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«YTBEPXKJAIO»
I'enepanbHE JAPEKTOP

HHCTPYKIIUA

no NpUMEHEHHIO Habopa peareHToR
Iana onpeaenenus Myrauuit 3819del5 u T300G B rene BRCAI

METOAOM NOIAMEPa3HON eMHOR PCakunH ¢ neTexiueli KPUBLIX ILIARNEHAA
«Peanbecr-I'enernka BRCA1 3819del8/T300G»

1. HASHAYEHHE

HaGop pearenToB mia onpeaeneunua Mmyraumii 3819del5S u T300G B rene BRCA! merogoMm
noMMMepasHo# LenHoll peakmun ¢ netexuuedt kpuBLX nnasneHHs «Peanbecr-I'eneTnka BRCA)
3819delS/T300G» npepnasHadeH AN Ka9eCTBEHHOIO ONpeJeNcHHS IEHOTHNA MO MYTALHAM
3819del5 u T300G B rene BRCAI, accomuMBpoBaHHKIM ¢ PHCKOM PA3BHTHA Paka MONOYHOH xene-
sel/paxa smaEmkoB (PMDK/PST), meTozom nonmmepassofi nenno#i peaxan (TILP) ¢ acrexuneis
KPHBBIX IUI2BJICHHS B pexuMe pearbHoro spemerH. Habop Moxer Gars npuMeHEn kak BCoMoOra-
TeNbHOE CPEACTBO AMArHOCTHKM NMPH ONPESACICHMH HACHCACTBEHHLIX (PAKTOPOB PHCKA Pa3BHTHA .
PMX/PS1 v y naunerToB ¢ yxe BuiBicHHRIM PMDK/PSl ang yrousenEs pasHOBHAHOCTH paka
(cemelinas dopma, accounnpopannas ¢ myraunecit rena BRCAZ). HaGop MOXeT GHTh NPHEMCHEH
s obpasnoe resoMuoit JIHK uenosexa, BhiAeNeHHON A3 NEMbHON KPOBA HIH GYKKANBHOIO 3MH-
TeRAA.

2. XAPAKTEPHCTHKA HABOPA

2.1, ITpremn MeToRa.

IMpannun MeToAa OCBOBaH Ha aMIIAduKkanun BuGparRoro ydacrka JIHK wenosexa u no-
caeayoniel ACTCKIHA KPABLIX IUIABTEHHA THOPUAHBIX KoMIUlekcos npoaykTos ITL[P u cnetmdmy-
HHX 30H70B. [Iponecc aMnmgukayy 3aKMOYaeTCA B NOBTOPAIOMMXCA IMKIIAX: TeMOepaTypHas
AeHatypauus JTHK-MaTpuub, OTAHT mpaliMepoB ¢ KOMIUIEMEHTAPHLIMA NOCIEHOBATENHHOCTAMH
JHK-MaTpHIs, cHATes KOMOIEMEATapHOM IenH ¢ 3THX npaiiMepos Taq IHK-nommepasoii.

Hucmpyrxyus  cocmasnena  compyonuxamu AQ  «Bexmop-Becm»y:  Oupexmopom
BK. u nau. omoenenus npoussoocmsa I1I[P nabopoe Tpyxunoii A.B,
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ITocne peaxian aMnnudHKaLAY HOHIKEANE TEMNEPATYPR IPHBOAKT X rHOPHAMALMH CIIe-
undranoro JTHK-3007a ¢ HpoAyKTOM aMITAGHEKAAR H K CHIDKEHHIO YPOBHA qmyopecnen'r;loro
cHruana B npoGupke. B mponecce TeMneparypHOro IUIaBICHHS 00pa3OBaBIINXCS AYTUIEKCOB Ipo-
ucxozaT BeicBoGoxacHue IHK-30873, Hecymero ¢umyopecneHTHEIt XpacaTens. B cryuae Henon-
Hoii kommneMenTapaoctTn JIHK-30n12a 1 Bribpansoro ywacrtka JIHK, Temneparypa nnasnenns ayn-
nexca Oyaer HExe, 4eN B CIy4a¢ MONHOM KoMIuieMeRTapHOCTH. TakHM o0pa3oM, MUIX ABYX an-
NENBREIX BAPUAHTOB TEMIEPATYpPH MIABICHHA NYIUICKCOB 30HAA M MPOAYKTOB AMNNAHGHKALHHA OT-
ma9aiorcd, 6narofaps 3ToMy HACHTHOHIMPYSTCS FeHOTHN (HOPMANLHAS TOMOZHIOTA, TETEPO3UTo-
Ta, MYTAHTHAA FOMO3HTOTA).

2.2. Cocras nabopa:

Komnonenr ualopa (cokpaimenue) Komauecrso

Onucanue.

Konrponnaniit o6pazen «Hopmausnan romoszurora» (KO1) 1 npoGnpxka,

Lecysemuan acudxocmp, codepacum nampus asud (0,05%) 1 Mn

KonTtpoasusiii obpasen «MyranTnas romosurora» (KO2) 1 opo6upxa,

Becyeemnas acudxocmo, codepacum nampus aud (0,05%) 1 Ma

ToToBas peaxunonnan cmecsh aas ITIP (T'PC) 48 npobupok
| Jluodunusuposannas

Smoupyomuil pacrsop «eBeTRKA? 2 gn,,

becysemnas scudxocmy no 12 Mn

OnTHdecKasn mienxs 1 et

Biotaanim: ¢ undgopmManueit 0 AMANA30HAX TEMUCPSTYP NAABJICHHN 1 mr.

ana KO1 u KO2

2.3. VenoBus npEMeHeHHS.,

AH2IHTHYECKHE H JAHATHOCTHYCCKHC XAPAKTePHCTHKH HaGopa Oniny BaAMMAMPOBAHBI NpH
BuzeneHur JIHK 13 xmuniuecknx obpastiop (LenbHOH KpoRH, GYKKANBHOTO SMUTENRA) ¢ HCNOMb-
3oBaHHeM Habopop peareHToB (Peanbect-I'ereruxa J{HK-sxcnpece», «Peanbect 'eeMar» npous-
poacrea AO «Bekrop-bBect», nozsonsionmx monyunts konnearpaumo JTHK uenosexa ne menee
250 xonuit Ha peakIMOHAYIO NpoGupkKy (Ba S0 Mxn mpenapara eaaeacEHof JHK),

Hafop npHMeHseTcd ¢ PperHcTPHPYIOIHMA aMOIEQUKATOpaME IUIGHIIETHOTO THNA:
«CFX96» (pupMa «Bio-Rad», CIIIA) mm «/{Tnpaitmy» (OO0 «HITO THK-Texunonorna», Poccus).

Habop pearesTop paccunran Ha npopefeHHe aHama3a 48 06pasnos, BXMOU2A KORTPO/IbHbIE
obpasusl.

3. AHAJINTHMECKHE H JUATrHOCTHYECKHE XAPAKTEPUCTHKH

3.1, Cnennduunocts HaGopa 1o craHzapTHOMY 00pasily NPEANpPUATRA, Conepxalemy o0-
pasusl ¢ H3BECTHRIMH IeHoTHTIaMH 1o MyTamuaM 3819delS n T300G B rene BRCAI, onpenenen-
HRIMH METOZIOM CeKBeHHpoBarHa o Caurepy, cocraniger 100 %.

»
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3.2. AranmTHYCCKAs TYBCTBHTEILHOCTh — MEEMManbHoe xonudecreo JIHK uenosexa, ao-
CTRTOTHOS VI NOAYYESHHS BAMAHONO Pe3ynbTaTa aHanu3a, 250 xonuif Ba peaKUHOHHYIO upoG;lpxy
(ma 50 Mxn npenapara srenennoit JTHK).

3.3. AnamiTnyeckas cnenudAIHOCTD — AN OUCHKH AHANHTHYCCKOH cnenuduIHOCTH GRUT
nposezieH in silico ananu3 nocaenosarensHocTell NpafiMepoB u 30HZ0B No Hase HYKNEOTHAHEIX NO-
cneposarensaocTelt JTHK genosexa n no Gasam nocienosarensHocTed BUPYCOB H MUXPOOPranm3-
MOB, KOTOPH® MOTYT NPHCYTCTBOBATH B pOTOBOH MOJIOCTH HAH B XpoBH. [lepexpecTHO pearnpyio-
IMX HEeleNeBhiX YUaCTKOB IeHOMa 4CJIOBCKA M BHPYCOB HJIH MHKPOOPraHM3MOB O0HapyXeHO He
65ut0. BO3MOXEOCTS NEPEXPECTHRIX PEAKIAN HCKTIOUEH].

3.4. lmarnocruaeckas 9yBCTBHTENSHOCTD:

- B oTHOmeHHUH MyTaitmud 3819delS amarHocriheckas dyBCTBHTENBHOCTh, BEMHCAAEMAt KAk
MPOLICHT NPABHILHO ONMpPEACHACHHEIX 00pa3noB ¢ Myrauneli 3819delS 8 rene BRCA/, B xnunmae-
CKHX HCIBITAHMAX, MPOBCACHHLIX Ha ofpasuax or 10 nauuenTos, cocrasuna 100% (unrepsan 69,2
-100 %, ¢ noBepuTeNbHOR BEPOATHOCTHIO 95 %).

- B oTHOmeHuH Mytaunu T300G amarsocTEvecKkas YyBCTBHTENBHOCTb, BHMHCINEMAN Kak
MPOLEHT NPABKHNLHO onpeaeaerHEX 00pasuos ¢ Myrauneli T300G B rene BRCA/, B kHAMGECKAX
UCREITAHHAX, NPOBEACHHLIX Ha oOpa3uax or 29 nauueHToB, cocranuna 100% (uureppan 88,1-100
%, ¢ nosepHTeNbHOM BEPOATHOCTHIO 95 %).

3.5. BuarsocTryeckan cnenupuaIHOCTS:

- B oTHomeHHn MyTauun 3819delS amarnocruueckas cnenrPHUHOCTH, BRIHCAAEMAN KaK
OPONCHT NPABRIEHO onpeneneHRuX 06pasnos 6e3 myramun 3819del5 B rene BRCA/, B wmnuae-
HCILITAHMAX, NMPOBCACHHBX Ha ofpasmax or 213 naumeHTOB, coctaBuna 100% (meTepBan
98,3-100 %, ¢ aoBeprTEMBLHON BEPOSTHOCTHIO 95 %),

- B OTHOmIeHHH MyTatmk T300G auarnocTugeckas cneunguuHOCTh, BHMHCAIEMAat KK MTpo-
UCHT NPaBHNBHO onpelencHRbIX o0pasuos 6e3 myraunu T300G B rene BRCAI, B KIHHHUECKHX
HCHNTaHHAX, MPOBEACHHBIX Ha 00pasiax ot 194 nanuenTos, cocrasuna 100% (untepean 98,1-100
%, ¢ noBepHTERbHON BEPOXTHOCTHIO 95 %).

3.6. Bocipon3somMOCTDb PE3YALTATOB:

IIpd TeCTHPOBAHEE B ABYX HC3aBHCHMEIX MOCTAHOBKAX ABYMA PAsHBIMH ONCPATOPaMH Ha
AByX cepusx HaGopa o0pasuoB ¢ pasHHMH IeHOTHIAMH B 10 noBTOpax Kaxamlt BHYTPHIOCTAHO-
BOYHAS, BHYTpHCepHiiHA ¥ MeXCepHifHaR BOCIIPOR3BOAHMOCTD pe3ynbTaToB coctaBuna 100 %.

3.7. ITorenupansHO MHTEPPEPHPYIONIHE BEUICCTRA.

B KIHHHYECKHX HCIBITAHASX ITOKA3aHO OTCYTCTBHE BAHAHHA NOTEHOMANLHO HHTEPhEpUpy-
IOIMX BemecTs B o6pasnax GykxanbHOro snureiHs (MymHMHa Ao 2 %, xposu g0 5%) u obpasuax
nensHoH xpos (remornobuna ao 229 r/n, GunupyGuna no 0,2 Mr/mn, Tpuraunepunos a0 30 mMr/m,
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anbbymuHa go 90 mr/mn) Ha pesynbTaTbl aHanm3a.
4. MEPbI MPEOCTOPOXHOCTW

4.1. ToTeHYUManbHbIA pUCK NpUMeHeHUs Habopa - knacc 26 (Mpukas3 M3 P® o1 06.06.2012
No 4H).

4.2. JTabopatopuu, BbIMOMHAKOLLME WUCCNeAOBaHWA MO onpejeneHnto MyTauuin 3819del5 u
T300G B reHe BRCAI* 0653aHbl 06ecneynTb 6€30MacHOCTb PaboTbl B COOTBETCTBUM C TpeboBaHU-
MU 3aKOHOaTeNbCTBa B Chepe CaHMTapHO-3NUAEMNOIOTMYECKOro 6narononyyms.

Habop npefHasHayeH 4N NPOQeccroHanibHOro NPUMEHEHNS B KIMHUYECKON nabopaTopHOi amn-
arHoctuke. K pabote ¢ Habopom JOMyCKaeTca TOMbKO creumanbHO 06y4YeHHbI NMepcoHas C BbICLLMM
AN CPEaHUM MELULMHCKAM, UAN 6UONornyeckum obpasoBaHMeM, MpoLeAWNid NOATOTOBKY Ha Nu-
LIEH3MPOBaHHbIX Kypcax NepBUYHOI cneymanu3aymm no pabote ¢ NaTOreHHbIMU 415 YenoBeKa MUKPO-
opraHu3mMaMu 1 MOAYUYMBLUMIA LONOMHUTE/IbHOE CheuuanbHoe 06pa3oBaHMe Ha Kypcax MOBbMMeHUs
KBaMuKaLnm no MoneKynspHo-6MoornyeckKum MeToam AUarHoCTUKMN.

4.3. HekoTopble komnoHeHTbl (KOl n K02) cogep>at HaTpusa asuj B KOHLEHTpauun, yka-

3aHHOW B Nn. 2.2 «CocTaB Habopa».

4.4. Ana npefoTBpaLLeHns KOHTaMUHaLMM HeO6X0ANMO TeppuTOpManbHO pas3fenaTb aTanbl
BbleneHnsa AHK n noctaHosky MUP cornacHo MY 1.3. 2569-09 «OpraHu3auuns paboTbl nabopa-
TOPUIA, NCMONL3YIOLWUX METOAbI aMNANPUKALUN HYKIEMHOBBIX KUCNOT Npu paboTe ¢ Matepuanom,
cofepxXalum MUKpoopraHmamel I-1V rpynn natoreHHocTu»

4.5. Mpwn paboTte ¢ Habopom Heob6X0AMMO HafeBaTb O4HOPA30Bble MeAULUHCKNE NepyaTku
MCNo/b30BaTh TO/IbKO 04HOPa30Bble HAKOHEYHUKN C (PUIbTPOM AN1A L03aTOPOB

4.6. Kaxpgoe paboyee MeCTO LO/MKHO ObITb CHabXeHO CO6CTBEHHbIM Habopom [,03aTOPOB
nepemMeHHOro o6bema, He06Xo0ANMMbIMM BCMOMOraTebHbIMY MaTtepuanamMmu n obopyaosaHmem. 3a-
npewaeTcs X nepemelLeHme Mexay paboynmy Mectamu.

4.7. He gonyckaetca UCNO/Mb30BaHNE OAHUX M TeX XXe HAKOHEeYHWKOB npu fobaBneHnmn pas-
HbIX 06pa3sLoB.

4.8. MNocne oKOHYaHWA paboT AN Ae3nHPeKLUN 1 NPeLoTBpaLLeHs KOHTaM1HaL M Bce pabouve
NOBEPXHOCTM 1 060pyAOBaHMe crefyeT NOABEPrHYThb AeNCTBUIO 6akTepuumnaHbiX Y ® namn B TeyeHue 1
yaca. 3aTeM 06paboTaTth pernameHTMPOBaHHbIMY CAHUTAPHLIMW NpPaBuIamMu 4e3vHOULMPYOLWMMK Cped-
ctBaMn {Takumu, kak: 0,8% pacTBop «[e3omakc-WHHOBa»; 1% pacTBop «[nabak»; 0,5% pacTBsop
«Jlnsaun»; 1%pacTBop «MucTpanb»; 1% pacTaop «BenTonen»),

4.9. Bce ncnonb3oBaHHble O4HOPa30Bble MaTepuanbl nofeepratb 06paboTke fe3nHpuLm-
pyroLMMM CpeacTBaMK ¢ nocneaytoulen ytmnumsaumnein (cm. MY 287-113 «MeToanyeckune ykasaHus
No Ae3nMH(peKUUn, npeacTepuin3almoHHOW OUYMCTKE W CTepunm3auumn usgenuin MeguuMHCKOro

HazHaYeHMUsA»). '
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4.10. Ilpu nenomm3osanuy Habopa 0Gpasyiores oTxoms! kiaccos A, B, B u I', koropeie xnacca-
drmpyIoTCE H YHHYTOXAIOTCA (YTHAM3HpYIoTCS) B cootsercTsin ¢ CaulluH 2.1.3684-21 «Camn-
TApHO-3NMHACMEONOTHYCCKHE TPeGOBAHNE K CONCPXAHMIO TCPPHTOPHIH MOPONUCKHX H CENBCKHX MO-
cefleHnil, K BOAHKIM O0BEKTaM, MHTLEBOH BOAC M NHTLEBOMY BOAOCHA(XeHUIO, aTMOChepHOMY
BO3XYXY, NOYBAM, KHALIM NOMEIICHHAM, KCINYATALHH NPOU3BOACTBCHHMX, OGIICCTBEHHEIX NO-
MemeHull, OpraHH3aliie ¥ NPOBEACHHIO CAHHTAPHO-TPOTHBOINMHACMEYCCKHX (TPOPHIAKTHISCKHX)
MeponpHATHHAY,

S. OBOPYJJTOBAHHE H MATEPHAJIRI

— aMMHKATOP MIAHIIETHOTO THNA ¢ AeTeKuuelt GuyopecnCHUMN B pEXUME PEANLHONO
ppemenn (c xananamu aerekuny «FAM» n «ROX»):

«CFX96» (dupma «Bio-Rad», CLIIA), «/ITnpaiin», (000 «HITO JHK-Texnonorus», Poc-
cux);

- naMuBapHbil Ooke 2-ro xnacca Guonornueckol sanmTh (Hanpumep, Gokc aGaxTepuans-
Hoit Bo3aymHO# cpean THna BABn-01, «Jlamunap-c», AO «Jlamunapssie cucremnl, Poccrs);

- xonoawbHMK GuIToBOH, noanepwupalonmi reMnepartypy (2-8) °C;

— MuHp-mefikep naanmerHnifl, obecneunpatomult yacrory ppamenus 1200-1800 o6/mun
(nanpumep, «PSU-2T», dpupma «BioSan», Jlareus win «BioShake iQ» ¢pupma «Analytik Jenay,
F'epmanns);

- MAKpOLCHTpHYTa U1 NpoGHPOK BMECTHMOCTHIO 2 M, obecrreunsatomas 13000 ob/mun

(nanpumep, «Eppendorf MiniSpin», pupma «Eppendorf», lepmauns);

- BCTPAXHBATSNE A8 npobHpoK (Hanpumep, Bio-Vortex V-1 plus, pupma «BioSan», Jlar-
BHR);

— NepYaTKn MEIHUHHCKHE OAHOPA3OBble HECTEPHABLHHIE HEONYAPEHHBIC NATCKCHBIE WM
HeonpeHoBLE (Hamprmep, mepuatku «NeoTouchn, dupma «Ansell HealthCare», Cepmanns);

- H038TOphl ORHOKAHANLHBIC C MEPEMEHHBIM OOBEMOM, CO CMEHHBIMH HAKOHCYHHKAMH
(uanpumep, dpupma «Biohitn, Ouunsumn);

— OZHOPA3OBHE HAKOHCUHHKH U NO3ATOPOB ¢ ANIHTHHIM GHALTPOM /a3po30bHEM Gaps-
epoM (Hanpumep, dupma «Sartoriusy, 'epmanng);

- DITRTHBM JUIR MEKPONPOOHPOK BMECTHMOCTHIO 2 M (HanmpumMep, dupma SSI, CLLIA);

— KoHTe#iHep wia cBopa orxonos (Hanpumep, «Konrelinep ana cbopa 0cTPOro HHCTpYMEH-
Tapus — EK-01», pupma «KM-TTPOEKT», Poccns);

-~ HOX KAHIIE/IAPCKUA HTH HOKHULEL,
6. HIOATI'OTOBKA AHAJIN3HPYEMBIX OBPA3LIOB M PEAI'EHTOB

6.1. Iloprovopka anammInpyemuix obpasmos.

Bastie, TpaHcnoOPTHPOBAHHE M XPaHEHHE HCCCAYeMOTO MATEpHANA OCYNICCTRINETCA CO-

5
& 000 LMPMM (2] INFO@CIRMI.RU &5 WWW.G0SZDRAVNADZOR.RU



raacio MY 1.3. 2569-09 «Opraausaius paGoTh naGopaTopuit, HCNONBIYIOMAX METOAN AMILIH-
AKaUMH HYKIEHHOBEIX KHCIOT NpH paoTe ¢ MaTtepuanoM, COACPKALM ullprOpranmum.I-IV
TPynN NaTOreHHOCTH Y.

Ilpn npoBeseHud paboT ¢ KIHEKMYCCKHMHE ofpasnamu B JIaGOPATOPHH, BKOYAA MPOLECe
Buiaenenns JIHK u3 mux, neobxompumo ofecneunts GesonacHocTs paboThl B COOTBETCTBHE ¢ Tpe-
GoBaHMAMY 3AKOHOJATENLCTEZ B chepe CAHHTAPHO-3MAAEMHUOTIOTHYECKOro Snaronoayuus.

JU1a aHanH3a DOATOTOBATH KIAHAYECKHE 00pasisl (LebHOK KPOBA H OYKKIBHOTO SMHTE-
NHSK) ¢ NOMOImEIo Habopop ang sraeneHus JJHK.

Kaxzan rpynna ofpasuos, npoxoasias gepes npouenypy BeiaencsHus JIHK, aomksa co-
aepxath KO1 1 KO2, koTophie SBIMOTCE KOMIOHSHTAMH AaHHOI0 Habopa.

6.1.1. Beutenerue IHK ¢ ucnons3obanneM HaGopa pearentos «PeanBecr-I'eneruxa JTHK-
BKCITpecey.

Buaesnenne JIHK n3 o6pastos nensHo# Kpopd u CyKKaNBHOTO 3MMTENHL MPOBOXATE COTTIac-
HO HHCTPYKIIHH 1O NMpHMeHenmo Habopa «Peanbect-I'enernxa JIHK-3kcnpecey.

Buumanne! C MomenTa OKOHUAHNA HeHTPEYTHpOBaHHKA (11. 7.2.6 HHCTpYKUNMHA MO NpHME-
HeHmo Habopa «Peanbecr-I'eneruxa JTHK-sxcnpecc») K0 yAaneHHs HANOCAAOYHON XUAKOCTH (M.
7.2.7 Huctpyxumn) a0mxHO npolttd He Sonee 5 MURYT.

Smonuio 06pastios NPOBOMATH HTOKPYIOMMKM PacTBOPOM «I'eHETHKAY, KOTOpELL SBISETCH
KOMIOHEHTOM AaHHOTO Habopa.

Iocne sekpuiTHa daaxoHa smoupylontnl pacTBop «I'¢HETHKR» XPAHHTH NPH TEMNEPATYpe
(2-8) °C ue Gonee 3 Mecsues.

6.1.2. Bainenenue JTHK ¢ ucnonssosanuem Habopa pearenros «Peanbect MenMary.

Briaenenue JHK 3 o6painoe nenbBo#t KpOBH MPOBOANTL COTJIACHO HHCTPYKIHMH NO NpHMe-
Henulo Habopa «Peasbect 'enMary.

6.1.3. Buaencrryio JIHK xpannts nps Temnepatype (2-8) °C He Gonee 24 vacos.

6.2. TloaroToBKka peareHToB.

Ilepen HavwanoM paboThl M3BMeds BAGOP K3 XONOAWILHAKA, BHACpxkaTh npobupku ¢ I'PC B
ynaxoeke (He Bcxphias!) mpu Temneparype (18-26) °C e meHee 30 MUHYT. 3aTeM BCKDAIT YNIAKOB-
KY, KKyPaTHO ¢ NOMOMBLIO KARTIENSPCKOr0 HOXA H/IHM HOXHMIL OTPE3aTh HCOOXOANMOE KOIHYECTBO
(mo ancny noarorobneHasix mpo6, sxmoyads KO1 1 KO2) npobrpox ¢ I'PC. Orpesars npoGupkn
CeyeT BMECTe ¢ NokphBalomel ux nienkoH.

Buumanne! Hencnonssorannnie npoSupku ¢ I'PC ynaxoBars B nakeT ¢ OCYIIMTEICM, yAA-
JIHTL B3 HETO JIMIIHMWI BO3AYX H ILIOTHO 3aKPHTD 3aKAM.

Tlocne nepsoro sexpuirua ynaxoskn ['PC xpamuTs mpu Temmepatype (2-8) °C me Gonee

E

3 Mecaues.
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KOI n K02 nocne BCKpbITUA NPOOGUPOK XpaHUTb npu Temnepatype (2-8) °C He 6onee 1 me-

caua nnm anmksotamu no 50 Mkn npu Temnepatype muHyc (18-24) °C He 6onee 3 mecALeB.
7. MPOBEJEHWNE AHAJTN3A

7.1. Heobxoanmoe KonnMyecTso (M0 YMCNy MOLTOTOBNEHHbLIX MPO6, BKNOYAA KOHTPO/IbHbI
o6pasubl) Npobupok ¢ FPC npoHymMepoBaTh M PacnoNoXnTb B LUTATUBE.

BHumanmne! Hagnucw cnegyeT pacnofaraTh Ha 60KOBO yacTu Npo6upoK.

12. AKKYpaTHO yAannTb NIEHKY, 3aKPbIBalOLLYHO NPO6GUPKMN.

BHumaHue! MpuypganeHnn nnéHKn cnegnTe, yToObl BMecTe C Heli He 6binayganeHa FPC.

B Kaxayi npobupky [03aTOPOM, wcnonb3ys A58 KaXAoro obpasya WHTTUBMAYaNbHbINA
HaKOHEYHMK C 6UNbTPOM. BHecTM no 50 MKn pacTBopa BbigeneHHol AHK.Bpems oT Havana
BHeceHus B 'PC go 3anycka MNP gomkHO 6biTb He 601ee 30 MUHYT.

3aKknenTb NPOBUPKN ONTUYECKON NIEHKOW.

BHumMaHune! Henb3a HAHOCUTb Ha ONTUYECKYH NNEHKY Kakue-nubo Hagnucu. OnTuyeckas
NNéHKa f0N>KHA 0CTaBaThbCs YNCTOM!

7.3. TomecTUTb NPOGUPKN B MUHU-LIENKep. [epemMellaTb COAEPXXMMOe NPoOUPOK C YacTo-
TOW BpalweHnsa 1200-1800 06/MuH B TeyeHUEe 1 MUHYTHI.

7.4. TToMecTuTb NPOOGUPKM B amnanguKaTop.

7.5. 3anporpammMmupoBatb Npubop ANA NPOBeAEHUA aMnanduKaLum cneyuduyeckux par-
MeHTOB AHK 1 geTekumn KpuBbIX NAaBaeHUs B COOTBETCTBUM C UHCTPYKLMEN K Npnbopy.

MpOTOKONbI MPOBeAEeHUS peakLuum amnangukauum:

ans npnéopa «CFX96»:

— 1cragma: 50 °C - 2 MUHYTSI;

— 2 ctagmsa: 95 °C - 2 MUHYTHI;

— 3 ctagua: 50 unknos (94 °C - 10 cekyHf, 60 °C - 20 cekyHpm);

— 4 cTagua: «KpuBasa nnasfeHnsa» ot 27 ®C o 75 ®C ¢ warom 1 °C B TeyeHue 5 CekyH[
(n3mepeHune hyopecueHLMY NPOBOAUTL Ha KaXAO0M Luare);

— 5cTagma: 10 °C - 1muHyTa.

ans npubopa «4Tnpanms:

— 1cragmua: 50 °C - 2 MUHYTHI;

— 2 cTagus: 95 ®C- 2 MUHYTHI;

— 3 cTagmua: 50 ymknos (94 °C - 10 cekyHa, 60 °C - 20 cekyHp);

— 4 cTagna: «kpueas nnasneHua» oT1 27 °C go 75 ®C ¢ warom 1 °C B TeyeHue 13 cekyHS
(n3mepeHune hyopecueHLMy NPOBOANTL Ha KaXA0M Liare);

— 5cragua: 10 ®C- xpaHeHue.

7.6. BblbpaTb KaHanbl AeTEKUNM KPUBLIX MaBneHUs Aynnekcos cneunduyHoro AHK-30Haa
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M NpoAYKTa amnangukayuy gns pernctpauum mytaunii B reHe BRCA1L\

«PAM>» - peructpauma myTtaumnm 3819del5;

«KOX» - peructpauyus mytauuu T300G.

7.7. 3anporpamMunpoBaTb MOM0XeHWEe MNPO6UPOK C UCCNefyeMbIMW U KOHTPOJIbHbIMYU
obpasuamm corfiacHoO MHCTPYKLUM K UCNOMb3yeMOMY npuoopy.

7.8. 3anyctuTb nporpaMmy M MPOBECTM peakuuto amnangukaumm c perncrpauuein gayo
pecueHLMn B peXXMMe peasibHOro BPEMEHM.

8. AHAJIN3 N YYET PE3Y/IbTATOB

8.1. ¥cnoBuda aHanmsa v ydéta pes3ynbLTaToB

Ona KOI B kKaHanax getekumn «PAM» n «KOX» f0MKHO DUKCMPOBaTLCA Hainyme ofHOro
NMUKa NNaBneHns, COOTBETCTBYIOLLErO reHOTUNYy «HopmanbHas romMo3urota», U onpefensaTbCs 3Ha-
YyeHune TeMnepaTypbl NNaBAeHUA. 3HaAUYeHUS TeMnepaTyp NAaBAeHUA JO/MKHbI HAXOAUTLCS B Anana-
30He Temnepatyp 4na KOI, ykazaHHOM BO BKnafbllle K Habopam AaHHOW cepuun.

Ona K02 B kaHanax getekumn «PAM» n «KOX» g0/MKHO (PUKCMPOBATLCA HaiMymne OfHOro
nMUKa nnasfeHNs, COOTBETCTBYIOLLEro reHoTuny «MyTaHTHas romo3uroTa», ¥ onpefenaTbCcs 3Ha-
YyeHve TeMMepaTypbl NNaBfeHUa. 3HaYeHUs Temnepatyp NiaaBAeHUA JO/KHbI HaX04MTbLCA B Aunana-
30He Temnepatyp 4na K02, ykasaHHOM BO BKnagbllie K Habopam AaHHOW cepun.

8.2. AHanus pesynbtaToB onpefeneHns mytauymii 3819del5 n T300G B reHe BRCAL.

8.2.1. [Ans Kaxgoro mccnegyemoro o6pasua B KaHanax getekumm «PAM» n «KOX» gon-
XeH (hUKcMpoBaTbCA O4MH (B Clyvae roMO3UIOTHOINO HOCUTENLCTBA) AN ABa (B Clyyae reteposmn-
rOTHOr0 HOCUTENbLCTBA) MUKA MNaBNEHNA N ONPefenaTbCA 3HaYeHMe TeMMepaTypbl NiaBfeHns.

8.2.2. T'eHOTMN aHanM3npyemoro obpasua yumTbluaeTcs Kak «HopmanbHas romosmrora»,
ecnn gns atoro obpasua (UKCMPYETCH Hanmyme OLHOr0 MUKa MnaBfieHUs, NpyY 3TOM 3HauyeHue
oTNn4YaeTcs He 60/ee YeM Ha 2 °C oT Temnepatypbl nnasneHnsa 4na KOI.

8.2.3. leHoTun aHanu3upyemoro obpasua yuumTbllaeTcs Kak «MyTaHTHas romosmroTa,
ecnn gnsa aToro ob6bpasua (UKCUPYETCA Hanmyme OLHOr0 MuKa MaBfeHus, Npu 3TOM 3HaYyeHue
OTNINYaeTcs He 6oNee yem Ha 2 0T TeMnepartypbl nnaesneHna gna K02.

8.2.4. leHoTUN aHanu3mpyemoro ob6pasua yuuTbluaeTca Kak «[eTepo3urora», ecnm Ans
aToro obpasua ¢ukcupyetcsa Hanmume [BYX MWKOB MMaB/IEHUA, NPU 3TOM 3Ha4YyeHWe OLHOro
OT/INYaeTCA He 6onee Yem Ha 2 0T TemnepaTypbl nnaesneHuns ana KOI, a TemnepaTypa BTOpPOro

oTNnYaeTcs He 6onee yem Ha 2 ®C OT TeMnepaTypbl NnasaeHus gna K02.
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FEHOTHII
«Hopmamaan | «MyrasTHAS
- FOMO3HIOTA» FOMOSHIOTA» «Fereposnroran
E E E O max Oaus nux Jiza nixa
. ) e TINARACHKS, TUTARTICHUSA,
= ;w Sonee OTNHYAeTCH OTNHYAIOTCK
qent 18 2 °C He Gonee He Gonee
or KOI geM Ha 2 °C yeM a2 °C
or KO2 or KO1 n KO2
BRCAl 3819delS | «<FAM» N/N delS/dels N/dels
BRCA1 T300G «ROX» T G/G T/IG

N - HopMa (OTCYTCTBHE MYTALIHH).

Brumanue! B ceasu ¢ evicoxoli kKaunusecxol snawumocmoio mymayuti e 2exe BRCA1 pexo-
MeHOyemes npoeoouUMb NOGMOPHOE 2EHOMUNUPOSANUE 2EMEPOIUZOMHBIX U MYMANMHBIX 20MO3U-
20mubix obpasyos.

I'en BRCA! mminenHo HeoOXOmMM MIn pazBUTHS SMOPHOHA, MHWBHAN C HANMHYHEM
HacneacTBeHHbIX MyTaiuit 3819delS wm 300G onHOBpeMEHHO B ABYX &JUISAAX B IeHOTHIE 110 JH-
TEPATYPHBIM JAHHEIM HEXHIHECOOCOOHEL

8.2.5. PeaynbTar reHOTHORPOBAHHA CUMTACTCA COMHHTENBHEIM, €C/IH TEMIICPATYPa NAaBNe-
HEA NPOAYKTOB rubpuausannn ormdaeTca 6onee vem Ha 2 °C or snavennii, nomygennsx s KO1
u/iwm KO2, na6o muxy mrasieHAs OTCYTCTBYIOT. COMHHTENbHbIE PE3YNbTATH He MONICXAT aHa-
ma3y 1 yaery.

CoMHHTeNBHE] pe3ynbTar MOXeT GHTH BHI3BAH CIMEIKOM HH3KON KOHIEHTpAlUMEN FeHOM-
o JIHK B peaxumonmoit cuecn (BoneacTere HenmpasHAbHoro sabopa marepuana, omubox npH
npobonoAroToBKe UAH NPH UCNONL30BAHWH HemoaAxoasmero Meroaa BeaencHra JHK). Kommue-
CTBO KOMHH reoMa uyenosexa B BuacacaHoM obpaine JTHK moxer OuITh mpoBepeHo ¢ HCNONB30-
BaHHEN HaOopa pearenToB «Peanbect Bamupauus ofpasnay, BHABISIOMEro GparMeHT ayTOCOMHO-
ro YHHKaIEHOIO resa venoseka HMBS, Ecin ang anamsupyeMoro ofpasua snasenune Ct JIHK re-
Ha HMBS no xanany «ROX» 6omeme 33 mm se onpeaensgercs (T0 eCTh COAEPEKAHHE B PEAKIHOH-
Ho#t cMecn xomndt (resoM-3xeuBanentor) JIHK rena HMBS meree 250), TO 3T0 CBRACTEABCTBYET O
HexocrarouHoM koymdectse JTHK B BoimenennoM oGpasue. Heobxoaumo npoBecTH NOBTOPHLIN
3abop e HccnenoBaHHA 00pasua GYKKANEHOTO AMHTENHA HIIH IPOBECTH NOBTOPHEUI aBamus of-
pasua uenpHOM KpoBH, HauKHa ¢ 31ana peyenenns JTHK.

8.3. JldarnocTHIECKAS 3HATHMOCTS.

MBorounciieHHbIe HCCIENOBAHAN IIOKA3AIA, YTO BEPOATHOCTh PA3BHUTHA PaKA MOJOTHOM
xeneant (PMXK) 1 paxa auvanuxos (PSI) y Hocurene#t myraumit 8 renax BRCAI u BRCA2 xpaiine
Bricoxka. T1o MaHHLIM McTa-aHAN3a puck passaThst PMX x 70 roaam cocraniser 55% ang Hocure-

9
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neit myramuit B rene BRCAI n 47% ana nocrrenei Myrammii B reae BRCA2, puck passutua PA
39% ana BRCAI u 17% ana BRCA2, npu 310M 3a9aCTyIO HAOMIORAECTCA paHHUM BO3pacT BOSHMK-
HOBeHHA paxa. MyTaiuuu B renax BRCA! u BRCA2 nossnmaior pHCK pa3BHTHS B APYTHX 3Jj0Ka4e-
CTBEHHEIX HOBOOOpasoBanuit (pak MPOCTATH, PaK XKEIYIKA, PAK NOLKENYJOTHOH XKENeILL, paK rop-
TAHH), & TAKKE HAKIAAKMBAIOT OCOOCHHOCTH HA KIIMHEIECKOS TEUCHHE OHK03a00/ICBaHN}A.

YuuTHBAS BHCOKYIO BepOSTHOCTh Pa3BHTHA OHKOIATONOIMH, ONPCJCICHEE MyTaluii B re-
Hax BRCA1 u BRCA2 uenecoo6pa3Ho B rpynnax BHCOKOIO PHCKA CO CAYyHasMH pPaka y KPOBHBIX
POACTBEHHMKOB, 8 TAKAXE aKTYANbHO I MPAMECHEHAA B CKPHEHHTOBBIX IPOTPaMMax IO OIeHKe
pucka PM)K u PS. Panuan IAuarsoctuxa MyTamuif mO3BOJSCT NMPHHATH PPEKTHBHBE MEpH,
npenoTBpamialomuEe passATRe 3a00ncBaHuA. [IpuMEHEHHE AAHHONO AHATHOCTHYECKOIO MOAXOAA
MOXeT cnocobeTBOBaTE CHIDKeHHIO 3abonenaemocty PMIK n PSL

Bonee mozpofHo O3HAKOMMTICA ¢ AHArHOCTHYecKod 3HauMMOCTHIO Myraumit 3819delS u
T300G B rene BRCAl MOXRO B IMTEpaTYpE:

1. Coxonenko A., Pozanop M., Mumiomxuna H., Illepuna H. n ap. HacneacTsennnie
MYTallMB OpH PaHHHX, CEMEHHRIX ¥ OHnaTepanbHEX hopMax paka MONIOTHON Xele3nl y nalueHToK
13 Poccrm. // Cubupcxnit onxonoruveckuit xypuan, 2008, T.27 (Ne3). C. 4349,

2. J. Balmaifia et al.,, Knnamaeckue pexoMermamma ESMO no gmarHocruxe, JeYeHHIO H
HaOmoneHHI0 y GONBHRIX pakoM MOJOYHON dkenesn ¢ HammameM BRCA- myraumm /
MunaMansHEle KIHAERYecKHE pexoMoHzanuy Esponefickoro Obuiectea Meaununckoit Onkonorun
(ESMO) Pepaxtoph pycckoro nepesoga: npod. C. A. Tronssaus, x.M.H. 1. A. Hocos; npod. H. H.
IlepenoauukoBa, — M.; Uanarenrckas rpymna POHIL um. H. H. Bnoxusa PAMH, 2010.— 436 ¢.

3. JhoGuenxo JLH., Baresera E.U., A6pamos MU.C., EmemnanoBa M.A., Bymuk IO.A.,
Tionsumguaa A.C., Kpoxuna O.B., Boporauxkor U.K., CoGonescxuit B.A., Hacenxuuz T.B.,
Iloproit C.M. Hacneactbenuulit pak Monogso#ft xefiean M AHuHukoB // 3noxauecTBCHHBIC
omyxomz. 2013. Ne 2. ¢.53-61. '

4, Umanutop E.H. HacreacTpennsiit pak Monousnoit xenesnl // IlpakTHueckas OHKONOIHA.
2010. T.11. Ne 4. c. 258-266.

5. Yacosnuxora O.B., Mutpodanos 1.B., Jemaenxo J1.0., Cunopop C.B., ®panuxesny
0.3., Kopanenko C.II. Ananu3 BCTpeuaeMOCTH AcBATH MyTamulfi B reHax BRCA! m BRCA2 y
CGonbueix pakoM MonouHo#f xenesnt B Cmbmpckom permone. // CuOGupexmit omxonormieckuit
xyphan. 2010. T. 41 (Ne5). C. 32-35.

9. YCJIOBHAA TPAHCIIOPTHPOBAHMA, XPAHEHHA H IPHMEHEHHA HABOPA

9.1. TpancnopTHPOBATL H3AENHA CleAYeT TPAHCIIOPTOM BCEX BHAOB B KPLITRIX TPAHCIOPT-
HBIX CPEAICTBAX B COOTBETCTBHH C NPABHIAMH NEPEBO3OK, NHCTBYIOIMMME HA TPAHCIIOPTE AAHHOIO
Buza, npu TeMueparype (2-8) °C. HonyckaeTcs TpaHCHOPTHpOBaHye pH TeMneparype zo 26 °C ne
Gonee 10 cyTok.

»
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9.2. XpaHeHune Habopa B ynakoBKe MpeanpuATUA-U3roToBMUTENs AO/HKHO OCYLLeCTBAATLCA
npu Temnepatype (2-8) °C B TeueHue BCEro CpOKa rofHOCTU B XONOAM/bHBIX KamMepax WanM X0n0-
ANNbHUKAX, o6ecneymBaloLLMX pernameHTUPOBaHHbI TeMNepaTypHbIA PeXUM C eXeaHEeBHOWN pe-
rucTpaumein Temnepartypbl.

9.3. CpoK rogHocTn Habopa - 12 mecsueB co AHS BbiNycka. He gonyckaeTcs MPUMEHEHUE
HabopoB MO UCTEYEHNM CPOKa X TOLHOCTMW.

9.4. ind nony4vyeHns HaAEXHbIX pe3ynbTaTOB HEOOXOAMMO CTPOroe cob6Mt0AeHMe AaHHOW
WHCTPYKLMKN MO NPUMeHeHnIo Habopa.

9.5. N3penvie He TpebyeT TEXHWYECKOr0 06CNYXXUBAHUA U HE NOANEXUT PEMOHTY.

10. TAPAHTUWNHBLIE OBA3ATE/ILCTBA

10.1. MNpown3BoAnUTeNb rapaHTUPYeT COOTBETCTBME BbIMyCKaembliX W34ennii TpeboBaHUAM
HOPMATUBHOWN 1 TEXHNYECKON AOKYMEHTaL MK,

bBesonacHOCTbL M KauecTBO MU3AeNnA rapaHTUPYIOTCA B TeUYEHMe BCero cpoka rogqHoCTHu.

10.2. MNpounsBoamnTeNnb OTBEYAET 3a HEAOCTaTKNU M3Aenus, 3a UCKIYeHneM AeeKToB, BO3-
HUKLMX BCNEACTBME HApYLUEHWUA NpPaBu NOb30BaHNA, YCIOBMIA TPAHCMOPTUPOBAHNA U XPaHEHWS,
Nn60o feiCcTBMA TPETbUX NINL, MO0 HENPEOAOUMON CUJbI.

10.3. MpounsBogmTenb 0653yeTca 3a CBOM CYET 3aMeHUTb U3genne, TeXHUYECKe n PyHKLM-
OHa/IbHble XapakTepucTuky (NoTpebuTenbCKMe CBOMCTBA) KOTOPOro He COOTBETCTBYHOT HOPMATMB-
HOW N TEXHUYECKOW [OKYMeHTaLuu, ecin yKasaHHble HeoCTaTKW ABUUCL CNeACTBUEM CKPbITOrO
fedekTa MaTepmnanos UM HEKA4YeCTBEHHOIO U3rOTOB/IEHUA U3LENNSA MPON3BOLUTENIEM.

Cpok rogHocT Habopa - 12 mMecAueB CO LHA BbLUyCKa.

Mo Bonpocam, Kacalowmmcs KavyecTBa Habopa  «PeanbecT-lFeHeTuka BRCAL
3819del5/T300G», cnepyet obpalatecd B AO «BekTop-BecT» no agpecy:

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

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

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

KoHcynbTaymio crieymanmcta no pabote ¢ HABOPOM MOXHO MOAYYMTb Mo Tef.: (383) 252-51-75.

HavanbHuK oTaeneHus
npoussoactea MNLP-Habopos
AO «BekTop-bect» A.B. TpyxuHa

JnpekTop no npovs3BOACTBY
AO «BekTtop-becT» B.K. TkaueB

[VpekTop KNNHNYECKNX UccnesoBaHuii

N JONONMHUTENbHbLIX CEPBUCOB [npeKkuynn

00O «Hesasucumas nabopatopmusa MHBUNTPO» HoBukoBa
M.,
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MHCTPYKL WA

no NPUMeEHEHUIO0 Habopa peareHToB
ans onpegeneHuns mytauuin 3819del5 n T300G B reHe BRCAL
MEeTOA0M MONMMepPasHoW LeNHON peakunmn ¢ AeTeKunein KpuBbIX NaaBneHus
«PeanbecTt-IeHeTuka BRCA1 3819del5/T300G»

1. HABHAYEHWE

Habop peareHToB gna onpegeneHuns mytaunii 3819del5 n T300G B reHe BRCAL MeTOAOM
nosMMepasHoi LEenHon peakumn ¢ Aetekunei 1hmnsbix nnasneHns «PeanbecT-MeHeTuka BRCAL
3819del5/T300G» npefHasHayeH [ANA KaYeCTBEHHOrO OMNpefeneHUs reHoTuna no MyTauuam
3819del5 n T300G B reHe BRCA1, accoLMMpoBaHHbIM C PUCKOM Pa3BUTUSA paka MOSIOYHON Xene-
3bl/paka snyHukos (PMXX/PH), meTogom nonvmepasHoin uenHoi peakuun (MLP) ¢ getekuyuei
KPVBbIX M/IaBNEHNSA B PeXKMMe peasibHOro BpeMeHW. Habop MOXeT 6bITb NPUMEHEH Kak BCMOMOra-
TeNIbHOe CPefCTBO AMarHOCTUKW MpW OnpejeneHnn HacneACTBEHHbIX (haKTOPOB pUCKa pasBUTUA
PM)X/PA 1 y nayMeHTOB C YyXXe BbIBNEHHbIM PMMXX/PA and yTOYHEHUS pasHOBMAHOCTU paka
(cemeitHan ¢opma, accouumpoBaHHasa ¢ MyTauueli reHa BRCA1). Habop MOXeT ObiTb MPUMEHEH
Ans 06pasuoB reHomHoin JHK uenoBeka, BbleneHHOW U3 LeNIbHOM KPOBWU MW BYKKanbHOro 3nu-
Tenma.

2. XAPAKTEPNCTUKA HABOPA

2.1. TpuHuMn meToa.

MpuHLMN MeTofa OCHOBaH Ha amnangukauum BbibpaHHoro yyactka AHK uvenoseka u no-
cnegyroLLein aeTeKUuUn KpyBbIX NaBneHNs rmbépuaHbiX KoMnaekcos npogykTos MUP n cneunduy-
HbIX 30HA0B. poLecc aMmnanpuKaLny 3aKn4aeTcqd B NOBTOPSAIOLWLMXCA LMKNax: TeMnepaTypHas
AeHatypaums AHK-matpuubl, OTXWT npaiMepoB C KOMMEMEHTapPHbIMU MOCNeL0BaTeIbHOCTAMM

AHK-maTpuubl, CHTE3 KOMMNIEMEHTapHOM Lenu ¢ aTux npaimepos Tag AHK-nonvmepasoil.

MHCT pyKuna cocTaBs/neHa COTpygHUKaMW AO «BekToOp-becT»: OVNPEKTOPOM
no nponssofcTBy TkauvesbiM B.K. n Hau. oTaeneHuns npounssogcTea MNMLU,P Habopos TpyxuHoii A.B.
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Mocne peakuny aMnanUKaLuy NOHWXKEHWe TemMnepaTypbl NPUBOANT K rmbpuamsauum cre-
ungmyHoro AHK-30HAa C MPOAYKTOM amnan@uKaumm n K CHUXKEHUIO YPOBHA (PIYOPECLIEHTHOrO
curHana B npobupke. B npouecce TeMnepaTypHOro niaeneHus 06pa3oBaBLLUMXCA AYMN/IEKCOB Mpo-
ncxoamT BbicBobOXaeHNe AHK-30HAa, Hecyllero ayopecUeHTHbIR KpacuTenb. B cnydyae Henon-
Hoi komnnemeHTapHocTn AHK-30H4a 1 BbibpaHHOro yyacTka AHK, Temnepatypa nnasneHus gyn-
nekca 6yfeT HWXe, YeM B C/lyyae MOSMIHOW KOMMeMeHTapHOCTU. Takum o6pas3om, 4nd ABYX an-
NefibHbIX BapUaHTOB TeMMepaTypbl MniaBneHus Ayniaekcos 30HAA M NMPOAYKTOB amningukalmm oT-
nuyatoTcs, 6narofaps aToMy UAEHTUMULUPYETCA reHoTun (HopMasibHas roMo3uroTa, reteposmro-
Ta, MyTaHTHas roMo3uroTa).

2.2. CocTaB Habopa:

KomMnoHeHT Habopa (CokpalleHue) Konnyectso
OnucaHue.

KoHTponbHbI 06pasey «HopmanbHas romosurota» (KOI) 1 npo6upka,
becuBeTHasaA >)XUAKOCTb, COAEp>KUT HaTpua asug (0,05%) 1wmn
KoHTponbHbIN 06pasel «MyTaHTHas romo3urota» (K02) 1 npobupka,
becuBeTHasa >XUAKOCTb, COAEP>XKMUT HaTpusa asug (0,05%) 1wmn
FoToBasa peakuymoHHas cmech gna MLUP (FPC) 48 npobupok
NnodnnnsnpoBaHHas

Anounpylownin pacteop «reHeTuKa» 2¢n.,
BecuBeTHasa >XNAKOCTb no 12 mn
OnTuyeckas nneHka 1nnct
Bknagblw ¢ MHopMaumnein o gnanasoHax TemnepaTyp naaBieHus 1wr.

ana KOI n K02

2.3. Ycnosus npuMeHeHMUs.

AHanNTMYeCKNe N AMarHOCTMYECKME XapakKTepUCTUKKM Habopa Oblav BannampoBaHbl Npw
BblgeneHnn AHK 13 kKnmHnuyecknx ob6pasyos (LeibHOM KPoBU, 6YKKaNbHOro anuTenuns) ¢ UCMofb-
30BaHMem Habopos peareHToB «PeanbecT-IeHeTnka AHK-3akcnpece», «Peanbect MeHMar» npows-
BoacTea AO «BekTop-becT», MO3BONAOWMNX NONYUYMTb KOHUeHTpauuntio JHK 4yenoBeka He MeHee
250 Konuii Ha peakUMOHHY0 NpobupKy (Ha 50 MKn nNpenapaTa BbleneHHon AHK).

Habop npumeHseTcAd C perucTpupyrowmmm amnavdukaTopaMy MAaHWETHOrO TUMa:
«CFX96» (dhmpma «Bio-Rad», CLUA) unn «Tnpainm» (000 «HMNO AHK-TexHonorus», Poccns).

Habop peareHTOB paccumMTaH Ha NpoBefeHne aHann3a 48 o06pasL0B, BK/IOYAA KOHTPO/IbHbIE
o6pasupbl.

Moka3aHWsa K MPUMEHEHUIO.

Habop MOXeT 6bITb MPUMEHEH Kak BCOMOraTe/ibHOe CPeACcTBO AMArHOCTUKM MpKU onpegese-
HUW HacnefCTBEHHbIX (PAKTOpoB pucka pa3sutua PMXK/PA v y nauueHTOB C YXKe BbIAB/IEHHbIM
PM)X/PA ons yTOYHEHMS pa3HOBMAHOCTM paka (cemeliHasa opmMa, acCoLMMpOBaHHas C MyTauuein
reHa BRCAL). Habop MOXeT 6bITb NPMMEHEH ana 06pasyoB reHoMHon HK yenoBeka, BblfeneH-

HOW 13 LeNbHOM KPOBU MU BYKKaNbHOIO aNUTENNS.
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MpOoTMBONOKAa3aHUIM K NPUMEHEHUIO MEAMLIMHCKOIO U34enns HeT (He NPUMEHMMO).

3. AHATTNTNYECKUWE N JNATHOCTUNYECKUME XAPAKTEPUNCTWNKW

3.1. CrneunduyHocTb Habopa No cTaHZapTHOMY 06pasLy NpeanpuaTusa, cogepxaliemy 06-
pasubl C U3BECTHbIMWU reHoTunamy no myTtaumam 3819del5 n T300G B reHe BRCAL, onpefenex-
HbIMWU METOA0M CekBeHMpoBaHuA No CaHrepy, coctasnset 100 %.

3.2. AHa/IMTUYecKas YyBCTBUTE/IBHOCTb - MUHUMaNbHOEe KonnuvecTBo AHK uyenoBseka, fo-
CTaTO4HOEe A4Na NONYyYeHNs Ba/IMAHOrO pesynbTaTa aHanm3a, 250 KONuin Ha peakuMoHHYH NPoGMpPKY
(Ha 50 mkn npenaparta BblgeneHHon AHK).

3.3. AHanuTnyeckas crneympuyHOCTb - AN OLEHKM aHa/IMTUYECKOW CneunpuyHoCTM Obin
npoBefeH in silico aHann3 nocnefoBaTeNbHOCTEN NpaiMepoB U 30HA0B MO 6a3e HYKNeOTUAHbLIX MO-
cnepoBatensHocTel AHK yenoBeka 1 no 6asam nocnegoBaTeNlbHOCTENR BUPYCOB M MUKPOOPraHm3-
MOB, KOTOpble MOTyT MPUCYTCTBOBaTb B POTOBOI MOMOCTM MAM B KPOBMW. [epeKpecTHO pearmpyto-
WMX HeLenieBbIX yYaCTKOB reHOMa YenioBeKa U BUPYCOB WM MUKPOOPraHW3MOB OOHAapYXXeHO He
6b110. BO3MOXXHOCTb MEPEKPECTHbIX PeakL il MCK0YEHa.

3.4. narHoctrnyeckas YyBCTBMUTE/IbHOCTb:

- B OTHOWeHUN myTaumm 3819del5 amnarHocTuyeckas YyBCTBUTENbHOCTb, BblYMCSiEMas Kak
MPOLEHT NpaBuUIbHO onpefesieHHbIX 06pasuoB ¢ MyTauvein 3819del5 B reHe BRCAL, B KMHUYe-
CKMX WUCMbITaHMAX, NPOBeAeHHbIX Ha obpa3uax ot 10 nauyneHToB, cocTtasuna 100% (MHTepBan 69,2
-100 %, c goBepUTENbLHOW BEPOATHOCTLIO 95 %).

- B OTHOWeHun myTaumm T300G gmarHocTmyeckas 4yBCTBUTENIbHOCTb, BblUMCNSEMan Kak
MPOLEHT NpaBW/IbHO OnpeAeneHHbIX 06pasyoB ¢ MyTauueli T300G B reHe BRCAL, B KIMHUYECKNX
ncnblTaHUAX, NPOBeAeHHbIX Ha 06pasuax oT 29 nayueHToB, coctaBuna 100% (MHTepBan 88,1-100
%, C JOBEPUTE/IbHOIN BEPOATHOCTLIO 95 %).

3.5. inarHoctmyeckas crneympuyHOCTb:

- B OTHOWeHMM MyTaumm 3819del5 amarHocTuyeckas crneyuuUHOCTb, BblUMUCNSeMas Kak
MPOLEHT NpaBu/bHO onpeaeneHHbIX 06pa3uoB 6e3 myTtaumm 3819del5 B reHe BRCA1, B KNMHUYe-
CKUX WCMbITaHUAX, MPOBEAEHHbIX Ha obpasuax oT 213 naumeHToB, cocTasuna 100% (MHTepBan
98,3-100 %, c aoBepuTENbHON BEPOATHOCTbIO 95 %);

- B OTHOWeHuUK myTauumn T300G guarHoctuyeckas cneyngMyHoCTb, BblUKUCAeMas Kak npo-
LLleHT NpaBWUbHO onpefeneHHbIX obpasuoB 6e3 myTauum T300G B reHe BRCAJ, B KIUHUYECKMX
NCNbITaHMAX, NPOBeAEHHBbIC Ha obpasyax oT 194 naumeHToB, cocTaBuna 100% (nHTepsan 98,1-100
%, C [OBEpUTe/IbHOI BEPOATHOCTbIO 95 %).

3.6. Bocnpoun3BoAnMOCTb pe3y/ibTaToB:

Mpy TecTMpoBaHMM B [BYX He3aBMCUMMbIX MOCTaHOBKax ABYMS pa3HbIMW orepaTopaMu Ha

ABYX Cepusx Hab6opa 06pa3LoB C pasHbIMW reHoTunamy B 10 NOBTOpax KaAblii BHYTPMMOCTaHO-
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BOYHAR, BHYTPHCEPHIRAY H MexcepHiinas BOCIPOH3BOJHMOCTE PE3YNBTATOB cocTasina 100 %,

3.7. lNorermpanss0 HHTepdCPHPYIOIHE BENIECTRA.

B xIHHHYCCKHX HCTIMTARHAX NOKASAHO OTCYTCTBHC BIHAHHA NOTCHUMATLHO HHTCPHEPHPY-
omEx semecTs B obpastax Gyxxanssoro snATemus (Mymssa 10 2 %, xposH 10 5%) n ofpasuax
nensuodt xposH (remornobusa xo 229 r/a, Gwmpy6rna fo 0,2 Mr/n, Tpurmumepnaos Ao 30 ar/o,
ansGymuna 1o 90 MI/MA) Ha PE3YNLTATH AHAIHIE.

4. MEPHI TIPEAOCTOPOXHOCTH

4.1. llorenmmansuuit puck npaMencama Babopa — knace 26 (ITpukasz M3 PO ot 06.06.2012
Ne 4xn).

4.2. Jlaboparopas, BRTIOMHMOWMS KCCACHOBAHHA NO ompeAencHuo Myramu# 3819del5 n
T300G 8 rene BRCA1, obs3anm obecneants 6e30nacHOCTS paboTH B COOTBETCTBHH ¢ TpeGoBann-
& AMH 3aKOHOJRTE/HCTBA B Chepe CAHHTAPHO-IMRACMHONOIHIECKOro GAarononyuns.

Habop npennassates i MPOPECCHORATLHON NPHMEHEHNUS B KIHHAICCKod NabopaTopuol IH-
arnoctuke. K paGore ¢ HaGopoM ROMYCKACTCK TONBKO CTICIHANBHO 05y IcHHRIN TEPCORAN ¢ BRICTIIIM
WIH CPCIHHM MEIHMINHCKHM, B Gaonorsdeckiu o6pasopanmen, npoileMumii HOATOTOBKY HA M-
TCHMPOBAHNEIX KYPCaX NEPRHIEOMH CICIHAMIIAINH [0 PaboTe ¢ MATONCHHLMM JUIN YCI0BCKA MAKPO-
OPTAIMIMAME M HONYIHBMIRE ZONONHHTSILHOS CHCIMANLHOC O0OpasoBaHHe HA KypcaX NOBLINCHHA
KBAIHHXAIMH 110 MOACKYASPHO-GHONOTHISCKHM MCTOAAM JHATHOCTHKH.

4.3. Hexoropsic xomnonenTs (KO1 1 KO2) conepxar HATPHS a3UX B KOHICHTPALMH, YKa-

sauol B m. 2.2 «Coctas Babopan».

4.4, Jlns opeRoTRPAICHHE XOHTAMHHALKHE HEOOX0QHMO TEPPHTOPHANLHO Pa3RENNTH ITAIK
suaenesud JJHK u nocrauosxn IIL[P cornacko MY 1.3. 2569-09 «Opraamsamms paborw nabopa-
TOPHiL, BCIIONBIYIONMX METORK aMInRPHKAHE HYKICHHOBBIX KHCIOT OPH pabore ¢ MaTepuaion,
COREpRALIM MHKPOOPTamnImMel I-IV rpynn uarorenHocTHY. ’

4.5. Ilpu pabote ¢ HabopoM BeoOX0ANMO HAZEBATS OAHOPAIOBAIC METHIMHCKHC NCPIATEH,
ACNONE30BATE TONBKO OJHOPA3OBMIC HAKOHCTHHEH ¢ PHILTPOM A4 033TOPOS,

4.6. Kaxzoe pabouee MecTo aonxHO GaiTe cHaOxeHo colcTBenHEiM HabopoM Ao3aTopoB
NePeMERBOro 00neMa, HEOOXOAHMBIME BCTIOMOTSTCAPHNIMEA MATCPHATIAME H 00OpYAOBaHAEM. 3a-
OPCINACTCA HX NICpeMellicHAe MRy paboduMH MECTaMH.

4.7. He nomycxacTcs HCMONB3OBAHKE ONHHX H TEX ¢ HAKOHCHUHUKOB Npu A00aBICHKN pa3s-
Hex ofpasnos.

4.8. Tlocae oxoHUAHHS PaboT A4 AeaH(EKIHH K TPEROTBPANICHIN KOHTAMUHAINM Boe pabotue
nobepxHOcTH H 06opyROBaHHE CeYeT BOABEPTHYTS AelicTRimo Saxrepimumsx YO mamm b Tedesme 1
gaca. 3aTem 05paloTATS PETIaAMCHTHPOBHHRMHA COHHTADHBIMI TPABHIIAMH JCHHGAIMDYIOMMME Cpei-
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cTBamun {Takumu, kak: 0,8% pacTBOp «[e3omakc-WHHOBa»; 1% pacTBop «[uabak»; 0,5% pacTBop
«JlnzaguH»; 1% pacTBop «MucTpaub»; 1% pacTBop «BenToneH»),

4.9. Bce ucnonb3oBaHHble 04HOPa30Bble Martepuanbl MofAsepratb 06paboTKe Ae3nHpULK-
PYHOLMMK CPeCcTBAMM C NOCNeAYOWel yTunnsaymen (cm. MY 287-113 «MeTtoanyeckue ykasaHus
no Ae3vHMeKUMUM, NPeacTEPUNN3aLMOHHON OYMCTKE W CTEPUNM3aLUU U3AEeNUA MeLULUHCKOrOo
HaszHauYeHUs»).

4.10. Mpwu ncnonb3oBaHUM Habopa o6pasyroTca 0TXo4bl Knaccos A, b, B n I, KoTopble Knaccu-
GuumpyoTea U yHUUYTOXAKTCA (YTUAM3MpYtoTes) B cooTBeTcTBUM ¢ CaHlMmH 2.1.3684-21 «CaHu-
TapHO-3NNAEMMNONOrNYecKe TpeboBaHNA K COLEPXKaHU0 TEPPUTOPUIA TOPOLCKMX U CeNbCKUX NO-
CeneHnin, K BOAHbIM 06beKTaM, MUTHLEBON BOAE WM MUTLEBOMY BOAOCHAGXEHWUIO, aTMOCHEpPHOMY
BO34YyXY, NOYBaM, XWUbIM MOMELLEHNAM, 3KCnayaTauny NPOM3BOACTBEHHbIX, 0OLWECTBEHHbIX MO-
MELLEHNI, OpraHM3aLmn N NPoBeAEHNIO CaHUTapHO-NPOTUBO3ANMUAEMUYECKNX (NPOPUNAKTUYECKNX)
MeponpUATUin».

5. OBOPYJOBAHWE N MATEPUA/bI

- aMnNAngUKaTop MNAHLWETHOro Tuna c AeTekumein (yopecueHUnn B peXxume peasbHOro
BpeMeHu (c kaHanamu getekunn «PAM» n «ROX»):

«CPX96» (thmpma «Bio-Rad», CLUA), «4Tnpaim», (000 «HMO AHK-TexHonorus», Poc-
cus);

- NlaMWHapHbIA B6OKC 2-ro Knacca 6MONOrMYeckoi 3awmTbl (Hanpumep, 60KC abakTepuanb-
HOI BO3AYyLLIHON cpeabl Tuna BABN-01, «/lamuHap-c», AO «JlaMuHapHble cucTemsl, Poccus);

- XOM04WNbHUK O6bITOBOM, NOALEPXUBaKOLW M TeMnepaTypy (2-8) ®C,

- MWHW-LLEKep NNaHLWeTHbIA, obecneymBaroLniA yacToTy BpaweHus 1200-1800 06/MUH
(Hanpumep, «PSU-2T», dunpma «BioSan», flateus nnn «BioShake iQ» dmpma «Analytik Jenay,
epmaHus);

- MUKpOUEHTpUdyra ansg npobmMpokK BMeCTUMOCTbIO 2 MA, o6ecneunBatowas 13000 06/MUH

(Hanpumep, «EppendorfMiniSpin», dupma «Eppendorf», MepmaHus);

- BCTpsXuBaTenb Ans npobupok (Hanpumep, Bio-Vortex V-1 plus, dmpma «BioSan», fart-
BUSA);

- MepyaTtky MefULMHCKME OAHOPa30Bble HECTepPW/IbHbIE HeonyfpeHHble NlaTeKCHble Wn
HeornpeHoBble (Hanpumep, nepyatkn «NeoTouch», pupma «Ansell Healthcare», F'epmaHus);

- [03aTopbl OAHOKaHa/bHble C MepemMeHHbIM 0O6BEMOM, CO CMEHHbLIMW HaKOHEYHWKamu
(Hanpumep, dupma «Biohit», PuHNAHANS);

- O[lHOPa30Bble HAKOHEYHVKW ANS [03aTOPOB C 3aUTHLIM (DUNLTPOM /a3p030/bHbIM 6apb-
epom (Hanpumep, pupma «Sartorius», FrepmaHus);

- LWITATVBbI AN MUKPOMPOOMPOK BMECTUMOCTLIO 2 M/ (Hanpumep, gupma SSI, CLUA);
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- KOHTeliHep anst cbopa oTxoAoB (Hanpumep, «KoHTeiHep ans cb6opa 0CTPOro MHCTPYMEH-

Tapus - EK-01», pupma «KM-INMPOEKT», Poccus);
- HOX KaHLENSPCKUIA NN HOXHULbI.
6. MOATOTOBKA AHAJTM3NPYEMBbBIX OBPA3LLOB 1 PEATEHTOB

6.1. MoAroToBKa aHann3npyemblx 06pasLos.

B3aTune, TpaHcnopTMpoBaH/We W XpaHeHWe UCC/IeAyeMOoro marepuana OCYLLecTB/AeTCA CO-
rnacHo MY 1.3. 2569-09 «OpraHm3aums paboTbl nabopaTopuii, MCNOMb3YIOLWINX METOAbl amnan-
(hMKaLMn HYK/IEMHOBbLIX KUC/IOT Npu paboTe C Marepuanom, CoAepxawimum MUKpoopraHusmel 1-1V
rPynn natoreHHoCTu».

Mpn npoBefeHMn paboT C KAMHUYECKMMK 0b6pasuamu B nabopartopuu, BK/IOYas MpoLecc
BblgeneHns AHK n3 Hux, Heo6xoamMmo obecneynTb 6€30MacHOCTb PaboTbl B COOTBETCTBUM C Tpe-
60BaHNAMY 3aKOHOAATENbLCTBA B CHEPE CaHUTaPHO-3NULEMMO/IOTMYECKOro 61arononyyus.

[ns aHanu3a NofroToBUTb KMHUYeCKMe 06pasubl (LesbHOW KpoBM M BYKKasbHOro anure-
Nns) € NOMOLL b HabopoB ANn4 BblueneHms AHK.

Kaxgas rpynna o6pasuos, npoxojauias vepes npouefypy eblenenms AHK, nomkHa co-
fepxaTte KOI 1 K02, KoTopble ABAAKOTCA KOMIMOHEHTaMU aHHOTO Habopa.

6.1.1. BoigeneHne AHK c¢ ncnonb3oBaHMem Habopa peareHToB «PeanbecT-IeHeTnka OHK-
aKCnpece».

BoigeneHne AHK 13 06pa3uoB LebHOW KpoBM 1 BYKKalbHOTO aNUTENNa NPoBOAUTL cornac-
HO MHCTPYKLMN N0 NPUMEHEHMIO Habopa «PeanbecT-IeHeTnka AHK-akcnpece».

BHumaHne! C MOMeHTa OKOHYaHUA LeHTpudyrnposanms (n. 7.2.6 MHCTpyKUMK Mo npume-
HeHNtO Habopa «PeanbecT-IeHeTuka JHK-3kcnpecc») A0 yaaneHms HagocafouHOM XUAKOCTK (M.
7.2.7 VIHCTPYKLUK) LOMHKHO NPOMTU He 6onee 5 MUHYT.

Anoumnio 06pasLoB NMPOBOAUTL 3MIOUPYIOLWLNM PacTBOPOM «[eHEeTMKa», KOTOPbIA ABNSeTCS
KOMMOHEHTOM faHHOro Habopa.

Mocne BCKPbITUA (hiakoHa 3NoMPYOWKNA pacTBop «IeHeThKa» XpaHWTb Npu Temnepatype
(2-8) °C He 6onee 3 mecALeB.

6.1.2. Bowenenne HK ¢ ncnonb3osaHnem Habopa peareHToB «Peanbect MeHMar».

Boigenenne AHK 13 06pa3uoB LeNbHOW KPOBU NPOBOAUTL COMNACHO MHCTPYKLUMM MO Npume-
HeHuto Habopa «PeanbecT MeHMar».

6.1.3. BbigeneHnyto AHK xpaHuTh npu TemnepaType (2-8) °C He 6onee 24 4acos.

6.2. lMofroToBKa peareHToB.

Mepep Hayanom paboTbl M3BNEYb HAOGOP M3 XOMOAUNbHUKA, BblgepXxaTb Npobupku ¢ NPC B
ynakoBke (He BCKpbIBas!) npu Temnepatype (18-26) °C He meHee 30 MUHYT. 3aTeM BCKPbITb YNaKoB-

KY, aKKypaTHO C NOMOLLbK KaHLENAPCKOro HoXa Wan HOXHUL, 0Tpe3aTb Heo6X0MMOe KOMMYeCTBO
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(no umcny noAroToBneHHbIX Npob, Bkatovas KOI n K02) npobupok ¢ MPC. OTpesaTb NPOGUPKK
cnepyeT BMeCTe C MOKPbIBAKOLLLEN UX NIEHKO.

BHumaHme! Heucnonb3oBaHHble NPooupkn ¢ MPC ynakoBaTh B MakeT C OCyLUMTeneMm, yaa-
NNTb N3 HEro NNLWHMIA BO3AYX U MIOTHO 3aKPbITh 3aKNM.

Mocne nepBoro BCKPbITUS ynakoBku PC xpaHuTb npu Temnepatype (2-8) ®C He Gonee
3 Mecsues.

KOI n K02 nocne BCKpbITUA NPOBMPOK XpaHUTb npu Temnepatype (2-8) °C He 6onee 1 me-
caua unm anukeoTamu no 50 Mk npu Temnepatype MUHyc (18-24) °C He 60nee 3 MecALEB.

7. MPOBEAEHWVE AHANTN3A

7.1. HeobxogmMmoe KONM4ecTBo (MO YMC/y NOATOTOBNEHHbIX MPO6, BKNKOYAA KOHTPO/IbHbIE
06pasubl) Npobupok ¢ MPC NnpoHymepoBaThb 1 PacronoXuTb B LUTATMBE.

BHumaHue! Hagnucu cnegyeT pacnonaraThb Ha 60KOBOI YacTu Npobupok.

7.2. AKKypaTHO yaanunTb NAEHKY, 3aKPbIBatoLLyH0 NPOOMPKMN.

BHumaHnue! MpuyganeHnn nnéHkn cneguTe, YT0o6bl BMecTe C Held He 6binayganeda MPC.

B Kaxayl npobupKy [03aTOPOM, ucnonssys AJ19 KOXAOro obpasua VHAWBUAYaIbHBbINA
HaKOHeYHUK ¢ unbTpom, BHeCTM no 50 mkn pacteBopa BbiaeneHHoin OHK.Bpemsi oT Havana
BHeceHuns B TPC go 3anycka MLP go/mKHO 6bITb He 60nee 30 MUHYT.

3aKnenTb NPOBUPKN ONTUYECKOM MNEHKOWN.

BHUMaHMe! Henb3s HAHOCUTb HA ONTWYECKY NMNEHKY Kakue-nn6o Hagnucu. OnTuyeckas
nNnéHKa AoN>KHa ocTaBaThbCA YNCTOl!

7.3. NMomecTUTb NPOOMPKM B MUHU-LIeKep. MepeMeluaTb COAepP>KMMOe NPoBUPOK C YacTo-
TOM BpaweHns 1200-1800 06/MVH B TeyeHME 1MUHYTHI.

7.4. TToMeCTUTb NPOBMPKKN B amnangukaTop.

7.5. 3anporpaMmupoBaTb Npubop AN NPOBEAEHUS ammnInpuKaLmMm creympuyeckux gpar-
meHTOB [HK 1 feTeKunn KpMBbIX NiaBiaeHnUs B COOTBETCTBUN C MHCTPYKLMEN K Npubopy.

MpOTOKO/IbI MPOBEAEHNS peakLny aMmnanguKaymm:

ansa npuoopa «CFX96x»:

— 1cragma: 50 ®C- 2 MUHYTHI;

— 2 ctagma: 95 ®C- 2 MUHYTHI;

— 3cragua: 50 unknos (94 ®C- 10 cekyHA, 60 ®C- 20 cekyHL);

— 4 cTaguna: «kpusaa nnaeneHunsa» oT 27 °C go 75 ®C c warom 1 °C B TeyeHue 5 CEKYHJ,
(M3mepeHue (hlyopecLEeHL MM NPOBOANTL Ha KaXOM Luare);

— 5cragma; 10 ®C- 1 mMuHyTa.

AN npubopa «4Tnpanm»:

— 1cTagua: 50 ®RC- 2 MUHYTHI,
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— 2 cTagusa: 95 ®C- 2 MUHYTHI;
— 3 cTagmsa: 50 umknos (94 ®C- 10 cekyHf, 60 °C - 20 cekyHn);
— 4 cTagua: «kpmsasa nnasneHns» ot 27 °C po 75 °C c warom 1 °C B TeyeHune 13 cekyH[
(M3mepeHue (yopecueHLMN NPOBOAUTL HA KXO0M Luare);
— 5cragna: 10 ®C- xpaHeHue.
7.6. BblbpaTb KaHanbl AeTeKUUU KPUBBIX MAaBfeHna Aynnekcos crneunguuHoro AHK-3oHaa
M NPOAYKTa aMnangukaunm ans peructpayumn mytaumnii B reHe BRCAI :
«PAM>» - peructpauymsa mytaymm 3819del5;
«KOX» - peructpauunsa myTtauum T300G.
7.7. 3anporpamMMupoBaTb [MOJIOXKEHME TMPOOGUPOK C WCCNERYEMbIMA U KOHTPOJIbHbIMU
obpasuamy CornacHoO MHCTPYKLUUN K UCMOb3yeMoMy Nprubopy.
7.8. 3anycTuTb NporpaMMy M NPOBECTW peakuuio aMnavgukaunm ¢ perucrpaymein gpayo-
PecLeHL N B peXXUme peasibHOro BPpeMeH!.
8. AHAN3 N YYET PE3Y/IbTATOB
8.1. YcnoBua aHanmsa 1 y4éTta pesysibTaToB
Ons KOI B kaHanax getekumm «PAM» n «KOX» 0OMKHO (DUKCUPOBATLCSA HaNMune 04HOro
N1Ka nnaBfeHns, COOTBETCTBYIOLLENO reHoTMNy «HopmanbHas roMo3nroTa», U onpeaensiTbCa 3Ha-
YyeHne TemnepaTtypbl NnaBneHUs. 3Ha4eHNs TemnepaTyp NiaBneHNa AO/MKHbI HAXOAUTLCA B Anana-
30He Temnepatyp ana KOI, ykazaHHOM BO BKfajblLle K Habopam faHHOW cepuu.
Ons K02 B kaHanax getekuymn «PAM» n «KOX» g0/MHKHO PUKCMPOBATLCA HanM4vme of4HOro
MuKa NnaBneHUs, COOTBETCTBYIOLLErO reHoTMny «MyTaHTHas roMo3uroTa», U onpeaensiTbCs 3Ha-
YeHne TemnepaTypbl NiaBfeHNA. 3Ha4YeHUS TeMnepaTyp naaBneHns LO/HKHbI HAXOAUTLCA B Anana-
30He Temnepatyp gns K02, ykazaHHOM BO BKafbHble K Habopam faHHOW cepuu.
Z 8.2. AHann3 pe3ynbTaToB onpeaeneHns myTaunii 3819del5 n T300G B reHe BRCAL.
8.2.1. [nga Kaxporo uccnegyemoro obpasua B KaHanax getekumm «PAM» n «KOX» gon-
YKeH (PMKcupoBaTbCa 0AMH (B Ciyvyae roMo3UroTHOro HOCUTENLCTBA) UK [Ba (B Cyyae reteposu-
FOTHOr0 HOCUTENIbCTBA) NUKA NIABNEHNA N ONPEeAeNATLCA 3HA4YEHNE TeMMNepaTypbl MNaBeHNS.
8.2.2. 'eHOTMN aHaNM3MPyeMoro ob6pasua yumTbiBaeTcA Kak «HopManbHas romosuroTas,
ecnu Ana 3atoro obpasua (MUKCUPYETCA Hanyme OLHOrO MUKa NaBfIEHUS, NPU 3TOM 3HaYeHue
0TNIMYaeTCs He 6onee yeM Ha 2 °C OT TemnepaTypbl nNnaeneHns ana KO L
8.2.3. eHoTUN aHanM3Mpyemoro ob6pasua yumTbiBaeTca Kak «MyTaHTHas romosurora,
ecnu ana 3atoro obpasua PUKCUPYeTCA Hanyme O4HOrO MUKa NaBfIEHUS, MPU 3TOM 3HaYeHue
oT/IMyaeTcs He 6onee yem Ha 2 °C oT Temnepatypsbl nnasneHns ansa K02,
8.2.4. T'eHOTMN aHaNM3MPYeMOro o6pasua YuuMTbiBaeTCS KaK «[eTeposurota», ecnu ans

3TOro o6pasua (UKCMPYeTCs Hanuume [BYX MWUKOB MaBfeHWs, NpW 3TOM 3HayYeHWe OAHOro
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0T/InYaeTcs He 60nee yem Ha 2 ®C oT Temnepatypbl nnasneHns gna KOI, a Temnepartypa BTOPOro

oTNMYaeTcs He 6onee YeM Ha 2 °C OT TemnepaTypbl naasneHns ans K02.

FEEHOTWM
«HopmasnbHasd «MyTaHTHa#
«["eTepo3uroTa»
s romMosuroTa» romMo3mroTa»
S
i " OfVH NUK Nnasne- OAvH itk Asa uka
u nnasfieHns, MnnaBneHus,
% HWA, OT/INYaeTCA
OT/INYaeTca OT/IMyaroTCH
He 6onee
w He boree He 6onee
Yem Ha 2 “C
o1 KOl Yem Ha 2 °C yem Ha 2 °C
0TKO02 ot KOI n K02
BRCA1 3819del5  «PAM» N/N del5/del5 N/del5
BRCA1 T300G «KOX» T4 G/G TIG

N - Hopma (OTCyTCTBME MyTaLUN).

BHumaHme! B cBA3M C BbICOKOA KNMHUYECKON 3HAYMMOCTbIO MyTauuin B reHe BRCAL peko-
MeHAYyeTCA NPOBOAWTbL MOBTOPHOE FEHOTUNUPOBAHWE TETEPO3UTOTHBLIX U MyTaHTHbIX TOMO3U-
roTHbIX 06pa3yos.

FeH BRCAL1 >XW3HEHHO Heo6XoAMM [NA pasBUTUA 3IMOPUOHA, WHAMBUAbLI C Ha/MYMEM
HacneACTBeHHbIX MyTauuii 3819del5 nnn 300G oAHOBPEMEHHO B ABYX annensx B reHoTMne no -
TepaTypHbIM LaHHbIM HEXXU3HECTOCO6HbI.

8.2.5. Pe3ynbTaT reHOTUNMPOBAHWNA CYUMTAETCA COMHUTENIbHBIM, eC/M TeMMepatypa nnasfe-
HWA NPOAYKTOB rMbpuan3sauny otanyaetca 6osee YeM Ha 2 ®C OT 3HaYEHMiA, nonyyeHHbIX gna KOl
nimnn K02, nnbo nuKy nnasneHus oTCyTCTBYHOT. COMHUTENbHbIE pe3ynibTaTbl He MOJ/1exar aHa-
NN3Y U YUETY.

COMHUTENbHbIV pe3ynbTaT MOXET 6biTb BbI3BaH C/IMLLIKOM HU3KOW KOHLEHTpaLueid reHoMm-
Hoin AHK B peakuuoHHONM cmecn (BCNeLCTBME HenpaBW/bLHOIO 3abopa MaTtepuana, OLIMOGOK npu
npo6onoAroToBKe MNM NpWM UCNOMAb30BaHUK Henoaxoasulero metoda BbiaeneHns AHK). Konnue-
CTBO KOMWIA reHoMa 4enoBeka B BblgeneHHOM o6pasye AHK mMoxeT 6biTb NPOBEPEHO C MCMONb30-
BaHVWeM Habopa peareHToB «Peanbect Banmaaumsa obpasua», BbIABNAIOLLErO (hparMeHT ayTOCOMHO-
ro YHUKanbHOro reHa yenoseka HMBS. Ecnu ansa aHanusmpyemoro obpasua sHadeHne Ct AHK re-
Ha HMBS no kaHany «KOX» 6onblue 33 nnun He onpegenserca (To eCTb COAepXKaHve B peakLUoH-
HOI cMecn Konwuii (reHoM-3kBmBaneHToB) AHK reHa HMBS MeHee 250), TO 3TO CBUAETENLCTBYET 0
HefocTtatoyHOM KonuyectBe OHK B BblgeneHHOM o6pasue. Heo6xo4Mmo NpoBecTV MOBTOPHbIN
3abop 4N muccnepoBaHus 06pasya 6yKKanbHOro anuMTenns UAM NpoBecT MOBTOPHbINA aHann3 06-

pasua LefibHOM KPOoBMW, HauMHas ¢ aTana Bbligenenms AHK.
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83. lnarHoctnyeckas 3Ha4MMOCTb.

MHOro4NCNEeHHbIE UCCMEA0BAHNA MOKa3av, YTO BEPOATHOCTb Pa3BUTMS paka MOOYHON
xenesbl (PMXX) n paka anyHukos (PH) y HocuTeneli myTaumii B reHax BRCA1 n BRCA2 KpaiiHe
BbICOKa. [0 faHHbLIM MeTa-aHanm3a puck passutna PMXX k 70 rogam coctasnset 55% ansa HocuTe-
neii myTauuii B reHe BRCAI 1 47% pns HocuTenei MyTauuii B reHe BRCA2, puck passutus PA
39% ana BRCAL1 1 17% gns BRCA2, npu 3TOM 3a4acTyto Habnt0AaeTcs paHHMIA BO3pacT BO3HMK-
HOBeHMs paka. MyTauum B reHax BRCAL1 1 BRCA2 NOBbLIWAKT PUCK Pa3BUTUS U APYTUX 3/10Ka4ve-
CTBEHHbIX HOBOOOpa3oBaHmMil (pak NpocTaThl, paK Xenyaka, pak nomxenyno4yHon xenesbl, pak rop-
TaHW), a TakXXe HaKNaAblBalOT 0OCOOEHHOCTM Ha K/IMHUYECKOE TeYeHNe OHK03abo/1eBaHuS.

YunTbiBas BbICOKYH BEPOSTHOCTb Pa3BUTUS OHKOMATOMOrMW, ONpeAeneHne MyTauuii B re-
Hax BRCA1 n BRCA2 uefnecoobpa3Ho B rpynnax BbICOKOrO pUCKa CO Cnyyasamy paka y KPOBHbIX
POACTBEHHMKOB, a TaKXe aKTya/lbHO A5 MPUMEHEHWUS B CKPUHWMHIOBLIX NporpamMmmax Mo OLeHKe
pucka PMXX n PHA. PaHHss AmarHocTMKa MyTauuili no3BonseT NpUHATb 3PQeKTUBHbIE MepbI,
npefoTBpaliaolimMe passuTe 3abonesaHus. MNMpuUMeHeHMe [aHHOro [MarHOCTUYeCKOro noaxona
MOXXeT CNoco6CcTBOBaTb CHUXKEHMIO 3abonieBaemocT PMXK 1 PA.

Bonee noapo6HO 03HAKOMUTLCA C AWArHOCTMYECKOM 3HA4YMMOCTbiO MyTauwii 3819del5 wu
T300G B reHe BRCA1 MOXHO B inTepaType:

1. CokoneHko A., PosaHoB M., MuTtiowknHa H., WepuHa H. n gp. HacneactseHHble
MyTaLun Npu paHHWUX, CEMENHbIX 1 bunaTepasbHbIX POpMax paka MONOYHON XKenesbl y NaunueHToK
n3 Poccun. // Cnbmpcknii OHKONOrnyeckuin xypHan. 2008. T.27 (Ne3). C. 43-49.

2. J. Balmana et al.. KnuHnueckne pekomeHgaumm ESMO no AnarHOCTUKE, NEYEHUHO U
HabNOAeHN0 Yy 06O0/bHbIX PaKOM MOMOYHOW >Xenesbl € Hannumem BRCA™ wmyTtauyumn //
MuHMManbHbIE KIMHUYECKME peKoMeHgauumn Esponeiickoro Obuiectsa MeanumMHCKoin OHKoNOrnm

(ESMO) PepakTopbl pycckoro nepesoga: npody. C. A. TonaHanH, K.m.H. 4. A. Hocos; npod. H. W.
4 Mepesogunkosa, — M.: N3patensckas rpynna POHL, um. H. H. bnoxnHa PAMH, 2010.— 436 c.

3. JltobyeHko J1.H., bateHeBa E.W., Abpamos WN.C., EmenbsiHoBa M.A., byauk HO.A.,
TionsHgnHa A.C., KpoxmHa O.B., BopotHukoB W.K., Cob6onesckuin B.A., HacegkuHa T.B.,
MopTHoli C.M. HacnefiCTBeHHbIVi pak MOIOYHOW >Kenesbl W SUYHUKOB // 310KaYeCTBEHHbIe
onyxonun. 2013. Ne 2. ¢.53-61.

4. NMmsHntoB E.H. HacneacTBeHHbIV pak MOMOYHON enesbl // MpakTnyeckas OHKOMOMuA.
2010. T.11. Ne4. c. 258-266.

5. YacoBHukosa O.b., MutpogaHos A.B., AemyeHko A.0., Cugopos C.B., ®paHuKeBUY
0.3., KosaneHko C.IM. AHanu3 BCTpeyaemMoCTW [eBATU MyTauuii B reHax BRCA1 un BRCA2 y
60/bHbIX PakoM MOJSIOYHONM >Xenesbl B CUOMPCKOM pernoHe. // CUOUPCKUIA OHKONOTMYECKUi
XypHan. 2010. T. 41 (X25). C. 32-35.
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9. YCJOBHA TPAHCIIOPTHPOBAHMS, XPAHEHHS ¥ IIPAMEHEHWSA HABOPA "

9.1. TparcnopTHPOBATH HIACHHA CACAYST TPAHCIOPTOM BCEX BHAOB B KPLITHX TPAHCHOPT-
HBEIX CPEACTBAX B COOTBETCTBHH ¢ MPARHAAMH NEPCBO3OK, ACHCTBYIOMHEMN Ha TPAHCIOPTE AAHHOIO
BuzA, pH TeMneparype (2-8) °C. JlonycxaeTcs TpaHCHIOPTRPOBRHNAE IPH TeMIepaType A0 26 °C ne
Gonee 10 cyTox.

9.2. Xpanenne Bafopa B yNnakoBke OPEAIPHATHA-HITOTOBKTENE NOMKHO OCYIICCTBAATHCA
mpHu TeMueparype (2-8) °C B reqenne BCEro CpoKa rOAHOCTH B XONOAWIPHMEX KaMepax MIH X010~
IWISHAKAX, 00CCTICTHBAIOIIEX PETIaAMCHTAPOBAHHEIH TeMITEPATYPHRIN PEXHN C eXefHEeBHOH pe-
MRCTpAIHECEH TEMICPaTyPHL.

9.3. Cpok roasocTn HaGopa — 12 mecanes co gHx Bunycka. He aomyckaerca npumenenne
HabopoB IO HCTCICHHH CPOKA HX MNOAHOCTH.

94, lIna nonydensis HAREXHLIX PE3YALTATOB HEOOXORMMO CTporoe cobmofcHHE JAHHOMN
HHCTPYKUHH 1O NpHMCHEHNHIO Habopa.

9.5. Hanenne He TpeOyeT TeXHHYECKOro 06CIyMHBAHIS H HE MOJICKHUT PEMOHTY.

10. TAPAHTHHHBIE OBS3ATEJILCTBA

10.1. TTpoussomuYeNh rapaMTHPYET COOTBETCTBHC BRITYCKAeMLIX H3Zennit TpeGopannam
BOPMATHBHOM M TEXHHYCCKOH JOKYMCHTAUMH,

Be30DACHOCTS H KaYECTBO H3C/HA FApAHTHPYIOTCS B TeYEHHE BCETO CPOKa FOAHOCTH.

10.2. TIpON3BOANTE/E: OTBEYALT 33 HEAOCTATKH HIACAHS, 33 HCKMOUCHACM AedexTon, Ro3-
HHEIIMX BCNCACTRHE HAPYIICHUA NPABRA NOAL3IOBAHMA, YCAOBHH TPAHCNIOPTHPOBAHHSA U XPAHCHHS,
mi6o AeHCTBHA TPETHHX AH1L, JIH0O HONPCOROMUMON CHITHI.

10.3. TIponssonuTeNs OOI3yeTCH 33 CBOH CYCT JAMCHHTS H3ACINC, TEXHHICCKHE B GyHKIE-
OHANBHHIC XaPaKTCPHCTHKH (noTpeGHTENLCKNHE CBOHCTRA) KOTOPOro He COOTBETCTBYIOT HOPMATHB-
Bolt ¥ TexHHYeCKOH NOKYMCHTAUMH, ¢C/IH YKA3AHHLC HCAOCTATKH XBHIMCDH CICACTBHEM CKPLITOTO
AchexTa MATCPHATIOB WIH HEKAYECTBECHHONO HITOTOBICHUS H3ACHH OPOHIBORHTENEM.

Ilo BompocaM, KAacAIOWIMMCK KawecTsa HaGopa «Peanbecr-I'emertuxa BRCALl
3819del5/T300G», cneayer obpamarecs B AQ «Bexrop-Becr» no aapecy:

630117, r. Hopocubupcxk-117, a/n 492,

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

E-mail: plkobtk@vector-best.ru
KoHcyabTaImio CleIHanacTa no pabore ¢ HabopoM MoXHO nonywnTs no Tea.: (383) 252-51-75.
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