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PEKOMEHALIMW N0 OTBOPY NALUEHTOB
C NOAO3PEHUEM HA CUHAPOM JINH4A

K Haubonee M3BeCTHBIM KpUTEPUSIM OTOOpA MALIMEHTOB C MOJ03PEHUEM Ha
cuHApoM JIMHYa OTHOCSTCSI AMCTepaaMCKre KpUTepUu, TiepBasi pelakiiusi KOTO-
PBIX BBITJISIIUT ClieayomuM obpaszom [19].

1. Tpu poocmeennuxa u 6oaee, 00UH U3 KOMOPbIX UMeem Nepayio CmeneHs poo-
cmea no OMHOWEHUIO K OCMAAbHbIM 08YM, C 2UCMOAOCUMECKU NOOMEePIHCcOeH-
HbMU onyXoasmu moacmoil u npsamoil Kuwku. CemeilHblii a0eHoMamo3 moan-
CcMoil KUK 004ceH Oblmb UCKAIOUEH.

2. Konopexmanbvhwlil pak 6cmpemuncs KaKk MUHUMYM 8 08YX NOKONEHUSIX.

3. Pazsumue K0A0peKmanbHo20 paka 00A4cHo 0bimb Xoms 0bl Y 00H020 pOOCHEeH-
HUKa 6 eo3pacme moaodxuce 50 rem.

B Gosee mozmHeM BapuaHTe AMCTEpPIAMCKMX KpPUTEpHUEB ObUT HECKOJBKO
M3MEHEH TOJIbKO TIepBbIi MyHKT [18]:

Tpu podcmeennuka u 6oaee, 00UH U3 KOMOPLIX UMeem Nepeyr cmeneHb poo-
CMea no OMHOUEHUIO K OCMANbHbIM O8YM, C 2UCMOA0UYECKU NOOMEEPICOCH-
HbIMU ONYXOAAMU MOACMOU KUWKU, SHOOMEeMPUs, MOHKOU KUWKU, MOYemo4-
Huka, noueunoil aoxarku. CemeliHblil a0eHOMamo3 moacmoll KUKy 00AX4ceH
OblMb UCKAIOHEH.

[louck repmuHanbHO MyTauuu B reHax MMR mnpenmosnarajics iauinb B
TOM cJlydyae, KOrja BCe yKa3aHHble KPUTEPUU BBITIOJHSINCH OJHOBPEMEHHO.
AmcTepaaMckue Kputeprun 11 mMeroT 9yBCTBUTETBHOCTD 22% 1 CIielnMUIHOCTD
98% [4, 5, 10].

ITpu 5TOM SIBHBIM HEAOCTATKOM DTUX KPUTEPHEB SIBJISIETCSI OTCYTCTBUE HEOO0-
XOIMMOCTH BBITIOJTHEHHSI TEHETUIECKOTO MCCISIOBAHUSI Y MOJIONBIX MAIlUEHTOB
(mo 50 5eT) ¢ KoJopeKTaJIbHBIM PaKOM, He MMEIOIINX OTSATOIIEHHOIO CEMEITHOTO
aHaMHe3a.

BTOpBIMU IMPOKO U3BECTHBIMU KPUTEPUSIMU 11O OTOOPY MallMEHTOB C CUHI-
pomMoM JIuHYa SIBIISIIOTCS MepecMOTpeHHbIe pekoMeHnanuu Bethesda [17].

1. Koaopexmanwhwiii pak, duaenocmuposanblil y nayuenma 6 eospacme 0o 50.1em.

2. Hanuuue y nayuenma cuHXpoHHO20 UAU MEMAXPOHHO0 KOAOPEKMAAbHO20 PAKA
unu opyeux onyxo.eil, acCouUUpoOBanHuvix ¢ cundpomom Jlunua.

3. KoaopexmanvHolil pak ¢ MUKpocamestumHoi HecmabuabHOCmblo Y nayuenma
monoxuce 60 aem.

4. KonopekmanbvHulll pak y nayueHma u cAy4ail onyxoau, dccOUUUpO8aHHou ¢
cunopomom Jlunua, y e2o podcmeeHHUKA Nepeoil cmeneHu poocmea 6 603pacme
do 50 aem.

5. KoaopexmanbwHolil pak y nauueHma u e2o po0cmeeHHUKa u3 08yx u 6oiee noko-
JNeHULl He3a8UCUMOo Om 803pacma.
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TMouck mMyTaluiit MOXHO OCYIIECTBJISITH ITPU COOTBETCTBUU MallMeHTa JII000-
My OIHOMY M3 MpeIOKEHHBIX KpuTepueB. [lokazaTelu 4YyBCTBUTEJIbHOCTU
U creinGUIHOCTU TTePEeCMOTPEHHBIX peKoMmeHaanuii Bethesda cocrasisitor 82
u 77% coorBercTBeHHO [11, 15].

K HemocTtaTkaM JaHHBIX PeKOMEHIAIW CTOUT OTHECTHM HEOOXOTMMOCTh
HEOOOCHOBAHHOTO MOJIEKYJISIPHO-TEHETUYEeCKOTO 00CaeNOBaHUsI OOJBHBIX C
CeMENHBIM KOJIOPEKTATbHBIM pakoM X THUIIA.

ITockonbKy MmoKazaTeau YyBCTBUTEIbHOCTH (2 UMEHHO 3TOT MapaMeTp sIBIsI-
eTCsI KITIOUEBBIM TIPU O0TOOpE TAIIMEHTOB ¢ CUHAPOMOM JIMHYa) AMCTepIaMCKIX
kputepueB Il u pekomenmanuit Bethesda cocraBisiior Tobko 22 u 82% coort-
BercTBeHHO, B PI'BY «TocynapcTBeHHBIN HayYHBIN LEHTP KOJOMPOKTOJOTUN
nmenu A.H. Peoxux» MunsnpaBa Poccun ¢ 2014 1. pa3pabdatbiBaanuch COOCTBEH-
Hble PEKOMEHAAIMU, KOTOPble K HACTOSIIEMY MOMEHTY BBIIJISIAST CASTYIONINM
obpaszom [2, 3].

1. [layuenm ¢ KoaopekmanvHbiM paKom 6 eospacme 0o 43 sem.

2. Hapsady c konopekmanvHoim pakom euje 2 cayuas u 60nee 310Ka4ecmeeHHbIX

onyxoneii 21000i NOKAAUZAUUU Y CAM020 O0ABHO20 UAU Y KPOBHBIX POOCHGEHHU -
K08 He3asucumo om eospacma.

O0a maHHBIX KPUTEPHs SIBJISIIOTCS HE3aBUCHUMBIMHU, TO €CThb OTCYTCTBYET
HEOOXOIMMOCTh VX OXHOBPEMEHHOI'O BBITOJHEHUsI. YyBCTBUTEILHOCTD TIEPBOTO
kputepus coctaBmia 88,9%, sroporo — 100% [3].

KNnHUKO-reHeTUYEeCKne npumepbl

Ilepeoiii npumep. B DI'BY «'ocynapcTBeHHBII HaAyYHBII LIEHTP KOJIOIPOKTOJIO-
ruu umeHu A.H. Pookux» MunzapaBa Poccuu odpatuiics malueHT, y KOTOpOro B
Bo3pacTe 26 JieT ObLT JMarHOCTUPOBAH paK MPsMOI KUIIKY, a U3 aHAMHe3a N3BECT-
HO, UTO T'0J1 Ha3aJ OH yKe ObLT OTIepUPOBaH 1O TTOBO/Y pakKa CUTMOBUIIHOM KUIIIKH.
O6a ero poauTesist ObITU XUBBI U HE UMETM HUKAKUX 3JI0KAYECTBEHHBIX HOBOOO-
pa3oBaHuii. [1ocKobKy MepBHIil pak y IMaleHTa BO3HUK B Bo3pacte 10 43 Jer,
YTO COOTBETCTBYET MEPBOMY pa3pabOTaHHOMY HAaMU KPUTEPUIO, Y HETO ObLIO Mpo-
BEIEHO MOJEKYJSPHO-TEHETUYECKOE MCCIEOBAaHUE, BBISIBUBILEE HACIEICTBEH-
HYIO MyTallMIo B OMHOM M3 TeHoB cucteMbl penapauuu JIHK. Takum obpazom, y
naiMeHTa ObLT JUarHocTUpoBaH cuHApoM JlnHua. KpaiiHe BaXXHO OTMETUTD, UTO
TMAHHBII OOJIBHOI HE COOTBETCTBOBA AMcTepaaMcKuM Kputepusim 11, mockonbky
He UMeJl OTSITOLIEHHOTO CEMEHOTo aHaMHe3a, CJIeI0BaTeIbHO, MIPU UCIOIb30Ba-
HUM JaHHBIX peKOMeHAalui eMy U He BbinoaHsuiack O0b1 JIHK-nuarHoctuxka.

Bmopoii npumep. B DI'BY «I'ocynapcTBeHHBII HayYHBII LIEHTP KOJIOIPOKTOJIO-
ruu umeHu A.H. Pepkux» Mun3npasa Poccrum o6paTuiiack malMeHTKa ¢ OIyX0JIbIo
TOJICTON KMIIKKU. B aHaMHe3e y Hee MMeNIUCh cilydad paka IIUTOBUIHON XeJe3bl
U KOJIOPEKTAJIbHOTO paka. ¥ KPOBHOTO POACTBEHHMKA ObUI ClIydail paka TOJICTOM
kuiku. TakuMm o0pa3oM, 3Ta CeMbsl COOTBETCTBOBAJIAa BTOPOMY pa3pabOTaHHOMY
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kputeputo. [lpu mpoBeneHUU MOJIEKYJISIPHO-TEHETUUYECKOrO MCCIEeI0BAHUS Y
MalMEHTKU OblIa BbISIBIEHA HACIEICTBEHHAS! MyTallUsI B OTHOM U3 T€HOB CUCTEMBI
penapanyu JHK 1, cooTBeTCTBEHHO, TMAarHOCTUPOBAaH cUHApPoM JInHYa.

Tpemuii npumep. B ®I'BY «['ocynapcTBeHHbBINM HAYYHBIN LIEHTP KOJOMPOKTO-
norum nmeHn A.H. Peoxux» MunsnpaBa Poccuu o6paTuiics maueHT B BO3pacTe
58 5eT ¢ mMarHo3oM KOJOPEKTaJIbHOIO paka. Y Marepd MHalMeHTa TakKe ObLT
pak TOJICTOI KMIIKKM B Bo3pacTe 63 jer. JJaHHBIA MalMeHT He COOTBETCTBOBAJ
HU TIEPBOMY, HU BTOPOMY pa3pabOTaHHBIM HaMUW KPUTEPUSIM, OTHAKO MOIXOIWII
non onHy U3 pekoMeHnanuii Bethesda. B cBs3u ¢ 3TuM y Hero Bce-Taku ObLIO
MPOBEIECHO MOJIEKYJISIPHO-TEHETUYECKOE UCCIeJOBaHUE, KOTOPOE U YCTAHOBUIIO
OTCYTCTBUE CMHIpoMa JInHYa.

Takum o6pa3om, MpuBENEHHBbIE KIUHUYECKHWE TPUMEpPbl IEMOHCTPU-
PYIOT BBICOKYIO 3(@dEKTUBHOCTh KpUTepuUeB, pa3paboTaHHbix B DOIBY
«['ocymapcTBeHHbBI Hay4YHbBII LIEHTP KOJOIpOoKToidoruu uMeHu A.H. Pboxux»
MuH3apasa Poccun, 1 yka3blBatoT Ha 11€J16CO00Pa3HOCTb MX UCITOJIb30BaHUS MTPU
MOA03PEHUU Ha CUHAPOM JIMHYA Y pOCCUICKUX TallMEHTOB.

PEKOMEHJALIUW N0 MONEKYNAPHO-TEHETUYECKOIA
AUATHOCTHWKE NMALIMEHTOB C NOAO03PEHNEM
HA CUHAPOM JIUHYA

JI71s1 MOCTaHOBKY OKOHYATEJIbHOTO IMarHo3a «CUHApoM JIMHYa» y mauueHTa,
KOTOPBI COOTBETCTBYET KPUTEPUSIM OTOOpa, HEOOXOIMMO BBHISIBUTH HacCJe-
CTBEHHYIO MYTAallUIO B OMHOM M3 reHoB cuctembl perapauuu JJHK, nmockonbky
MMEHHO TMPOBEIEHUE MOJIEKYJISIPHO-TEHETUYECKOTO MCCIIeNOBaHUS SIBJISIETCS
pelIaoIIMM 3TaloM AUArHOCTUKU JaHHOTO cuHApoMa. K HacTosilieMy MOMEHTY
MU3BECTHO, YTO CUHAPOM JIMHYa MOXKeT ObITh OOYCJIOBJIEH TeépMUHAIBLHON MyTa-
11el B OAHOM M3 IOCTaTOYHO CYIIECTBEHHOTO KotnuecTBa reHoB: MLHI1, MSH?2,
MSH6, PMS2, PMS1, EPCAM n HekoTopbIX apyrux. OmHako 10 95% myranmit
BBISIBJISIETCS B NepBbIX 3 reHax (MLHI1, MSH2, MSHG6) [14]. Ilpu sTOM KpaiiHe
BaXXHO OTMETUTb, YTO OTCYTCTBUE «TOPSTYMX TOYEK» B ITUX FeHAX TOBOPUT O HEOO-
XOIMMOCTU M3YyYEeHUS BCEH MX KOIMPYIOLIEH HYKJICOTUAHOM MOCIeI0BATE/b-
HOCTHU, YTO SIBJISIETCS JOBOJIBHO 3aTPAaTHBIM MEPOIPUITHEM KaK B (pHAHCOBOM
TUIaHe, TaK ¥ BO BPEMEHHOM.

HMMeHHO 1T03TOMY HEeJlb3sl HE YITOMSIHYTh O 11€716CO00pa3HOCTH U3YUeHUsI MUKPO-
caTeJUIMTHON HEeCTaOMJIbHOCTU B 00paslie OIMyXOJIM TalMeHTa B KaueCTBE MepBOTO
aTana MOJEKY/ISIPHO-TeHETUYECKOM MUarHOCTUKM cuHApoMa JIMH4Ya, KOTOpbIi
TMO3BOJIUT CPpa3sy Ke UCKIIOUUTh 3TOT CUHIPOM 00Jiee YeM Y MOJIOBUHBI 00CIEAyeMbIX
OOJIbHBIX M, COOTBETCTBEHHO, HE OCYLIECTBIISTh Y HUX IJIUTEIbHBIA U JOPOrOCTO-
SIIANA TIOUCK HACJIEICTBEHHBIX MyTallii B TeHax cucteMbl permapaunu JHK [3].





