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BeeneHue

Paspemenune mpobaeMbl TaK HA3bIBAEMBIX «CEMEMHBIX PAKOB» IPE/ICTABIACTCS HAW-
fonee BIEUATIAIONNM KIMHAKO-TIPUKIA/HBIM YCIIEXOM MOJIEKY/LIPHON OHKOJIOTUH.
HacrezcTBeHHBIE OIYXOIEBBIE CHHAPOMBI COCTAB/IAIOT HE3HAYUTENBHYIO IIPOIOPIIUIO
OT OOIIET0 YKCIA HOBOOOPA30BAHMI (OKOJIO 1%), XOTS U1 OT/IE/IbHBIX JIOKATU3ALHI
(MOJIOYHAA JKENe3a, AMYHUK, TOICTAA KUIIKA) UX YACIbHBIA BKIAJ JOCTUIAECT 3HAYU-
TEIBLHO OOJIee BBICOKMX MOKaszateneit (5-20%). [IpuurHON MOAO0OHBIX 3a001€BAHUI
ABJAETCA HOCUTENLCTBO HACTEAYEMOI «PAKOBOM> MyTALMH. JINI[A, UMEIOIIHE TAKOE T€-
HETUYECKOE TIOBPEKICHUE, IO OIPEAETECHHOTO MOMEHTA OCTAIOTCA IPAKTUYECKH 370~
POBBIMH, OJHAKO OHU OOMAZAIOT (DATAIBHO YBETUYEHHBIM PUCKOM BO3HMKHOBEHUA
HEOIUIA3M — [IEHETPAHTHOCTH COOTBETCTBYIOIMX MyTALMI OOBIYHO COCTaBIIET 85-100%
(1,35, 39].

OcranoBuMcA OAPOOHEE HA MEXAHU3MAX, TOCPEACTBOM KOTOPHIX BHICOKAA TIPE]-
PACTIONOKEHHOCTD K ONPEETICHHBIM TUIIAM OIYXOJIEH 3d4aCTYIO IEPEAAETCA OT POJU-
TEJIEN K OTOMCTBY. [ [pUUKHA 3aKTI0YAETCA B CYIECTBOBAHUH T.H. PELIECCUBHBIX OHKO-
TEHOB. EC/IM B COMATHYECKON KIETKE MOBPEA/EH JUIIb OUH AJUIED ITOA0OHOTO I'eHa,
TO KJIETKA OCTAETCA (PEHOTUITMYECKU HOPMATBHON. OHAKO €C/IM MyTUPOBAHBL M MATE-
PUHCKAA, U OTLIOBCKAA KOIUM, TO KJIETKA IPUOOPETAET HEKOTOPBIE YEPTHI 3I0KAYE-
CTBEHHOH TPaHC(POpMAuY. Tenepsb PEACTaBUM, 9TO MyTALUA OJHOTO U3 AJUIENEH pe-
IIECCUBHOTO OHKOTEHA MEPEaHa MALUEHTY Yepes raMeThl. Tora BCe ero COMaTHIeC-
KU€ KIETKH Oy/lyT MMETb JIUIIb OJHY «30POBYIO» KOIHIO. JIOCTATOYHO MOBPEKIACHUA
OCTABIIETOCA MHTAKTHOTO AJUIENS UMD B OfJHON U3 MWUIMOHOB KIETOK OpraHa-MHU-
IIEHY, ¥ BO3HUKHET KIOH C MOTEHIMAMHU K 370KAYECTBEHHOMY POCTY. CYIECTBEHHO,
YTO €C/IM Ha YPOBHE KIETKH OJOOHBIE HAPYIIEHNA HOCAT PELIECCUBHBIN XaAPAKTEP —
OIACHO JIUIIb TIOBPEKACHAE OOOUX AUIEEH, TO HA YPOBHE OPraHU3MOB HACIEI0BA-
HUE IIPOUCXOJUT 10 JOMUHAHTHOMY THIy [1, 21, 22].

M3 og06HOM CXEMBI BBITEKAIOT OCHOBHBIE KTMHUKO-TEHETHYECKUE XAPAKTEPUCTH-
KU HACJIE/ICTBEHHBIX OIYXOJIEBbIX CUHAPOMOB: 1) TOMUHAHTHBIY THII HACTEAOBAHUA
(TETEPO3UIOTEL, T.€. JINIA C BPOXKCHHBIM TOPAKEHUEM JIUIIb OXHOTO U3 JIBYX AJUIEJIEH
AHTHOHKOTCHA, ABAIOTCA «OONBHBIMIY ); 2) UCKIIOUUTEIBHO BHICOKAS BCTPEYAEMOCTD
OHKOJIOTMYECKO! ATOIOTUU CPEAU KPOBHBIX POJICTBEHHUKOB OOJIBHOTO (3TO PEAKUIL
npuMep 3a607€BaHN, TIPU KOTOPOM JJOMUHAHTHOCTD IIPU3HAKA COUETAETCA C BBICO-
KVIMH [IAHCAMH JJOKHUTD JI0 AETOPOAHOIO BO3PACTA, 4 TAKKE HOPMATIBHOH (DEPTHIBHO-
CTBIO; CJIEZIOBATENLHO, PUCK HOBOOOPA30BAHUA JIETKO EPEAACTCA U3 TIOKOJIEHUSA B 1O~
KOJIEHHE); 3) HEOOBIYHO PAHHUI BO3PACT IOSABIEHUS HEOIUIA3M (JOCTATOYHO MyTa-
AW BCETO B OJHOM AJIENIE AHTUOHKOTEHA, 4 HE B JIBYX, IO3TOMY IIONHAA (DYHKIINO-
HAILHAA MHAKTUBALNA TIOCTEAHETO Y HOCUTENEN CIYIAETCA HAMHOTO OBICTPEE, UeM Y
37I0POBBIX); 4) MHOKECTBEHHOCTD OIyXOJIEH (OOMIBIIE MAHCOB, YTO GIOKUPOBKA CYII-
PECCOPHOTO I'€HA MPOU3OKAET B IBYX HE3ABUCUMBIX KIETOUYHBIX KIOHAX). TAKUM 00-
Pa3oM, KTMHIYECKUMU OCHOBAHWAMH JUIA TIPOBEICHUA TEHETUYECKOTO 00CIE0BAHMIA
OHKOJIOTMYECKOTO MAMEHTA WIH €I0 POJCTBEHHUKOB ABIAIOTCA HEOOBIMHO PAHHUI
BO3PACT 3200JIEBAHUSA U/MIN OTATOIIECHHBII CEMEIHBIN AHAMHES U /WJIN HAIMYUE CUH-
XPOHHBIX WJIM METAXPOHHBIX IEPBUYHO-MHOKECTBEHHBIX HOBOOOPA30BaHuii [1, 22].

[TogasAmomee 60BIMMUHCTBO N3BECTHBIX PELECCUBHBIX OHKOI€HOB COCTABIIAIOT T.H.
CYIIPECCOPHBIE TEHBI (TA0L. 1). DTU F€HETUYECKUE JJIEMEHTBI B HOPME OCYIIECTBILIIOT
HETaTUBHBIN KOHTPOJIb KIETOYHOTO AEIEHNS, PEIYIUPYIOT IIponecch penapanyu JHK)
3AITYCKAX0T MEXAHU3MBI [IPOIPAMMUPYEMON KIETOYHON IMOEMN U T,/ ECu poucxo-
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Tabnuya 1.
HacnepcrBeHHbIe onyxoneBble CUHAPOMbI
Fen (xpomo- OCHOBHbIE OHKOMNOrnyeckue
CwuHgpom (OMIM kog) COMHas DyHKUMA reHa KommeHTapum
NposiIBNEHUst CUHAPOMa
iokanusaums)
HacnencTBeHHbI pak BRCA1l Perynauus Pak mono4How xenesbl, pak oMo3uroTHast mytauus B
MOJIOHYHON enesbl (17921), KrNeTo4YHoro oTeeTta ANYHKKA; pexe — KapLUHOMbI reHe BRCA2 nposisnsetcs
n/vinn SN4HNKOB BRCA2 Ha nospexgeHune anuTenunanbHOW BbICTUMNKA B BUAE OAHOW 13
(#114480) (13912.3) OHK, penapauun GploLLIHON NoNocTH pasHOBMAHOCTEN aHeMUn
OBYHUTEBbIX Fanconi (#605724)
paspbiBoB OHK,
TpaHCKpUNLun
HacnepncteeHHbIN pak CHEK2 Perynauus Pak mono4Hon »xxenesbl lMeHeTpaHTHOCTb 3TUX
MOJIOHYHOM Xenesbl (22q12.1), KINeTo4YHOro oTBeTa reHoB Mo-B1AMMOMY
(#114480) NBS1 (8921), | Ha noBpexaeHue HECKONbKO HUXe no
ATM (11922- | OHK, penapauuu CpaBHEHWIO C TaKoBOW AN
23); PALB2 OBYHUTEBbIX reHos BRCA.
(16p12) paspbisoB OHK oMo3uroTHast mytauus B
reHe NBS1 nposiBnsetcs B
BuAae T.H. Nijmegen
breakage syndrome
(#251260; BbIpaXeHHbIN
MMMyHOAEeULUT,
MHOXECTBEHHbIE MOPOKN
pa3BuTWA); rOMO3NUroTHas
MHaKTuBaumda reHa ATM
NeXunT B OCHOBE CMHApOMa
aTaKkCun-TeneaHrnaKTasum
(#208900); romo3unroTHas
MyTaums B reHe PALB2
nposiBNsieTcsi B BUAE OHOW
13 pa3HOBMOHOCTEW aHeMUn
Fanconi (#610832)
CwuHpgpom Lynch MLH1 Penapauus Pak Toncrom kuwwiku, pak [OMO3uroTHbIE MnNK
(HacnepCTBEHHBIV (3p21.3), HecnapeHHbIX 3HOOMETPUS; pexe — Oryxonu | coveTaHHble
HEeNnonuMo3HbIA pak MSH2 (2p22- | ocHoBaHun JHK Xenyaka, TOHKON KULLIKK, reTepo3nroTHble MyTaumu B
ToncTton kuwku, HPNCC; | p21), MSH6 AVYHUKOB, MO3ra, Xern4ye- n NepeyYnCrieHHbIX reHax

#120435)

(2p16), PMS2
(7p22)

MOYEBbIBOAALLMX MyTeit

NposiIBNAOTCS B BUAE T.H.
Turcot cuHgpom (#276300),
NS KOTOPOro xapakTepHo
coyeTaHue onyxonen mosra
1 XenyAo4HO-KMLLEYHOro
TpakTa

CwuHgpom Muir-Torre MLH1 Penapauus Onyxonu canbHbIX Xenes;
(#158320) (3p21.3), HecnapeHHbIX OMyX0nu, acCoLUNPOBaHHbIE

MSH2 (2p21- | ocHoBaHun OHK ¢ cuHgpomom Lynch

22)
CeMenHbIn APC (5921- KnetouHas agresus, | MHOXeCTBEHHbIe
afeHoOMaTo3HbIN 22) CcUrHanbHble afeHoMaTo3Hble NonuMbI
NOnMMNo3 TONICTON KULLIKK Kackagbl TONCTOW KULLKM, KapLMHOMbI
(FAP, #175100) TONCTOW KULLIKM
MYH-accounmpoBaHHbin | MYH (1p32.1- | OkcumanoHHas MHOXeCTBEHHbIE PeueccuBHbIN TUN
afleHOMaTO3HbIl 34.3) penapauus ageHoOMaTo3HbIe NONuMbI HacnegoBaHus
NnosiMno3 TONICTOW KULLIKK ocHoBaHun JHK TOSCTOW KULLKKN, KapLMHOMBI
(MAP, #608456) TONCTOW KULLIKM
HacnepnctBeHHbIN CDH1 KnetouHas agreauns OncbdysHbI pak xenyaka,
Onddy3HbIN pak (16922.1) nobynsipHble KapLUHOMBI
xenyaka (+192090) MOJIOYHOM Xenesbl
CuHppom MEN1 Perynauus Onyxonu oCcTpOBKOB
MHOXECTBEHHbIX (11913) TpaHcKpUnuum JTaHrepraHca nogxenygo4yHomn
3HOOKPUHHBIX xenesbl, runogusa,
Heonnasun | Tuna napaLMTOBUAHBIX Xerne3
(MEN1, +131100)
CuHppom RET PeuentopHas MepynnspHble KapLMHOMbI
MHOXXECTBEHHbIX (10q11.2) TUPO3MHKMHa3a LUMTOBMAHOM Xenesbl,
AHOOKPUHHBIX heoXpOMOLMTOMBI, ONYXONnu
Heonnasun Il Tna napawmnToBUAHbIX Xenes
(MEN2A, #171400; (MEN2A), HeBpVHOMbI
MENZ2B, #162300) (MEN2B)
HacnencTBeHHbI pak RET PeuentopHas MegynnsipHble kKapLMHOMbI
LMTOBUOHOM Xeneabl (10911.2) TUPO3UHKMHAa3a LMTOBUAHOM Xenesbl

(#155240)
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IIpoooncerue maoan. 1.

Fer (xpomo- OcHOBHbIe OHKONOrn4eckue
CuHgpom (OMIM kog) COMHas ®yHKUMSA reHa KommeHTapum
NposiIBNEHNs CUHApoMa
riokanunsaumsi)
Cowden cuHgpom PTEN Tupo3uH- n MHOXeCTBEHHble ramapTOMbl,
(#158350) (10g23.31) CEPUH/TPEOHUH- cneunduyeckme nopaxeHns
cneuu-punyeckas KOXM M CAM3NCTbIX 060noYek,
npoTenHdocdarasa | onyxonu MOMOYHOW Xernesbl,
Oonyxonu LMTOBMOHON
xenesbl
Li-Fraumeni cuHgpom TP53 Perynauns Onyxonu pasnuyHbIX TUMOB
(#151623) (17p13.1) KNeTo4Horo oTBeTa (capkombl, onyxonu

Ha noBpexpaeHve MOJOYHOW Xene3bl, Onyxonu

OHK, kneto4yHoro Mo3ra, newkosbl 1 T.4.)

umkna,

TPaHCKpUNLMn

Peutz-Jeghers cuHgpom | STK11 CepuH/ MHOXeCTBEHHblE ramapTOMbl;
(#175200) (19p13.3) TPEOHWH-KMHa3a cneuynduyeckne NUrMeHTHble
NATHa Ha rybax, CnmnancTbix
oboroykax poToBOW NOMOCTH,
nanbLax; Nonunbl 1 onyxonu
Pa3nuyHbIX JIoKanuaauyui
HacnepcreeHHas CDKN2A Perynauuns [ncnnactunyeckne HeByChbl U
mMenaHoma (%155600) (9p21), CDK4 | kneTo4HOro umkna MenaHoMbl
(12q14)
Gorlin cungpom PTCH1 Sonic Hedgehog HeBownaHble 6a3anuomsi
(#109400) (9922.3) peuenTop
HelipocdnbpomaTos | NF1 Perynauns RAS- Cneumnduryeckue nopaxeHns
Tmna (+162200) (17911.2) 3aBMCMMOTO KOXM («KOenHble» NATHa),
CUrHanbLHOro HenporbpombI
Kackaga
HenpogubpomaTos Il NF2 KoHTakTHOEe Onyxonu akycTU4eckoro
Tvna (#101000) (22912.2) TOpPMOXeHune HepBa, MEHWHITMOMbI
KNeTo4YHoM
nponundepauun
Von Hippel-Lindau VHL (3p25- Perynsauus Onyxonu noyex,
CUHOPOM 26) KNEeTO4YHOro oTBeTa HaanoO4Ye4HMKOB,

Ha rMnoKcuio NoaXenyA04HON xenesbl,
ceTyaTtku;
reMaHrmobnacTombl

HacnepctBeHHas RB1 Perynauus PeTtuHobnacTomsl,
peTuHobnacToma (13914.2) KNEeTOYHOro uukna 0oCTeocapKoMbl
(+180200)

HacnepcrteeHHas WT1 (11p13) Perynauus Hedpobnactomsl
onyxone Bunmca TpaHCKpUNLMn

(#194070)

TabnuIfa COCTABNECHA IO MATEpUATaM paboT [2, 3, 6, 8-11, 15, 16, 19, 20, 23, 24, 26, 29, 30, 32, 33, 38, 40, 43, 45-47).

JUT NX NTHAKTUBAIMA, TO COOTBETCTBYIOMHI KIOH IPHOOpe-
TAET HOBbIE KAYECTBA (YCKOPEHHAA POIU(EPALIIA, UIMMOp-
TANIU3ALNA, TATOJOTNYECKOE HAKOIUIEHUE MYTALWI U T.).
[To06HBIE COOBITHA YCKOPSIOT IPUOOPETEHNE HOBBIX KPU-
TUYECKUX [EHETUYECKUX HAPYIIEHUI — BOSHUKAET LIEIHAs
PEAKIMA, B KOHEYHOM CYETE MPUBOAAIASL K OOPA30BAHUIO
onyxont [1, 43).

[eneTnyeckoe UCCIEI0BAHNE IPY ITOA03PEHUHN Ha HACTIEA-
CTBEHHBII PAKOBBII CUH/POM HAYMHAETCA CO CO0pa OHKO-
JIOTUUYECKOT'O AHAMHES3; IIPU 3TOM [IEPBOCTENIEHHOE BHUMA-
HUE YEIACTCA CIy4aaM 370KAUCCTBCHHBIX 3a00JIEBAHUI Y
KPOBHBIX POJCTBEHHUKOB. B pe3yJIbTaTe, COCTABIAIOTCA PO-
JOCIIOBHBIE, TO3BOJIAIOIINE C TONU WA UHOW CTENEHDIO Be-
POATHOCTH 3a1OJ03PUTb WIX OTBEPIHYTh HACIEACTBEHHYIO
ATOIOTUIO. [Ipy COCTABIEHUHU POLOCIOBHBIX IPUHUMAIOT-
€4 BO BHIMAHHE HO30JI0TMYECKUE (POPMbI OHKONOTHYECKUX
320071€BAHUI, BO3PACT BOZHUKHOBEHUSA TATOIOTUH, HAIYKE
IIEPBUYHO-MHOKECTBEHHBIX (POPM OIyXOneil. Cle/ylomu,
PEMIAIONINAM 3TATIOM ABJAETCA TaO0OPATOPHAS JUATHOCTUKA
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— IIaBHBIM 00pa3oM, aHamu3 JHK. OHa mo3BonseT yeTaHo-
BUTb, IPUCYTCTBYIOT JIU B TCHOTHUIIE GOJIBHOTO, 4 TAKKE WIe-
HOB €0 CEMbH TO/I03peBAEMbIe MyTatti [1, 14, 20, 48].
[Togo6Has cxema IIpocTa UMb B Teopun. Ha camom gene
KaK JIMArHOCTUKA HACJEACTBEHHBIX HOBOOOPA30BAHN, TAK
1 TIPUHATHE PEMIEHUI 1O OBO/TY TAKTUKHU BEAEHUA NOR00-
HBIX OOJBHBIX (CEMEN) — MCKIOUNUTENBHO CJIOXKHBINA MPO-
necc. Bo-nepBbIx, COOP IeHETHYECKOTO AHAMHESA PEAKO 32-
KAHYUBAETCA IOCTPOECHUEM POJOCIOBHON — B PEATIBHOM
JKU3HU MEIUIMHCKAA NH(OPMALA O YWIEHAX CEMBU YaCTO
HE/IOCTOBEPHA WM OTCYTCTBYET BOBCE. BO-BTOPBIX, 4/ICKBAT-
Has 1a00PATOPHAA JUATHOCTUKA 3a4ACTYIO TPEOYET MOJHO-
IO aHAIN32 HyKIEOTUIHON MOCIEAOBATENbHOCTH HECKOIb-
KHX T€HOB, YTO CONPSKEHO CO 3HAYUTETBHBIMI MATEPUAb-
HBIMH 3aTPaTaMH. B-TPETBUX, OTPUIIATEIBHBIE PE3Y/BTATHI
TEHETUYECKOTO TECTUPOBAHUA 00/AIAI0T YMEPEHHOU MH-
(POPMATHBHOCTBIO; B YACTHOCTH, OTCYTCTBUE HACHE/ICTBEH-
HOT'O aHAMHE32 HE UCKIIOYAET MOABICHUA 3aPOABILIEBOL
MYTALMY Y HALKEHTA de 110v0, HA CTAJUH 3UTOTHI; C APYIOi
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CTOPOHBI, UCKIIOUCHUE TIOJO3PEBAEMBIX HACIEICTBCHHBIX
Aedexros nocpeacTsoM anam3a IHK ne orpunaer yuactus
JPYTOTO, TIOKa HEUJICHTU(PUITUPOBAHHOTO T€HETHYECKOTO
nospexzenus [1, 28].

HacneacTBeHHbIN pak MONMOYHOW
XKeJne3bl U ANYHUKOB

CUHZIpOM pdkad MONOYHON xenesbl (PMIK) 1 AMYHKUKOB
(PA) BHOCUT CyIIECTBEHHBIN BKJIAJ B OHKOJIOTUUYECKYIO 3d-
6071eBAEMOCTE: Ha €TI0 JI0MO IPUXOAUTCA OKOMIO 5-7% CIIy-
yaes PMX u 10 15-20% ciyuaes PA. [IpraunOil JaHHOTO
cunapoMma asiercs Myranud B reHax BRCA1 wim BRCA2.
CreKkTp MHAKTHBUPYIOWMX MyTalui B reHax BRCA xapakre-
pHU3YeTCA NCKIOUNUTEBHBIM PA3HOOOPA3NEM, TIOITOMY /I~
arHOCTHKA HacsezcTseHHoro PMIK unu PA tpeGyer nonHo-
'O CEKBEHUPOBAHUA YIIOMAHYTHIX T€HOB. YIMBUTEILHO, YTO
B TaKOI OIPOMHOI CTpaHe, Kak Poccus, 06HAPYKUBAETCA
UCKITIOUUTENLHO BBIPAKEHHBIN 3(DMEKT TIPEAIIECTBEHHNKA,
JlerCTBUTENBHO, TOAABIAIOMYIO 4acTh BRCA myTanuii co-
crapnsioT Bapuantsl BRCA1 5382insC 1 BRCA1 4153delA.
CnesoBaTeNbHO, AMATHOCTUKA HACIEACTBEHHBIX (popm PMIK
u PSI B Poccun 324acCTyro MOKET OrPaHIMYMBATHCSA JTUIIb HE-
ckompkumu [TIP-Tecramu, 4To O3BOJAET IPUMEHATH F'eHe-
TUYECKOE UCCIEAOBAHUE 110 PACIIMPEHHBIM TOKA3AHUAM.
Jlpyras uHTEpECHAA OCOOEHHOCTh POCCUICKON MO
— 4aCTad IPUYACTHOCTD K BOSHUKHOBEHMIO PMIK MyTaLinii B
redax CHEK2 u NBS1. Cnenyer orosopurscd, yro CHEK2 u
NBS1 067127210T 3aMETHO MEHBIIEH MEHETPAHTHOCTBIO MO
cpasHeHuio ¢ reHamut BRCA [3, 7,9, 26, 41,42, 44].

B pononHenue K BHIECKA3AHHOMY CJIEAYET 3d0CTPUTD
BHUMAHUE YUTATEJIEN Hd HECKOJIbKUX IPUHIIUINAIBHO
BAKHBIX ACIEKTAX. BO-NIEPBBIX, B TO BpeMs KaK I O0Jb-
HbIX PMJK| Kak mpasuio, npaktukyercs or6op Ha JTHK-nun-
ATHOCTUKY 110 KOCBEHHBIM KTMHUYECKUM XAPAKTEPUCTUKAM
CEMEUHOr0 paka (MOJOJOM BO3PACT HAYAId 3a00ICBAHYS,
CEMEITHBIN AHAMHE3, IEPBUYHO-MHOKECTBEHHBIN XAPAKTEP
37I0KA4ECTBEHHOTO TIPOIIECC), CaM MO cebe AnarHo3 P
ABJACTCA JOCTATOYHBIM OCHOBaHUEM 711 BRCA-TecTupo-
BaHuA. B Hamert crpane Myranuu BRCA1 o6HApyKUBAIOT-
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¢ IPUMEPHO Y KAXA0U CEbMON KEHIUHBL CO 37I0KAUe-
CTBEHHBIM NIOPAKEHUEM ANYHUKA, HOCUTEICTBO AEPeKTa
JAHHOT'O T'€HA HE IIPOABIAET BBIPAKEHHON ACCOLUALNU C
KIMHIYECKUMU 0COOEHHOCTAMU PSl. Bo-BTOpBIX, MHOTHE
HocuTenbHULbl BRCA-MyTanuil HE UMEIOT BBIPAKEHHOIO
CEMEITHOTO AHAMHE32; TI0OA00HAT 0COOEHHOCTD OOBSICHICTCS
0€eCCUMITOMHOI NEpPeaYell MyTALUHY 110 MY;KCKOM JINHUM.
B-TpeThux, NMEIOTCA HEKOTOPHIE CBUIETENLCTBA 00 0COO0M
CHIEKTPE XUMUOYYBCTBUTENBHOCTH BRCA-acconunposan-
HbIX PM)K. B wactHOCTH, IpeAnonaraeTcs, 4To nojooHbe
OIyXOJI HEIIOXO OTBEYAIOT HA JICYEHUE AHTPALUKINHA-
MU U IIPEIAPATAMY IIATUHEL, B TO BPEMA KaK YCIIEX OT Te-
panuu TAKCAHAMU BEPOATEH B MEHBIIEN CTENEHU. [IToMUMO
3TOTO OGOJIBIION MHTEPEC BBI3BIBAIOT UCIBLITAHUA HHIUOU-
TopoB PARP j1s1 neyenusa HoBoo6pazoBanuii y BRCA-Ho-
cureneit [4, 12, 18, 31, 30, 42, 44).

CxpuHyHT PMIX y JKEHIMH ¢ HACIEACTBEHHOM IPEAPAC-
TIOJIOKEHHOCTBIO K 3200JIEBAHUIO 3AMETHO OTJIMYAETCH OT
PEKOMEH/IATINH O PAHHEN IUATHOCTUKE HOBOOOPA30BAHUI
MOJIOYHOM JKENE3bl B OOIIEH TOMYAAIMHN (Ta61. 2). B yact-
HOCTH, LIENIECOOOPA3ZHOCTD PETYAAPHOTO CAMOOOCIE/IOBAHNA
MOJIOUHBIX JKENIE3 Y «OOBIYHBIX> JKEHIIMH MPE/ICTABIACTCA KaK
MUHHUMYM CIHOPHOH. B TO e BpeMA IALUEHTKAM C BbIAB-
JIEHHBIMU MyTanuamMu B renax BRCA pekomenziyercs ocyuue-
CTBJIATD JAHHYIO IIPOLIEAYPY C UHTEPBAIAMU OJUH Pa3 B Me-
CAIl HAUMHAA C 18-1eTHETO BO3pacTa. Mammorpadus ABis-
€TCA «30JIOTBIM CTAHAAPTOM> CKpuHMHIA PMIK y eHmuH
TIOCTMEHOIIAY3aIBHOTO BO3pAcTa. K coxanenuo, 3p(eKTns-
HOCTb MaMMOrpaduu i Berisnenus BRCA-acconumuposan-
HBIX PAKOB IPEACTABIAETCA UCKIIOUUTENBHO HU3KOU. Bo-
TIEPBBIX, 3HAUNTENbHAA YACTb HACIEACTBEHHBIX PMIK BO3HU-
KaeT B Bo3pacre 70 40 JieT, T.e. Ha (POHE BBICOKOI KOHIIEHT-
paluy PENpPOAYKTUBHBIX TOPMOHOB. TKaHb MOJIOUHBIX e-
JIE3 y CTOJIb MOJIOABIX JKEHIUH XaPAKTEPU3YETCS BBICOKOH
CTENEHDBIO PEHTTEHOIOINYECKOH INIOTHOCTH, UTO 3HAUUTEb-
HO 3ATPYAHAET BbIABICHUE ONYXOJIei. BO-BTOPBIX, CEMENHbBIE
PMIX 1eMOHCTPUPYIOT BBICOKYIO CKOPOCTb IPOTU(PEPALIUNL.
Kak crnencrsue, umeHHO it BRCA-acconmmpoBannbix PMK
TUIIMYHO KOPOTKOE BPEMS YABOEHUH, IOITOMY JAKE YaCTOE

Tabnuya 2.

CKPVHWHT AN AL, C HacneaCcTBeHHOW NpeApacnonoXeHHOCTbIO K paky

BospacTt Havana

Twn HoBOOGpPa3oBaHus PekomeHayemble npouenypbl 06CHe0BaHMI WHTepBan
HacnegcTBeHHbIN pak MOMOYHOM Xenesbl U AMYHUKa
CamoobcrnenoBaHe MOMOYHbIX Xenes 18 net 1 mec.
O6cnenoBaHne MOMOYHbIX Xenes

Pak monou4Hou xenesbl y Mammoriora 25 net 6 mec.
MarHuTHo-pe3oHaHCcHas Tomorpadua 25-30 net 6-12 mec.
Mammorpadus 25 net 6-12 mec.

) YnbTpasByKoBOe UccrnegoBaHve 35 net 6 mec.

aK IYHUKa
OnpepgeneHve ypoBHsl mapkepa CA-125 35 net 6 mec.

HacneAcTBeHHbIV pak TONCTOM KULLKW (M 3HAOMETPUS)

12-36 mec. go 40 ner;

Pak ToncTom Kuwkun KonoHockonus 20-25 net
12 mec. nocne 40 net.
YneTpasBykoBoe nccnegosaHme 30 net 12 mec.
Pak sHoomeTpus
AcnupauunoHHas Guoncus 3HAoOMeTpusi 30 net 12 mec.
CeMelHbI NoNUno3 TONCTOW KULLKK
Monunbl
1 3110Ka4€CTBEHHbIE
KonoHockonusi, curmonaockonust 10-15 net 12 mec.
HoBOOOpa3oBaHUs

TONICTOW KULLKN
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MPUMEHEHNE IMArHOCTUIECKUX TIPOTEAYP (OfUH pa3 B 6
MECAIEB) HE NCKIIOYAET BO3HUKHOBEHMUA TAK HA3BIBAEMBIX
«MHTEPBAIbHBIX>» PAKOB (T.€. OLYXOJIEH, KIMHIYECKUE TIPO-
ABJICHNS KOTOPBIX OB OOHAPYAKEHBI MEX/TY TPODHUIAKTH-
YECKUMU OCMOTpaMu). B-rpersux, BRCA-MH/yIIMPOBAHHbIE
PaKku 00121210T OCOOBIM TUCTONOTHYECKUX CTPOEHUEM, KO-
TOPOE MAJIO OTIMYAETCA 110 YPOBHIO PEHTTEHOIOTMYECKON
KOHTPACTHOCTH OT HOPMAJILHBIX TKaHEH. Mmeercs 3Hauu-
TEILHOE KOMMYECTBO IAHHBIX, CBI/IETENBCTBYIONNX O HEOO-
XOAMUMOCTH BK/TIOYEHUA B CXEMY CKPUHMHTA HACTIECTBEH-
Horo PMJK MarHuTHO-pe3oHaHcHO! ToMorpagun (MPT).
[TpumevarenpHo, yto MPT He 3aMeHAET MAMMOTPA(HUIO, a
JIIIb JONOMHAET 3TO UCCIEA0BAHUE. VICTIONb30BAHUE YIIbT-
PA3BYKOBOH JIMATHOCTUKU /11 PAHHETO BBIABIEHUA CEMEI-
HbIX PMJK HE IPaKTUKYETCSA BCIEACTBUE HU3KOK A(P(PEKTHB-
HOCTH JIAHHOTO MeToAa [9].

K coxanenuio, 1axe IpUMEHEHUE BCEX JOCTYIHBIX CIIO-
CO00B paHHEN MarHOCTUKY PMJK y JKEHIIUH ¢ reHeTnyec-
KOH IIPEAPACIONOKEHHOCTBIO HE [APAHTUPYET HU CBOEBPE-
MEHHOTO BBIABICHNUA PAKa, HU OIATONOMYYHOTO UCXO/IA 34-
foneBanus. IMEHHO TO3TOMY B KAUECTBE OJHOTO U3 CAMBIX
3 PeKTUBHBIX METONOB npeaynpexaeHus PMK y BRCA-
HOCHUTEIBHUI] TO3UITHOHUPYETCA TTPOMPUIAKTUYECKAS O
KOXKHAA MACTIKTOMUA C NOCTEAYIOMNM 3HIOIPOTE3UPOBA-
HHMEM MOJIOUHBIX Kese3. [JaHHasd onepanud, peKOMEHye-
Masl KEHIUHAM crapiie 30 JIeT, IPUBOAUT K HEU3OEKHBIM
HOTEPAM KAUeCTBA JKU3HMU, [IO3TOMY HA €€ IPUMEHEHNE CO-
ramaorcs Meree 30% nanueHtox ¢ BRCA-myranuamu [37,
48]. TIpeBeHTUBHBII IPPEKT MACTIKTOMUN UCKIIOYUTENb-
HO BBICOK; TEM HE MEHEE, B JIMTEPATYPE OTMEUEHBI CIy4an
BO3HMKHOBEHUA PMIK M3 OCTATOYHBIX KIETOK MOJIOYHON
KEJE3bl IAKE Y TeX KEHIINH, KOTOPbIE OABEPIMIUCD IPO-
(PUTAKTUYECKON ONEPAIY. B KaueCTBe WITIOCTPAIINU PUC-
KOB MOKHO IPUBECTH UccIenoBanne Rebbeck et al. (2004),
BKTrouaBInee 483 BRCA-HOCHTEIBHHUIIBI C MEIUAHOM HAOTIO-
nerust 6,4 roaa. 379 KEHIMH OTKA3AIUCh OT OIEPAIUH 1
MPE/TIOWIN OTPAHUYUTLC MEPOIIPUATHAMU 110 PAHHEN /-
arHoctuke PMIK; y 184 (49%) 32 meprof NCCIE0BAHNA ObLT
BbIABIeH PMIK. B 1o ke Bpems 105 skeHIIMH n30pany paju-
KAILHOE PEIIEHUE — NMPOMUIAKTHIECKYIO MACTIKTOMHUIO; B
3TOM Ipytme nocaeaymouee pazpurue PMK 65110 0TMEUEHO
y 2 (2%) xeHmuH [34]. B Hamer cTpane NpoQIWIAKTUYECKUE
MACT3KTOMUU MPAKTHYECKU HE IPUMEHAIOTCA, 4TO CBA3AHO
C HETATUBHBIM OTHOIIEHUEM ME/IUITMHCKON OOIECTBEHHOC-
TH K YAIEHUIO 3[0POBBIX OPIAHOB B LIEJIAX IPEAYIIPEAUTENb-
HOTI'O XaPaKTepa.

OJIHO 13 MHTEHCUBHBIX HANPABICHUN UCCIENOBAHAN —
TMIONCK CTIOCOOOB XUMUOTIPO(HIAKTUKN PMIK. YeTaHOBIEHO,
YTO BBIIOJIHEHHAA B MOJIOZOM BO3PACTE OBAPUIKTOMHUA CHU-
xaet puck PMK y BRCA-HOCHTENBHALL IOYTH B 2 PA33; 3TOT
IPPEKT OOBACHAETCA YCTPAHEHUEM IJIABHOTO MCTOYHHUKA
KEHCKUX IOJIOBBIX TOPMOHOB [37]. CXOJHbIE PE3Y/IBTATHI JAET
NPOPUIAKTUYECKUIT IpUeM TaMoKcudeHa [13]. CTonb BhI-
]PAKEHHBIH IIPOTEKTUBHDIN PE3Y/IBTAT 3HAOKPUHHBIX BMEIIA-
TEJILCTB CJIOKHO OOBSCHUTD, TAK KaK OONBITMHCTBO BRCA-
UH/YIPOBAHHBIX PMJK XapaKkTepusytoTCsl HETATHBHBIM CTa-
TYCOM PELIENITOPOB CTEPOU/HBIX TOPMOHOB U, KAK CJIE/CTBHE,
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TOPMOH-HE3aBUCHMBIM POCTOM. BeECbMa MONYIAPHBIMU SIB-
JIIOTCA KIMHAYECKUE UCTIBITAHNSA TPOU3BOJHBIX KDEMHUS:
IPEATIONATAETCA, YTO ITU BELIECTBA MOT'YT CYLIECTBEHHO BJIU-
ATb HA puck PMIK B rpymnnax HacaIeACTBEHHOIO pucka [17].
Crezryer IOAUEPKHYTh, YTO HU OJUH U3 U3BECTHBIX B HACTO-
AIEe BpeMs Cloco60B XUMHonpopunaktiuky PMK ne raer
VIOBJIETBOPUTE/BHBIX PE3Y/IBIATOB, IO3TOMY MHTEHCUBHOE
HAOMOZICHAE U NPO(UIAKTUYECKUE ONEPAIUN OCTAIOTCA
He3aMEeHUMBbIMU Meponpudatuamu 411 BRCA-nocurenbHuL,

CxkpuHUHT Pl y 60IBHBIX C HACTE/ICTBEHHON NIPEAPACTIO-
JIOKEHHOCTBIO HAUMHAETCA B BO3pACTe 35 sieT. CTangapTHad
CxeMa 00CIEI0BAHYA BKII0YAET TPAHCBATUHAIBHOE Y/BTPA-
3BYKOBOE HCC/IEJOBAHUE ANYHUKOB, 4 TAKKE OLPEAETEHUE
ypoBHA Mapkepa CA-125. PEKOMEHYEMBII HHTEPBA MEKIY
OOCIEIOBAHISIMU COCTABIACT 6 MecsiieB. Kak u B cydae
PMIK, a(peKTHBHOCTb PAHHEN IUATHOCTUKU PA 1anexa oT
KEJIAEMONT; IO3TOMY XKEHIIUHAM CTAPLIETO BO3PACTA (TIOCTE
40 51eT) HACTOMYMBO PEKOMEH/YETCA TTPOPUIAKTIICCKAS
OBAPUAKTOMHUA. EC/IM HA MOMEHT PEIeHNs BOIIPOCa O 1IPO-
(PWTAKTIYECKOM YAANEHUH IMYHUKOB Y MAIIMEHTKH COXPa-
HEH MEHCTPYAIbHBIN UKL, JAHHAS OLEPALIUA COIIPOBOXK/IA-
€TCA HA3HAYEHUEM TOPMOH-3AMECTUTENBHON Teparuu. Kak
U B CJIy44€ TIPEBEHTUBHON MACTIKTOMUH, Y/JJICHUE AMYHU-
KOB HE IPUBOAIUT K A0COMIOTHOMY CHIKEHHIO OHKOJIOTUYEC-
KOT'O PUCKZ: Y IPOOIEPUPOBAHHBIX KEHIIUH U3PEKA HA-
OMI0/1ACTC BO3HUKHOBEHUE TIEPUTOHEANBHBIX KAPIIUHOM,
HPOABAIONIMUX TUCTOTEHETUYECKOE CXOACTBO C P, B otimm-
Ype OT MACTIKTOMUH POPUIAKTIYECKAT OBAPUIKTOMYA B
HOCTPENPOAYKTUBHOM BO3PACTE HE COMPOBOKAAETCA CHU-
JKEHUEM KauecTsa xu3uu [20].

Hacne.D,CTBEHHbIﬁ HenoNMNo3HbIN pakK
TONCTON KNLWKW (U SHAOMETpUS)
HacnencTBeHHbI HEMOMUIIO3HBIA PAK TOJCTON KUIIKA
(HNPCC, hereditary non-polyposis colorectal cancer, wim Tak
HA3bIBAEMBII CUHAPOM JINHYA) BHOCHT CYIIECTBEHHDII BRI
B OHKOJIOTMYECKYIO 320071€BAEMOCTh. CaMO MCTOPUYECKOE
HA3BAHUE JIAHHOTO CUHZIPOMA TIPE/ICTABIACTCA HEYIAUHBIM,
JIETIO B TOM, UTO €C/IA HOCUTENEM MyTAI[UU B COOTBETCTBYIO-
meM rene mucMaty-pernapariui (MLH1, MSH2, MSH6, PMS2)
ABJIACTCA KEHIIUHA, TO PUCK PAKA SHIOMETPUA A0COMOTHO
COTIOCTABHM C TAKOBBIM JIJISl OITYXOJIEH JKEMYA0UHO-KUITEY-
Horo Tpakra. Ha nomo HNPCC npuxopurcs 2-3% 310Kaue-
CTBEHHBIX HOBOOOPA30BAHUH TONCTON KUNIKU U 2-3% Kap-
I[IMHOM 3H/I0METpusA. Heornasmel, aCCOIMUPOBAHHBIE C CUH-
JpOMOM JINHYA, pa3BUBAIOTCSA MO TUITY TAK HA3BIBAEMOI MUK-
POCaTENUTHON HeCTabMIbHOCTH (microsatellite instability,
MSI). OHu COAEPKAT THICAYU MYTALUH B MUKPOCATEIUTUTHBIX
MIOBTOPAX U XAPAKTEPU3YIOTCA ABHBIM HECOOTBETCTBUEM
MEXY MOP(POTOTUUECKUMU U KTMHUYECKUMY XAPAKTEPUC-
TUKAMH 3200/1eBaHUS. JIeUCTBUTENBHO, XOTS OOBIIMHCTBO
MSI-NONMOKATENBHBIX OMYXOMEH 001A/IAI0T YPE3BBIYANHO
HU3KOH CTETEHBIO TUCTONIOTMYECKON UP(PEPEHIIUPOBKH,
TPOTHO3 /LISl IAHHOM Pa3HOBUIHOCTH KAPIIUHOM NIPEJICTAB-
JIETCA OTHOCUTENBLHO OMArOMONYYHBIM [27],
[IpepBapuTenbHas AUATHOCTUKA CHHAPOMA JIMHYA CBO-
JUTCA K BBIABJICHUIO MUKPOCATE/NTUTHON HECTAOMIBHOCTH B

ITPAKTHYECKAA OHKOJIOTHUA °T. 11, Ne 2 - 2010



Practical oncology

OIYXOJIEBOM TKAHH; JUIA 3TOTO PEKOMEH/IYETCS UCTIONb30BATh
CTAHJIAPTHYIO MTAHEIb MAPKEPOB, IPHYEM OfIUH CIMHCTBCH-
HbIit MapKep — BAT26 — o6manaer moutit 100% ayBCTBUTEb-
HOCTBIO U CENU(pUUHOCTLIO [49]. B ci1ydae oOHapyxeHuA
MHOKECTBEHHBIX MyTAI[UI MUKPOCATEIIATOB I1EECO00PA3-
HO NPUMEHATh UMMYHOTHCTOXUMHUYECKOE OKPAINBAHUE
renoB MLH1, MSH2, MSH6, PMS2. TToapasymeBaercs, 4to
OTCYTCTBHE IKCTIPECCHU MOXKET YKA3aTh Ha TEH, B KOTOPOM
Hanb071ee BEPOATHO PUCYTCTBUE MyTAIUHU. [10106HbIE Me-
POTIPUATHSA MO3BOJAIOT COKPATUTD OOBEM TPYLOEMKOTO U
Joporocrosuero cexksennposanus JHK [10, 33].
30pOBBIX HOCUTENEN MyTauuil B reHax MLH1, MSH2,
MSH6, PMS2 romaraercst 06C/1eI0BaTh TOCPEICTBOM KOTIOHOC-
KOIIMH, NIPUYEM HA HAYAJIbHBIX JTANAX CKpuHuHra (¢ 20-25
JIET) JJOITYCKAETCA JOCTATOYHO JJIUTENBHBIA BPEMEHHOH IIPO-
MEKYTOK MEXK/IY IUATHOCTHYECKMMU TIPOLEAYPaMU (10 2-3
zier). Ioce 40 ieT peKOMEHYeTCs COKPATUTD MHTEPBAJ MEXK-
Tty 06CIEAOBAHMAMH 10 12 MecAeB. DPPEKTUBHOCTb PAHHE
JVIATHOCTHKU HACTIE/ICTBEHHOTO PaKa TOJCTOM KUIMIKH JI0CTa-
TOYHO BBICOK4, YTO CBA32HO C OTHOCUTEILHO GIATONONYIHBIM
TEYEHHEM JIAHHOTO 320071€BaHYA. [ [pHMEYaTeNnbHO, YTO MMEH-
HO gy cuzipoma HNPCC 10CTOBEPHO POJIEMOHCTPUPOBA-
HO MONOKUTEBHOE BINAHNE CKPUHHUHTA HA CHIKEHHE CMep-
THOCTH OT OHKOJIOTMYECKOH TTATONOTHH [2, 25, 45, 406,

[ToMUMO KONOHOCKOINH, IO OTHOIMIEHHIO K KCHIUHAM
TPUMEHSIOTCA MEPONPHATHSA, HANPABICHHBIE HA CBOEBPE-
MEHHOE BBIABICHUE PaKa SH0METpuA. OOCIE/J0BAHNA TIPO-
BOJIATCA €KETOIHO, HAUMHAA € BO3PACTa 30 JIET, ¥ BKIIOYAIOT
VIBTPA3BYKOBYIO IMATHOCTHKY ¥ ACTUPAIMOHHbBIE OUOTICUH
sugomerpus [2, 20].

[Ipodunakriudeckue onepanuu npu CUHAPOMe JInHYA
TPOU3BOJSTCS PEIKO. DTO CBA3AHO C HEONATOIPUSATHBIM BIHU-
SHUEM TTO/JOOHBIX BMENMATELCTB HA KAYECTBO XKU3HH, OTHO-
CHTENBHO BBICOKAM PUCKOM TIOCTEONEPAIIMOHHBIX OCIOXK-
HEHMUI, A TaKke Xopommuym nporaozom HNPCC-accouunpo-
BAHHBIX ONyXoseit. TeM He MEHee, €CITM Y HOCUTENA MyTAlUK
BBIABIIACTCA HOBOOOPA30BAHUE TOJICTOM KUIIKH, PEKOMEH-
JyeTCs MOJHOE YAAJIEHUE JAHHOTO oprana [20].

Jintepatypa

E.H. Hmanumos

CeMeNnHbIV afeHOMAaTOo3 TONICTON
KUK

CeMeNHBIN aIeHOMATO3 TOJCTON KumKU (familial
adenomatosis coli, FAP) xapakTepusyeTcs NOABICHUEM CO-
TEH MOJIMIIOB HA CIU3UCTON 060J0uKe oprana. Haubonee
4yaCTO FAP BBI3BIBAETCA TE€TEPO3UTOTHON MHAKTUBAIIUEN
rera APC, paclionoxeHHOIr0 Ha JUIMHHOM IIEY€ XPOMOCO-
Mbl 5. Heckonbko pexe Habmogaercs «ierkast» popma FAP,
IPU KOTOPOH KOJMYECTBO MOMUIIOB U3MEPAETCS HE COTHS-
MH, 4 IECATKAMHE; 3TA Pa3HOBUAHOCTD FAP 00yc1oBIEHA My-
Tanyen B ree MYH. Meponpuatus o CKpUHUHTY 607b-
HbIX FAP 1OA|pa3yMeBAIOT PETYIAPHBIE KOJOHOCKOIUYU U
CUT'MOUJIOCKOIINY, HAUMHAA € Bo3pacta 10-15 net. Kak mpa-
BUJIO, TAITUEHTAM C YK€ UMEIOIUMUCA KITMHUYECKUMHY TIPU-
3HaKamu FAP HaCTOIMUMBO pEKOMEHAYIOT TPO(PUIAKTIYEC-
KYIO OIEPALNIO, 3AKII0YAIONIYIOCA B IIOTHOM YdIEHUN TOJI-
CTOM KHIIKH [5].

[pyrve cemenHble pakoBble
CNMHOPOMDbI

Jlpyrue pasHOBUIHOCTH HACTE/CTBEHHOTO paKa (Ta6s. 1)
BCTPEYAIOTCH UCKIIOYUTENBHO PE/IKO, OITOMY CHIEIU(pUYEC-
KM€ MEPbl CKPUHMHIA JJI1 HOCUTEIEH COOTBETCTBYIOLINX
MYTAIMH HE OABEPTAIUCD AOJKHON AlPOOAITUN U TIPEUMY-
IIECTBEHHO OCHOBBIBAIOTCA HA OOMUX PEKOMEHIAIMAX 110
PaHHEN IUATHOCTHUKE HOBOOOPA30BaHMH. OT/IEIBHOTO YTIO-
MUHAHUA 3ACTYKUBAIOT CUHAPOM MHOKECTBEHHBIX JHJIOK-
PUHHBIX HEOIUIA3UI BTOPOTO THUIIA, 4 TAKXKE HACIE/ACTBEH-
HbII PAK IUTOBUAHON JKE/IC3bl, BHI3BIBACMBIC MYTALICH B
onkoreHe RET. Tereposurornas nnakrusanus reua RET 8-
JIIETCA TOKA32HUEM K TPO(HIAKTUIECKOY THPEOU/IIKTOMUH,
OCYILIECTBIAEMON B IETCKOM BO3DPACTE; PEKOMEH/YEMBIH BO3-
PACT BBIIOIHEHWA ONEPALIY ONPEAETAETCA TUIIOM BbIAB/IEH-
HOM MyTauuu [29].
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