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Llenb o03o0pa. lpeactaButb AaHHble 00 OCHOBHbIX
dopmax HacneacTBeHHOro paka tosictou kukn (PTK)
M pPacCMOTPETb BOMPOCHI Er0 ANArHOCTUKN, FreHeTnYe-
CKOIr0 TECTMPOBaHUS W BEAEHUNSA MALNEHTOB.
OcHoOBHble noJsioxXeHuda. PTK aBngetca OOHUM U3
CaMbIX PacrnpoOCTPaHEHHbIX OHKONOrnyeckux 3abone-
BaHWIA 1 3aHMMaET NuampyoLlimMe no3uummn no 3abone-
BAEMOCTW N CMEPTHOCTU B CTPYKTYPE OHKOJIOFMYECKMX
Ho3onoruii B Poccun. B 30% cnyvaeB 3aboneBaHue
006yCnoBfeHO HacneACTBEHHOW NpPeapacrnooXeHHO-
CTblOo, 0gHaKo nuwb 5% Bcex dopm PTK passmBaoTcs
Ha ¢$OHEe XOpPOLIO M3BECTHbIX HACNEeACTBEHHbIX CUH-
OPOMOB, TakmxX Kak CUHAPOM JIMH4Ya (HacneacTBEH-
HbIA HEMONIMMOS3HbIV KONMOPEKTabHbINA pak), CEMENHbIN
ageHomaTo3HbI nonmno3, MUTYH-accouunpoBaHHbIn
MONNMO3, BEHUNbHbLIA MOMNMO3, HaCNEeACTBEHHbIN
CYHAPOM CMELLAHHOro nonuno3a, cuHapom llenTtua—
Erepca u 3y64yaTblii nonvno3. B 063ope paccMoTpeHbl
KJIMHWYECKME U FEHETUYECKME XapaKTEPUCTUKM ABYX
OCHOBHbIX HaCneaCcTBEHHbIX KOIOPEKTasbHbIX CUHOPO-
MOB — cuHapoma JIMH4a 1 CEMENHOro aAeHOMATO3HO-
ro nonunosa.

3akn4yeHune. KnunHuyeckme n MonekynspHoO-reHeTu-
yeckme MUCCNenoBaHWA HacnencTBEHHbIX ¢dopm PTK
no3BonidaloT paspaboTaTb WHAMBUAYAJbHbI KOM-
NAEKCHbIA Noaxon K Bepudukaunm anarHosa, oueHKe

Aim of review. To present the data on main forms
of hereditary colorectal cancer (CRC) and to discuss
issues of its diagnostics, genetic testing and patient
management.

Summary. CRC is one of the most widespread oncolo-
gic diseases and takes the leading positions for morbid-
ity and mortality in the pattern of neoplastic diseases in
Russia. In 30% of cases disease development is associ-
ated to genetic predisposition, however only 5% of all
CRC cases are linked to established hereditary syn-
dromes, such as Lynch syndrome (hereditary non-pol-
yposis colorectal cancer), family adenomatous polypo-
sis, MUTYH-associated polyposis, juvenile polyposis,
hereditary mixed polyposis syndrome, Peutz-Jeghers
syndrome and serrated polyposis syndrome. The cur-
rent review presents clinical and genetic features of two
basic colorectal hereditary syndromes — Lynch syn-
drome and family adenomatous polyposis.
Conclusion. Both clinical and molecular genetic investi-
gations of hereditary CRC forms make possible individ-
ual comprehensive approach for diagnosis verification,
evaluation of cancer risk, early diagnostics, treatment
and prevention for decrease of morbidity and mortality.
Key words: colorectal cancer, hereditary non-polypo-
sis colorectal cancer, Lynch syndrome, familial adeno-
matous polyposis.
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pucka pasBUTUA paka, PaHHEN OMArHOCTUKE, NIEYEHMIO
1 NpodunakTke C Lesblo CHUXeHUs 3a00/1eBaeMoCTu
1 CMEpPTHOCTW.

KnioueBble cnoBa: KOJOPEKTa/bHbIA pak, Hacnen-
CTBEHHbIA HEMOJIMMO3HbIA PaK TONCTOW KWULLKW, CUH-
APOM JIMHYa, CEMEVHbI aAEHOMATO3HbIN NONUMO3.

Ansa LUTUPOBAHUSN: Kut O.U., Boponaxckun O.U.,
leBopksiH lO.A., ConpgatkuHa H.B., [peukmH ®@.H., Koxywi-
ko M.A., Edumosa N.10. HacneacTBeHHbIN KONOPEKTaNbHbIN
pak: reHeTka u CKPUHWHI. POC XypH racTposHTepon renaTos
kononpokTon 2018; 28(3):18-25

DOI: 10.22416/1382-4376-2018-28-3-18-25

Bseaenue

B Poccum mokasaTesnb pacmpoCcTpaHEHHOCTH 3J10-
KavyeCTBEHHBIX HOBooOpasoBanuii B 2016 r. coctaBua
2403,5 na 100000 Hacesenus, uto Bbie yposHs 2006 r.
(1730,9) na 38,8% [1]. Pax moacmou xuwxu (PTK)
— onHO u3 HanboJjiee PACIPOCTPAHEHHBIX OHKOJIOTHYe-
ckux 3a6osnesannii [1]. st PTK xapakrepHbl BbICOKHE
TEMIIbI POCTa 32601€BAEMOCTH 1 CMEPTHOCTH, COXPAHS-
IOIIHECsT B T€UEHUE TIOCTEIHUX JECATHIIETHI, 0COOEHHO
B Pa3BUTBHIX cTpaHaX. EjkerogHoe uncyio 3a60JeBIINX
PTK Bo BcéM Mupe npubamkaercs k 1,5 v (B 2012 1.
saperucTpupoBanbl 1 mun 360 ToIC.) [2].

B cTpykType 3a60eBaeMOCTI 310KAUECMBEHHbL-
mu Hooobpasosanusmu (3HO) B Poccun pak aroii
JoKaym3annn 3annMaer 4-e mecto. B 2016 r. B PO u3s
HOCTaBIeHHBIX HA yueT 530509 60abHBIX C BIEpBbIe
ycraHosieHHbM auaraozoM 3HO y 60275 (11,3%) 6bit
xosopexmanvowi paxk (KPP) [1]. C 2005 mo 2015 r.
B Poccun abcouothbiii mpupoct 3ab6osaeBaeMoctu PTK
coctaBui 26,09%. B cTpyKType CMePTHOCTU HaCETeHUsI
P® or 3HO ynenbHblit Bec paka 0600YHON KUIITKH
cocrasisier 7,9%, npsMoit kumkn — 5,7% [1].

B 6osbmmacTBe cayuaeB PTK umeer cniopaanye-
ckuit xapakrep [3]. ¥V 30% marmeHToB IpOCIeKITBa-
eTcst ceMeliHasT MCTOPHsT 3a60/IeBaHMs, HO JIUIIb ¥ 5%
u3 Hux KPP pasBuBaetcs Ha ¢hoHEe XOpOIIO M3BECT-
HBbIX HACJIEJICTBEHHBIX CUHIPOMOB, TAKUX KAK CUH-
apm Junua (CJI, HacaeACTBEHHDIN HEMOJUTIO3HbIN
KPP), cemetinvii adenomamosnviti noaunos (CAIL),
MUTY H-accouuuposannuiti noaunoz (MAIID), oBe-
HUJIBHBIN TIOJUII03, HACAEICTBEHHBIN CUHIPOM CMeIaH-
HOTO ToJINT03a, cuHapoM [leiitiia—Erepca n 3y6uaTorii
noaunto3 [3—5]. 3y6uarsiii MOJUNO3 XapaKTepusyeTcst
MHOKECTBEHHBIMU 3yGUaTbIMU MTOJUNIAMHU B TOJICTOM
KHUIIIKE ¢ BICOKUM puckoM passutus KPP, omgnako
reHeTHYeCcKasi OCHOBA ATOrO CUH/IPOMA He BbIsABJIeHA [6].
BouabiinneTBo ceMeiinbix cayyae KPP (20—30%) we
BXO/ISIT B COCTaB KAKOTO-TMO0 CHHPOMA U, BO3MOKHO,
UMEI0T MyJbTHTeHHYI0 aTHojoruo [3, 6].

B aToM 0630pe GyayT paccMOTPEHBI KINHUYECKHE
U TeHETUYEeCKUe ACTIEKTHI JBYX OCHOBHBIX HACJIEJICTBEH-
HbIX KosiopekTasbubix cuuapomoB — CJI u CAII.

For citation: Kit O.l., Vodolazhsky D.l., Gevorkyan Yu.A.,
Soldatkina N.V., Grechkin F.N., Kozhushko M.A., Yefimova I.Yu.
Hereditary colorectal cancer: genetics and screening diagnos-
tics. Ru J Gastroenterol Hepatol Coloproctol 2018; 28(3):18-25
DOI: 10.22416/1382-4376-2018-28-3-18-25

Cungpom Jlunya

CJI, nau HacaeaCcTBeHHDbIN Hemommno3ubil KPP, —
3a60JieBaHIE C AyTOCOMHO-IOMUHAHTHBIM THIIOM HACJIE-
JIOBAHIsT, PA3BUBAIOIIEECST BCJIEJICTBUE MyTAllMU B OJHOM
U3 T€HOB Perapanyui HecapeHHsix ocHoBanuit (M LH T,
MSH2, MSH6, PMS2) nu6o B rene EpCAM [4].
OcnHoBHoe kanHuueckoe npossienune CJI — KPP,
cpennuil Bo3pact passurust koroporo mpu CJI cocras-
nser 44—61 rox, uro Ha 20 Jier paHbine, 4eM B 0o0Ieil
nomnyJstigan. Omyxosm yanie (y 60—80% 6onbHBIX) BO3-
HUKAIOT TIPOKCUMAJIBHO K Cee3eHOUHOMY u3ruldy [7].
[Tpu CJI oTMeuaeTcsi BLICOKASI 4aCTOTA PA3BUTUSI METaX-
ponHoro paka [8—10]. B Bospacte okosio 50 JjieT BO3-
MOJKHO TosiBJIeHne 1—2 KoJopeKTanbHbIX ajeHoM [11].
Passurne paka na mecre nosmmnos npu CJI mponcxoant
HaMHOTO ObicTpee (35 Mec), 4eM TpH CropajndecKoM
KPP (10—15 zer) [11]. Tucromorudecku omyxoJm 4acto
HuskoauddepeHIupoBaHHbie, HO, HECMOTPSI HA 3TO,
y nanuertoB ¢ CJI 6osee 61aronpusiTHbIN TPOTHO3
BbIKMBAEMOCTH 110 CPABHEHMIO ¢ GOJIBHBIMU CIIOPAIH-
YeCKUM PAKOM IPU OJUHAKOBBIX CTUSX PA3BUTUS
oryxoJieBoro rpoitecca [11].

CJI xapakTepuayeTcsi OBBIIIEHHBIM PUCKOM Pa3-
BUTHSI MHOKECTBA BHEKWIIEYHBIX 3JJ0KAYECTBEHHBIX
omyxoseit (tabu. 1).

YV 54% KeHIWH PaK dHIOMETPUSI PA3BUBAETCS TPH
myTanusax B renax MLHT u MSH2, y 71% — B rene
MSHG6 vy 15% — B rere PMS2. Bosee nosHee Bo3-
nukHoBenne KPP u paka snjgomerpusi HabJio1aeTcs
y nanueHToB ¢ Myraiueit B rene MSHG6 [7]. [Ipyrue
HOBOOGPA30BaHUs C MOKM3HEHHBIM PUCKOM 4—25%:
[ePeXOHO-KJIE€TOUHBIN PaK MOYEBOrO TPAKTA, aJeHO-
KapLUUHOMBI SIMYHUKOB, JKEIYAKA, renaTo6uInapHoro
TpaKTa U TOHKOIl KUIIKHM, pak Mosra (rimo6acToMa),
pak cajbHbIX 3Kese3 [7, 13]. Hekoropble ucciemoBa-
Tesin 06CYKIAI0T BOIIPOC O TOBBIIIEHHOM PUCKE Pas-
BUTHUS paKa IMoJKexynodHoi xene3bl npu CJI [7].
OTHOCHUTEJBHBII PUCK PA3BUTHS PaKa MPOCTAThI MOKET
ObITb B 2—2,5 pasa Bblllle, 4eM B o6Imeil nomyasium [7].
Takske orucanpl TeMOGJACTO3BI M OIYXOJIU TOPTAHM,
HO KOHKpeTHad B3anMocBs3b ux passutusg ¢ CJI He
ycraHoBsena [7].
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Tabauya 1. PUCK pasBUTHS BHEKUIIEYHBIX OIyXoJell npu cubapome Jinnya k 70 rogam
Table 1. The risk of development of extraintestinal neoplasms in Lynch syndrome by the age of 70

Puck passutusi paka, % Cpennanii Bo3pact
Jlokamusaiusi omyxoiu YCTAHOBJIEHHSI JUATHO32,

B OOIIel MOy npu CJI TOJIBI
IHIOMETPHI 2,7 — 65
MLH1,/MSH?2 — 14—54 48—62
MSH6 — 1771 54—37
PMS2 — 15 49
JKenynox <1 0,2—13 49—-55
Anaunkn 1,6 4—-20 43—45
Mosounas xeyesa 12,4 5—18 52
ITpocrara 16,2 9-30 59—60
MoueBblgemureabHasg CUCTEMA <1 0,2—25 52—60
Toukas xkuirka <1 0,4—12 46—49
[Tomxenymounas xee3a 1,5 0,4—4,0 63—65
Temaro6uanapHbIii TPAKT <1 0,02—4 54—57
TotoBHOW MO3T/TIeHTpaJIbHasi HEPBHASI CHCTEMA <1 1—4 50
CaJbHbIE KeJse3bl <1 1-9 ?

Denorunnyeckue cturmMbl CJI HabIIOAAI0TCS PEKO,
HO MOTYT BKJIIOYATH ISTHA IIBETA «KOJE C MOJOKOM»,
OTYXOJIM CAJbHBIX JKeJe3 U KepaToakaHToMbl [14].
[TarHa mBeTa «kKode ¢ MOJOKOM» BCTPEYAIOTCS TPH
omHol n3 pasHoBuaHoctelt CJI, Ha3bIBaeMol CUHIPO-
MOM KOHCTHUTYTIMOHAJTBHOW HEOCTATOYHOCTH CUCTEMBI
penapaiun HecllapeHHbIX OCHOBAHUI, KOTOPBIH pa3-
BHUBaeTCS pH GUAJIETbHBIX MyTallUSAX B FeHaX-MUIIe-
Hax. Y panxbix nanuentos KPP wim npyrue omyxoun,
acconmupoBanubie ¢ CJI, pa3BUBAIOTCS B MOJOAOM
Bospacre (B gercrBe u oHOoCTH) [15].

Cy1iecTByeT HECKOJIBKO BaPUAHTOB KIMHUYECKUX
KpUTepueB, pa3pabOTAaHHbBIX [IJIsI BbISIBIEHUS TIAIU-
€HTOB, Y KOTOPBIX Hpejanosoxureabno nmeercst CJI.
B 1990 r. MexayHapoaHasi cOBMeCTHas Ipynma 1o
HACJIE/ICTBEHHOMY HETIOJUIIO3HOMY PaKy TOJICTON KUITKU
ycranoBusia kpurepun Amcrepaam I [16]:

1 — Hajauuue Tpex uiam 60Jiee POJICTBEHHUKOB
¢ tucroJorndecku noaTrBepxxaeHHbIM PTK, ogun u3
KOTOPBIX UMEET POJICTBO TIEPBOII CTETIEHH C OCTATBHBIMU
nymst (eo6xoumMo uckmounts CATD);

2 — nmammure PTK xors 661 B IByX MOKOJIEHUSX;

3 — y OJIHOTO MJIM HECKOJbKUX POJICTBEHHUKOB
PTK passuscs B Bo3dpacre 0 S0 Jer.

Bonee tounbiMu gBisiorcs kpurepun AMcrepaam 11,
npunsaTeie B 1999 r. [17]. B HuUX [0MOJHUTEIBHO BKJIO-
YeHO HaJMYie BHEKHIIIEYHbIX OIyXO0Jeid, HanboJee 4acto
Ha6mogaeMbrx pu CJI, B 4acTHOCTH Pak sHAOMETPHSI,
TOHKOW KHIITKM, MOYEBBIBOJSIINX TyTel. B HacTosee
BpeMst 106aBJIEHBbI TakKe Apyrue cBsidannbie ¢ CJI omy-
XOJIH, TaKue KaK PaK SUYHUKOB, JKeTyIKa, TemaToOu/IH-
apHOTO TPaKTa W TOJIOBHOTO Mo3sra. [lepecMoTpenHbie
kputepnn Bethesda siBasttoTcst TpeTbuM KJIMHUKO-TIATO-
JIOTUYECKUM KPUTEPHEM U COJIEPIKAT Te JKe KJIMHUYECKHe
MOKAa3aTesu MPU Heo6s13aTeIbHOM OJJHOBPEMEHHOM UX

BBITIOJIHEHUH C ONPe/IeTeHueM MUKPOCAMENIUMHOU
necmabunvnocmu (MCH) n/mim IMMyHOTHCTOXHMH-
YeCKUM uccegoBanueM omyxosu [18].

I'eneTnueckue M3MeHEHHS

Paszsutne CJI ompenessieTcs Hac/ e CTBEHHBIMU
MYTaIUsIMI OJTHOTO U3 TEHOB perapariui HecapeHHBIX
ocuoBannii JIHK, a mmenno MLH1, MSH2, MSHG,
PMS2. 9ti reHbl OTBEYAIOT 32 TOYHOCTDH PEILJINKA-
nuun JTHK, xoppektupyst norepu nap HyKJIeOTHIOB,
HeOOJIbIINE JIEEIMT U UHCEPIMY, BO3HUKAIOIIUE BCIIE]I-
CTBUE MPOCKATb3bIBAHUS TTOJMMEPA3bl NMPU PEIJINKa-
mun AHK [3, 5]. Mytanuu B rene EpCAM, paciuo-
JIOKEHHOM HECKOJIbKO Bbillie TeHa MSH2, 6iokupyior
ren MSH?2, Bbi3biBasi (heHOTHITUECKIE TTPOSIBIEHMS,
cxoxubie ¢ cummromamu CJI. Oxoso 90% marmen-
toB ¢ CJI mmetor myraruu B reHax MLHT1 uw MSH?2
u 10 10% — B rene MSHG6. He6osbimoit mporeHT
caydaeB CJI mpuxoauTcst Ha MyTalun B reHax PMS2
u EpCAM [5]. Taxxe HOBOJBHO PEAKUMHU SIBJISIOTCS
HACJIE/ICTBEHHbIE AITMMYTAIUU, TPUBOJSAIINE K TUIIEP-
MeTuupoBanuio rena MLH1 [20].

OcHOBHast MOJIEKYJISIPHO-TEHETHYECKAsT XapAKTePH-
cruka omyxogieit ipu CJI — nanuune MCH, kortopas
MIPOSIBJISIETCST TTOBCEMECTHBIMU MYTAIlUSIMU B TTOCJIE-
JIOBATEJIBHOCTSIX MUKPOCATEJLTUTOB, OTPE/esieMbIX
B onyxosesoit JJTHK. MCH cBuzeresnnctByer o nedexre
B OJIHOM U3 TE€HOB penapaiui HeCHapeHHbIX HYKJIeOTH-
JIOB, BBI3BAHHOM JIMG0O coMaTmieckoli (ammreHeTnyeckoil)
nHaKTHBanuen (TunepMeTnINpoBaHue MPOMOTOpa TeHa
MLH1 npu cnopagnueckom PTK), 6o Hacneactsen-
HOU MyTarmeit B atux renax (CJI). MCH onpenensiercst
B OOJILITUHCTBE CIy4yaeB Masran3aimy Kk pu CJl
u 'y 12% marentos co cnopagndeckuM PTK. OxHako
onyxoJiu, o6ycjaoBJIeHHble MyTalueil B rene MSHG,
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MOTYT JEMOHCTPUPOBATh HU3KWH ypoBerb MCH iu60
OTCYTCTBYE W3MEHEHWH JJUHLI MUKPOCATENINTHBIX
JokycoB [7].

Cornacno pexomenzparmsiM Bethesda, mins uccremo-
Banuss MCH B o11yXoJ/1X TOJICTON KUIIKU UCIIOJb3YIOT
MaHeJ b U3 5 MapKepOB: 2 MOHOHYKJIEOTUHBIX, TAKUX
kak BAT25 mw BAT26, a takke 3 IUHYKJEOTHTHBIX:
D5S346, D2S123 u D17S250. Pe3yabraTsl ncciaenopa-
HUS TPAKTYIOT CJAELYIOMUM 00Pa3oM: OMyX0Jb MUKPO-
caTestuTHO ctabuibHa (microsatellite stable [MSS]),
€CJT BCE MapKepbl HE U3MEHEHbI; OIyX0Jib C HU3KUM
yposaeM MCH, ecan usmenen oxaun mapkep (low
level of microsatellite instability [MSI—L]); omy-
X0Jib ¢ BbicOKUM ypoBHeM MCH, ecin naMeHeHo
6onee oxnoro mMapkepa (high level of microsatellite
instability [MSI-H]).

NMMyHOTrUCTOXUMUYECKUI aHAJIN3 C UCIOJIb30BA-
HUEM aHTUTEN K OeJKaM TeHOB perapariiy BBISBJISET
MOTEPIO HKCIPECCUH U TTOMOTAeT PN HAeHTHPUKAIUN
namerToB ¢ CJI. [laTorennbpie namenennst (Hacye-
crBenHbie 6o comMaTnueckne) B renax MMR onpe-
JIeJISAI0TCS IO YaCTUYHOMY WMJIM TIOJIHOMY OTCYTCTBUIO
npoaykiu 6enkoB MMR [S].

Myrtauuu resa BRAF ormevatorest y 15% 6oJib-
HBIX CO CIIOPAIMYECKUMHU OITyXOJISIMU TOJICTOU KUIITKH,
TOT/Ia KaK B onyXoJisix y 6osbhbix ¢ CJI, 1st KoToporo
xapakrepia MCH, mytaiuu B rene BRAF He onucanbl,
caefoBarebHo, Hanuune BRAF-MyTauuu B onyXoJ/u
¢ BbIcOKOIi crerienbio MCH cBuzerenscTByer 06 oTcyT-
creun CJI [21].

I'enetnueckoe T€CTUPOBAaHUE

HAng npentuduranuu nanuentos ¢ CJI ucmnosnn-
3yIOT pa3JjiMuyHble METO/bl: KIMHUYECKNEe KPUTEPUHN
(AMcTepaaMcKue KpUTEPUH, NIEPECMOTPEHHbIE KPH-
tepun Bethesda), xoMmploTepHble MoJeIn pacdyera
pucka, ucciaenoBanue onyxouau, JHK-amarnoctuka
repMuHaIbHbIX MyTanuii. [TockosbKy McToIb30Ba-
HU€ KJUHWYECKUX KPUTEPUEB ST MAEHTU(UKAIMY
naimenToB ¢ CJI He SgBJsSeTCS METOIOM C OTITUMAJIb-
HOIl 4yBCTBHUTEJIBHOCTBIO I appexTnBHOCTEI0, EGAPP
(Evaluation of Genomic Applicationin Practiceand
Prevention), NCCN (the National Comprehensive
Cancer Network) u MSTF (the Multi-Society Task
Forceon Colorectal Cancer) ogo6puim yHUBEpCaTbHBINR
ckpununr CJI [22]. Corsacno pekomengarusay MSTF,
BceM narentam ¢ KPP monoxe 70 siet nbo crapiie
70 JjieT ¢ OTATOIEHHBIM ceMelnbIM anamue3oM 1o CJI
HEeO0OXOANMO MPOBOUTH CKPUHUHT. [[JIsT aHaIM3a MOKHO
UCII0JIb30BaTh uccaegoBanne MCH u/unm uMMyHO-
TUCTOXUMHWYECKUi aHaan3 Geakos MLH1,/MSH2/
MSH6,/PMS2. Onyxonu ¢ norepeil GyHKINN reHa
MLHT tectupytor Ha Hamuune BRAF-myraiu 6o
oTpeIesIsioT TuepMeruupoBanue ML H {-ipoMoTopa.
[Tpu o6uapy:xennu manuenToB ¢ CJI B xo/e yHUBEp-
CAJIbHOTO CKPUHUHTA UX HAIPABJISIIOT HA TEHETUYECKOE
o0cJieloBaHe, KOTOPOE MOXKET BKJIIOUATD OIpe/ieJieH1e
HaCJIeICTBEHHBIX MyTaIlil B TeHaX perapalui Hecla-
pennbix ocuopauuii (MLH{1, MSH2, MSH6, PMS2)

s6o B rene EpCAM. TlanueHTsl ¢ pakoM 9HIOMETPH
Mostoxke 50 J1eT, M3BECTHBIMU CEMENHBIMI MyTalUsIMU
B Te€HaX perapaluy HecliapeHHbIX OCHOBAHWH, MalueH-
TBI, TIOAXO/AIINE TI0 AMCTEPJJAMCKUM KPUTEPUSIM OO0
kpurepusiv Bethesda, n Te, y KoTOPBIX TIEpCOHATH-
ubiil puck passutus CJI Gosee 5%, TakKe HYKIAIOTCS
B TEHETHYECKOM O6CIeJOBAaHNM.

TakTuka BegeHHUS NMAIMEHTOB

s ckpunnnra PTK namuedTaM, y KOTOPbIX UMe-
ercs puck pazputus CJI, pekoMeH/I0BaHO TIPOBe/ie-
Hue KosoHockoruu 1 pas B rox gu6o 1 pa3 B 2 roxa,
HaunHast ¢ 20—25-1eTHero Bospacta, Jn6o 3a 2—5 JeT
[0 Bo3pacTa, B KotopoM ob6HapyskeH PTK B cembe
(B c/1ydae ycraHoBJIEHUs Aquariosa o 25 Jjer). Y mamy-
enToB ¢ CJI MOBbBIIIEH PUCK PAa3BUTHUS BHEKUIIEUHBIX
OITyXOJIel, B CBSI3U C 3THUM PEKOMEHIOBAHO €XKETOTHOE
npoBe/ieHne (PUBNKATBLHOTO 06CIeIOBAHUS U PA3hSICHU-
TEJBHBIX Gecell ¢ MAIUEHTOM U €To ceMbeil. C Ienabio
CKPUHMHTA PaKa 3HIOMETPUs HeOOXOAUMO BbINOJI-
HaTh Y 3V opraHoB Masoro tasa y >KeHIIUH pa3 B roj
¢ 30—35-nerHero Bo3pacra. [[yish UCKIIOUEHUs pakKa
anyuukoB xkeHunmuaM ¢ CJI Heo6XoanuMOo e3KeroHO
npoBouTh TpancBarunasbuoe Y 3U ¢ 30—35-nernero
Bo3pacra. ['mcrepakroMust u 6uiaTepaIbHast CAJIBITIMHTO-
0(OPIKTOMUST TOJKHDBI ObITH MTPE/IOKEHDI JKEHIITMHAM,
He MJIAHUPYIONINM JIeTOPOsKAeHne, TU60 B BO3pacTe
6onee 40 yer. CKPUHUHT paka KeJay/IKa ¢ TOMOIIBIO
930(haroracTpo/lyo/IeHOCKONUK 1 OMOTICH aHTPATBHOTO
oTaena mpoBoaaT y nanuentoB ¢ CJI ¢ 30—35 mer.
ITpu o6uapyskeunu Helicobacter pylori neo6xoammo
mpoBecTy JieueHwe manuenta. [locaenyiotniee o6emeno-
BaHHUe OCYIIECTBJISIOT KasK/ble 2—3 To/la B 3aBUCUMOCTI
OT WHANBUAYATbHON cTemeHn pucka. CKPUHUHT paka
MOUEBBIBOJISNIUX TYyTEll HYKHO TTPOBOJUTH €XKETOHO
BMeCTe ¢ uccjefoBaneM Mour, HaunHast ¢ 30—35-jer-
Hero Bo3pacra [23—23].

Bo MHOTHX mcciieloBaHUSX YCTAaHOBJIEHO, YTO acCIlu-
PWH, BO3MOXKHO, MOXKeT ObITh 3((PeKTUBEH B Kaue-
CTBE MPEBEHTUBHOW MePbl B OTHOIIEHUU Pa3BUTUS
paka y maienToB ¢ CJI, 0JJHAKO OKOHYATEJNBHbIX JIOKA-
3aTeJIbCTB HET. B CBSI3WM ¢ 9TUM TpUMeHeHre acpruHa
BO3MOKHO TOJIBKO MOCJTE OOCYKAEHUS C MAIMeHTOM
BO3MOSKHBIX PHCKOB, MPETIOJATAeMOI TOIb3bl U OTCYT-
CTBUA I0Ka3aHHOU 3(P(PeKTUBHOCTN TaHHOTO MeToa
neyennd [26].

CeMeiiHblil aIlecHOMATO3HbIN IOJHUIO3

CAIl — 3TO CHHAPOM C ayTOCOMHO-/IOMUHAHT-
HBIM TUIIOM HaCJIeJOBAaHUS, PA3BUBAIONINICS BCJE-
creue mytanun B rene APC (adenomatous polyposis
coli) [27]. B 3aBucMMOCTH OT MecTa JIOKaIM3aIUI MyTa-
un B rene CAIl mMosker ManudectupoBarh B KJIACCH-
yeckoit gopme (kraccnuecknit CAIT) mu6o B dopme
ammenyuposannozo CAIl (ACAII) [4, 28]. Hacrora
Bcrpevaemoct CAIT 1:13000. Kmaccuueckas popma
CAII xapakrepusyercst OSIBIEHHEM B NTOJPOCTKOBOM
Bospacre cotet n Thicsay (kKak Murumym 100) moaunos
Ha BCeM NPOTsLKeHWU TojcToil kuimku. K 15 rogam
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Tabauya 2. Knaccudukaiys ayojeHanbHoro moaunosa no HInureasmany npu CAIT

Table 2. Spiegelman classification of duodenal polyposis in FAP

Oukn
Kpurepun 1 > 3
KoanmuectBo mosmmnnos 1—4 5-20 >20
Pasmep nosumos, MM 1—4 5—10 >10
T'ucromorndeckoe cTpoeHme Tpy6uaras Bopcunvaras Tpy6uyaTo-BopcuHYaTAs
Jlncriasms Husxkoir crenenn — Bricoxkoii cremenn

Ilpumeuanue. Cragusg 0 — 0 oukos, cragus I — or 1 no 4, cragus II — or 5 go 6, cragus 111 — or 7 mo §,

cragug IV — or 9 10 12 oukos.

Tabauya 3. PekoMeHJAIMK 10 BEJAECHHUIO MAIMEHTOB ¢ AyojAeHa bHbIM nosunosom mpu CATI

B cooTBeTcTBUM cO cragueil no llnureapmany

Table 3. Guidelines on FAP-associated duodenal polyposis management according

to Spiegelman stage

Crauma o Wmiremsyany | 12708 puomicr Hpeseimpia Xupyprirecxoe severne
0 1 pa3 B 4 roga Her Her
I 1 pa3 B 2—3 rojaa Her Hetr
11 1 pa3 B 2—3 rojaa + Het
111 1 pa3 B 6—12 mec + +
v 1 pa3 B 6—12 mec + Ha

aJIEHOMBI TOJICTOW KUIIKU MMEIOTCS NPUGJIU3UTENHHO
y 50% mnanmentos, a k 35 rogam — y 95%. Ilpu orcyr-
crBuu Jgedenusa KPP y rakux manuentoB pasBuBaeTcs
B cpeaHeM B Bospacre 39 (35—43) ner [29]. ACAII
xXapakTepusyercsi HajnuneM B cpegHeM 30 mosnmon
(omuronosunos) [3]. JaHHast maTo0Tusl MOKeT ObITh
3arnoj03peHa y narueHToB B Bo3pacre 40—30 ner,
y KOTOpbIX uMmetorcst B copokymnuoctu 10—100 agenom.
Puck pasurust KPP y manmentos ¢ ACAII cocrasisier
70%, HO OH pa3BuBaercs Ha 12 JieT 103Ke, YeM MpH
kiaccuueckoit popme CAII [3, 29].

Cuietyer OTMETHTD, YTO OJIUTOMOJIHUIIO3 MOXKET OBITH
NPOSIBJIEHWEM KaK HACJIeJACTBEHHON MyTallUW reHa
APC, Tak n 6wannenpuoit mytanuu resa MUTYH
(MUTY H-acconnnpoBaHHBIN MOAUIIO3 GyIeT pac-
cmorpen pazee) [30].

[Tpu CAII taksxe BO3MOXKHO pa3BUTHE BHEKUINEYHbBIX
JOOPOKAYECTBEHHDBIX U 3/I0KAYECTBEHHBIX MPOIECCOB.
Oco6y10 ONaCHOCTD MPEJCTABJSIOT aJlEHOMbI M PaK
dsenaduamunepcmnoti kuwxu (JIITK) [31]. Aneromsr
JIIK o6uapysusaior y 30—70% mnarmmento ¢ CATI,
a PHUCK UX TIOSIBJIEHUsI B T€YEHUE SKM3HU COCTABJISIET
nouru 100%, puck paspurus paxka JIIK — 4—10%.
[lnst ompesiesieHns CTeNeHN TSIKECTU 3a60JeBaHus,
a Tak)Ke TAaKTUKH BEJEHUS TAIMEHTOB C MOJUMAMU
AIIK ncnombaytor kiaaccudukaruio [nnressmana
(ta6x. 2, 3) [3, 31, 32]. AgeHoMbl Toelt U 110IB3/IOII-
HOIl KUIIKU BCTPeYaloTcs cropaandecku. ¥ 50% narmu-
€HTOB OOHAPYSKUBAIOT MOJIUIIBI JKEIYKA, OOTBITHHCTBO
U3 KOTOPBIX SIBJISIOTCS JOOPOKAYECTBEHHBIMHE MOUTIAMI
(ynaanbHbIX JKese3. AIEHOMBI JKeTyKA BO3HUKAIOT

y 10% manuentos ¢ CAIl, yaiie Bcero B aHTPAJIbHOM
otjesie. PUCK pa3BUTUS paKa JKeTyJKa Ype3BbIYaiiHO
muskuit — 0,6—1% [2, 31].

K 3nokayecTBEHHBIM HOBOOOPA30BAHUSM, PEKe
Berpevatonmmcest ipu CAIL, oTHOCAT Temaro6racTomy,
PaK MIUTOBU/IHOH Keses3bl, >KeTueBbIBOJSINX MyTel,
MO/IKEeTyIOYHON JKeJe3bl U IeHTPaJbHON HepBHOM
cuctembl [4, 29, 33]. CoueTanune KOJOPEKTATbHBIX
IOJIMIIOB 1 MEPBUYHOI omyxo/m Mosra (Meny/uio6aacto-
Ma) 1o/1y4nio HasBanue «cungpoM Kpaiins (Tiopko)».

Jecmonnble omyxosm obHapyskuBaoT y 10% narm-
entoB ¢ CAII, 1 06bIYHO OHM PACIOJIAraloTcs B GPbIKEii-
Ke TOHKOIi KUIITKH, OPIONTHOI cTeHKe JMOO HA KOHEYHO-
crsx [34]. Hanmuune unTpaabioOMUHAIBHBIX JIECMOUHbBIX
OTIYXOJIel SBJSETCS TJIOXUM TIPOTHOCTHYECKUM TPH-
3HakoM. HecMOTps Ha TO YTO OMyXOJM JAHHOTO TUIA
He UMEIOT METACTATUYECKOTO MOTEHIINAIA, UX MECTHOE
pacrpocTpaHeHne U NHBA3UBHBIN POCT C TIOBPEXKeHNEM
BHYTPUOPIOIIHBIX CTPYKTYP U TOCJEOTePAIlIOHHbIE
OCJIOXKHEHUSI SIBJISTIOTCSI OCHOBHBIMU MTPUYUHAMU CMEPTU
narmenToB ¢ CAII [4]. Buekumreutbie 106pOKayecTBEH-
HbIe TIPOSIBJEHUSI MOTYT OBbITb CIOCOGOM JMArHOCTUKH
npu o6¢eJoBaHuN POJACTBEHHUKOB TTAI[HEHTa MTePBOI
crenenn [4, 35].

Bposkaennas runepTpodusi MUrMEHTHOTO AIUTe-
JIUST CETYATKU TJ1a3a — OT/EJbHbIE OKPYTJIO-OBAJTbHBIE
MIUTMEHTUPOBaHHbIE yyacTku pa3mepom ot 0,1 mo 1
JraMeTpa ONTUYECKOro JUCKA, PACIOJIOXKEeHHbIE Ha
rJIa3HOM [He, omnpefessaior 6osee yeMm y 90% maru-
entoB ¢ CAIl. bunarepanbhas 1u60 MHOXKeCTBEHHAs
(>4) runeprpodus MUTMEHTHOIO SIMTENNS CETIATKU
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SIBJISIETCST KJIMHUYECKUM MapKepoM 6ecCUMIITOMHOTO
HOCHTEIbCTBA B ceMbsix 6osbHbIX ¢ CAIL

Y nanmentoB ¢ CAIIl MoryT 6bITb O6GHAPY KEHBI
HEKOTOPbIE TIOBPEKIEHUS TIOJOCTH PTA U YEJIOCTHO-
JuIeBoi obsactu. Ha maHopaMHO# peHTreHorpaMMe
YEJTIOCTU OTPENESIOTCS OCTEOCKJIEPOTHIECKUE TTOPaKe-
HUS KOCTe, KOTOPBIE TaKKe MOTYT CITY>KUTh MPETUKTHB-
HBIM MApPKEPOM TIOSIBJIEHIST MOJIUIIOB B CEMBSIX OOJBHBIX
c CAII [35, 36]. Cocyauctble yIIOTHEHUS CAM3UCTON
000JIOYKH TIOJIOCTH PTA TaK:Ke MOTYT ObITh KJUHUYE-
ckum npusHakoMm CAITI [37]. ¥V nainuentos ¢ CAII
IIOBBIIIEH PUCK pasBuTus ocreoM democti (y 46 — 93%
naienToB), ogoutoM (y 9 — 83%), A0MOIHUTETBHBIX
3y6os (y 11 — 27%) mu6o HenpopesaBmuxcs 3y60B
(y 4 — 38%) [38, 39]. Kpome Toro, yacrora o6pasoBa-
HUS Ha30(hapuHreaabHOil a7eHOOUOPOMBI Y MAIIMEHTOB
¢ CAII B 25 pa3s Bbiinie, yeM B o6reit oy sim [40].

K mopaxenusm koxn mpu CAIl oTHOCAT JTUTTOMBI,
(puGpPOMBI, KUCTBI CATTHHBIX JKejle3 W ANUAePMONIHDIE
KUCTbI. B Goslee paHHUX HCCAETOBAHUSX COUYETAHUE
KOJIOPEKTATHHBIX a[EHOMATO3HBIX MOJUIIOB C BHEKH-
[IEYHBIMH [TPOSIBIEHUSIMU OTPENEsISIN KaK CHHPOM
TFapauepa. B nacrosiiiee BpeMsi 061eNPU3HAHO, YTO
y 6oabmuHcTBa nanuento ¢ CAIl pa3BuBaercst oiuH
UJIM HECKOJIbKO BHEKHUIIEYHBIX IATOJOTHYECKUX IIPO-
1eccos, cBasanubix ¢ CAII [29].

I'enetnueckue H3MeHEHHUS

lF'en APC, pacnionioskeHHbBIII Ha XpoMocoMe 5q21,
SIBJISIETCSI TEHOM-CYIIPECCOPOM OTyXO0JIEBOTO POCTA.
B 1991 r. 6b110 ycTaHOBIEHO, YTO JMe(EKThl JaHHO-
ro rena npuBogAat kK paszsutuio CAII [27]. Ten APC
uMeeT 15 3K30HOB U KoAUPYyeT 2843 aMUHOKMCIOTHBIX
ocTtarka 6eKka, UTPAIoIIero KJIIYeBYI0 posib B Wnt
curHasbHoM nytu. Myraruu rena APC o6Hapy:KUBatOT
y 80—90% Goubrbix ¢ kiaaccudeckuM CAIT uy 10—30%
— ¢ ACAII [4]. Omucano 6onee 300 pasamyHbIX MyTa-
Vi1 JAHHOTO TeHa. BoJbIIMHCTBO U3 HUX MPECTABIEHbI
JIeJIEIUSIME U UHCEPIUSIMU, KOTOPBIE TIPUBOJIAT K C/IBUTY
PAMKHU CUUTBIBAHUS, a TaKKe HOHCEHC-MYTAIUsIMU,
06y CJIOBIMBAIOINMI CUHTE3 YKOpoueHHoro 6eika APC.
Han6ompmmas qacrota comMaTidecknx Mytarmii reHa APC
oTIpefiesIsieTCss B 4acTh S’ 3K30HA 15 MEXIY KOJOHAMU
1286 u 1513 u B kozmone 1309 [29, 41].

Uccnenosanus cesasu myTtanmii rena APC ¢ omnpese-
JIEHHbIMY (PEHOTUITUYECKUMU TTPOSBJIEHUSIMU TTOKA3bI-
BAIOT, YTO MyTAaLlMM B IEHTPAIbHON 4acTy reHa (Mexmay
kKozoHamu 160 u 1393) npuBOAAT K Pa3BUTHIO KJAc-
cuvyeckoro CAIl, a myrammmn mMexay kogoHamu 1250
1 1464 cTaHOBATCS IPUYMHON PA3BUTHS MHOKECTBEHHO-
ro nosmnosa (6onee 1000 KoTOpeKTaIbHBIX MOJUIIOB).
B mpotuBomnosioxKHOCTD ATOMY MyTallui Ha KOHIAX 3’
u 5’ reHa npezapacnosiaraior K pazsutuio ACAII [28,
41]. TeHOTUTI-(DEHOTUTI-KOPPEJISIIINH [T Ty O/IeHATTBHBIX
noaumnoB pu CAIl HemocTaTOYHO SICHBI, HO, BO3MOXK-
HO, CYIIECTBYET CBS3b C MYTAIMSMU, BO3HUKAOIINMI
auctanabHee Komona 1400 B sx3ome 15 [31].

3aperucTpupoBaHO HECKOJIbKO TeHOTHII-(heHOTUTI-
KoppeJisanuii. MHOXeCTBeHHbIe BHEKHUIIIEYHbIE MTOpa-

JKEHUS CBS3aHBI C MyTaIlUsIMU B KojioHax 1465, 1546
u 2621, nopaxenus raastoro gHa (CHRPE) — ¢ myra-
USIMHU MeXAy KojoHamu 463 n 1444, pak mmToBU/I-
HOH »Kese3sbl — ¢ 4acTbio 5 sk3oHa 15 (3a npegenamu
xoznoHoB 1286—1513) B kozmone 1061, mecMouHble
OMyX0JI — C MyTanusiMu Ha KoHile 3’ KomoHal444.
Myranu resa APC Mexzay xogoHamu 697 n 1224 6pumn
MPUYUHON 3-KPAaTHOTO YBEJUYEHHS] PUCKAa 06pa3oBa-
HUS OILyXOJIedl FOJI0BHOIO MO3ra, a Takke 13-kparHoro
yBeJTMYEeHUs PUCKa Pa3BUTUS MeqysioOmactombl [33].
OIHaKO NpU FeHeTHYeCKOM KOHCYJbTUPOBAHUH CeMeil
60spHBIX ¢ CAIl HEOOXOAMMA OCTOPOKHOCTD, TaK KaK
CYIIECTBYeT MHOXKECTBO BHYTPHU- U MeXKCeMelHbIX (heHo-
TUIIMYECKUX PA3IUYMIA.

Myrarnust 11307K rena APC xapaxrepHa st 6%
eBpeeB aliKeHa3oB. /[aHHasg HYKJeOTHIHAs 3aMeHa
T ma A B mosokernnu 3920 mpUBOAUT K TOSBJIEHUIO
OOTITIPHOTO MOHOHYKJIEOTHIHOTO YYACTKA, COCTOSIIETO
13 8 aJIeHNHOBBIX TTAap OCHOBAHWI HAa OJHOM W3 aJiIesen
reda APC. Cama mo ce6e MyTanusi He BbI3BbIBaeT Hapy-
nreHust GyHKIMU 6esika, OJHAKO OHA MOKET MPHUBECTH
K MOSIBJIEHUIO JIOTIOJTHUTEIbHON coMaTuuecKoil MyTa-
nuu B atoM asiese rena APC npu npockajib3bIlBaHUN
nonuMepasbl B mpotiecce periukainuu JHK. MyTtarus
I1307K BoI3pIBaeT yBesandeHue pucka pazpurusgs KPP
B 2 pasa [42].

TakTuka Be€HHU NAIlUECHTOB

UccnenoBanue rena APC npoBOAST TpH OIpeje-
JleHHbIX 1okasanusax: 100 wiu Gosiee KOJOPEKTaaIbHbIX
aJileHoM 60 HaMune POJICTBEHHUKA MEPBOil CTereHn
poactsa, mMeroriero CAII; 20 u 6ostee KyMyISTHBHBIX
KOJIOpeKTanbHbIX azenoM (pu nmogospernu Ha ACATT)
60 HAIUMYKe POJICTBEHHUKA TEPBO CTENEeHH POJICTBA,
umetotero ACAIL. Ilpu orcyrctBun nndopMaTuBHBIX
reHeTUYeCKUX TEeCTOB MAllUEeHTaM, Y KOTOPBIX 3aIl0/10-
3pen CAIl, Heo6X0uMO TIPOXOANUTH 9HJOCKOMMYECKUT
CKPUHUHT C €XEeTroHOI PEKTOPOMAaHOCKOTHEll TGO
KOJIOHOCKONnel, HaunHast ¢ 10—15-serHero Bo3pac-
ta [29]. Jlunam, y kotopbix 3anono3pen ACAII, rene-
TUYECKOE TECTUPOBAHUE PEKOMEHIYETCS MPOBOJUTH
npu o6HapyskeHnn 20 u 60Jee KyMyJISITUBHBIX aJ€HOM.
[Ipu mammanu pucka paszsutusgs ACAIl meo6xoaumo
MPOBOJUTH YHAOCKONMUYECKUN CKPUHUHT GOJIbHBIX
¢ KoJioHOCKoIuel B Bo3pacte 12, 15, 18 ner u 21 rox
u jasee kaxaole 2 roga [29]. Oxkosno 33% nanueHros
¢ ACAII Moxno Haba074aTh ¢ IMMOMOIIBIO 3HIOCKOINNI
C BBIIIOJIHEHUEM MOJIUISKTOMUN [3].

[MTpodunakTuyeckast KOJIKTOMUS AOJKHA ObITH
BBITIOJIHEHA Cpa3y 1ocJe ycranosyenus auarsoza CAlL,
4ToOBI TIpenoTBpaTuTh pazsutne KPP. Bapuanrol
XUPYPTUYECKOTO JICUEHUS BKJIIOYAIOT CyOTOTATHHYIO
KOJIDKTOMUIO C MJICOPEKTAJTbHBIM aHACTAMO30M, PEKOH-
CTPYKTUBHYIO MPOKTOKOJIKTOMHIO C aHACTAMO30M
MeXIy KapMaHOM TO/IB3JIOTMHONW KWINKHA W 3alHUM
MPOXO/IOM, TOTATHHYIO TTPOKTOKOJIIKTOMUIO W KOHIIE-
BYIO MJIEOCTOMUIO. DHOCKOTTMYECKOE HUCCAeOBAaHNE
OCTaBIINXCSI CETMEHTOB MPSAMON KHUIIKH HEOOXO/[1-
MO HPOBOJIUTH Kak/ible 6 Mec Ha MPOTSKEHUU BCE
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JKU3HHU, TaK KaK HPUMEPHO y 25% GOJIbHBIX MOXKET
pasButhest pak nupamoit kumku. Ot 16 10 33% Takux
MAIMEeHTOB BIOCAEACTBUU HYKAAIOTCS B MPOKTOKO-
JakToMuM |3, 4].

ObdeKTUBHOCTD MPEBEHTUBHOW XMMUOTEPATIHH,
a IMEHHO MCIIOJIb30BAHUST HECTNEPOUIHBIX NPOMUBOBOC-
nazumenvnvix npenapamog (HIIBII), Gblia usydena
mpu jedennn nammeHToB ¢ CAIll ¢ 1espio 3aep:KKH
pasBUTHS /IEHOM B BepXHeW M HIKHEH 4acTsaX KeJry-
JIOYHO-KHUIIEYHOTO TPaKTa M TPEJOTBPAIEHUS PeIr-
[INBA /ICHOMBI B CIy4Yae COXPAHEHUS IPSIMON KUIITKH.
HIIBII cysmngak u uabupareibHblii MHTUOUTOP 1IUKJIO-
OKCHUTeHa3bl-2 11eJIeKOKCHO yMEHBIIAIT KOJNYeCTBO
U pazMep KOJIOPEKTAJIbHbIX IIOJIUIOB 32 KPOTKUI CPOK.
JlIuTeIbHBII TIPUEM CYJIMH/IAKA TO3BOJISIET YMEHBIIUTD
KOJIMYECTBO TIOJTUIIOB ¥ MPEJAOTBPATUTD PELUNB ajie-
HOMAaT03a B COXPAHEHHOM CETMEHTE TPSIMON KHUIIKH.
OpmHako HeO6XOANMO YUIecThb, YTO 3(PPEKTHI OT JAHHOM
Tepanuy BeCbMa HETIOCTOSIHHDBI, MO3TOMY TpeOyeTcs
00513aTe/IbHBIIH 9HOCKOIMUYECKHH KOHTPOJIb. OCHOBHBIM
npenmyinectBoM Jgederns HIIBIT aasiercs 6osee mpo-
CTOH 3H/JIOCKOINYECKUIl KOHTPOJb B CBSI3U C yMEHbIIIe-
HUEM KOJIMYECTBA U Pa3MepOB IOJHUIIOB. Y MAIMeHTOB
6e3 genorunmyeckux nposisiaenuii CAIl, Ho umeromumx
myTanuio B reie APC nepBuYHasi XUMHOTEPAIUS He
IPEJOTBPATHT pa3BuTHe nosmmnosa [43].

3akaoueHue

KPP 3zanumaer TpeTbe MeCTO MO paclpoCTPaHEHHO-
CTH CPe/il OHKOJIOTMUeCKIX 3a6oJeBanuil. HecMoTpst Ha
TO 4TO B GosbIHCTBE ciaydaeB KPP sBasercs cnopa-
JIT4ecKM, 6e3 YEeTKOTO CeMEITHOTO W HAaCJIeICTBEHHOTO
KOMITOHEHTA, BBISIBJEHHUE TAIIMEHTOB ¢ HACJIEICTBEH-
HbiMu popmamu KPP sBiigercs »Ku3HeHHO BasKHbIM
C TOYKU 3PEHUS MOCHEJCTBUN AJg OOJbHBIX U UX
cemeil.

leneTnyeckoe TecTHpOBAHUE TAIMEHTOB, Y KOTOPBIX
3aro0/103peH HacJjeicTBeHHblit KPP, npoBoauTcs (ypof
BeHb yOe[IUTENbHOCTH PEKOMEHIAIUIT A MM YPOBEHb
JIOCTOBEPHOCTH I0Ka3aTeabCTB la).

[Tpn momo3penun Ha CJI mpoBOAAT TecTupoBaHue
Ha Hasmune MyTtaruu B renax MLHT1, MSH2, MSHG6,
PMS?2 B cnyyqae:

* coOTBeTCTBUs TaienTa kputepussM Amsterdam 11
u Bethesda;

* HAJW4USA y MalieHTa POJACTBEHHUKA NepBOil WIn
BTOPO¥i JIMHUK C JJOCTOBEPHO ycTaHoBJeHHBIM CJI;

* Pa3BUTHS PaKa dHIOMETPUS Yy MAIUEHTKH B BO3-
pacre 0 50 ner.

IIpu nmomospennn Ha CAIl mpoBOAST TeCTMPOBAHUE
Ha Hasuuure MyTauuu B rene APC B ciaydae:

* Haan4us y nanueHTa 6osree 10 mosmmnoB B Kummey-
HUKE;

* HaIM4Ms y TAI[eHTa POJICTBEHHNKA TIEPBOM JIMHUT
¢ noctoBepHO ycTaHoBaeHHBIM CAITIL.

[Ipu mogospenym Ha aTTeHyHpoBaHHYIO opmy CAIL
u MY H-acconunpoBaHHBIN MOIUTIO3 TPOBOIST TECTH-
poBaHMe Ha Hajguune mytanun resa APC.

[Tpu orcyrcrBum myranuu rena APC naiuenTam:

e ¢ 6osee ueM 10 mosumaMu TOJICTON KHIIKU,

* B CeMbe KOTOPBIX MPOCJIEKUBAETCS PEIleCCUBHOE
HacJieJIoBaHle CEMEIHOTO aJIeHOMaTo3a;

* y KOTOPBIX MOJIUIBI OGHAPYKEHBI B BO3pacTe
34—44 rona;

* y KOTOpBIX oTcyTcrByeT myranus rena APC; peko-
MeH/IOBaHO HuccyaeqoBanne reHa MY H.

[Ipn Hammumm SpKOTO ceMeHHOTo aHaMHe3a 3JI10-
Ka4eCTBEHHBIX 3a00JIeBaHUI MAIMEeHTaM, y KOTOPBIX
nckaouenbl CJI u CAII, mokasana KOHCYyJIbTaIus
TeHeTHKA JIJis TOTEHINATBHOTO BbISBJIEHUS GoJlee peji-
kux 3a6osieBanuii: cungapomos Ileiitiia—Erepca, Jlu—
@Dpaymenu, bayma, Koynena, 10BeHUJIbHOTO TIOUII03A,
oaurogoutun u KPP.

Koudimkr uHTrepecoB. ABTOPbI 3asBJISIIOT 06 OTCYTCTBUH KOH(UINKTA HHTEPECOB.
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