3anBiicHHE
0 PacCMOTPEHHH MPOTOKOJIA KIHHHYeCKoH anpodaluH

1 | HaumeHoBaHHe (eaepanbHOI
MEIHUUMHCKON OpraHu3anuy, Hay4YHoOM
UK 06pa30oBaTelbHOM OpraHU3aliH,
OCYLIECTBIAIOLIEH 1eATEILHOCTE B
cepe oxpaHsI 310pOBbS, ABIAIOIIEHCA
pa3paboTYHKOM [IPOTOKONA
KIHHHYECKOH anpobanuu

DenepanbHOE rOCY JapCTBEHHOE
OromxeTHOE yupexkacHHe «Poccuickuit
OHKONIOTHYECKUI HayuyHsiH LeuTp uMm. H. H.
bnoxuna» MunHnCcTEpCTBa
3aparooxpaHeHns Poccuiickoii ®enepauun

2 | Aopec MecTa HaXOXKIEHHS
OpraHu3aIum

115478, r. Mockpa, Kamupckoe mocce
0.23

3 | KonrakTHeie TenedoHsl H agpeca
3JIEKTPOHHOH MOYTHI

8-499-324-16-44
clingen@mail.ru

4 | HaspaHue npeayiaraeMoro s
KIMHHYECKOH anpobanun MeToaa
npopUIAKTHKH, THATHOCTHKH,
NeueHus U peabHANTaAlH

Mo.nelcy.nﬂpﬂo-rene'mqeclcaﬂ
AHATHOCTHKA NMpH# HACJICACTBCHHOM H
CIlOpagHYEe€CKOM paKke MOJIOYHO Keje3bl
H pake AHYHHKOB

5 | YHcno nanMeHToB HeoOX0ouMoe Uil
IIPOBEAECHHS KIMHHYECKOH anpobaiy

HeobxoauMoe KOMMUECTBO MAlIHEHTOB
1000:

330 nmaumenTtoB B 2016 rony

340 naumenTos B 2017 roxy

330 naumenTon B 2018 rony

Hpnaoxenne:

1.IIpoTokoa x1nHHYeCKOH anpoGauun na 15 a.
2. MHaMBHAYAILHASA PerHCTPALHOHHAS KapTa HA0/I00eHHA NANHEHTA B pAMKAX

KIHHAHYecKoi anpoGanuu Ha 1 1.

3. Cornacie Ha ony0;1HKOBaHHE MIPOTOKO/IA KJIHHHYeCKO# anpofauun Ha
odpunuanbHOM caiite MunucrepcTBa B ceTH « HTepHET Ha 1 1.

Hupextop ®I'BY «POHL] um. H.H.Bioxuna» MHHCTepCTBa 3ApPaBOOXPAHEHHS

Poccuiickon ®enepauuu
akagemuxk PAH, npod., n.m.H.

Haseimos M.H.

(moamuce)

L2

2016r.




IMpoToKoJ KAHHAMECKOH anpodanuu MeToAa NPOoPHIAKTHKH, AHATHOCTHKH, JICYeHHA H
peadtHIAHTANHK

HaenTHPHKALHOHHLIH HOMED
Jara

I. IlacnopTHad 4acTh

1.HaspanHe npeanaraeMoro K NpPOBeIeHHI0 KINHHIeCKoH ampofauum MeTola
NpoQpUIAKTHKH, JHATHOCTHKH, JIedeHHs U peabHIATaHN (Aajee — MeTO).

MOJICKy.IIﬂpHO-l"CHCTH‘-ICCK&ﬂ OHATHOCTHKA IIPH HACJCACTBCHHOM H CIIODANHYECKOM paKe
MOJIOYHOH KeNesbl U paKke SUYHHKOB.

2.HauMmenoBauue H  aapec  egepaibHoli  MeIMUHHCKOH  OpraHM3aNHH,
paspafoTaBmieii mNpPOTOKON  KAMHHYECKOH anpofamuH  MeroJa NPOPHIAKTHKH,
JMATHOCTHKH, JIeueHHns K pealniIHTauuu (Jalee — MPOTOKOJ KIHHHYIeCKO# anpobannu)

denepanbHOE TOCYAAPCTBEHHOE G1OKETHOE yupexaeHHe «POCCHACKHE OHKOJIOTHYESCKHH
Hayuyubni neatp M. H.H. Broxumna»  MuuucTepcTBa 3ZpaBooxpaHeHHA Poccuiickoi
denepanun. 115478 r., Mocksa, Kammupekoe mocce . 23.

3.paMuaua, HMH, OTHYeCTBO H [JOUKHOCTH JIHL, YNOJHOMOYEHHBIX OT HMEHH
pa3patoTYHKa HOANMCHIBATH IPOTOKO/ KIHHHYECKOH anpodauuH.

Hupextop ®IBY «POHIl um. HH. Brnoxuaa Mmunsgpasa Poccum», akanemux M.U.
JlaBB1IOB, 3aBemyiomas nabopatopueil knmuuuaeckoil onkorederrkn HAM KO ®I'BY «POHL]
M. H.H. Bnoxugra» n.m.H. JIroGuenko JlronMuna HukonaesHa.

I1. OGocHoraHMe KIHHHYECKOH anpodanuu MeToaa
4. ABHOTALHA:

IpennaracMblii METOA BKITIOYAST JUATHOCTHKY TE€PMHHAIBHBIX M COMATHYECKMX MYTALMi
B TeHax BRCAI, BRCA2 w CHEK2 B ofpasuax JHK, momyueHHo# u3 IHMGOLMTOB
nepudepuuecKoil KPOBH M ONYXOJIEBOM TKaHH 10J KOHTPOJIEM MaToMopoJiora ¢ LENbIO pacyeTa
DHCKa pa3sBHTHA 3JI0KaYeCTBEHHBIX HOBOOODA30BAHMI, B T.Y. BTOPIX MEPBHYHBIX OMyXOJeH,
paHHel JMATHOCTHKH, ONTHMH3allMH JE€YEHHs, NPOQHIAKTHKH, [UIAHHPOBAHHA CEMBH H
OporHo3a 3J0pOBbH  HOTOMCTBAa. OpraHM3alldOHHAs  MOJENL  MEAHKO-TEHETHYECKOro
KOHCYJILTHPOBAHHS JUIs1 BBIABIICHHS HACEICTBEHHBIX (OPM paka MOJNIOUHO#H JKeNne3bl W/HUIH paka
AWYHHKOB ¢ HCMONBL30BAaHHEM BHICOKOTEXHOJOTHYHBIX AMATHOCTHYECKUX METONOB ABMACTCA
HEOOXOAMMBIM 3TaMOM OHKOJOTHYECKOH MOMOINM, ONPENeLIIONIMM CTPATETHI0O B TAaKTHKY
BEIEHHS [AIIHEHTOB ¢ MATONOTHYECKMM T€HOTHIIOM, BKJIIOYAs BHIIOMHEHHE NPOGHIAKTHIECKHX
OBapHOAKTOMHH H MaCTIKTOMHH.

5. AKTYaJIbHOCTh MeTOAa A 3SPABOOXPAHEHHSN, BKJIYAaf OPraHH3allHOHHBIC,
KJIHHHYeCKHE H YKOHOMHYECKHE aCTeKThL.

PMK Ha ceromHAlIHHH AEHb — OAHO H3 CAaMBIX PAacOpOCTPAHEHHBIX OHKOJOTHYECCKHX
3a00NeBaHMii B MUPE, €XKErOIHO BEMBIETC O0Koio 1,7 MIIH ciiyyaen (GloboCAN, 2014). Cpeau
’KEHCKOTO HACEIeHHsA B CTPYKTYpe OHKojorHueckoit saboneraemoctn PMDK 3ammmaer mepsoe
MECTO B GOJIBIIMHCTBE IKOHOMMYECKH pasBHTHIX cTpaH. B P® B 2014 r. 3aperncTpupoBaHs! 65678
HOBBIX OOMBHEIX PMDK, 3Ta OHKOOrHYecKad MATONOTMA 32HMMAeT JIMAHPYIOILee NOJIOKCHHE KakK B
CTPYKTYpe 3a60IEBacMOCTH 3TOKAYECTBEHHLIMH HOBOOODa30BAHIAMH JKEHCKOTO HaceneHus (21,2%).
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P41 3ammaeT AeBsTOE MECTO CPEIM BCEX NIOKAYECTBEHHBIX HOBOOOPA3OBAHMIA Y KEHCKOIO HACEIICHHA
PD (4,6%), B 2014 r. 3aperncTpupoBaHb! 13634 HOBBIX GONBHBIX.

3a nocnemHue NeCATUIETHA BO BceM Mupe H B PO oTMeueHa oTYeT/MBas TEHACHLHA K POCTY
3abonesaeMoctt PMOK u PS. C uemeio CHMSKeHMS 3THX IIoKaszareneil HeoOXOOMMO BHEOPEHHE B
KITHHHYECKYIO MPaKTHKY MHHOBALMOHHBIX BBICOKOTEXHONOTHYHBIX METOJNOB paHHEH, B TOM YHCIE
JMOKIHHHYECKOM, THATHOCTHKH, pa3paloTKa HMHIAMBHAYAIBHBIX JIeUeOHBIX Y MpOQHAaKTHYECKHX
MOJIXO/IOB € YYETOM NeHeTHYECKHX (aKTOpoB pHcka. Ha ceromusimHuii AeHb uexomHas crams PMOK
wm P51 sensieTcs onpenensmomeit 11 Nporno3a TeyeH s 3a00/IeBaHMA: YEM NO3KE CTABHTCA IMArHo3,
TEeM BBILIE CTOMMOCTS JIeYeHus H Hike ero s¢dexrusnocts. Cornacuo sanrsM BO3 mo PMEK, nipw |
cramuy S-neTHmil cpok mepexaiBaior 90-95%060mbuex; npu IV — menee 10%. IIpn PA S-netnss
BEDKMBaeMocTh IpH | crammu cocrariser 70-80% 1 Toymbko 15% — mpu IV.

['eHeTHYECKasd NPEAPACHONOKEHHOCTh ABJACTCA ONHMM M3 OCHOBHBIX (PaKTOpPOB DHCKA
passutus PMOK u PS. HacneactBenHble ¢OpMBI 3THX OHKONOTHYECKHX 3abojicBaHHH
XapaKTepH3yKTCA ayTOCOMHO-AOMHMHAHTHEIM THIIOM HACIENOBaHHMA € BBICOKOH (HEMONHOM)
NEeHETPAHTHOCTEIO, 60Jee paHHHM (IO CPaBHEHHIO CO CNOpagHyeckHMH (GopMaMHu) BO3pacToM
MaHHpecTalUnH, nepeaadeii KaK ¢ MAaTCPUHCKOM, Tak M C OTIOBCKOH CTOPOHBI H BbIpAXECHHOH
T€HOTHITNYECKOH H (PEHOTHIIHYECKOH IreTEPOreHHOCTHIO.

KpurepusaMu 1711 NOCTAHOBKH TeHETHYECKOro auarHosa HacneictBeHHoro PMOK u PA
SBIUIFOTCS HAJIMYKE B CeMbe JBYX M Gonee poacteenrukoB I-II crenenm pozcrsa, 6omeaex PMIK
wwm P51, pansmii (no 50 ner) Bo3pact mMaHu(ecTanuy 2aboJieBaHHs, JBYCTOPOHHEE NMOPaXKEHHE,
NepBUYHO-MHOXECTBEHHBIE OIYXONH Y MalMeHTa WIH €r0 pPOICTBEHHMKOB, CHHIpOMAabHas
naronorus (cvaapom JIn-@paymenn, chHapoM JIMHYA H ApyTHE).

Ponb mytamuii B renax BRCAI u BRCA2 B pasBuTHH HaclieacTBeHHBIX dopm PMOXK u PA
SBNSETCA OCHOBHOM: IO JaHHBLIM MHOTOUHCIIEHHBIX MccneforaHuit uMu oGycrnopaeHsl 20-50%
HacneacTeeHHBIX dopM PMXK u 90-95% PA y xemmun, 4-40% PMXK y myxusH.
Hacnexncreennsie dopmbl PMIK u PSI MoryT GbITh CBA3aHBI TAKXKE C MyTaIllMAMH B reHax MLH],
MSH2, TP53, CHEK2, PALB2, PTEN, NBN, ATM, BRIPI, RAD50, BLM, FGFRZ2, HOCUTENLCTBO
KOTOPHIX OMNpeNeNnaeTcs NpH OpOBEACHHH MOJEKYISAPHO-TeHeTHUeCKoro AuddepeHuHansioro
TIOMCKA.

B GonpIMHCTBE HALMOHANBHBIX PYKOBOJACTB paHHHMH (o 35-435 NeT) WHIUBHIYANbHBIH
Bo3pacT Mauuectauun PMK, apycroponsuit PMX unu PS B moGom BO3pacTe CUMTAIOTCS
JIOCTATOYHEIMHM NOKa3aHUAMH IS TeHETHYECKOTO TECTHPOBAaHHA.

B rpymmax BEICOKOTO pHCKa pasBuTHS HacneacrseHHoro PMDK w/mmu PS B nepsyio
oYepenb NMPOBOAMTCA CKPHHHHI C LB BHIABACHWS YacThIX (NIOBTOPSIOIIMXCS) MYyTalUHid B
renax BRCAI! u BRCA2, ecnM TakoBbie NPHUCYTCTBYIOT B HCCIECAYeMOM IOMYNALHH. JTa
npolexypa KpaiiHe BaxHa, 000CHOBaHA ¢ MEAHLIMHCKOH ¥ 9KOHOMHYECKOH TOUEK 3PEHHA.

Y4MTEIBaA pacnpocTpaHeHHOCTE MyTanuii B reHax BRCA/ u BRCA2 8 PO, reHeTudeckoe
TECTHPOBAHME HA HaNWuMe eauHCTBeHHOH Mmyrtauud (5382insC B rewe BRCAI) nossonut
BBISIBHTH OKoNo 70% Hocutened Mytauuii B redax BRCA! u BRCA2 cpenu Gonprex PMIK n
okono 60% — cpeau GomsHeX PS. Mcnonbs3oBaHHE AMarHOCTHYECKOH MaHENH, BKIIOYAIOMIEH
BoceMb MyTamuii (185delAG, 4153delA, 5382insC, 3819delGTAAA, 3875delGTCT, 300T>G
(C61G), 2080delA B rene BRCAI u 6174delT B rene BRCA2), no3BonuaT oGHAPYKHThE OKONO
80% nocuteneit MyTalui B 9THX reHax. [IpoBeieHHE TeCTHPOBAaHUA B IAaHHOM O00BEME SBILACTCA
[enecoo0pa3HbIM, YYHMTHIBad €ro HEBBICOKYIO CTOMMOCTh H  JOCTYMHOCTE BO MHOIHMX
CHENHATH3HPOBAHHBIX KITMHHAKO-THArHOCTHYECKHX nabopaTopusx, HCTIONB3YIOLIHX
CTaH[apTHOE, 3aperHcTpupoBanHoe B M3 Pd o6GopyaoBaHHe U peareHTHl Kak 3apyOeKHOTo, Tak
M OTE€YECTBEHHOI'O IIPOM3BOJCTBA.

6.HoBH3Ha MeToAa H/HIH €ro OTJAHYHE OT APYTrHX H3BECTHLIX AaHAMOTHIHLIX METONOB

HcecnenoBanus, NOCBAINEHHEIC H3YUEHHIO YaCTOT BCTPEYAEMOCTH MYTailHil B pa3jIiYHBIX
reHax NpeJpacloI0KEHHOCTH U OIEHKE aCCONMMPOBAHHBIX PHCKOB, MPOBOIATCS, KaK IPaBUIIO,
Ha [peAHaMepeHHBIX Boibopkax OComeHpix PMOK/PA. B TO Bpems Kkak HMEHHO
LIHPOKOMACIITAOHBIM CKPUHHHT HeoTOOpaHHBIX IpyNN OONBHBIX MO3BOJNAET BBIABHTH
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H6onbIMHCTBO HOcHTeseit Mmytauuii B reHax BRCAI, BRCAZ u CHEK2, onTHMH3HpOBATH
nporpaMMmy JfiedeHHd, npodunakTHku © HaOmopmeHms d5tHX OonbHbx. Paspabotannasn
QUArHOCTHYECKAas MaHe b, BKIIOYAIOUIas paclpOoCTpaHEHHBIE B POCCHHCKOH TNOMYNALHH
MyTallH¥ B T€HaX NPEAPACIONOKCHHOCTH, ACCOLMHPOBAHHBIE C BBICOKHM PHCKOM pa3BHTHA
PMK w/mnu PA, momxua 6mITh anpo®upoBaHa AN MOCIEAYIOIIEr0 BHEAPEHHS H LUMPOKOIO
HCIIONE30BaHUA B HAYYHO-TIPaKTHYECKHX YUpexAeHUAX OHKOJIOTHYECKOT 0 H
of1eTepaneBTHYECKOro Npoduis.

CexBeHHpOBaHHE KOAWUDYIOUIEH  ITOCNEAOBATENHHOCTH TEHOB,  BOBJICYCHHBIX B
kauneporenes PMOK wwnu PS, seumomeecs «30moTeiM cranmaproM» JHK-anarsocTHky,
IIO3BOJIET IOBBICHTh J((PEKTHBHOCTE MOJICKYJAPHO-TEHETHYECKOTO CKPDHHHMIA B BBICOKO
reTeporeHHBIX MOMyNAIUIX, B TOM 4ucie B Poccuiickoii Geneparny.

CoBpeMeHHbBIE TEHICHIME MEPCOHAIN3HPOBAHHON MeIUIHHbI JAKTYIOT HEOOXOOHMOCTh
MOJIEKYJAPHOrO MpOQHIMpoBaHHS OOpPa3sLOB OIYXOJCBOH TKAaHH MOJOYHOH »Kelesbl H/HIH
AWYHHKOB ¢ LENBIO BBIABJACHHS COMaTHueckux Myrtaiuil B reHax BRCA/ u BRCA2 u
ONTHMHU3ALHKH JIe4eOHOH TAKTHKH.

[Mpeanaraemas  ampobaums  npeacTaBiser cobol  KOMIUIEKCHOE — MONEKYNSAPHO-
reHeTHYeCcKoe o0cneroBanue manuesTos crpagaroumx PMOK u/unu PS nns vHaMBHAyaTH3auu
IOMATHOCTHKH, JIeYeHHs H POJHIAKTHKE € HEJBI0 CHIKCHH 3a0071EBAEMOCTH M CMEPTHOCTH.

7. KpaTKoe onHcaHHe H YACTOTA H3BECTHBIX H NOTEHINHAJBHBIX PHCKOB HPHMeHEeHHH
MeToAa AJI8 MALHEHTOB, eC/IH TAKOBbIE HMEIOTCH, H NMPOTrHO3HPYeMbIX O0CTOKHEHHH.

EAnHCTBeHHBEIM IIPOTHBOIIOKa3aHHEM K NpOoBCACHHIO MCIHKO-TEHCTHYCCKOI'O
KOHCYNBTHPOBAHHSA H MOCIEAYIONIETO TeHETHISCKOr0 TECTHPOBAHKA ABJIACTCA 0TKa3 NAalHEHTA.

8.CchbIKHM Ha JIHTEPATYPHBIC MCTOYHMKH MyOJHKAalHH pe3yJbTAaTOB HayYHBIX
HCCIeXOBAHKI MeT0Aa HJH OTACIBLHBIX €r0 COCTABJAIOMHX (B TOM YHC/IE COOCTBEHHBIX
nyGankanuil) B pelieH3HPYEMBIX HAYYHBIX KYPHAJAX H H3JAHHAX, B TOM 4HCIE B
3apy6eXHLIX XKyPHAAAX (HA3BAHHSA Y PHATOB/M3XaHMI, HX HMNAKT-QaKTOP)
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2. Jlaseimos M.H., Akcens E.M. CraTucTuka 3/10KauYeCTBEHHBIX HOBOOOpa3sOBaHHH B
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A.B., Iletpopcknii A.B., XKyxosa JL.T., Memepsxos A.A., JKopnaans K.H., Cobonesckuii B.A,,
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9.Hubie cBeNCHNA, CBA3AHHbLIE ¢ pa3paboTKoii MmeToaA.

IILI{enn 1 3aaaYH KIHHAYECKOH anpobauun

10. JeTannuoe onHcaHAe Heel H 32731 KIHHHYecKoH anpodanuu

Ilenbro KNMHHUYECKOH ampoballiH SABIAETCA BHEJAPCHHE B KIHHHYECKYIO NPAKTHKY
BBICOKOTEXHOJIOTHYHBIX METOROB MONEKYIAPHO-TEHETHYECKOH [MarHOCTHKH, MOBHILICHHE
3¢ PeKTHBHOCTH MEIHKO-TeHeTHYECKOTo KOHCYJIBTHPOBaHHA, ONITHMH3ALIHA
IMATHOCTHYECKOM, IeueOHOM H MpodHAaKTHIECKOH NOMOINH TALIHEHTaM, CTPAAAIOIINM PakoM
MOJIOYHOR JKeJIe3bl H/HITH pakoM SUYHHKOB.

Jns peanu3anuy nocraBieHHON UEH Heo6X0AHMO BbINOJHEHHE CAEAYIOIMX 3aaY:

1. IlpoBeieHHe MEOMKO-TCHETHYECKOTO KOHCYNGTHPOBaHHA MNALMEHTOB, CTPaaloNuX
PMX w/nmu PS5 1 X poACTBEHHHKOB;

2. Co3manue Ganka obpasnos Guomormueckoro Marepuana GompHeix PMIK w/mwm P51
(xpoBb, napadpuHopie 6moku, JHK);

3. Co3maHue KIMHHMKO-TeHeTHYecKoro perucrpa 6onbHex PVMDK n/mnu P,

4. TenotunupoBanne 06pasuos xposu G6oapHex PMK w/umu PAI;

5. l'enoTunupoBanue o6pasios onyxosnesoi Tkanu GonbHEX PMXK w/umu PA;

6. BrouH(popMaTHYECKHI, CTATUCTHYECKUH aHaJIH3 pE3yJIbTaTOB F€HOTHIUPOBAHUSA,

7. Pa3paboTka airopuT™Ma IMPOBEACHHSA MOJEKYIAPHO-TCHETHYCCKOH IMarHOCTHKM Ui
BBISBICHHS HACIEACTBEHHOH IpeApacmoloXeHHocTH Kk passuturo PMDK wwmu PA wu
onpenenenus BRCA-craryca;

8. OueHka 3G(eKTHBHOCTH MOJNEKYAAPHO-TEHETHYECKOro CKpHHHHTa y GonbHbix PMIK
u/unu P51

IV,  u3zaiiH KIHHHYeCKOH anpobaumn

11. Hayunasm 060CHOBAHHOCTE M [JOCTOBEPHOCTh MOJYYEHHLIX HA CTAAHH
pa3paGoTKH MeTOAa JAHHLIX, BKJIIOYAR J0KA3ATEJIbCTBA €10 6e30macHOCTH.

B xinHHyecko#i anpobauuu 6yAyT HCNONB30BAHE MOIEKYIAPHO-TEHETHICCKHE TECTHI H
METOABI, TpPHMEHseMBlE B KIMHAKO-JHArHOCTHYECKOM TMpakTHKE [UIs  ONMpEeNciCHHA
repMHHANBHBIX M COMATHUYECKHX MyTauuii B reHax BRCAI/2 m CHEKZ. Bce npuMeHseMble
METOIBI XaPaKTEPH3YIOTCA BEICOKUMH N0Ka3aTeNsIMH CeMU(PHYHOCTH M IyBCTBUTEIBHOCTH H
anpo0HPOBaHbl B KIHHWYECKMX YCIOBHAX M ABISIOTCA Oe30MacHBIMH TNPH HCIMONB3OBAHMH.
Monekynapieie xapaktepuctakd PMOK w/mnu PS (HamM4me/OTCYTCTBHE TePMHMHAJIBHBIX H



COMATHYECKHX MYTauui) HUMEIOT CTaTUCTHYECKH NOKa3aHHOE IIPOTHOCTHYECKOe 3HAYCHHE Ha
OCHOBaHHH MEXIYHApPOAHBIX 6a3 manuen: OMIM, GWAS, BIC, COSMIC u ap.
12. Onucanme uM3aiiHa KIHHHYeCKOH anpofdauMM [AOKHO BKIKYATH B

cedn:
12.1 Yxazanue OCHOBHBIX H JONMOJHHTENBHBIX (npu HAJIHYMH)

MCCeayeMBbIX nApaMeTpoOB, KOTOpbIe OyayT OLICHHBATBLCH B xoae
KJAHHHYECKOH anpobarHm.

OCHOBHBIE HCCHEOyeMble MapaMeTphl, KOTOpble OyAyT OLEHHMBaTECA B  XOIe

KITHHHYECKOH anpobaium:
- HAJIMYHE/OTCYTCTBHE TEPMHHANBHEIX MyTauuil B renax , BRCAI, BRCA2, CHEK 2;

- HAJIMYHE/OTCYTCTBHE COMATHYECKHUX MyTaluii B reHax , BRCAI, BRCA2.
12.2 Onmcanne am3alina KAMHHYeckoii ampofammu ¢ rpadmryeckoit cxemoil
(3Tannl B NpouUeayPhl, 4 TAKMKE CPOKH H YCJIOBHA HX NPOoBeJeHHS, HHOE),

Meguko-reHeTH4eckoe KOHCYIETHpoRaHHe (MI'K) MaLieHToB ¢ YCTaHOBIEHHBIM
msarHosoM PMOK w/wu PS

A
MoryueHHe HHOOPMHPOBAHHOTO A0GPOBONEHOIG COFNACHS

|

[Momyuenne GHONOTHYECKOTO MaTepHana

| !

Baatre ofpa3siia KpoBH AJA [MomyueHue napaduHOBEIX 6MOKOB C
JUATHOCTHKH FepMHHANIBHBIX MyTauui ofpasuamu ornyxoaeBoil TKaHH
B reHax BRCAI, BRCA2, CHEK?2
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Bropo#t atan MI'K.
PaspaboTka anropuT™Ma HHIHBHAYAILHOTC BEACHHA NallMeHTa




12.3 Onucanne anpodupyemMoro MeToaa.
MeToz BKIJIIOYAET CIEAYIOLIHE ITAMBI:
Menuxo-reHeTHYECKOE KOHCYIETHPOBAHHE;
¢ TlonydyeHnue OHONOrHYecKOro MaTepHania (3abop KpoBH, aHaIH3 H MAPKHPOBKa
napa@UHOBEIX 610KOB);
Brigenenne JJHK u3 06pa3nos 6HONOTHYECKOTO MATEPHAIa;
Il'enotunupoBanne obpasuos JJHK metomom Real-time PCR Ha mpeaMer HanHuus
YaCTHIX TepMUHANBHBIX MyTaruii B renax BRCA1/2, CHEK2,
e ['enorunmpoanne obpasuoB JJHK MeTomoM npAaMoro ceKBeHHPOBAHHSA Ha MpeAMET
HATMYMS FepMHHATBHBIX H COMATHUECKUX MyTauuit B reHax BRCA1/2;
¢ BuonndopMaTHyeckuii, CTATUCTHYECKHH H AaHATMTHYECKUI aHAIN3 Pe3yIbTAaTOB
TeHOTHIIUPOBAHKUA,
¢ Bropoii 3Tan MeTHKO-TeHETHYECKOTr0 KOHCYJIBTHPOBAHHS, pa3paboTka airopurMa
HHMBHTYaILHOTO BEICHUSA NAllHEHTA.

12.4 Oxnnaemasn NPOAO/LKHTENbHOCTE y4acTis NALHEHTOB B
KJIMHHYECKOH anpobamum, ONHCaHHE NOCJAeA0BATETbHOCTH H
NpPOJO/UKATENLHOCTH  BCeX  MEpPHOAOB  KJMHHYecKoH — anpofammu,  BKIIO4Yan
nepHOA MOCHEAYIOMEro HadMAeHHS, eCJIH TAKOBOH NPeNyCMOTPEH:

AMOYnaTOpHsI# 3Talm:
1. Menuko-reHeTHYECKOe KOHCYIBTHpOBaHEe H caada o0pasia nepudepuieckod KpoBH;
2. TMatomopdonornyeckuii aHanus o0pasuoB GHOIOrHYECKOro Martepuana (OMyXOJNEBBIH
MarepHain);
3. MonexynapHo-reHeTHYECKAas AUATHOCTHKA H aHaAIIH3 pe3y/bLTaToB,;
4. KoncyneTauus Bpaya-reHETHKA 110 Pe3yNibTaTaM r€éHOTHITHPOBAHHA.

JansHelee HaGMOACHHE OCYIECTBIAETCA COracHO pa3paboTaHHOMY
HHIHBHAYAIBHOMY QJITOPUTMY C [IPOBEACHHEM KIHHUYECKOTO OCMOTpA NAaLUEHTOB,
HCIONB30BAaHHEM KJIMHUKO-Na00paTOpHBIX JHarHOCTHYECKMX METOAOB HCCICAOBAHNUA.

12.5 Ilepeuenn HAHHBIX, peracTpHpyeMbIX HemocpeAcTBEHHO B
HHAHBHIYAJbHOH PErHCTPANHOHHOH KapYe KIHHHYeCKoH anpobamuu meroaa (T.e. 6e3
3alIHCH B MEAMIMHCKOW JOKYMEHTAMH TNalHeHTa) H  PACCMATPDHBAaeMbIX B
Ka9eCTBE NAPAMETPOB, YKazaHHBIX B myHkTe 12.1 nactoamero [IpoToxoaa.

B HHIMBHIyaldbHOH PErHCTPALMOHHOMN KapTe KIMHHYECKOH anpobamuu MeToaa 6yayt
YUYTeHBI: CeMeHMHBI aHaMHe3, Pe3yJbTaThl MEHOTHIHPOBAHHA IallMeHTa (HAHYME/OTCYTCTBHE
repMHHATBHEIX MyTauuii B renax BRCAI, BRCA2, CHEK2), naroMOpQOOTrHYecKHE,
HMMYHOTHCTOXHMHYECKHE M MOJIEKYJIAPHO-TEHETHIECKHE  XapaKTEPHUCTHKH  OMyXONIH
(HAMM4AE/OTCYTCTBHE COMATHYECKHX MyTalu# B reHax BRCAI, BRCA2).

V. O160p ¥ HCKAIOMEHHE MAIHEHTOB, KOTOPLIM OKA3LIBAETCH MEAMIIMHCKAs IOMOMDb B
pamMKax KIuHH4YecKo# anpobauun.

13. Kpurepun BKIOYeHHS NALHEHTOB.

B pamMKax paccMaTpHBaeMOro MpOTOKOJA MeIUKO-TeHeTH4YecKoe KoHCysTHpopanue M JIHK-
JHArHOCTHKA MOTYT OBITH TNPEUIOKEHBI BCEM IAllMEHTaM, CTPaaroIlHuM PMXK w/umu P,
yIOBJIETBOPSIOILIMM OXHOMY HIIH HECKONBKHM KPHTEPHAM:

1. OHKONOTHYECKH OTATOMICHHBIN ceMelHEI aHaMHes (1Ba U Gonee cinydaes PMDK/PS B cembe
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y poactBennukoB I-II crenenu poacrtsa, PMXK B Bozpacte < 50 ner, P B mo6oM Bo3pacre,
aBycroponnu#i PMJX, mnepBHuUHO-MHOXECTBEHHbIE 3NI0KadeCTBEHHbIE HOBOOOpPa3OBaHUA
(IIM3H), PMXK y Myx4eH);

2. JIuyHbBI} aHAMHES:

1)PMIXK B Bo3pacte < 50 ner.

2) ABycTroporHuii (CHHXPOHHBIH, MeTaXpoHHBIH) PMIK.

3)IIM3H, B ToM uKcne — coduetanne PMOXK u P51

4)Mopdonorndeckie 0cOGEHHOCTH: TPHKABI HETaTUBHEIH H Meny/uiapHblit PMIK.

5) P4, pax dammonueBsix TpyO, MepBHYHBIA NEPHTOHEANBHEI pak B IIOGOM BO3pacTe.

6) PMOK y My>)X49HH.

14. Kpurepun He BK/IIOYCHHA NMANMHEHTOB.
OtKa3 0T MOJIEKYJIAPHO-TEHETHYECKOTO TECTUPOBAHHMS.

15. KpuTepHH HCK/IIOMEHHS MNaNUeHTOB (T.e. OCHOBAHHS INpeKpAMEeHUs
NpHMeHeHHs anpo0HpyeMoro MeTona).

Henpuroansle AmS MoJIeKyIapHO-reHeTHYeckod auarHocTuxy obpasusl JIHK (o6pasusl ¢
IJerpagupoBansoil JTHK).

V1. MegauunacKas MOMOmb B PaMKaX KJIAHHHYeCKoH anpobaunn

16. Bua, ¢opma M yc/10BHA OKa3aHHA MeJHUHHCKOH MoMoOIIH.
MenuuHHCKas TOMOIIE B PaAMKaX KIHHUYeCKol anpobanuH - aMOynaTopHas.

17. Tlepedenp MEAHUHHCKHX YCJAYT (MEIHMIMHCKHX BMEINATENLCTE).

OcymecTBneHne amOynaTopHOH, TIaHOBOWH CTaliHOHAPHOH MeIHIIMHCKOH
NMOMOIIM B paMKax KIMHMYECKO# anpoGalm IO OHKOJIOTHM (IN€pedYeHb NpHiaraercs.
ITpunoxenue 1).

18. JlexapcTBeHHbBIE Openaparbi AJIH MEJHUHHCKOI 0 MPHMEHEHHA,
AO3HPOBKA, 9acToTa npHema, cnocob BBE/ICHHH, a TAKKE
NPOJOIKHTEIbHOCTD npHeMa, BKJIIOYas nepHOAbI noc/IegyIomero

HaGI0AeHHs; HAHMEHOBAHHA CNEUHAIM3HPOBAHHBIX NPOXYKTOB JieueGHOTO NMHTAHMS,
9acTOTA NpHEMA, 00beM HCHOIB3YEMOro MpOJyKTa JieueGHOro NHTAHMA; NepeteHb
HCMO/IL3YEMBIX OHOJOTHYECKHX MATEPHAJIOB; HAZBAHHS MEJHIMHCKHX H3Je/HH, B TOM
YHC/I¢ HMIUIAHTHPYEMBIX B OPraHH3M Ye/I0BeKa; HHOE.

VIL Ouenka 3¢ (peKTHBHOCTH
19. Ilepeuenn mapamMeTpoB 3PpHpeKTHBHOCTH.

IMapamertps! 3¢ pekTHBHOCTH:

e PanHAd (NOKIMHMYECKAas) [MAarHOCTHKA 3JI0KAYECTBEHHHIX HOBOOOpazoBaHWi
(PMDK, xonTpnatepansbii PMOK, pak AUYHMKOB H Ap. NEPBHYHBIX OMyXOJNeH)

. OucHka ofmeii ¥ 6e3peuHIUBHON BBDKMBaeMOCTH Y TAlHEHTOB HOCHTENCH
MyTaLHit

J Ouenka 3¢ heKTHBHOCTH NPOYHUNaKTHIECKOH MaCT3KTOMHH

) Onenka 3¢$peKTHBHOCTH NpodUNaKTHIECKOH 0BAPUIKTOMHHI



20. IlepevyeHbL KpHTEePHEB JONOJHUTEILHOMH HEHHOCTH.
21. MeToabl H CPOKH OLIEHKH, PpPerucrpallHH, Y4YeTra H aHa/JIH3a
noxasareei 3¢peKTHBHOCTH.

Ouenxa >pPEeKTHBHOCTH KOMIICKCHOTO MOJIEKY/ISPHO-TEHETHYECKOro CKpHHHHTra Syner
ONpEAEIATECA HYAaCTOTOH H CIIEKTPOM TE€PMHHANBHBIX W COMATHUECKMX MYTAIHi, SBISAIOLIMXCA
IIPOTHOCTHYECKHMH MOJEKY/SIPpHBIMH MapKepaMH JJI pacueTa pHCKa PpasBHTHS BTOPBIX
NepBHYHBIX onyxonel (B T.4. koHTpnarepansHoro PMDK), u mnporHo3upoBaHHA TeYeHHA
Honesznu.

VIII. CraTtHcTHKA

22. Onucanue CTATHCTHYECKHX METOA0B, KOTOpbIE NpeANnoJaraeTca
HCIIOAB30BATh HA  NPOMEXKYTOYHLIX  3Tamax  QHAUH3A  KAHMHHYCCKOH
anpofanMH H TIPpH €€ OKOHYaHHH. YPOBeHbL 3HAYHMOCTH TNpPHMEHAEMBIX
CTAaTHCTHYECKHX METOI0B.

JlaHHble ONMCATEJIBHOM CTATHCTHKH, [pEACTaBNeHEl B BHAe Mzta, roe M -

cpenHee apudMeTHYECKOE, 0 - CTaHIAPTHOE OTKJIOHEHHE. [pu 3TOM
KOAHYECTBEHHBIE  MOKa3aTelH  TpOBEpAIOTCA  HAa  HOPMAIBHOCTh  paclpefesIeHHs
BH3YAJIEHO IpH IOMOIIM  T'HCTOTPaMM. JAna  cpaBHeHHs 06pasLoB npH

HODMalbHOM  paclpeficieHHH JaHHBIX  HCmonb3yioTcs  kpurepudi  CrplogeHTa  And
napHerx  Beibopok ©  U-kputepu#i  ManHa-YUTHM-BHIKOKCOHA B KaueCTBE  €I0
HemapaMeTpuyeckoro asamora. Jlng MeXrpynmoporo CpaBHEHHA B TIEpBOM  Clydae
npuMensieTca KpurTepudi CThIOAeHTa [ HE3aBHCHMBIX BBIOOpOK, a BO BTOpOM -
U-kputepuif. Jlna  cpaBHeHHs  KauecTBEHHBIX  MoKasarene#i  MCIONB3yeTcd x?
kputepuii  Ilmpcona w  Tect Dumepa. VYpoBeHb 3HaUMMOCTH  PpasiIHYMd  TPHHAT
paBibM 0,05 u wmenee. Bo Bcex ciay4agx HCIONB3YIOT JBYCTOPOHHME KpPHTEPHH.
IIpu KOPpENAIMOHHOM aHaIH3e HCIIONB3YyeTCA paHroBKIi Kko3$puinesTt
koppensupu  CrnupMena. Jna  mHOropaxTOpHOro aHajlH3a  BBIIOJHAETCA  OGuHapHas
noructuyeckas  perpeccuda. Jlng  OUEHKH  cHEOH(HYHOCTH H  YYBCTBHTENBHOCTH
Metoza ucnoasdyerca KOC-ananus.

23. Ilnanupyemoe KOJIHY€CTBO NAIHEHTOB, KOTOPLIM Oyaer oKa3zaHa
MeQMIMHCKAs TNOMOmMb B paMKax KJIHHHYeCKOH amnpofanuu ¢ LeIblo
poxazaTenbHol  d¢dexTHBHOCTH  anpofupyemoro  Meroza. (OOocHoBaHme
YHCIA MANHEeHTOB, BKAI0Yas pacdeThl 418 000CHOBARHS.

Obimee KONMYECTBO MAIMEHTOB, BKIIOYEHHHIX B IPOTOKON KJIMHHYECKOW ampobauuu
Mmeroaa, B 2016 - 2018 rr. coctaBut 1000 vetoBex.

B 2016 r. B xiMHMYecKyro anpobanmio Meroja IUIAHMpYeTcs BKIIOUMTh 330
YEJIOBEK, B 2017 I. B KIIMHUYECKYIO anpobanuio MeToAa
IAaHMpyeTcs BKMOYHTL 340 uenosek, B 2018 r. B KIMHHYECKYIO anpolaluio MeTojla
IUTAHUPYETCS BKJIOYHTE 330 YenoBek.

IX O0beM (pHHAHCOBBIX 3aTpaT

24. OnucaHde  TNpPHMEHAEMOro  Meroda  pacyera  obnbema  ¢HUHAHCOBBLIX
3ATpAT.

®uHaHCOBBIC 3aTpaThl Ha OKa3aHHC MEAMIWHCKOH IIOMOINM ONHOMY UAallHEHTYy IO
HacTOAEMY TIPOTOKQITY KIHHHYECKOH anpo6au1m ONpeeAIoTC HCXOoAss H3  3aT1par,
HEMOCPEACTBEHHO CBA3ZAHHBIX C OKa3aHHUCM MeJAUIUHCKON NOMOLIH OJHOMY IIAllHEHTY NpH
BBITIOTHEHHH TroCyJapCTBCHHOIQO 3aJaHHA, H 3aTpaT Ha 001meX03AHCTBEHHBIE HYXIbl, KOTODBIC
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HEBO3MOXXHO OTHECTH HAaNpSMYIO K 3aTparaM, HEMOCPEICTBEHHO CBA3AHHEIM C OKasaHHEM
MEIUIMHCKON IOMOLIM OJHOMY MallHEeHTY MO IPOTOKONY KIMHUYECKOH anmpofallMM, H K
3aTpaTaM Ha COAEpKaHHEe HMYIIECTBA.

B coctaBe (puHAHCOBBIX 3aTpaT, HEMOCPEACTBEHHO CBA3AHHBIX ¢ OKA3aHHMEM MeIHIHHCKOH
IIOMOLIIH IO NPOTOKOJTY KIHHHYEeCKOH arpobanuyi 0fHOMY MAlHEHTY, YYHTBHIBAIOTCA CeNyIOIIHe
rpynnsl $HHAHCOBBIX 3aTpaT:

® 3aTpaThl Ha OIUIATY TPyJa M HAYMCJICHHS Ha BHIIUIATHI [0 OIUIaTe€ TPYJa OCHOBHOIO H
BCIIOMOTATENBHOTO NMEPCOHANA, TPHHUMAIOIIETO HEMOCPEACTBEHHOE YUaCTHE B OKa3aHHH
MEAMIMHCKOM NOMOIITH OHOMY MAIMEHTY 110 IPOTOKOJY KIHHHYECKOH ampobanuu;

e 3aTpaThl Ha TpHOOpeTeHHE MaTepHANbHBIX 3alacoB, MOTPeOIAEMBIX B IpoIEcce
OKa3aHWs MEAHIMHCKOM [OMOINH OJHOMY NaUHEeHTY MO I[IPOTOKONY KIHHHYECKOH
anpobauyy.

B coctaBe (puHAHCOBBIX 3aTpaT Ha OOINEXO3AHCTBEHHBIC HYXJLI BHIAEIAIOTCH CIEHYIOIIHE
TPYIIIBI 3aTpAaT:

3aTpaThl Ha KOMMYH&JIBHBIE YCAYTH;
3aTpaThl HA COJepXKaHHe OOBEKTOBR HEJBHXKMMOICO MMYLUECTBA, 3aKPEIUICHHOTO 3a
IlenTpoM Ha npase OMepaTHBHOTO YIpaBlieHHd HIH MpHOOpeTeHHOro LIeHTpoM 3a cueT
CPEICTB, BBHUICICHHEIX €My u3 (eAepanbHOro OHOMKETa, a TaKkKe HEABH)KHMOIO
HMYIHeCTBa, Haxomgmerocs y LleHTpa Ha OCHOBaHMH [OrOBOpa AapeHABl HIH
6e3B03ME3IHOr0  IIONB30BaHHA,  SKCIUIyaTHPYEMOro B IIpOHecce  OKasaHMd
MEMIMHCKON NMOMOLIH OJHOMY HAI{HEHTY II0 HACTOAIIEMY NPOTOKONY KIMHHYECKOH
anpobanuu;

e 3arTpaThl Ha coJepXaHHe OOBEKTOB 0Cc000 LEHHOrO IBH)KHMOIO HMYIIECTBa,
3aKkpeneHHoro 3a LleHTpoM wiH npHOGPETEHHOro MM 3a CUET CPelACTB (enepanbHoro
Bromxera;
3aTparkl Ha MPUOOPETEHHE YCIYT CBA3H;
3aTpaThl Ha OMJIaTy TPyJAa M HAYMCIEHHS HA BBIUIATHL IO OINIaTe TPYAa PabOTHHKOB,
KOTOpblE HE NPHHUMAIOT HEIOCPEACTBEHHOTO YYacTHA B OKa3saHHH MEAHLHHCKOH
NOMOINH MO MPOTOKONAY  KIMHHYECKOH  ampoballi  OOHOMY — MAUMEHTY
(aAMHAHEHCTPAaTHBHO-YTIPABIEHYECKOI O, aIMHHHCTPAaTHRHO-XO3AHCTBEHHOT O,
BCIIOMOTaTeNbHOTO0 M HHOrO IIEpcOHAlla, HE IPHHHMMAIOLIETO HEMOCPEACTBEHHOE
yJacTHe B OKa3aHHH TOCYJapCTBERHOM YCIIYTH).

s pacueTa HOpMAaTHBA 3aTpaT Ha OKa3aHWE €IHHHULE! FOCYJapCTBEHHOR YCIIYIH MCIIONb3YIOTCH
CIIEAYIOLIHE METOJBL:

e HopMaTHBHBIA — HCHONB3yeTcs M pacueTa HOpMaTHBA 34TpaT Ha olulaty TpyJda H
HAuMCIeHHH Ha BBINJATEL IIC OILIATE TPYJAAa OCHOBHOTO H BCIOMOraTeNBHOTO MEpCOHAna,
NPHHHUMAIOIIETO HEMOCPEACTBEHHOE YYacTHE B OKa3aHHH MEIMLUHHCKOH MOMOINH 1O MPOTOKOTY
KIMHHYeCcKoM anpobamuu, a Takke /A pacyeTa HOpMAaTHBAa 3aTpaT Ha IipHOOpeTeHHe
MaTEPHAIBHBIX 3amacoB. [[pH IpHMEeHEHHH 3TOr0 METOAA 3aTpaThl Ha OKa3aHHe EIHHMIIBI
YCIIYTH ONpEeAe/soTcs IyTeM YMHOMEHMS CTOMMOCTH EOMHHIBI TPYNmsl 3arpar (pabodero
BPEMEHH [MEPCOHANA, PACXOAHEBIX MATEpHAIOB) Ha KOJIMYECTBO E€AMHMIl [PYNMNsI 3aTpart,
HEOOXOMMMBIX [UIA OKa3aHUA CAHHHIE] YCIIYTH.

e CTIpYKTYpHBIt — HCHOJB3YeTCA AN pacyera HOPMAaTHBOB 3aTpaT Ha oOINEeXO03siCTBEHHBIC
HyXZeL [Ipy TIpHMEHEHHH CTPYKTYPHOTO MeToja HOPMAaTHBHBIC 3aTparhl ONpPEIeAIOTCA
IPONOPUHOHANLHO BHIOPAHHOMY OCHOBaHMIO. B JaHHOM coyudae, 3aTpaThl paclpeAeiAlOTCH
IPONOPUHOHAIBHO 3aTpaTaM Ha OIUIAaTy TPyJa M HauyHCIECHHAM Ha BHIIIATHI IO OIUIATE Tpyda
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MEpCoHaNa, HEMOCPEACTECHHO NPHHAMAIOIIEIC YyJacTHE B OKa3aHHH MEAULHAHCKOH MOMOLTH IO

IIPOTOKOMY KIIHHHYECKO# anpobaiuu.

24.1. IIpeapaputennhbiii pacder of0bemMa ¢HHAHCOBBIX 3ATpaT Ha
OKA3aHHe MEeQMIHHCKOH MOMOmMH B PpPAMKaX KJIHHHYeCKOH anpotauHH
1 nanueHTy.

Tabnnua 1. IlpensapurensHblif  pacuer oO0beMa (QHUHAHCOBBHIX 3aTpaT Ha
OKazaHHe  MeOMLHMHCKOH [OMOIIM B  paMKax  KIMHHYeCKOH  anpoGauuu
1 manueHTy.

HauMeHOBaHHE 3aTpaT Cymma, pyd

1 | 3arpats Ha omaTy Tpyna ¢ HAYHCJICHHAMY Ha BBITLIATE] 113 381,16
no omiare TpyAa pabOTHHKOB, HEMOCPEACTBEHHO
CBA3aHHBIX C OKa3aHMEM MEAHIMHCKOH NOMOIIM 10
KaXKIOMY TPOTOKOJTY KIMHHYECKO# anpodaiun

2 | 3arpathi Ha npHOOpeTeHHe MaTepHANBHBIX 3aMacoB 177 180,61
(mexapCcTBEHHBIX TIpenaparos, MEIAHMIIHHCKOTO
HHCTPYMEHTApHs, PpEAKTHROB, XWUMHKATOB, MAIKOIo
HHBEHTAps, [IPOYMX DPACXOAHBIX MATEPHAJIOB, BKIIOYas
HMILJIAHTEI, BXXHBIIIEMBIC B OPraHHU3M YEJIOBEKa, APYrHX
MEIUIIMHCKHX H3AeNHH) H 0c060 HEHHOTO IBHIKHMOTO
HMYIECTBA, MOTpeliiaeMbIX (MCIIONB3YyEMBIX) B paMKax
OKa3aHHMAd MEIHIOHHCKOM YOMOIIH II0 KaXAOMY
IPOTOKOJTY KIIMHHYECKOH anpobauuu

3 | Huple 3zaTpaTrhl, HENOCPEACTBEHHO CBA3aHHHIE C 0
peayH3almeil MpoTOKOIa KIMHHYECKOH anpofaunu
4 | 3aTpatsi Ha 00IIEXO3AUCTREHHEIE HY>KABI 40 411,41

(KOMMyHallbHBIE YCIYTH, pacxoZbl Ha CONEpIKaHHE
HMYIIECTBA, CBA3b, TPaHCIOPT, oIUlaTa Tpyda ¢
HaUMCICHUAMH Ha BBINATHI MO OINIATE TpyAa
pabOTHHKOB, KOTOpEIE He HNPHHHUMAIOT
HENOCPEICTBEHHOIC YYacTHs B peallH3allid NPOTOKOoNa
KIIMHHYECKOH anmpoGalyn)

4.1 | ©3 HHX PacXoXbl Ha OMNATYy TPYAA C HAUHCACHHAMH Ha 27 996,23
BBIUIATEL MO ONNaTe TpyZa pabOTHHKOB, KOTOpblE HE
IPUHUMAIOT HENIOCPEACTBEHHOIO YYacTHs B peallu3alliy
IIPOTOKOJIA KIIMHHYECKOH anpobanuu

Hroro 330973,18




Ta6anua 2. [IpeapapurenbHblil pacuét o6beMa QUHAHCOBEIX 3aTpaT Ha OKa3aHUe

MEAMLHMHCKOH NOMOIIM B paMKaxX KIMHHYecKoH anpobainuy Ha nepuon 2016, 2017,
2018rr.

Konu4vecTBo nanneHTOB Cymma (py6)
2016 rox (330 narmeHTOB) 109 221 1494
2017 rox (340 naueHTOB) 112 530 881,2
2018 rox (330 namueHTOB) 109 221 1494
Bceero: 1000 nauuentos 330973 180,0

MeannnHCKas TIOMOIGL B paMKaX KAHHHYECKOH anpoSamum oKasbiBaeTCH
amMbyaaTopHo.

Hupexrop ®I'BY «POHLI um. H.H.Bnoxun JHHCTEPCTBA 3APaBOOXPAHEHUA

Poccutickoil @eaepaiuu ’

axkagemuk PAH, ipod., 1.M.H. JaseiioB M.
(noamucs)
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[Mpunoxenue 1. IlepeueHs METHUIMHECKAX YCIYT (BMEIIATENBCTB) B paMKaxX KIHHHYECKOH
anpoGanun Meroaa «MoneKymapHO-TeHETHYECKAs [HArHOCTHKA TMpPH HacNeJCTBEHHOM H
CNOPaAHYECKOM paKe MONIOYHOM XKele3bl U paKke SHYHHKOBY.

Ycpeaaernas
KpaTHOCTh

Koz ycmyrn HanmenoBanne yciayru NIPUMEHEHHUA

A11.12.009 Bzgtue kposH u3 nepudepHuecKoii BEHEI 1
[TpueM (0cMOTP, KOHCYJIBTAIHSA) Bpa4a-Te€HETHKA

B01.006.001 NepBHYHbIH 1
ITpueM (ocMOTp, KOHCYJIBTALIMSA} Bpaya-reHETHKA

B01.006.002 NOBTOPHBIH 2
Mopdonorugeckoe UCCIEAOBAHKE IPENIAPATa TKAHH

A.08.20.003 MOJIOYHOH KeJIe3bl 3
Mopdonoriaueckoe Hecne0BaHye penapara TKaHu

A.08.20.005 MOJIOYHOM AMIHHKA 3
Mopdomornyeckoe uccliefoBaHHE Npenapara TKaHH

A.08.20.006 MaTOuHOM TpyOHI 3
Mopdonornueckoe HCCieAOBaHUE MpenapaTa TKAaHH

A.08.20.008 yZaJIeHHOTO HOBOOOpa30BaHMA XKEHCKHX NNOJIOBBIX OpPraHoB 3
JIHK-nuarsoctika repMHHAIBHBIX MYTAlHH IIPH paKe

B01.006.06 MOJIOYHOI JKeJIe3bl: HCCIIeAOBAHHE MYTAllHH B reHax 2
BRCAI/BRCA2/CHEK?2, cexBeHUpOBaHHE

B01.006.07 JHK-nuarnocTika pH paxe MOJIOYHOH XKeNe3bl:

T HCCNEJOBaHHe KOAUPYIOIINX 3k30HOB reHa BRCA [ Ha

HATHYHE MyTalHi 2
JHK-guarnoctHka npH pake MOJIOYHOH KeNe3bl:

B01.006.08 HCCTIENOBAHHE KOAUPYIOIIMX 3K30HOB reHa BRCA2 na
HaIMYME MyTAIMi 2
JTHK-axarsocTHka repMAHAIBHBIX My TallHi IIPH pake

B01.006.10 SHYHHKOB: HCCEOBaHHE MyTallHi B reHax
BRCA1/BRCA2/CHEK2, cexBeHHpOBaHHE 2
JIHK-auarsocTika npH pake AMYHHKOB: UCCIIEIOBAHHE

B01.006.11 .
KOJUPYIOUIHX 3K30HOB reHa BRCA ! Ha Hanguue MyTailHi 2
JIHK-auarHocTHKa NpH paKe AHYHHKOB: HCCIeIOBAHHE

B01.006.12 .
KOAMPYIOIIHX 5K30HOB rera BRCA2 Ha HanuuHe MyTallui 2




IMpunoxenre 2. IlepedeHs peakTHOBR A MOJEKYIAPHO-FEHETHYECCKHX MCCIEIOBAHHA B
paMKax KnMHH4eckod anpofanuu Metoma «MoNeKyApHO-TEHETHYECKas JMarHOCTHKAa MpH
HACJIEACTBEHHOM H CTIOPaJIHYEcKOM pake MOJIOYHOH KefAe3bl M paKe SHUHHKOBY.

Nen/nm | HauMeHoBaHHe pacXOAHOro MaTepHana Kox-80 pna 1
nanueHTa (iIT. )
1 IIpoGupku 0,2 Mn B cTpunax o 8 mryk 100
9 Kpbunke k npobupkaM B CTpHNax 0o § mMTyk, Iiockas 100
KpBILIKa
3 HaGop pearentor i cexBenuponanus JIHK — 6s1cTpelit 0.1
CTapt s
4 Kanumnapueiit 610K A4 ceKBEHaTOpa 0,05
5 [ens A8 KamWUIPHOTO 3AeKTpodopesa 0.5
6 Bydep ana pazoeneHus 0,3
7 Muxpomnanmerts! g [P 96 nynox 0,2
8 Inamxu nns 6ydepa 0,2
9 Hi-Di ¢opMamuz nia pacTBopeHus 00pa3ioB mepen HX 0.02
HaHECEHHEM U 3IEKTPOKMHETHYECKOH HHBEKIHH ’
Habop ana aeteximun Mytaunif B renax BRCA1/2
10 . 0,06
MetoqoM Real-time PCR
Ha6op ans nerekuun myTanuii B reie CHEK2 MeTonoM
11 . 0,06
Real-time PCR
HaGop peareHTOB UL ONpEACCHUS MyTalldil B reHax
12 BRCAI1/2, CHEK2 MeTonom rudpuau3alti Ha 0,04
OHONOrHYECKOM MHKPOYHIIE
HaGop peareHTOB I aBTOMAaTHYECKOTO BEIACIEHHA
13 . 2
toTayibHO# JIHK
Habop peareHTOB 11 aBTOMAaTHYECKOIO BBIAEIEHUSA
14 " , 2
totansHoi JIHK — Gonbmoit 06beM
15 Ha6op ans ouncrku JIHK 13 rens ¥ peakiiHOHHBIX cMecer 0,5
16 Mapkep anmun JHK 0,02
17 Araposa 0,05
18 Tpuc-anerartusii snekrpoassiii (TAE) 6ydep (50X) 0,05
19 Druamii GpoMUR 0,05
20 Cwmech conett dATP, dCTP, dGTP u dTTP 0,02
71 HotTaq nonumepasa, 5 ex./mxi, 1 mu 6ydepa 6e3 Mg2+ u 0.02
1 ma 25 MM MgCI2 ’
29 Ha6op pearentoB mus BeimeneHns ToTanbHOH JHK Ha 0.05
KQJIOHKAX ’
23 H3onponunoBkIi CIIMPT, 0CY 0,04
24 Pacteoputens Ne2 0,2
25 Ha6op naGoparopHbix peareytoB ;i Bougenenus JHK u3 0.04
bHUKCHPOBAaHHBIX TKaHEH ’
26 [Tpobupku TOHKOCTeHHEIE, Ha 0,5 M7 5




27 HaGop nns xonuyectseHHoro onpenenenus JTHK 0,01

28 Hab6op ans xonuyectseHHoro onpenenenus JTHK, 0.01
BBICOKaA YYBCTBHTEIBHOCTh ’

29 HaxoHewHHKYH YHHBEPCABHEIE JUIS J03aTOPOB C )
¢unsTpoM o6seMom 0,1-10 Miar (nuna 4,5 cM)
HaxoHneuHuky yHHBepcaNbHEIE AT NO3aTOPOB C

30 2
¢bunprpoM 06seMoM 100 Mxn
HaxoHe4HHKH yHHUBEpCANbHBIE I AO3aTOPOB C

31 2
¢bunesTpoM 06pemMmoM 200 MK
HaxoHeYHHKH YHHBEPCAIBHBIC IS 03aTOPOB C

32 2
¢$bunsTpoM o6seMoM 1000 Mxn
Toukocrennsie npobupku ans [1LP ¢ mrockoi Kpelmkoi

33 50
oGneMom 0,2 mn
MukpoueHTpuY)HbIE TPOOUPKH rpafyHMpOBaHHBIE

34 20
obseMoM 0,6 Mn

35 MukpouenTpudyxsbsie npoOHpPKH rpagyHpOBaHHEIE 10
obpemMoM 1,5 Mt
BubnrHoTeKa OIMIOHYKIIEOTHIHEIX ofHonenounsx JJHK-

36 30HAOB JJIA HAIIPAaBIEHHOTO 0TOOPA HYKJICOTHIHBIX 0,002
NOCJIeAOBATENBHOCTEH H3 reHOMa YeloBeKa

37 Ha6op ang rubpuauszanuu 1 npoMbiBarus nis JTHK- 0,002
YHITOB

38 Hebynuzarops! ang 6eICTPOre MpHIOTOBICHHA 0,005
O61bIHOTEKH
Ha6op ¢ pearentaMu/agantepaMu st OBICTPOTO

39 0,005
[IPUTOTOBAECHUA GHOMHOTEKH

40 Pearents! 1t SMIILP muraposaHHex 6ub1HOTEK 0,007

41 PeareHThl 4 GepMEHTEI 1 CEKBEHHPOBAHUSA 0,005

42 Ha6op ¢ nuKOTHTPOBAILHOH IJIACTHHOM 0,005

43 Cuctema 11 BeIcOKOTOUHOTO T1IIP ¢ rops4um cTapToM ¢ 0,002
aHT®

44 Kpacurtens 11 nnasjieHHA BRICOKOTO Pa3peIicHHA 0,13

45 [Tnamxu ons TP Ha 96-nyHoK (YHHBEPCAJIBHEIE, C 1
noTyro6Ko#, clierka MaTOBble, HU3KHH npodunb/Gense)

46 [Tpo6upxu o6beMom 0,2 MII B CTpHNAX 10 8 WTYK 2
(HH3KM# TpodHIIb, CEerka MaToBBIE, OelIbie)

47 Kpeiuxy k npo6upkaM B CTpHIIax mo 8 MTYK (INOCKHE, 5
IIHPOKAas ONTHYECKas obacTh, 6eCIBETHRIE)

48 IMnenxn ms 1P mnamex nonuMepnsie (Real time PCR, 1

YIBTPAIpO3paYHbIe, TEPMOCTOHKHE, KACHKHE)




TTpoexT MHAMBHAYANBHOM perucTpalloHHON KapTel HaOMOKEeHHs NAlMEHTA B paMKax

KIHHHYecKoW  ampoGanum Metoza  «MonmekyndpHO-réHeTHYeCKas  JMArHOCTHKAa  TMpH

HACICACTBEHHOM H CIIOPAIHYCCKOM pPaKe MOJIOYHOH >KeNe3kl U paKe AHIHUKOBY.

Nem\m  HMudopmanns o nalHenTe
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Bozpact

[Mon

Homep ucropun 6onesnu
Knnnuueckuii nuarsos
Knaccupuxamua TNM

Craaus onyxoJeBoro npoiecca

CeMeliHbIi aHAMHES

Hamiauwe IIM3H

Hanuune pOACTBEHHHKOB C YCTAHORICHHBIMH
repMHHANBHLIME MyTauHsaMH B renax BRCAI/2,

CHEK2
I'ucronoruyeckuit THIT ONMYXOJIH
Crenens AU depeHITHPOBKH ONyXOIH

PellenToOpHEIA CTaTyC OMyXONH

HER2/neu

Ki 67
Craryc BRCA ! (nepudepudeckas KpoBb)

Craryc BRCA?2 (nepudepudeckas KpOBb)
Craryc CHEK?2 (nepudepuyeckas KpoBb)
Cratyc BRCA! (omyxoneBblif MaTepHa)

Cratyc BRCA2 (omyxoneBhiii MaTepHa)

He otaromen

OTAromeH: CTeneHb poJICTBa,
JIOKAJTM3AITHA OMYXONEBOIO
npoliecca, Bo3pacT MaHH(eCTaHK
3a00/IeBaHHKA

Ja: Jloxanuzauusg
Her

Jla: HomeHknatypa MyTauHu
Her

RE
RP
OTp.
1+
2+
34+

JIMKui THIT
MyTaHTHBI# THI

JIEKHHA THIT
MyTaHTHBIH THIT

Hduxuit T
MyTaHTHBIH THIT

JIuKuH THI
MyTaHTHBIH THI

Jlukuii THI
MyTaHTHBIH THIT



MuUHHCTEPCTBO 3APaBOOXPAHEHHUS
Poccutickoii @engepanuu

COI''TACHE HA OITYBJIMKOBAHHE ITPOTOKOJIA
KIIMHIYECKOH AITPOBAITVHA

QenepanbHOe TOCYJapCTBEHHOE OIOIKeTHOEe yupexacHHe « Poccuiickui
OHKOJIOTHYecKWil Hayuneli pmenTp wum. H.H. brnoxusa» Munuctepersa
3apaBooxpaHeHus Poccuiickoit Denepanuy NOATBEPKIAET CBOE COINIACHE HAa
OyOnIMKanMio TNpPOTOKOJa KIMHMYecKod ampobamuy Merofa «MoneKynrsapHO-
reHeTydeckasd JOHarHOCTHKA IPH HACIeCTBEHHOM H CHOpPaZHUECKOM pake
MOJTOUYHON Xejle3bl M pake SAWYHUKOB» Ha OQHUUUANBHOM caiite MuHHCTEpCTBa
3ApaBOOXpaHCHUA Poccuiickoi Denepanuu B UHGOPMALIMOHHOMN
TENEKOMYHHKAIMOHHOHN ceTh MHTepHeT.

Hupexrop ®PI'BY « POHL{ um. H.H. BnoxuHa» MHHHCTePCTRBA 30paBOOXpaHEHH
Poccuiickoit ®enepanuu, akageMuk PAH, npod., a.M.H. [TaBeinos M.H.
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