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AHHOTaums

MutYH-accouMMpoBaHHbIV MOAUMO3 SBASIETCS €AMHCTBEHHBIM MOAMMO3HBIM CUHAPOMOM C QY TOCOMHO-PELIECCUBHBIM TUMOM HACAEAOBAHMS,
4acTo (PeHOTUMUUECKM CXOKMM C OCAABAEHHOM (DOPMOM CEMENHOTO AAEHOMATO3a TOACTOM KMLIKM. AAsl pa3BUTHS 3a00AEBaHMST HEOOXOAM-
Mbl MyTaLIMK B OOOMX aAAEASIX T€HA, OAHAKO OTMEYEH MOBbILEHHbI PUCK PA3BUTHSI KOAOPEKTAALHOIO paka y HOCUTEAE MOHOAAAEAbHbIX
MyTaumi. Anartos MutYH-accoumMmpoBaHHOIO MOAUMO3a AOAKEH MOAO3PEBATHCS! MPU KOAOPEKTAABHOM pake y HOALHOIO cTapuie 45 AeT Ha
oHe NMoAMMOB B TOACTOM KuILKe. B 0630pe npeAcTaBAE€HbI COBPEMEHHbIE AATOPUTMbI AMArHOCTUKM U A€YEHMSI 3aB0AEBaHMSI.
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MutYH-associated polyposis is the only polyposis syndrome with an autosomal recessive type of inheritance, often phenotypically similar
to a weakened form of familial adenomatous polyposis. For the development of the disease mutations in both alleles of the gene are re-
quired, but an increased risk of developing colorectal cancer in carriers of monoallelic mutations is noted. The diagnosis of MutYH-asso-
ciated polyposis should be suspected in a patient with colorectal cancer over 45 years old on the background of polyps in the colon. The

review presents modern algorithms for diagnostic and treatment of the disease.
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CATK — ceMeiiHblil aieHOMAaTO3 TOJCTON KUIIKHA

Cewmeiinbit afieHomaro3 Tosictoit kuku (CATK) nmeer ayTo-
COMHO-JIOMMHAHTHBII TUIT HACJIE/IOBAHUSI 1 SIBIISIETCS] Hanboiee va-
CTbIM 3200JIEBAaHUEM CPE/IM BCEX aJIeHOMATO3HBIX TOJIMMO3HBIX
cunppomoB. Knaccuueckas ¢popma CATK npepcraBnena coTHsI-
MU, a TIOPOii U ThICSYAMU aJIeHOM, Pa3BUBAIOILMXCS B TOJICTOM
KHMILIKe OOJTbHOTO, HEeM30€KHO TPAHC(POPMUPYIOIIMXCS B KOJIOPEK-
TaJIbHBIN PaK MU YCJIOBUM HECBOEBPEMEHHOI'O BbITIOJHEHHMST KOJI-
npokTakTomu [1-3]. KnnHnyecku MeHee arpecCUBHBIM BapuaH-
TOM TeueHuUs 3a00JIeBaHUs SBIISETCS ATTeHyHpOBaHHast (ocal-
nennas) popma CATK, xapakrepn3yomascs: pa3BUTHEM MEHb-
Iero KOJIMYeCTBa aflcHOMATO3HbIX NoaumoB (<100) n nx Gomnee
nospnHei (nocye 45-50 neT) 370KavecTBEHHON TpaHcopMayeit
[4-7]. Hacnencteennoi npuuntoit CATK, kak npaBusio, sIBJIsioT-
csl repMuHasbHble MyTauuu B rene APC [1, 8]. [Ipyrumu nposisie-
HUSMM 3200JIeBaHNSI MOT'YT ObITh TOJIUIBI, JJOKAJU3YIOLECs B
BEPXHHX OT/IENIaxX KEeJyOUHO-KUIIIEYHOTO TPAKTA, IECMOMJTHBIC
omyxoJu u octeomsl [5, 9, 10]. MeHnee U3y4YeHHbIM BapUaHTOM
aJIEHOMATO3HOTO ToNMIo3a siBisieTcss MutYH-accouumpoBaHHbIN
TMOJIUIO3, KOTOPbIH KIIMHUYECKU MOXKET HAaIOMUHATh Kak ocJiad-
JIEHHY0, TaK 1 kiaccuyeckyto (popmy CATK. Dromy BapuanTy
aJIEHOMAaTO3HOTO MOJIMI03a ¥ OY/IET NOCBSIIEH AaHHBII 0030p.

MutYH-accounMnpoBaHHbIi MOAMNO3.
l[eHeTnuyeckne M KAMHMYECKHe
XapaKTep1CTHKH

HacnencrBennbie MyTanuu (T. €. Te, KOTOPbIe HAXOMIATCS B
JJHK kaskioit KJIeTKu opraHusma, CofepKalleil sijipo) B reHe
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APC BcTpeyaloTcs He y BcexX MalUeHToB ¢ knaccuueckon (50—
75%) n ocna6bnennoit (10-30%) ¢opmoii cemeitHOro ajieHoMa-
TO3a ToJCTON KUK [1, 4, 11]. B cBsi3u ¢ 3TuM npoBefieH no-
MICK JIPYTMX T€HOB, FTEPMUHAJIbHbIE MyTalUM B KOTOPBIX MOIJIA
6bl BOCIIOJIHUTD JlaHHble podesnbl. B 2002 r. N. Al-Tassan u co-
aBT. BIIEPBbIE ONMUCAJIM HATMYNE HACIIEICTBEHHBIX OMAIIeIbHBIX
MyTauuil B rene MutYH npu uccieJOBaHuM TPeX KPOBHBIX POfi-
CTBEHHUKOB U3 OJJHOI BAJUTMIICKOW CEMbH, MOPAYKEHHBIX aleHO-
MAaTO3HBIMH TOJIMNIAMU U KOJIOPEKTAILHBIM PAKOM Ha UX (DOHE.
I'en MutYH BkmovaeTr 16 KOAMPYIOIIMX 9K30HOB U pacroiara-
ercst Ha 1-i1 xpomocome B yuacTke 1p34.1. [laHHbIil TeH Kou-
pyert 6eJ0K, yuacTBYIOUMI B aKc3roHHoN penapaiyu [THK n
BOCCTAHOBJIEHU! OKMCJIUTENILHOTO NMOBPEXK/AEHNs I'yaHnHa. M3-
BECTHO, YTO okucauTenbHoe nospexyenne [JHK npoucxopur
npM npospepanyi KJIeToK 1 nporpeccupyet ¢ Bospactom. He-
KOTOpbIE OpraHbl, TaKMe KaK KUIIEYHUK, YACTO MOJBEPratoTCs
BO3JIEMICTBUIO OKKUCJIUTENIEN, YTO CKa3bIBAETCS HA MX KaHLEPO-
FeHHOM TMoTeHIuane. [JucyHKIMs OCHOBHOTO Ty TH penapauyun
MOCJIe OKUCIIUTENBLHOTO TIOBPEXK/IEHHs onpefiesieHa Kak (hakTop
pUCKa pa3BUTHUS MHOXECTBEHHBIX aJIcHOM TOJICTOI KMUIKU 1
KoJiopeKkTanbHoro paka. CHKeHue akcnpeccun 6enka MutYH,
00YCJIOBIIEHHOE HACTIEICTBEHHBIMA MY TALMSIMU JIAHHOTO TeHa, B
KMIIEYHbIX KPUITAX MPUBOJUT K BHICOKOW YaCTOTE HYKJICOTHI-
Hbix 3ameH B [JHK: G:C na T:A, npu atom B reHe APC BO3HU-
katoT comarnueckue (B JIHK onpepenennoil rpynmnsl KJaeTok
TOJICTOM KUIIKM) HOHCEHC-MYTalluK, a TaKXe MyTalyu canTa
CITAliCHHTa, YTO 00YCJIOBIMBAET PAa3BUTHE IaJIbHENILIe 37I0Ka-
YeCTBEHHOI TpaHC(hOpPMAlMKU KOJOPEKTANBHBIX Moaumnos [12].
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MutYH-accouuMpoBaHHbIN MOJINUIO3 SIBJISIETCSA €JUHCTBEH-
HbIM TOJIMMIO3HBIM CHHPOMOM C ayTOCOMHO-PELIECCUBHBIM TH-
TIOM HACJIeIOBaHUS (JI71s1 pa3BUTHSI KOTOPOTO HEOOXOAUMbI MY-
Tayu B 000MX aJJIENsiX TeHa), 4acTo (DEHOTUITMYECKH CXOXKUM
¢ ocnabnennon opmoit CATK [2, 9]. [Ipn aTom HEoGX0IMMO
OTMETHTD, YTO JIAXKE HOCUTEJIM IeTePO3UTOTHBIX (MOHOAIICITb-
HBIX) MYTal{il, COTJIACHO HEKOTOPBIM JJAHHBIM, MOTYT UMETh
MOBBIIIEHHBII PUCK Pa3BUTHUS KOJOPEKTaIbHOro paka. Tak, B
OJTHOM M3 HamboJiee KPYMHBIX MCCIEeJOBAaHNI, BKIIOYAIOIEM
2332 mayyeHTa ¢ MOHOAJUIEILHBIMUA MyTalysiMu B reHe MutYH,
MOKAa3aHo, YTO PUCK Pa3BUTHUS KOJOPEKTAILHOTO paka y HUX
3aBHUCENT OT HAJIMYMSI OTSTOIICHHOTO CEMEMHOTO aHaMHe3a. Tak,
PUCK Pa3BUTHS paKka TOJICTON KUIIKU HE3aBUCUMO OT CEMEHHO-
ro aHaMHe3a cocTaBu 5,6% Jist KeHIMH U 7,2% 11t My>KUKH,
TOrjla Kak Cpejiu JIML, UMEIOUIMX TEepPBYIO JIMHUIO POJICTBA C
GOJILHBIMU KOJIOPEKTAILHBIM PaKoM, puck coctaBuil 10% nist
skeHwH u 12,5% nns my>kuns [13].

Ha ceropusiunuii fenb oTkpbiTo 60see 120 yHUKANBHBIX
MaTOTeHHBIX HACJIEICTBEHHbIX BapUaHTOB B reHe MutYH, 6011b-
LIMHCTBO U3 KOTOPBIX SIBISIOTCS MUCCEHC-MyTausmMu [8, 14].
Bo Bpemst m3yuennst rena MutYH B cembe ¢ mommmno3oM N. Al-
Tassan 1 coaBT. OOHApy>KWJIM JIBa BAPMAHTA F€PMUHAJIbHBIX
mucceHc-myTauuii — p.Y179C u p.G396D (panee o603Haua-
mick Y165C u G382D, coorBercTBeHHO) [12]. Ha cerommsi-
HUI1 JIeHb flaHHble BapuaHThbl (p.Y 179C u p.G396D) asasitorcst
HauboJIee pacpoOCTPAHEHHBIMUA MYTALMSIMU Y BCTPEYAIOTCS B
80% cnyuae 3a6oneBanus y esponeiues [7, 8, 10, 12, 15].
IIpu 3TOM 11O BCTPEYaEMOCTH HACIIE/ICTBEHHBIX MyTalMil B FeHe
MutYH MMeIoT MecTO sIBHbIE TIOMYJISIIIMOHHBIE 0COOEHHOCTH,
nockoJibKY BapuaHnThbl p.Y 179C u p.G396D He HaiijieHbl HY B
a3UaTCKOM, HA B €BPECKOI MOMYJISALUHA.

CrouT Take OTMETUTb, YTO MPU aHAIN3E PA3IMYHbIX BUJOB
MyTalWil BBISICHUJIOCH, UTO (DEHOTUNIYECKH GoJiee HeOmaromnpu-
SITHBIM BapUAHTOM siBiisieTcst myTauusi p.Y 179C [8, 14-16]. Tak,
10 IaHHBIM PaboThbl S. Syngal U COaBT., CPeIHUIT BO3PACT Pa3BU-
TUS1 KOJIOPEKTAJILHOIO paka y NauueHToB ¢ MyTauueil p.Y 179C
coctapmsieT 46 net [10], B To Bpems Kak B ucciefgoBannu M. Niel-
SON M COABT. MOKAa3aHO, YTO NauueHTam ¢ myTauueit p.G396D
nuarHo3 MutYH-accouMMpOBaHHOTO MOJIMIO3a YCTAHABIMBAIOT
B Bo3pacTe nocie 50 JeT U OHU UMEIOT MEHBIUNI PUCK Pa3BUTHS
KOJIOpeKTAIILHOTO paka [8]. [JlaHHbIe pe3ysbTaThl HEOOXOAUMO
YUUTBIBATH NMPU pa3pabOTKe NepCOHATM3UPOBAHHON CTPAaTErnn
JI7I51 IMarHOCTUKY Y CKPMHMHTA TIOIOOHOTO POfia MALMEHTOB.

[uarno3 MutYH-acconMMpoOBaHHOTO IMOJIUIO3a B MEPBYIO
ouepenb CIeAyeT 3amof03pUTh P HAMuny y 6osbHoro ot 10 1o
HECKOJILKUX COTEH aJICHOMATO3HbIX MOJIMTIOB B TOJICTOM KHUIIIKE,
co cpeHuM 3HaueHueM S50 nosunos. YacTb aBTOPOB NPUBOJSIT
JIaHHbIE,, COTJIACHO KOTOPBIM Y GOJIbHBIX MOXKET pa3BUBATHCS 10
500 noymmoB. OHAKO BCTPEYAIOTCS KIMHAYECKUe HAOFOeH ST,
CBUJIETEJILCTBYIOILME O PA3BUTHUM KOJIOPEKTAJILHOTO paka y
GONBHBIX C MyTauusiMU B reHe MutYH, y KOTOpbIX HE JUAarHOCTH-
POBAHO MOJIUIOB B TOJICTOM KuiKe [2, 8, 10]. B To ke Bpemst He-
00XOMO YIIOMSTHYTh MICCIIeIoBaHMe, mpoBefieHHoe y 400 many-
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€HTOB, UMEIOIIMX MeHee 4 aleHOMATO3HBIX MOJIMIOB, Y KOTOPBIX
HACJIE[ICTBEHHBIX MyTauuii B reHe MutYH ne o6HapyxkeHo [17].

[Ipu sH0CKOMMUYECKOM 06ceJoBaHNM 00JIbHBIX ¢ MutYH-
ACCOLMMPOBAHHBIM MOJIMIO30M Hanbosee 4acTo BCTPeYyatoTcst
Tpy6uaThie ageHoMbl. CpaBHUTEILHO HETaBHO OOHAPY>KEHO, UTO
3a00J1eBaHNEe TAK>Ke MOKET ObITh MPEACTABIECHO HAJIMIUEM CTe-
JIIOLIMXCS 3y0UaThIX aJIeHOM, TMNEPIIACTUYECKUX TOJIMIOB,
CMEUIaHHbIX MOJMINOB (TUNEPIUIACTUYECKHE U aICHOMATO3HbIE),
4yto oTnnydaeT MutYH-accouMMPOBAHHbINA MOJUIO3 OT JAPYTrUX
MOJIMTIO3HBIX cUHAPOMOB [8, 15, 18]. DTu gaHHbIe MomyvyeHbl
B uccaenoanuu K.S. Boparai u coaBT., corimacHo KOTopomy
y 47% nauuenTtos ¢ MutYH-acCOUMUPOBAHHbBIM MOJIATIO30M Ha-
PSAly € aieHOMaTO3HBIMU TIOJIMTIAMI UMEJINCh 3y0UaThbie afgeHo-
MbI U TUNIEpIUIacTUUecKKe noaunsl. B aToit pa6ore B 41% ane-
HOMATO3HbIX MOJIUIIOB UMENIACh COMATUYECKasl MyTallUsl B TeHe
APC, B 23% apeHoM umenach myrauust B rene KRAS. Ilpu
JHK-nrarsocTrke runepruiacTUdecKux TMOJNIOB 1 3y 0UaThIX
aJIeHOM YCTaHOBJIEHO, uTO B 70% 13 HUX UMeach COMaTUUECKast
MyTauysi B ree KRAS — 1 Hu optHo# MmyTaumu B rene APC [2].

Takxxe oTMeudeHo, 4To Y 18% nauueHTOB C MOJMUMNO3HBIM
CHHIPOMOM BBISIBIIEHBI TIO MEHBIIIEN Mepe TSTh 3yOuaThIX ajie-
HOM, PacloJIOXKEHHbIX MPOKCUMAalIbHEee CUTMOBHIHON KUIIKH,
[BE U3 KOTOPbIX npeBblatoT 10 MM B pa3mepe, uinu Golee
20 runepniaacTMYeCKuX MOJMUMIOB Ha MPOTSKEHUU BCE TOJI-
cTom Kuimku [2, 19].

[Ipu nopro3penn Ha aIeHOMATO3HbII TOJUIO3HbBI CUHAPOM 1
HaJIMYMU HACTIE[ICTBEHHOIO aHAMHE3a, MO3BOJISTIOLLIETO MPETOoo-
SKUTb Ay TOCOMHO-JIOMUHAHTHBI TUIT HACTIEIOBAHMSI, IEPBbIM 111a-
TOM B JIUATHOCTHKE SIBIISIETCST MOJIEKYJIISIPHO-TEHETUIECKOE HCCIIe-
JIOBaHUE Ha HacJeCTBeHHbIEe MyTaluu B rene APC. YuuTbiBasi,
YTO MyTalMM MOTYT UMETh PA3JIMUHYIO JIOKAIM3ALMIO, HEOOXO/IU-
MO BBITIOJIHUTB UCCIIE/IOBaHKe Becex yyacTkoB rena APC [10, 20].
Bce HocuTen My Tammy MOIKHBI TIPOXO/IUTD €3KErOTHYIO KOJIOHO-
ckorvto ¢ 10 JIeT B CBSI3U C BHICOKOM YaCTOTOM CKPBITOI MAJIUTHU-
3anuu [21]. Ecim B cembe ¢ aTTenyupoBanHoit hopmoit CATK
MPOCIIEXKUBACTCS HACIIC/ICTBEHHBII aHAMHE3, PE/TOJIAr A0
ayTOCOMHO-PEIIECCUBHBIN THT HACTIEIOBAaHNS (OIMH 1 OoJtee CIy-
yaeB 3a00J1eBaHMsI, TPOCIIEKUBAIOLIUXCST B OJTHOM MOKOJICHUH),
cJeflyeT uckaTh MyTauuu B rene MutYH. B ofHOM U3 nccieoBa-
HUI [I0KA3aHO, YTO coueTaHue 0oJee 15 MoImIoB B TOJICTON KHUIII-
K& M pPa3BUTHE KOJOPEKTAJILHOTO paka y OGOJBLHOTO MOJIOKe
50 net uMeeT YyBCTBUTENBLHOCTEL 75% u cnietucpuanoctsb 93,8%
7151 OOHApY KEeHNMs OMaIIeNbHbIX MyTatuil B rene MutYH [16, 19].

[Ipyn MosIeKyIIPHO-TEHETUYECKOI IMArHOCTUKE GOJIBLHBIX
MutYH-accoumpoBaHHBIM MOJMIIO30M OCOOEHHO BasKHO 06pa-
IaTh BHUMaHUE Ha 0OciiefloBaHne BceX OpaTheB U cecTep mna-
[UEHTAa, KOTOPbIE MOJIBEP>KEHbI HAMOOIIBILIEMY PUCKY HACIIEe/0-
BaHUs1 3a0051eBaHust (25%), 4TO 00YCIIOBIEHO ayTOCOMHO-Pe-
1IECCUBHBLIM TUIIOM HacliefioBaHus [5, 22].

Buexuiieunsie nposiBnenust 3a6onesanust npu MutYH-acco-
MUPOBAHHOM TIOJIMTIO3€ OMMCHIBAIOTCS FOPA3/I0 PeKe B CpaBHe-
Huu ¢ knaccuyeckoit popmoit CATK [7]. MimeroTcst naHHbIe O
BCTPEYaEMOCTH y MAIMEHTOB OIyXOJIel XKeTy/Ka,, IBEHAIIATH-
NEPCTHON KULIKH, LLIMTOBU/THOM YKeNe3bl, CANbHBIX >KeJIe3 U KOXKU
[8, 10]. Puck pa3Butusi paka BHEKMIIIEYHON JIOKATIM3ALMN OLEHEH
B KPYMHOM MYJILTHLEHTPOBOM €BPOIEHCKOM MCCIIEI0OBAHUH,
BKITIOUAIOIMM 276 citydaeB 3a00JeBaHusI, B KOTOPOM TTPOAEMOH-
CTPUPOBAHO, UTO HAMOOJBIINI PUCK Pa3BUTHS paka 00YCIIOBIIEH
€ro JIOKaJn3alueil B IBEHALATUIIEPCTHON KUIIIKE U COCTaBUI
4%. ITonvnbl >xenypaxa ooHapyxeHbl y 11% nauyenTtos. B uenom
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CPefHUI PUCK PA3BUTHS PAKOBBIX 3a00JIeBAaHNI BHEKUIISUHON
Jokanu3aguu coctaBuisl 38%, XOTs1 aBTOpaMU OTMEUEH OTHOCH-
TEJLHO MO3/IHMI BO3PACT UX Havana (Meauana 51-61 rop) [23].
B uccnepoBannm M. Leoz 1 coaBT. yacToTa OMyX0JIEl BHEKU-
LLIEYHON JIOKANM3aLMK y MAUUEHTOB ¢ MutY H-accouMpOBaHHbIM
TMOJIMIIO30M OKa3ajlaCh B/IBOE BbIILIE, UM B OOLIEl MOMyJIsSIUUY 1
B cpaBHeHuH ¢ GonbHbIMU ¢ CATK [14]. Cpeu onucaHHbIX omy-
XO0Ilel BCTPETUIIMCH 37I0KaYeCTBEHHbIE HOBOOOPA30BaHUsl SIMYHN-
KOB, MOYEBOTO TTy3bIpsl, KOSKI 1 MOJIOUHOI >keJe3bl [14, 24]. On-
HAKO 3TH JJaHHbIE TPEOYIOT YTOUHEHHS 13-32 HEOOJIBILIOTO pa3Me-
Ppa BbIGOpKHU NauueHToB st cpaBHeHust ¢ CATK.
MutYH-accoupoBaHHbII MOJNATIO3 YaCTO JUATHOCTUPYETCS
y>Ke Ha TIO3[JHUX CTafiusiX 3a005eBaHNsl, KOT/ia y>Ke MPOM30IIIa
3JI0KaYeCTBEHHasl TpaHCOpMaLKsl TIOJIUIOB, B OTIIMYME OT Maly-
eHToB ¢ knaccuueckoii popmoit CATK, rae yke pazpaboTaHbl
cxeMbl 3(p(peKTUBHOI UArHOCTUKY 1 Jiedenus [24]. J.R. Samp-
son 1 coaBT. 1 O.M. Sieber 1 coaBT. B CBOMX UCCIIEIOBAHUSIX TIO-
Ka3aJy HaTM4YKe KOJIOPeKTaNbHOro paka npuMepHo B 50% ciy4a-
eB [6, 7]. Puck pa3BuTus paka TOJCTON KUIIKW Y HOCUTENeH Ou-
aJUIeNBHBIX MyTanuil B rene MutYH 6e3 CBOEBPEMEHHOTO Jieue-
HUs oneHnBaeTcs mpumepHo B 80% [10, 15, 25]. KonopekTains-
HBI PaK, KaK MPaBUJI0, BO3HUKAET y MaLeHTOB B Bo3pacte oT 40
10 60 ner, co cpefiHIM BO3PACTOM MOCTAHOBKY JiarHosa 48 rer,
Ha (pOHE PA3IMYHOrO KOJIMYECTBA aJICHOMATO3HbIX MOJHUIOB [1].

KAMHMueckuit MOHUTOPUHHT
n XMpry‘;)rM‘IECKOE A€4Y€HHe NMalnueHTOB
c Mu -aCCOUMMPOBAHHBIM MMOAHUITO30M

YuuTeiBasi TO, UTO PUCK PA3BUTHSI KOJIOPEKTAILHOIO paKa
npu MutYH-accouuupoBaHHOM nosunose coctasiseT 80%
n GoJee, s paHHEN JMArHOCTUKY MalMeHTaM HeoOXOUMO
TIPOBEJIeHNe CKPUHUHTOBBLIX Mepomnpustuii [10].

J. Leite ¥ COaBT. OLEHUIN YACTOTY F€PMHUHAIBHBIX MyTaLMi
B rene MutYH y 19 nauyeHToB ¢ OTCYTCTBMEM MyTalLUil B T'eHe
APC. ObHapyxXeHo, uTo 9 nauueHToB (69%) ¢ aTTeHyUpOBaH-
nott popmoit CATK n ogun mamment (17%) ¢ knaccuueckoit
¢opmoit CATK nmemu MutYH-myTtaupm. BaxkHo OTMeTUTB, UTO
y HSTU NMALUEHTOB B CEMbSIX OHKOJIOTMYEcKUe 3a00/1eBaHuUsl
BCTPETUIIUCHL Y OpaTheB U CecTep, T. €. UMEJICS Ay TOCOMHO-Pe-
LECCUBHbII THUI HACJIE/IOBAHUS, Y TPEX MAlLMEHTOB OTMEYalCs
AyTOCOMHO-JIOMMHAHTHbII TUI HAaCJIEOBAHNS, Y IBYX NALEHTOB
HaCJIe[ICTBEHHbII aHaMHe3 He npociexxusaincs. Becem 10 manpen-
TaM M3 3TOH KaTeropuy BBIMOJIHEHbI XUPYpPruyeckue BMella-
TEJILCTBA CJIEYIOUUX OOBEMOB: MSATh KOJISKTOMUIA, YeThIpe
KOJIMPOKT3KTOMUHU U OfIHA JIEBOCTOPOHHSISI TEMUKOIIKTOMHUS.
IMocnepHeMy nauueHTy B JallbHEMIIEM BLIIOIHEHO y[aleHue
OCTaBILIMXCS OT/IENIOB TOJICTOM KMIIKHU. [IBYM MaleHTam BbITOJI-
HeHa MpoUIIaKTUYECKasi KOJIIKTOMUS /10 MOCTAHOBKY IMarHo3a
paka ToJCTOl KMIIKKU. Y 8 MalMeHTOB YCTaHOBIIEH IMarHo3 Ko-
JIOPEKTAIBLHOIO PaKka, TPOe U3 HUX UMEJIM CUHXPOHHOE U MeTa-
XpoHHOe nopaxkenue. CpefHuii BO3pacT pa3BUTHS paka COCTa-
Bun 50,6 rozia, uro Ha 10 et mo3xke, Yem Npu KIacCUIeCKOn
¢opme CATK [26]. HecmoTpst Ha HEOOJIbLIYIO BLIGOPKY Maly-
€HTOB B 9TOM HCCJIE[JOBAHUM, IOKA3AHO, YTO OJJHON HIOCKOMHU-
YECKO MOJIMMIKTOMUM JIJIsl 3TOI KaTeropuu 60JIbHBIX HEI0CTa-
TOYHO, CJIe[lyeT pacCMaTpPUBATh BAPUAHT MPOMUIAKTUIECKON
KOJI9KTOMMH, KOTOPAsi MOKET OBbITH BbIMOIHEHA MO3Ke, UeM Yy
naguenTos ¢ CATK [26].

BceMm GoJIbHBIM € MOI03pEHUEM Ha TOJIUNO3HbIN CUHPOM
HEOOXOMMO MPOXOUTH €KErOfIHYI0 KOJIOHOCKOMHUIO C LIEITbI0
paHHel IMarHoCcTUKK KoJiopeKTanbHoro paka [9, 10]. Pexomen-
fauuMy 10 KJIMHUYECKOMY MOHUTOPHMHIY [l HalUEHTOB C
MutYH-accouumpoBaHHbIM MOJIMIIO30M U3/iaHbl TPYMION aMe-
pukanckux akcneptoB (National Comprehensive Cancer Net-
work, American Medical Association/National Coalition for
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Health Professional Education in Genetics), B COOTBeTCTBUHI
C KOTOPBbIMU ITPOBEJIEHNE KOJIOHOCKONUM PEKOMEHYETCsl Hauu-
HaTb ¢ Bo3pacTa 25-30 JeT u NOBTOPSITh Kax/ble 2—3 rofa npu
oTcyTcTBUM oaunoB [27]. Ecnu oGHapy>KeHb! MOUIbI, TO KO-
JIOHOCKOIIMIO CJIe/lyeT NOBTOPSITh KaxKjiple 1-2 ropa. PekTopo-
MaHOCKOIHUS1, KOTOpast MO>KET ObITh BbINOJHEHA NPU Kilaccuye-
ckoit hopme CATK, He pekoMeHtyeTcsl IpU aTTeHYUPOBaHHON
¢opme CATK u MutYH-accouuMpOBaHHOM IOJMIIO3€ BBUAY
HanboJlee YacTON JIOKAIN3alMK TTOJIUIOB B IPOKCUMAIBHBIX OT-
nenax odogounon kuiku [8, 10, 22, 28]. Eme ogHuM, He MeHee
BaYKHBIM, METOJIOM OOCJIE[IOBaHUS Y JAHHOW KaTeropuu MalyeH-
TOB SIBJISIETCS 330(haroracTpoyofieHOCKONUS, KOTOPYIO HEOXO-
JMMO BBINOJIHATH OONBHBIM HauMHAast ¢ Bo3pacTa 30 JleT KaxKjible
1-3 ropa [11]. DTOT BO3pacT BbIOpaH MOTOMY, UTO CIIyyau pas-
BUTHS PaKa JIBEHAJUATUIIEPCTHON KUIIKHU Y 060bHBIX 710 30 et
KpaiiHe peaxu [29].

[Tono3pennst Ha pak TOJCTOM KUILKU SBISIOTCS aOCOJIOT-
HBIM MOKa3aHUeM K Xupyprudeckomy neuenuto [9, 10]. OtHocu-
TEJILHBIMU TTIOKA3aHUSIMU SIBJISIFOTCS: HAIMUMe HECKOJIbKUX MOJIN-
OB IMAMETPOM >6 MM, HATMUKE TSDKEJION JUCTITIa3uK B TIOJIHIIE,
a TaK>Ke TOT CITyyail, KOrjia He NMPeJICTaBIIseTCs] BO3MOXKHBIM 9H-
JOCKONUYECKOEe y/laJIeH!e MOJIUIOB U3 TOJICTOI KUIIKKA BBUTY UX
60JIbLIOr0 KOJMYeCTBa U ObIcTporo Temmna pocta [10, 22].

K BapmaHTam paMKagbHOTO XMPYPruyeckoro JeUeHusl OT-
HOCSTCS: KOJIKTOMMS ¢ (DOPMHUPOBAHNEM UIIEOPEKTAIBHOTO
aHACTOMO3a, KOJIMTPOKTIKTOMUS ¢ (hopMupoBaHuemM J-obpazHo-
ro TOHKOKMILIEYHOr0 pe3epByapa ¢ WiIeOaHAIbHBIM aHACTOMO-
3om [30, 31].

[To mMHeHuto psijla aBTOPOB, BbINOJHEHNE KOJIIKTOMUU
¢ (hopMUpPOBaHMEM MJIEOPEKTAILHOIO aHACTOMO3a PEKOMEH/I0-
BaHO MalMeHTaM, Y KOTOPBIX B NPSIMOI KUILIKE BbISIBJISIETCS Me-
Hee 20 ajleHOMATO3HbBIX TOJIMIOB, & TAKXKE OTCYTCTBYIOT MpPU-
3Haky Manurausanuu [12, 32, 33]. DHI0CKOMMYECKOe UCCTIENO-
BAHME OCTABLLEHCS YACTH NMPSIMOI KMILIKM PEKOMEH/I0OBAHO MpO-
BOJIMTH Kaskable 6—12 mec [11].

B pa6ore M. Wallace u coaBT. roBOpUTCSI O TOM, UTO KOJI-
MPOKTIKTOMUIO C MileocTOMMEN 1o Bpyky criefryeTr BbINOIHATD
60JIbHBIM, Y KOTOPbIX Ha (pOHE MoNuno3a pa3BUBaeTCS MECTHO-
PacnpOCTPaHEHHBII paK HIXKHEAMITYJISIPHOTO OT/IesIa TPsSIMOit
KHMIIKY 1 (POPMUPOBAHNE TOHKOKHUILEYHOrO pe3epByapa NpoTu-
BOIOKa3aHo [34].

ITo naHHbIM 3apyOe>KHON JUTEPATYPbl, KOIMPOKTIKTOMUS
¢ (popMupoBaHKEM J-00pa3HOro TOHKOKHUILIEYHOTO pe3epByapa
C WJICOAHALHBIM aHACTOMO30M PEKOMEH/IOBAHA MALIEHTaM C
HAJIMYMEM MHOXKECTBEHHBIX a/IeHOMATO3HbIX MOJMIIOB BO BCEX
oTaesax ToscToi Kuuiku [35, 36]. [Tpu Takom oobeMe onepa-
THBHOT'O BMEILIATEJILCTBA XOPOLIKME OT/IaJICHHbIE pPe3yJIbTaThbl
onucanbl y 58-95% GonbhbIX [5, 37, 38].

YuauTtbiBasi MEPOBOTI OMBIT JieUeHus manueHToB ¢ MutYH-
ACCOUMMPOBAHHBIM MOJIMIIO30M, A TaK>Ke JJaHHbIe JIUTepaTypbl,
Ha CEeTOJIHSIIHNI e[IMHOrO MHEHUSI 00 00'beMe PaInKalbHOTO
XMPYPrUyeCcKOro JIUeHus He CyILLECTBYET.

3akAloueHue

Y GoNbIIMHCTBA MALMEHTOB C OMAJNIEIbHBIMI My TAlUSIMU
B reHe MutYH pa3BuBaetcs ot 10 go 250 monmmoB, ogHaKo
OMUCaHbI CITyyau KOJIOPEKTAILHOIO paka Ha (DOHE MOJTHOTO OT-
CYTCTBHUSI TMOJIUIIOB B TOJICTOW KHIUKE, a TaKKe HaJIU4YMs
y 6onbHOrO 60s1ee 500 nonumnos. ITpu aTOM BCTpeyaroTcst JaH-
HbIE O TOBBIIIEHHOM PUCKE KOJIOPEKTAILHOTO paka jjaske y HO-
cuTesel reTepo3uroTHbIX MyTauuil. B ogHoM U3 nccnenoBanuit
MOKa3aHo, YTO HaIN4Ke 3y0UaThIX ajleHOM M TUMepriacTiye-
CKMX TIOJIMIIOB HAPSY C a/IeHOMATO3HBIMU MOJIMNAMK HE CITy-
YaiiHO M MOXKET MOMOYb B IMAarHOCTUKE 3a0oJieBaHus. [Inarnos
MutYH-accounmpoBaHHOIO MOJIUIIO3a I0JXKEH [T0J]03peBaThCs
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MpY KOJIOPEKTAIBHOM pake y 60JLHOro B Bo3pacTe OT 45 neT
Ha (pOHE MOJIMIOB B TOJICTON KHUIIKE.

HeCMOTpﬂ Ha TO YTO OPEACTOUT OTBETUTH €€ HAa MHOT'ME

BOTPOCHI, MALMEHTbI C TIOJJO3PEHUEM Ha HAJIMYKME MyTalWil B Te-
He MutYH cTaHOBSTCS 00BEKTOM MOBBIIIEHHOTO BHUMAaHUS.
CTaHapTHBIM METOJIOM MX KUCCIIEIOBAHUS SIBJISIETCS MOJIEKY-
JISIPHO-TEHeTUYeCKasl IMArHOCTHKA.
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