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AZleHOMaTO3Hble MONMMNO3HbIe CUHAPOMbI ABAAKTCA TAXKENBIMY HACIEACTBEHHBIMY 32001€BAHNAMM, KOTOPbIE XapaKTepU3yTCA pas-
BUTMEM [1€CATKOB 1 COTEH MONMOB B TOJICTON KULUKE NaLMeHTa U BbICOKMM PUCKOM BO3HUKHOBEHMA KONIOPEKTaNlbHOrO paka Ha nx
doHe Npu OTCYTCTBUM CBOEBPEMEHHOTO XMPYPr1MYeCcKoro iedeHns. bbino npoBefaeHo MoneKynAapHO-reHeTuYeckoe obcneaoBaHne
240 pOCCUNCKNX MALMEHTOB C KOTMYECTBOM aflEHOMATO3HbIX MONMMNOB OT 20 A0 HECKONbKUX COTeH. lepMUHanbHble MyTaLun B reTe-
PO3VroTHOM cocTosAHNM B reHe APC BblisiBNiEHbI Y 157 uenoBek, a 6uannenbHble MyTaumn B reHe MutYH —y 14 60nbHbIX. [na nauueH-
TOB C KONIMYECTBOM nonvnoBs 6onee 100 6bin onpefeneH BO3pacT BbINMOHEHUA OnepaLum No yaaneHmio TONCTON KWWK — [0 25 neT.
KnioueBble cnoBa: cemelnHbii ajeHOMaTo3 TONCTOM Knwku, MutYH-accoummpoBaHHbIn NOINMO3, KONOPeKTasbHbIN pak, reHbl APC/
MutYH.
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Adenomatous polyposis syndromes are severe hereditary diseases, characterized by the development of tens and hundreds colonic
polyps and an extremely high risk of colorectal cancer without timely surgical treatment. Two hundred and forty Russian patients
with more than 20 adenomatous colonic polyps were included in genetic study. Hereditary heterozygous mutations in the APC
gene were detected in 157 patients, and biallelic mutations in the MutYH gene - in 14 patients. According to our results, patients
with more than 100 polyps should undergo colectomy before 25 y.o.
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2017 rooy B Poccuiickoit @enepalinii BEISIBIIEHO

6osiee 72000 HOBBIX ciydyaeB KOJIOPEKTAJIbHOTO

paka [1]. 1o 1% ciay4yaeB BbI3BaHO HACJICICTBEH-
HBIMM (pOopMaMU aleHOMAaTO3HOro Toauro3a [2]. Bei-
JEJISIOT 2 OCHOBHBIE (DOPMBI aJleHOMATO3HOTO TOJUIIO-
3a; CeMEUHBIN ageHOMAaTO3 TOJCTOI KUIIKU U MutYH-
aCCOUMMPOBAHHBIN moauno3. CeMeiHbIN ageHoMaTo3
TOJICTOM KMIIKM, KaK MpaBUJIO, OOYCIOBJICH IeTepo3U-
TOTHBIMU MyTauusMu B reHe APC. YacTh ucciaenoBaTe-
JIel cUMTaeT, YTO TSDKEeCTh TeYEHUs 3TOTO 3a00JIeBaHMS
(KOJIMYECTBO TMOJUIIOB U BO3pacT pa3BUTHUS paka) o0y-

cJIoBJICHA JIoKaJau3auueil myrauuu B reHe APC, 4yTo yka-
3bIBaeT HA HEOOXOIMMOCTD BBITTOJTHEHUSI KOJIITPOKTIKTO-
MUU B pa3IMYHOM BO3PacTe B 3aBUCUMOCTH OT MyTalluu
[3]. MutYH-accounvpoBaHHBIN MOJUIIO3 BbI3BaH OMa-
JIETLHBIMU MyTauUsIMu B TeHe MutYH, u, 10 HEKOTOPBIM
JMIaHHBIM, €T0 TSKECTh TaKXkKe MOXET ObITh 00yCIOBICHA
MECTOHaxXOXAeHueM MyTaluu [4].

Ileabio padoThl ObLT MOUCK M XapaKTePUCTUKA MY-
tauuii B renax APC u MutYH 'y poccuiickux maumueHTOB
C aJleHOMAaTO3HbIM TOJUIIO30M U OmpeaeeHue Jeued-
HOU TaKTUKHU.
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MaTepvlanbl n metoabl

B uccnenoBanue 0bL1M BKIIIOUEHBI 00pasiibl Oromare-
puana 240 pocCHiiCKIX MalMEHTOB, IIPOXOINBIINX JIeUeHUE
B OI'BY «<HMMUII xonomnpokroioruu umMeHn A.H. Perxix»
Munzapasa Poccunt, y KOTOPBIX B TOJICTOIM KUIIIKE TIPH SH-
JMOCKOITMIECKOM 00CIeIOBAHNH BBISIBIIEHO OT 20) 10 HECKOJIhb-
KX COTEH aIcHOMATO3HBIX ITONUTIOB. Y 190 mammeHTOB BBI-
sBeHo 6osee 100 MOIMIIOB B TOJICTOM KUIIIKE, YTO ITO3BO-
JIMJIO YCTAaHOBUTH Y HUX KJIACCUIECKYIO (hopMy ITOIMII03a.

JHK Boeigensnn u3 muM@onnTOB BEHO3HOI KPOBU
0OJIbHBIX C TTOMOIIBI0 Habopa «S-COPB» ¢dupmMbr CruHTOT
(Poccwust), cornmacHO TIPOTOKOITY ITPOM3BOIUTEIISI. AMILIN-
(ummpoBanu Bce Kogupyroolme yIacTku reHoB APC/Mu-
tYH metonowm ITLP na mpu6ope TT14-TTLP-01-«Tepumk»
(«IHK-texnomnorusi», Poccust). BeissBnenue BapuaH-
TOB HYKJICOTUIHON mocienoBaTeabHOCTH TeHa APC ocy-
LIECTBIISUIN MeToaoM a1eKkTpodopesa B [TAAT Ha mpubo-
pe Sequi-Gen GT (@Bio-Rad, CIIIA). BapuaHTH B Te-
He MutYH viccnienoBanu metonoMm SSCP. B nanpHeiiinem
n3MeHeHHbIe pparmenTsl JJHK cexBeHMpoBanmm MeTo-
mom Canrepa Ha mpudope ABI PRISM 3500 (8 capillaries)
(«Life Technologies», CIIIA). AHanu3 pe3yabTaTOB CeKBe-
HUPOBaHUS TTPOBOAMIICS C TOMOIIBIO mporpamMmMbl BLAST
(http://www.ncbi.nlm.nih.gov/blast). Y gactu mameHTOB
IIPOBOIWIICS TTOMCK HACIEACTBEHHBIX MYTALIMIA C TTOMOIIIBIO
BBICOKOITPOM3BOINTEIBHOTO CEKBEHNPOBAHNS Ha TIPHUO0-
pe Junior GS ¢upmer Roche (IlBeiiiapust). Bce Bapuan-
TbI TeHOB APC/MutYH, KOTOpBIE BBISIBIISUTICH METOIOM BBI-
COKOTIPOM3BOIUTEILHOTO CEKBEHNPOBAHMS TTONTBEPKIa-
JINCh METOIOM CeKBEHMPOBaHMS 110 CaHTepy.

Pesynbratbl

HacnencrBennsle mytauun B reHe APC OblIM Hali-
neHbl y 152 n3 190 00JBHBIX ¢ KJTACCUIECKOM (hopMOit
aJIcHOMAaTO3HOTO TIOJIMIT03a TOJICTOM KUIITKU, YTO COCTa-
Bujio 80%. IMoutn 90% myTaluii MPUBOAUIN K CABULY
paMKM CUMTBIBAaHUS, a TAaKKe SIBIISUTMCh HOHCEHC-MYTa-
LUSIMU. BBIIO YCTAHOBIIEHO, UTO Y IMALIMEHTOB, UMEIOIIMX
mytaumio p.Glul1309AspfsX4 B 1ieHTpaIbHOM perMOHE TeHa
APC, cpenHmit BO3pacT pa3BUTHUs paka cocTaBui 33 rona,
a 'y OOJIbHBIX C IPYTUMU MyTalusamMu — 34 roza, pu 3ToM
6osee yeM y 95% GOJIbHBIX 37I0KaYeCTBEHHOE HOBOOOPA30-
BaHME TMaTHOCTUPOBAIOCH B Bo3pacTe Tocie 25 neT. Ta-
KM 00pa3oM, OBLIO IMMPOAEMOHCTPUPOBAHO OTCYTCTBHUE
HEOOXOIMMOCTH BBITIOJTHEHUS OTIEPaIliy B 3aBUCUMOCTHU
OT JIOKaJIU3aluy MyTaunu B reHe APC, n ToKa3aHo, 9TO
BceM 0OJIBHBIM, nMetomnM 0ojiee 100 TToauIoB, 1eaeco-
00pa3HO BBHITIOJIHSTH YIAJCHHUE TOJICTOM KUIITKHU B BO3pac-
Te 10 25 JIeT, 9TO TT03BOJUT B 10 pa3 CHU3UTH YaCTOTY pa3-
BUTHUS Y HUX KOJIOPEKTAJIBHOTO paKa.

V 3 u3 48 60abpHBIX, UMetomuX 6oee 100 moaunon
(ripu otcytreTBUU MyTauuit B reHe APC), ObutM HaliAeHbI
OouasienbHble MyTaluu B reHe MutYH. CymmapHas 4ya-
cTOTa MyTaluii B 2 reHax coctaBmia 82% (155/190). Cpe-
nu 50 malmeHToB, Y KOTOPHIX ObLJIO TMarHOCTUPOBAHO
oT 20 mo 100 ameHOMAaTO3HBIX MOJUIIOB, Y 5 4yeJ0BeK 00-
Hapy>XXeHbI TeTePO3UTOTHBIE HACIEACTBEHHbIC MyTaIlUN
BreHe APC, aeme y 11 6onbHbIX — B reHe MutYH. VIHTe-
pecHo, 4yTo B reHe MutYH y poCCUIICKUX MAallMEHTOB MOY-
™ 90% Bcex MyTaluii HaXOIUJIUCh B 4 «TOPSTINX» KOIO-
Hax: 165, 169, 231 u 382.

B xadecTBe BapMaHTOB JICUCHMSI TTAIIMEHTOB, y KO-
TOPBIX BhIsIBIIEHO MeHee 100 ameHOMAaTO3HbBIX TTOJUITOB
B TOJICTOI KHUIIIKE, ITOKA3aHO MIPOBEACHNE KOJIOHOCKOITUH
¢ 20 neT, a BBIMOJHEHUE ONepalyi HeO0X0AUMO, KOraa
SHIIOCKOTIMYECKOE yIaJeHNe TTOJIUITOB HEBO3MOXHO W3-
3a UX OOJIBIIIOTO KOJIMYECTBA I TP MOA03PEHUH Ha KO-
JIOPEKTAIbHBIN paK.

B 3akimoueHre HEOOXOIUMO OTMETUTD, YTO YACTOTa My~
Tauuii B reHax APC/MutYH y pocCUiiCKUX OOJbHBIX, UMEIO-
mux 6osiee 100 aneHOMAaTO3HBIX MOJIUIIOB B TOJICTOM KUILIKE,
coctaBuiia 82%. [1pu 3TOM BO3pacT, B KOTOPOM UM HE00XO-
JIMMO YIIAJISITh TOJICTOIO KUIIIKY, HE3aBUCUMO OT JIOKAJIM3a-
LIMU MyTaIuu coctaBui 25 yieT. Y 50 mauyeHToB, UMEIOIINX
ot 20 mo 100 moymmoB yacToTa MyTanuii coctaBmia 32%.
MM nokazaHo npoBeaeHre KOJTOHOCKOMUU ¢ 20 J1eT, a Bbl-
TTOJIHEHUE OTIepallii TOJIBKO TIPH TTOI03PEHUH Ha paK WU
HEBO3MOXHOCTHU 3HIOCKOIMIECKOI caHAIIMU TIOJTUTIOB.
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