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B Hacrosmedl MHCTPYKUHMH 0 NPUMEHEHUIO (Jajee — MHCTPYKLHS) H3JI0KEH
meron BeisiBiaeHUsT MyTtanui 5382insC u 4153delA rema BRCAI, kak MapkepoB
HACJIEICTBEHHOMN MPEAPACTIOIOKEHHOCTH K  Pa3BUTHIO 3JI0KQ4E€CTBEHHBIX
HOBOOOPa30BaHUM, KOTOPBIM MOKET OBITh HCIIOJB30BAH B KOMIUIEKCE MEIMIIMHCKUX
yCIIyT, HAlpaBJICHHBIX HA MEIUIMHCKYIO MPOQPMIAKTUKY U JICYCHUE paKa SIMYHUKOB U
MOJIOYHOM KEJE3BI.

NHcTpykiuss TmpeaHa3HauyeHa i1 Bpayveli-OHKOJIOTOB, Bpadei-aKylIepOB-
TMHEKOJIOrOB, Bpayeil 1abopaTOpHON JUAarHOCTUKM W HHBIX Bpadeil-CIelUalnCcTOB
OpraHu3alyi 31paBOOXPAHEHUS, OKA3bIBAIOIINX MEIUIUHCKYIO TOMOIIb )KEHILHAM.

INEPEYEHb HEOBXOAUMOI'O OBOPYAOBAHUS, PEAKTHUBOB,
CPEJICTB, U31EJINMA MEJJUIIMHCKOM TEXHUKH

1. AMmndgukaTop € BO3MOXKHOCTBIO PETHCTPAIlMU pe3ysibTaTa B PEXKUME
pEeaNbHOTO BPEMEHHU.

2. TBepIOTENbHBIN TEpMOCTAT AJi poOupok 1,5 M tuma snrneHaopd.

3. MukpoueHntpudyra-BopTekc.

4. BbICOKOCKOpPOCTHast neHTpudyra TUISt poOUPOK 1,5 MJT
10 12-13 Teic. 06/MuH.

5. Konb6a-noBymika.

6. I1LP-60kc ¢ Y d-namrioi.

7. Komriekt MTUTIETOYHBIX 7103aTOPOB MIEPEMEHHOTO o0Bema
(0,1-2; 2-20; 20-200; 100-1000 mkm).

8. Xanar u oIHOpa30BbIe PE3UHOBBIC MEPUATKU, CMEHHAsI 00YBb.

9. OgHOpa3oBbie MHUKPOLEHTpU(DYKHBIE MPOOUPKH C KpPBIIIKAMH OO0BEMOM
1,5 M.

10. Onnopazoseie [TIP-npoOupku o6bemom 0,2 M.

11. [IratuBsl JyIsi MUKPOTIPOOUPOK U HAKOHEUYHUKOB.

12. OnHopa3oBble HAKOHEYHUKH C a’3pPO30JIbHBIM OaphepoM JUIsl MHIETOK
nepeMeHHoro oobsema s1o 2, 20, 200, 1000 M.

13. OpnnHopa3zoBble HAKOHEUYHHUKHU J10 200 MKIL.

14. XonomunbHUK ¢ paboueit Temneparypoit 6+2 °C, MOpo3miIbHas KaMepa.

15. Emkoctu ¢ Ae3uHDUIMPYIONTUM PACTBOPOM.

16. HaGop peakTHBOB ISl SKCTPAKIIMKM HYKJICHMHOBBIX KHUCJIOT U3 JEHKOIIUTOB
BEHO3HOU KPOBH.

17. PeakTuBBI 1J1s1 HOCTAHOBKHU PEAKIUU aMIUTU(UKALIIH.

INOKA3AHUA K MTIPUMEHEHHUIO
C56 3nokayecTBEHHOE HOBOOOPA30BAHKE SIMUHUKOB.

MPOTUBOINIOKA3AHUA JJIs IPUMEHEHUSA
OTCyTCTBYIOT.

OIIMCAHME TEXHOJIOI'MX UCITOJIB3OBAHUSA METOA

A. OmpeneneHue  KOHTHMHIEHTa Ui O0S3aTE€IbHOrO  T€HETUYECKOIro
TECTUPOBAHMUSL.

OcyiiecTBisieTCsl CpeAr MalUEHTOK C PAKOM SIMYHUKOB IOCIE XUPYPrUYECKOTO
J€YEHUs1 IO pe3ysbTaTaM HaTOMOP(OJIOrHUYECKOr0 HCCIEI0BAaHUS OINEPallMOHHOTO



Marepuana. O6cnenoBanuIo MOJJIeKAT  KEHILHUHBI c ONpPEeICIICHHBIMU
TUCTOJIOTUYECKUMHM  THUIIAMU  3JIOKAQUECTBEHHBIX  HOBOOOpA30BaHMUN  SIMYHUKOB
AIUTETUATEHOTO reHes’a (cepo3Hast/TyOyIsipHas/CBETIIOKJICTOUHAs/
HenupdepeHuupoBanHas kapiuaoma G2-4).

b. BrisaBnenue nonumopdusix mapkepoB B rene BRCAL.

[Ipennaraemselii crocoO BbIABICHUST MoMMMOp¢HBIX MapkepoB reHa BRCAL
OCHOBaH Ha ayuienb-crienuduyecko mnoauMmepasHor nenHo peaknuu (ITHP) ¢
MPUMEHEHUEM MHTEPKAJLUTUPYIOLIETO KpacuTes, pe3ynbTaThl KOTOpPOH
PETHCTPUPYIOTCS B pealbHOM BpeMeHH. J[aHHBI METOJ OCHOBAaH Ha CIOCOOHOCTH K
HEKOBAJICHTHOMY  CBsI3bIBaHUIO  Quiyopecuupyrommx  coeaunenuit ¢ JIHK,
MPUBOJISIIEMY K 3HAUYUTEITLHOMY YCHICHHIO (IyopectieHITnN. B HacTosmed MeToIuKe
JUIs1 3TOUM 1enu npumMensiercs kpacutedb SYBR Green ¢ qiamHON BOJIHBI UCITYCKaHUS
520 uM, dayopeclieHIIMS KOTOPOTO BO3pacTaeT MPOTOPLMOHAIBHO KOJIUYECTBY
neyxienoyeyHsix ydactkoB JIHK, oOpasyromuxcs Ha sTane OoTKHUra mnpaiMepa u
AJIOHTAIUU — 00pa30BaHMsI AMIUIMKOHA.

Brigenenue JIHK

JIns mpoBEeAEHUs WCCIENOBAaHUS B BaKyTaHEp, COJEpKalluil B KadyeCTBE
antukoaryisiuta DJITA, 6epyT BeHO3HYIO KpoBb. HemocpencTBeHHO mocie ee B3sTHUS
POOUPKH, 3aKPBIThIE KPBIIIIKAMHU, TIEPEMEITUBAIOT NIEPEBOPAUYNBAHUEM HE MEHEE 5 pas.
[lepemermmBanue JOHKHO OCYIIECTBISATHCS MIABHBIMU JIBHXKCHUSIMU 0€3 BCTPSIXUBAHUS
u 1neHooOpa3zoBaHua. CoOpaHHas BBIINIEONKUCAHHBIM CIIOCOOOM BEHO3Has KpPOBb
JOCTABIISIETCS B JTabopaTtopuio B TeueHue He 6osee 2 9 (pu Temmeparype 4-20 °C).

Okctpakuusa [JHK wu3 mnomydeHHBIX 00pa3lioB OCYIIECTBISETCS COTJIACHO
METOJUKe TpousBoautTesis HabopoB s Beigenenus JIHK w3 menpHOM KpoBH.
Xpanenue BoiaenaeHHon npoosl JJHK nomyckaercs npu temmnepatype ot 2 o 8 °C He
oonee 1 wememu. g Oosiee UIMTENBHOrO XpaHeHWs modydyeHHbI pactBop JIHK
HEO0OXOMMO pa3/IeTUTh Ha aJTMKBOTHI U CcOoXpaHsATh mpu Temmeparype -20 °C, uzberas
X MHOTOKPaTHOTO Pa3MOpaKUBaHUSI.

Peakums ammmudukanum

HemocpenctBeHHO  mepen  TOCTAHOBKOW — peakluud — aMIUTU(UKAIUU  BCeE
HeoOxoauMble KOMMNOHEHTHI, kpome Taq JIHK-momumepasbl, pazMopakuBarOT MpU
KOMHATHOM TeMIIepaType, TIIATEIIbHO IMEPEMENIMBAIOT HAa BOPTEKCE U OCAXKIAIOT
KPaTKOBPEMEHHBIM LEHTPU(YTUpOBaHUEM Ha MUKpoleHTpudyre. s Kaxaoro
obopasznia JIHK rotoBsT nBe mpoOupKH, NpeaHA3HAYCHHBIC IJIsI BBISBJICHUS JUKOTO U
MyTaHTHOTO ajuiensa. OJHOBPEMEHHO B TIOCTAHOBKY BKJIFOYAETCS OTPHUIIATEIbHBIN
oOpazen, He conepxammii JIHK, KoTOpblli MO3BOJIIET KOHTPOJIUPOBATH UYHCTOTY
peareHToB 1 00pa3oBaHUE TeTEPOAUMEPOB IMpaiiMepoB. B kaxayro mpoOupKy BHOCST 10
50 ar JIHK.

Hnst renotunupoBanus noiaumopdubix amieneir rena BRCAIL  roroBurcs
peakiMoHHass cMech o0beMoMm 20 MK Ha mpoOy, KOTOpas COACPKUT CIETYIOITUE
koMrioHeHTHI: 10 Mk 2-kpatHoro [TP-6ydepa, 250 MM al{TD, 250 mxM aTTD, 250
MKM ol T®, 250 MmxM nAT®, 1,5 EJl Taq-nomumepassl, 2 MM MgCl,, 2 MkM kaxaoro
onuronykieorunaa, 0,2 mxi SYBR Green.

Jlist oOHapy»)KeHUs yKa3aHHBIX MOJTUMOP(HBIX MapKEpOB MPUMEHSIIN TIpaitMephl
(OJIMTOHYKIEOTUABI ), U3TOTOBJIECHHBIE TPOMBIILIEHHBIM CIIOCOOOM.



Ta6HI/II_Ia — HOCJ’IGI{OB&TCJ’IBHOCTB OJIMTOHYKJICOTUAOB JIs1 ITOCTAHOBKH PCAKIMH

aMIITM(UKAIY TPY BRISIBIICHUH oJMMOpGdHBIX MapkepoB rena BRCAL
[TomumopdubIT

T oTxura,
MapKep resHa [TocnenoBaTenbHOCTh OMIMTOHYKIICOTHIA o°C
BRCAl
Annens TUKUi:
5’-AAGCGAGCAAGAGAATTCCAG- 3
5382 ins C Aniens MyTaHTHBIN: 65

5’-AGCGAGCAAGAGAATTCCCA -3

OOmwmii:
5’-AGAACCTGTGTGAAAGTATCTAGCACTG -3
Annens TUKU:

5’-AGCCCGTTCCTCTTTCTTC- 3’

4153 del A Aunnens MyTaHTHBIH: 62
5’-AGCCCGTTCCTCTTTCTTCA- 3’

O6mmit: 5’-GACTGCAAATACAAACACCCA- 3

[Iporpamma amrmM@uKanuu COCTOUT U3 CICAYIOIMIMX JTAroB: HaydajdbHas
nenarypanus 95 °C B teuenue 10 MuH, 45 HMKIOB aMIUMUKAIIUY, BKIIOYAOIIUE 3Tl
nenarypauu JIHK mpu 95 °C — 10 ¢, omxkura npaiimepa 65 °C — 20 ¢, snoHranuu
cunresa 72 °C — 30 c.

3. NHTepnperanus pe3yibTaTta peakiuy aMIiupuKanuu

B kaxxa0oM 1ukie aMIn(puKanud aBTOMaTUHYECKU OCYIIECTBIISIETCS] PErUCTPaLIUs
MHTEHCUBHOCTU (IIyOpECLEHIIMM HWHTEPKAJUIUPYIOMIETO KpPACHUTENsA, OTpaKkaromias
HapabOTKy IEJIEBBIX MPOAYKTOB aMITuuKaui. Ha ocHOBaHWY MOYYEHHBIX JTaHHBIX
MPOUCXOUT ABTOMATHYECKOE MOCTPOEHUE KPHUBBIX HAKOIUICHUS (HIIyOPECIIEHTHOTO
CUTHAJIa B 3aBUCHUMOCTHU OT IMKJIA aMIUTU(PHUKAIIAY 110 JBYM aJUIeIsIM KaXKJI0ro oopasiia.
[Ipu ananuze pe3ynabTaTa UCTIOIB3YETCS TOPOTOBBIN YPOBEHB (DIIyOpECIIEHIINU, PaBHBIN
10 % ot MakcumanbHOro 3HaueHus. [Ipu kputudeckoMm ypoBHe amrutudukaimu (Ct)
6onee 30 pe3ynbTaT YYUTHIBAETCS KaK OTPHIATENIbHBIA. B ciydae rerepo3urotHoit
dbopMbl OTUMOP(HOrO BapUaHTa T'€HAa PA3HOCTb MEXKIAY UUKIAMU aMIUTM(PUKALNH
oboux amnenerd (ACt) He npessimaer 1,5 nukiaoB (pucyHok 1), B TO BpeMsl Kak MpHU
rOMO3MIOTHOM reHoTHIe moka3aTenb ACt cocraisier 6osee 1,5 MUKIOB (PUCYHOK 2).
OTtpuiaTenbHbI KOHTPOJIBHBIM 00pa3el] XxapakTepu3yeTcsi BbICOKUMU 3HaueHusiMu Ct
(6omnee 30) unu HU3KUM YPOBHEM (QIIyOPECIICHIIMM CUTHAIA B 000OUX aJuIessiX.

Pucynoxk 1. — Ilpumep kpuBbIix amninpukamun
NPY HAJTHYUM MYTAHTHOIO ajuiens B reie BRCA1 (rerepo3urorublii reHOTHIN)
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Pucynok 2. — Ilpumep kpuBbIX amMninpukamun
NMPH OTCYTCTBUU MYTAaHTHOTO ajuielist B reHe BRCA1 (roMo3uMroTHbIi reHOTHIN)

[Ipn BemmonHeHnun Bcex H3tanoB [P ¢ nperekumen pe3ynaprata B PEKUME
peasbHOr0 BpeMEHH HE0OXOIUMO COOIIOJICHUE OCHOBHBIX TPeOOBAaHUM, N3TI0KEHHBIX B
WHCTPYKIIUH 10 MpUMEHEeHHI0 MuHucTepcTBa 3/ipaBooxpanenust Pecryonuku benapychb
ot 13.11.2008 Ne 090-1008 «Opranuzamusi paboT B J1a0OpPaTOPUSX, UCTIOIB3YIOIIUX
MeTo nonumepasHoi nenHon peakuuu (ITL[P)».

NEPEYEHb BO3MOXXHBIX OCJIO)KHEHUW WJIU OIIMBOK IIPU
BBIIIOJIHEHUU U ITYTU UX YCTPAHEHMU S

Bo u3bexanmne AMarHOCTUYECKUX OIMMOOK PEKOMEHIYeTCsl COOI0aTh MpaBuiIa
paboThl B MOJIEKYJISPHO-TEHETHYECKON J1ab0opaTopuu, W3JIOKCHHBIC B WHCTPYKITUU
mo TpUMEHEHWI0O MuHHCTEepCTBAa  31paBooxpaHeHus PecmyOnumkun — bemapych
ot 13.11.2008 Ne 090-1008 «Opranuzamnusi padoT B J1a00paTOpUsIX, HCTOIL3YIOIINUX
MeTo nonumepasHon nenHou peakuuu (ITLP)».
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