHOCTE M 0BOpynoBarEe ClIeiyeT ROABSPIEYTH ActicTeimo Gaxreprimaubix YO namm B TeveHne |
gaca. 3arem o6paboTaTh pernaMeHTHPOBAHHEIMY CAHUTAPHBLIMK MPABHJIAMH JCUHPHIMPYIONMH Cpea-
creaMu (maxumy, xax: 0,8% pacmeop «[esomaxc-Hunosar; 1% pacmeop «Juabaxr; 0,5% pacmsop
w/lusagpuny; 1% pacmeop «Mucmparew, 1% pacmsop «Beamonern).
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4.9. Bce nCnonb30BaHHble OAHOPA30Bble MaTepuasibl Mojsepratb 06paboTke Ae3vHpULM-
PYHOLLMMU CpeacTBaMK € NocneaytoLein ytunusauuein (cm. MY 287-113 «MeToamyeckme yKazaHus
Mo Ae3vH(eKUnn, NPeACcTepUIM3aLMOHHON OYNCTKE W CTepuamM3auum U3Lenin MeayLMHCKOro
Ha3HAYEHVIA»).

4.10. Mpy 1cnonb30BaHNM Habopa 06pasyroTCs 0TX0AbI KaccoB A, b, B 1 I', KoTopble Knaccu-
(MUMPYIOTCA 1 YHUUTOXKAKOTCA (YTUAM3MPYHOTCS) B cooTBeTCTBUM € CaHlMnH 2.1.3684-21 «CaHu-
TapHO-3NUAEMUOMNONYECKME TPeb0oBaHNSA K COAEPXXaHWI0 TEPPUTOPUIA TOPOACKUX U CENIbCKUX MO-
CeNeHuiA, K BOAHbIM 00beKTam, NUTLEBOW BOAE U NMUTLEBOMY BOAOCHAOXEHWIO, aTMOCHepHOMY
BO34YyXY, MOYBaM, >XXW/bIM MOMELLEHUAM, 3KCMJyaTaumm NpPOU3BOACTBEHHBIX, OOLLECTBEHHbIX MO-
MELLIEHWIA, opraHm3auyn 1 NPOBEAEHNIO CaHUTaPHO-NPOTUBOANNAEMMYECKUX (MPOGINIAKTUYECKIX)
MEPONPUSTUIN».

5. OBOPYAOBAHUE N MATEPUANDI

- aMnMQMKATOP NNAHLIETHOro TUMa C AeTekuyel (hyopecLeHUUM B PeXXME PeaibHOro
BpeMeHM (C kaHanamm getekunm «PAM» 1 «ROX»):

«CPX96» ((mpma «Bio-Rad», CLUA), «Tnpaim» (OO0 «HMO AHK-TexHonorus», Poc-
cus);

- NaMMHapHbIn BOKC 2-r0 Kracca 6MOorMyeckon 3almThbl (Hanprumep, 6oKC abakTepuasb-
HOI BO3AYLLHON cpefpbl Tuna BABN-01, «/lammHap-c», AO «/laM1MHapHble cucTembl, Poccuns);

- XONoAW/bHUK ObITOBOM, NOAAEPXMBaAtOLLMIA TeMnepaTypy (2-8) °C;

- MVHUW-LUEAKEp NNaHLWETHbIA, o6ecneyrBatoLLMiA YacToTy BpalleHus 1200-1800 o6/MuH
(Hanpumep, «PSU-2T», mpma «BioSan», Jlateus nnm «BioShake iQ» gmpma «Analytik Jena,
epmaHus);

- MUKPOLEHTpUdyra ans npobrpok BMECTMMOCTLIO 2 M/, obecneumBaroLlas 13000 06/MUH

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

- BCTpsAXuBaTe/b And Npobupok (Hanpumvep, Bio-Vortex V-1 plus, ¢upma «BioSan», Jlat-
BUA);

- MepyaTkm MeauUMHCKME O[HOpa30Bble HeCTepusibHble HEOMNyApeHHble NaTeKCHble Wn
HeonpeHoBble (Hanpymep, nepyatkn «NeoTouchy», gnpma «Ansell Healthcare», MepmaHns);

- [103aTOpbl OfHOKaHa/IbHble C MepeMeHHbIM O6BHEMOM, CO CMEHHbLIMU HaKOHEYHMKaMU
(Hanpumep, dmpma «Biohit», dUHASHAKNS);

- OfiHOpa30Bble HAKOHEYHWUKM A1 [,03aTOPOB C 3aLMTHBLIM (PUILTPOM /a3p0o30/bHbIM 6apb-
epom (Hanpumep, dnpma «Sartorius», MepmaHns);

- LUTaTUBbI 419 MMKPONPOGMPOK BMECTUMOCTBIO 2 M (Hanpumep, dmpma SSI, CLUA);

- KOHTeliHep ana cbopa oTxoaoB (Hanpumep, «KoHTelHep aAns cbopa 0CTPOro MHCTPYMEH-
Tapus - EK-01», hmupma «KM-MPOEKT», Poccus);
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— HOX KAHUCINPCKME HAK HOXKHKILL.
6. IOATOTOBKA AHAJIH3APYEMBIX OBPA3LIOB H PEATEHTOB

6.1. MloareTosKa ananu3upyeMuix o6pasuos.

B3sTHe, TPAHCIIOPTHPOBAHKE H XPaHCHHC HCCACAYCMOTO MATCPHANA OCYINCCTRIAETCA CO-
rnaco MY 1.3. 2569-09 «Oprammsanns paGotsl naGopatopnii, HCOOMB3YIOMHX METORL AMILNH-
(HKAIMH HYXICHHOBHIX XHCJIOT IPH PalboTe ¢ MATCPHAIOM, CORCPMAIMM MUKpOOpranusMsl I-IV
CPYNN NATOPCHHOCTHY.

Tlpu nposencHHM paloT ¢ KIMHHYCCKHMH 00pasuami p Aa0OpETOPHM, BKIIOYAS HIPOLECC
sgenenns AHK us unx, Heobxoaumo obecneunts GesomacHocTs paboThl B COOTBETCTBHH C Tpe-
GopaHHEMM 38KOHOASTEALCTEA B CHepe CAHUTAPHO-IMHACMHONOIHYSCKOrO GAaronoRyuns.

A aHaNK3a NOATOTOBHTS KIMHHYCCKHE 00pa3ull (ueabHOl kpoBH H GyxkanbROrO nMre-
4 aHs) ¢ noMomsio Habopos ana anigencuua JIHK.

Kaxzaas rpynna oGpasuos, npoxoasman uepes npoucAypy ssaeaenns JHK, aomrsua co- -
nepxats KO1 1 KO2, xoTophie SB1A10TC KOMOOHEHTaMH nausoro Habopa.

6.1.1. Bugeacaue THK c ucnonssopagueMm Habopa pearestos «Peanbecr-I'enernka JHK-
IKCAPECCN.

Buiaenenne THK 13 obpasnos neapHoli xposs 1 GyKkansHOro MMUTEAHA DPOBOAKTD COTIIAC-
HO HECTPYKOHA 10 NpHMeHeRRIo Habopa «Peanbect-I'enetnka JIHK-axcnpecer.

Buumanse! C MoMeHTa 0XOHUanNS UcHTPHYrHpoBanua (n. 7.2.6 HucTpyknuy no npume-
Henmio Babopa «Peanbecr-Tenernxa JTHK-3kcapeccr) A0 yRANCHHA HATOCAROTHON XRAKOCTH (M.
7.2.7 Muctpyxung) aomxso npolith ne Goee 5 MunyT.

Imoipio 06pa3nop NPOBOAHTH INIOHPYIOIIHM PAcCTBOPOM «I CHETHKA», KOTOPHIH ABINETCA
KOMTIOHCHTOM JARHHOIO Habopa.

Nocne scxpruTus $auaxoxa moHpylomuii pacteop «I cHCTHKa» XPaHHTL NPH TeMIeparype
(2-8) °C ue Gonee 3 mecanes.

6.1.2. Bunenense JJHK ¢ ucnonszoBanueM Habopa pearcHTos «Peanbect I'enMar».

Buuzenenne JTHK u3 ofpa3uos nenssolf xposy MpoBOIHTE COrAaCHO HHCTPYKIMH 110 NpUMeE-
Henuio HaGopa «Peanbect 'etMar.

6.1.3. Bugenennyw JJHK xparwrs npn Temneparype (2-8) °C ne Gonee 24 qacos.

6.2. TloAroTOBKA PEaArenTOB,

Tepen navanom paGoTw H3BNeTs HAbOP H3 XONORHILHHXA, BRNepkaTh mpobupxu ¢ I'PC B
ynaxoBke (He Bcxpuisas!) mpu Temneparype (18-26) °C re menice 30 aaruyT. 3sT¢M BCKPHTS YIIAKOB-~
KY, AKKYPATHO ¢ MIOMOIIBIO KAHLICANPCKONO HOMA HIM HOXHMI OTPE3aTh HOoOX0HMMOE KOMHICCTBO
(no wmcay noarorosackunx npol, sxmowas KO1 u KO2) npoGupok ¢ I'PC. Orpesars upobupiu
ClIeYCT BMECTE ¢ NokphiBalotedl HX NICHKOMN.

& 000 LHPMY (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU



« f

BHuMmaHve! Heuncnonb3oBaHHbIE Npobupkn ¢ MPC ynakoBaTb B MakeT C OCYLUMTENEM, yaa-
NNTb M3 HErO INLLIHMIA BO3AYX Y M/IOTHO 3aKPbITh 32XKNM.

Mocne nepBoro BCKPbITMA yrnakoBkuM PC xpaHuTb npu Temnepatype (2-8) °C He 6Gonee
3 MecsLeB.

KOI 1 K02 nocne BCKpbITUA NPOOMPOK XpaHUTL Npu Temnepatype (2-8) °C He 6onee 1 mecs-
La vm annkeoTamu rno 50 MKN npu Temnepatype MUHYC (18-24) ®CHe 60ee 3 MeCALEB.
7. MPOBEAEHVE AHATN3A

7.1. Heobxoammoe konmyectBo (MO YMCy NMOArOTOB/EHHBLIX NPO6, BKKOUas KOHTPO/bHbIE
06pa3sLibl) Npobupok ¢ MPC NpoHymepoBaTh M PacrosioXUTb B LUTATMBE.

BHuMaHmne! Hagnueu cnefyeT pacnonaraTb Ha 60KOBO Yac Ty MPOGUPOK.

7.2. AKKYpaTHO YaanTb NNEHKY, 3aKPbIBAKOLLYHO MPOBUPKU.

BHumaHwue! MpunyganeHnn nnéHKU cneguTe, YTobbl BMECTe C Heil He Obina yaaneHa MPC.

B Kaxayto npobupKy [03aTOpOM, UCMOMb3ys ANS KaKAOro obpasuya WHAUBMAYabHbI
HaKOHEYHMK C (UIbTPOM, BHeCTM Mo 50 MK pacTBopa BblueneHHo AHK. Bpemsa oT Havana
BHeceHus B M'PC go 3anycka MNLP fomkHo 6biTb He 60ee 30 MUHYT.

3aknenTb NPOGMPKY ONTUYECKOIA NIEHKON.

BHumaHwve! Henb3s HAHOCMTb Ha OMTUYECKYIO MNEHKY Kakue-nnbo Hagmvien. OnmTuyeckas
MNEHKa JON>KHA 0CTaBaTbCsH YACTOM!

7.3. MomecTUTb NPOGMPKN B MUHW-LLEVKep. MepemeLlaTb COAepXXMMOe NPOBUPOK C YacTo-
Tol BpaLeHus 1200-1800 06/MUH B TeYeHWEe 1 MUHYTBI.

7.4. TIoMeCTUTb NPOGUPKM B aMMMdmKaTop.

7.5. 3anporpammupoBatb Npubop A8 NPoBefeHNs aMMIMKaLmm cneumguyeckmx gpar-
MeHTOB JHK 1 geTeKumm KpyBbIX MaBfeHNs B COOTBETCTBUM C UHCTPYKLMEN K npruoopy.

MpPOTOKO/bI NPOBEAEHMS peaKLmi aMiINUKaLmn:

Ana npubopa «CFX96»:

— 1ctagusa: 50 °C- 2 MUHYTSI;

— 2 ctagusa: 95 °C - 2 MUHYTHI;

— 3 ctagus: 50 umknos (94 ®C- 10 cekyHg, 60 °C - 20 cekyHL);

— 4 cTaama: «KpuBas nnasneHus» ot 27 ®C o 75 °C ¢ warom 1 ®C B TeUeHMe 5 CekyHA,
(u3mepeHue hrlyopecLEeHLMN MPOBOANTL Ha KXKAOM Luare);

— 5cragya: 10 °C —1 MuHyTa.

Ans npuéopa «4Tnpainm»:

— 1cragma: 50 °C - 2 MUHYTHI;

— 2 ctagmna: 95 °C - 2 MUHYTHI;

— 3 ctagua: 50 umknos (94 °C - 10 cekyHg, 60 °C - 20 cekyHp);
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— 4 cTagua: «KpueasA nnasneHna» ot 27 ®C go 75 °C ¢ warom 1 °C B TeyeHue 13 cekyHA
(M3mepeHue qyopecLEeHLMM NMPOBOAWTL Ha KaXK0M LLare);

— 5cragma: 10 °C - xpaHeHwe.

7.6. BblbpaTb KaHasbl feTeKLMM KPUBbIX NaBieHns fynsiekcos cneuyundguyHoro JHK-30Haa
1 NPOAYyKTa aMnAUmKaLum Ans peructpaumm MyTtauuii B reHe BRCAL:

«PAM»-pernctpaumnsa mytaummn 185delAG;

«ROX» - peructpaums mytaupm 3875del4.

7.7. 3anporpammMupoBaTb MOSIOXeHWE MNPOOMPOK C UCCMeLyeMbIMA W KOHTPOSbHbLIMM
06pasLamy CoriaCHO MHCTPYKLMM K UCMOb3yeMOoMy Mpreopy.

7.8. 3anycTuTb nporpammMy M MPOBECTU peakuyio amningukaummn ¢ permctpauunein gnyo-
PECLeHLMM B PEXXUME PeasibHOro BpemMeHMW.

8. AHAJIM3 N YYET PE3Y/IbTATOB

8.1. YcnoBusa aHanmsa v yyéTa pesynbTaToB

[na KOI B KaHanax getekunn «PAM» 1 «KOX» [OMKHO (IMKCUPOBATLCA Ha/Myme OfHOro
MNyKa nsaBneHns, COOTBETCTBYIOLLIEro reHoTuny «HopmMasibHas roMo3uroTa», U onpefensiTbCs 3Ha-
yeHue TeMnepatypbl NnasneHns. 3HauyeHUs TemnepaTyp naasneHVs AO/MKHbI HAXOANUTLCA B Auana-
30He Temnepatyp 41 KOI, ykazaHHOM BO BK/afblLLe K Habopam aHHOM Cepun.

[ns K02 B KaHanax getekummn «PAM» 1 «KOX» L0/MKHO (DMKCUMPOBATLCA Ha/IMYMe OQHOMO
N1Ka NNaBneHusl, COOTBETCTBYHOLLEr0 reHoTUNy «MyTaHTHas roMo3uroTa», 1 onpeaensTbCs 3Ha-
yeHvie TemnepaTypbl NiasneHns. 3HaueHVs TeMnepaTyp MnaBfeHVs AO/MKHbI HAXOAUTLCA B Auana-
30He TemnepaTyp and K02, ykasaHHOM BO BKMafpblllie K Habopam AaHHOW CEpUN.

8.2. AHanu3 pesynbTaToB onpedeneHns mytaumin 185delAG n 3875del4 B reHe BRCAL.

8.2.1. [Ana Kaxaoro uccnegyemoro obpasua B KaHanax getekumn «PAM» n «KOX» fon-
XeH (hrKcpoBaTbCa OAuH (B CNyyae roMO3UIrOTHOrO HOCUTE/bCTBA) WK [Ba (B C/lyyae reteposu-
FOTHOr0 HOCUTE/NLCTBA) NIKa NIaBNEHNA U ONPefenaTbCA 3Ha4YeHMe TeMMnepaTypbl NiaB/eHus.

8.2.2. T'eHOTMN aHaM3Mpyemoro obpasua yUnTbIBaeTCs Kak «HopMasibHas romo3vrotax,
ecnm pn1s atoro obpasua UKCUpYeTca Hanyve OLHOrO MWKa MIaBNeHWs, Mpy 3TOM 3HaueHue
OT/IMyaeTcs He bosee yeM Ha 2 °C o1 Temnepatypbl nnasneHns ang KOI.

8.2.3. eHOTMN aHanM3Mpyemoro ob6paslia yuMTbIBaeTCS Kak «MyTaHTHas FOMO3UroTa»,
ecnn s 3Toro obpasua PUKCUpYeTCs Hanyve OLHOrO MWKa M/aBNeHus, Mpu 3TOM 3HauveHue
oTnnyaeTcs He 6osiee YeM Ha 2 °C oT TemnepaTypbl nnasneHns gns K02,

8.2.4. eHOTMN aHaNM3MpyeMoro obpasua Y4muTbIBaeTCA KakK «[eTepos3uroTa», ecnu Ais

3TOro 06pasua (MKCUMPYETCS Hanmume [BYX MUKOB MIaBMeHWs, NP 3TOM 3HAYeHWe OfHOrOo
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oTanuaeTca He Gonee yen Ha 2 °C ot TemmepaTyph naasnacHus pm KO1, a remneparypa Broporo

otauvacTes He Gonee wem na 2 °C oT TemnepaTypsl IwiaacHua mis KO2.

TFEHOTHII
«Hopmannpuas | «MyrasTHas
TOMOINIOTA» TOMONTOTA» «Terey
g a Onun nux Omun nux Jla nuxa
[t E IUIARICHHSA, INABNCHHS, NAABACHHUSA,
> OTIHYBEeTCH OTNHYALTCR OTAHYAIOTCR
He Sonee He Gonee ne Gonee
yeM Ha 2 °C yeM Ha 2 °C gyeM Ha 2 °C
or KOl or KO2 or KO1 n KO2
BRCAI 188delAG | «FAM» N/N delAG/delAG N/delAG
. BRCAl 3875deld | (ROX» N/N deld/deld N/deld4

N - Hopma (oTCyTCTBHE MYTBIIMK).

Brumanue! B cassu ¢ avicoxoti xaunuecxoti snavumocmsio Mymayuii ¢ 2ene BRCA1 pexo-
MEHOYEMCR RPOSOOUMY ROSMOPHOE 2ENOMUNUDOSARUE 2EMEPOIULOMMBIX U MYMAHMHBIX 20MO3U-
2omubix ofpasyos.

Ien BRCAl sussienno weoOxomum nin passHTHN 3MOpHOHA, MHIMBHAE C HATMYHEM
HacaeacTBeHHNX MyTaunil 185delAG wm 3875del4 onnoBpenenHO B ABYX &/UICNAX B TCHOTHTIC MO
NUTEPATYPHMM JAHHBIM HEXH3HECTIOCO0HE.

8.2.5. PeaynsTaT reHOTHIHPOBAHHA CIMTACTCA COMHHTCIBHEIM, CCAH TCMTICPATYPa TulaBiie-
HHA NPORYKTOB rubpHansaum oTamgacTea Gonee ye na 2 °C ot 3navenuit, nonysennnx as KOI
w/umn KO2, nubo nuxe miasneHus 0TcyrcTsyloT. COMMHTEABHEIC PE3YNBTATH HE NOMICKAT aHa-
JM3y H yuéry.

ComunTensubiit pe3ynsTar MOXeT OWTH BHIBAH CHTHIIKOM HH3KONK KOHUCHTpauHel reHOM-
poii JTHK B peaxnuoHHol cMecH (BCACACTBHC HETIPABMALEOIO 3300pa MaTcpuana, ownbok npu
npobonoaroTosxe ¥ UpH HCNOAb3oBaHMH Hemoaxoammero Merona suiacncHus JHK). Koauve-
¢TBO konuil reHOMa Ycnobexa B BrncacHHOM obpasie JIHK moxer OuTh NposepeHo ¢ HCNONL30-
saHMeM Habopa pearcuroB «Peanbect Bamiaanus oGpasnay, BHABIAIOINETO (HPArMCHT ayTOCOMHO-
IO YHHEANBHOIO rena denobexa HMBS. Ecnu s ananu3upyemoro o6pasua suavenue Ct IHK re-
ra HMBS no xauany «ROX» Somsine 33 wiu se onpenenserca (To ¢CTb COACPKAHHE B PCAKLMOB-
Hoilf cMecH xommi (renom-3xsuBancuToB) JHK rena HMBS mence 250), To 3170 CBHACTEALCTBYET O
negocrarounoM Komuvecrse JJHK B suaenennom obpasue. HeoGxoammo nmposects nosTopHLit
sabop ana uccnenopanns ofpasua GyxxansbHOro NKTE/HS HIM NPOBCCTH NOBTOPHMI! ananmus o6-
pasia uelbHoH kpoBK, HauKHAs ¢ yrana seiacnenus JJHK.
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8.3. AmarsocTuveckas 3HAYHMOCTD.

MEOrouBcieHHNE HCCNCROBAHUA MOKa3alH, 970 BCPOATHOCTH PA3BHTHA paka MONOYHON
aeneant (PMX) 1 paka siwmanxos (PA) y Hocureneit myramuit B renax BRCAI u BRCA2 xpaiine
siicoxa. [To naunnIM MeTa-aHam3a puck paseuTs PMIK x 70 rogaM cocraBaser 55% aas gocure-
nelt myranuit B rese BRCAI u 47% mis nocurencit myrannii B rene BRCA2, pack pasentasa PSA
39% mna BRCAI u 17% mis BRCA2, npu 310M 3898CTYIO HAGMIOZASTCA PAHHHKIE BO3PACT BOIHMK-
HOBEHMA paga. Myraumn B reHax BRCAI n BRCA2 nopHInaoT pUCK PAIBATHS B APYTHX VIOKATC-
CTBEHHHX HOBOOOpasoBaHNii (Pak IPOCTATH, PAX XETYAKA, PaKX NOAKEAYAOYHOHN Xeness, pak rop-
TaHH), & TAKKS BAKIALIBAIOT OCOOCHHOCTH HA KTHHHICCKOS TCICHHS OHK03a00ACBAHMS.

YyuTHIBaA BHICOKYIO BEPOSTHOCTL PA3BUTUA OHKODATONOrHM, ONpeAsineHHUEe MyTauuit B re-
Hax BRCAI v BRCA2 uenecooGpa3Ho B TPYIIIaxX BHCOKOTO PHCKA CO CITYHasMH PAKa Y KPOBHBIX

. POACTBEHHMKOB, 8 TAKKC AKTYAIBHO J/A NPAMCHCHHA B CKPHHHETOBHIX NPOrPaMMax 0O OLCHKE
pucka PMX n PJl. Paunss auarHOoCTHKa MYTAUMIH TO3BOMACT MPHHATH 3PHCKTHBHBIC MEPH,
npeaoTspamiaoniue passuTHe 3aloneramns. IIpaMeHenne AAHHOTO AHATHOCTHYECKONO NOAXOAA
MOXET cnocoOCTBOBATh CHINKkeHHIO 3abonepacsocT PMOK u PA.

Bonee noApo6HO 03HAKOMMTECA € AMAIHOCTHYECKOH 3HAYMMOCTLIO MyTanuit 185delAG u
3875deld B rene BRCA! MoXHO B IHTEpATypE:

1. Coxonenxo A., Posanos M., Mamomxuna H., lllepuna H. u ap. Hacneacreennnie
MYTaLMH NPH PaHHNUX, COMCHHEX H OunarepanbbiX GOpMax paka MOJIOTHOR XKEJICIN Y NANHEHTOK
w3 Poccus. // CuGnpexknii oaxonoruveckuil xypuan. 2008. T.27 (M&3). C. 4349,

2, J. Balmafia et al.,, Kmusuuecxue pexomenpanni ESMO no AuarHocTuxe, JeYCHHIO M
HabmoAcHKI0 y GONBHKX pakoM MOAO4HOI xeness ¢ HagHuneM BRCA myraimmn // MunnMamsHue

KIKMHHYCCKHEe pekoMeHnaunu Esponefickoro O6miectea Memnunckolt Onxonorwn (ESMO)

a Penaxropm pycckoro mepesosa: npod. C. A. Tionswmus, x.MH. . A. Hocos; mpod. H. K.

Iepeponunxosa, — M.: Hanarensckas rpynna POHL] um. H. H. Broxuaa PAMH, 2010.— 436 c.

3. JwoGueaxo JI.H., Barenesa E.M., AGpanos H.C., Emernsnosa M.A., Byanx 10.A.,

Tionaaania A.C., Kpoxana O.B., Boporauxos H.K., Cobonescxmit B.A., Hacenxuna T.B.,

Topruoit C.M. HacneacTseHHHHA pak MonouHOH Xene3n H AMYHHKOB // 3M0KAYCCTBCHHHIC

omyxom. 2013. Ne 2. ¢.53-61.
4. Avnanroe E.H. Hacnepcreennnili pax MosogHoi xene3s // [pakmuiecxas OHKOMOTHA.

2010. T.11. Ne 4, c. 258-266.

5. Yacosuuxoea O.B., Mutpodanos J1.B., Aenuenko 1.0., Cunopos C.B., Ppakuxebny

0.3., Kobanenxo C.II. Asanmus BerpeyaemocTs nepsTa Myranmii B renax BRCAI m BRCA2 y

GonbHBIX paxoM MonouRol xeaesw B Cubupckom permone. // Cabupcxuil onxonorsgeckmii
xypHan. 2010. T. 41 (NeS). C. 32-35,
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9. YCJAOBHA TPAHCIIOPTHPOBAHMA, XPAHEHHS H IPHMEHEHHMS HABOPA

9.1. TpaHCIIOPTHPOBATE HIACHHA ClieflyeT TPAHCIOPTOM BCEX BUJOB B KPHITAIX TpaHCOOPT-
HRIX CpeJicTBaX B COOTBCTCTBHH C NPABAIAMY NEPEBO3OK, ACHCTBYIOIMMH Ha TPAHCIIOPTE AAHHOIO
pHZAg, pu Temmeparype (2-8) °C. JonycxaeTcs TpaBCnOpTHpOBaHAS NpH TeMnepatype ao 26 °C ne
Gonee 10 cyrok.

9.2. Xpanenre HaGopa B YNAKOBKE MPEANPUATHA-HINOTOBUTEIS ROMKHO OCYIIECTBINTHCA
apH TeMneparype (2-8) °C p Teuesne BCEro CPOKA rOHOCTH B XONOAMIBHBIX KAMEpax WIH XONO0-
THIBHHKAX, 00eCne MBAIONMX PErIAMCHTHPOBAHHEI TEMIICPATYPHLIM PEXEM C EXCIHCBHON pe-
TMCTpaimei TEMIICPaTypH.

9.3. Cpok roasocTu Habopa — 12 Mecanes co aus sumycka. He gomyckaerca npuMencHme
HabOpOB N0 KCTEICHHE CPOKA HX TOGHOCTH.

. ) 9.4, ina nonydeHus HANSKHBIX pEIYABTATOR HeoOXOAMMO CTporoe cobmiofcHHe JARHOK
HHCTPYKIIHH 110 NPHMCHCHMIO Rabopa.
9.5. Hanemue Be TpebyeT TEXHHYECKOrO O0CHY:XHBAHKA U He HOMICKHT PEMORTY.
10. TAPAHTHHHBIE OBA3ATEBCTBA

10.1. TIpouseoauTens rapaHTHPYST COOTBETCTBHE BLIMYCKAGMLIX M3jaenwil TpeboBaHuam
HOPMATHBHOMH K TeXHWIECKOH ROKYMEHTALIME.

Be30nacHOCTb H Ka9eCTBO H3REHUS FAPSHTHPYIOTCA B TeYeHWe BCero CpoKa roJHOCTH.

10.2. Tipon3aBoauTENs OTBEIAET 34 HENOCTATKH M3ZGNMA, 38 UCKIIOMEHHeM AedexToB, BO3-
HEKIUHX BCACACTBHE HAPYWEHKS MPABHIT NOAb30BAHUS, YCIOBHNA TPAHCIIOPTHPOBAHUA H XPAHCHHS,
G0 AcicTBUA TPETHHX NHL, TG0 HEMPEOTOAUMON CHARI

10.3. TpoussonuTens 06A3yeTcs 3a CBOI CUCT JAMCHHTDL H3NENHE, TCXHHYECKHE H PyHKIH-

ﬂ OHANLHBIC XAPAKTEPHCTHKE (NOTpeOHTENbCKHE CBOHCTRA) KOTOPOTO HE COOTBETCTBYIOT HOPMATHB-
HoOM B TeXHHYeCKOH AOKYMCHTALHH, CCIH Yka3aHHLIC HEJOCTATKM ABMINHCH CICACTBHEM CKPHITOTO
AehexTa MaTSPHAIOBR KM HEXAYeCTBEHHOIO H3TOTONICHHA H3ICHHA IPOR3BOAHTEICM.

IMo BompocaM, xacalomuMcs Kadecrsa Hafopa «Peanbecr-I'emernka BRCAL
185delAG/3875deld», cnenyer obpamarscs B AO «Bextop-Becr» no anpecy:

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

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

E-mail: plkobtk@vector-best.ru
KorcynsTaunio cnenpanicta no padote ¢ HaGopoM MOXHO NOAy4HTs N0 Tea.: (383) 252-51-75.
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HauanbHWK oTaeneHms
npoussoacTsa MNLP-Habopos
AO «BekTop-becTt»

[JVpeKTop Mo Npou3BOACTBY
AO «BekTop-bect» IC

[VPeKTOp KNMHNYECKMX UCCNEA0BaHNI
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