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AKTyaabHOCTH.  HOBOOOpa3zoBaHMsA ~ KHUIIEYHUKA  SIBJISEOTCSA
3HAYMMOM  mpoOsieMoil  MeauiuHbl. HecmoTpss Ha  MOCTOSIHHOE
COBEPIIICHCTBOBAHUE METOJIOB TUATHOCTUKU U JIeUEHU s, 3a00J1€BaACMOCTh U
CMEPTHOCTh TponospkaroT pactu. [lo mamaeim IDCA  (International
Digestive Cancer Alliance) exeroaHo B MUpe PErHCTPUPYETCIOKQIO 950
000 HOBBIX ClTydaeB paka TOJCTON KuIIkH [1, 2, 4].

benapych BXOAUT B TPYIINY CTpaH C OTHOCUTEIbHO, HE BBICOKMMU
YPOBHSIMM 3a00JIEBAEMOCTH, MAJIO OTJIMYAKOUIMMUCS OT)CTpaH bantum,
Poccuu u VYxkpaunbl: 3a0oneBaemocth HaceneHuss 484,3 na 100 ThIC.
HaceneHus B 2015 roay B cpaBHenuu ¢ 328,7 B 2000 roay. [3]. Exxerogno
B CTpPaHE PETUCTPUPYETCS OKOIO 2 557 4HOBBIX CIIy4acB OMyXOJIeH
kumeyHuka u 1 938 ciyyaeB paka npsmoit Kuimku [Ommoka! UcTouHnK
CCBLIKM He HalineH., 3]. B I'pognenckoiobmactu B 2014 roay Ha ydere
coctosiio 1805 manueHToB ¢ KoJopekTaibHbIM pakoM (KPP), u3 Hux Ha
JOJII0  SKEHINWH npuxoauiock « 57,8% (1043  cmywas). ExeromHo
peructpupyetcst okoyio 440 HOBBIX cirydaeB. OJHOroMYHAs JE€TATBHOCTD
cocrasiset 24,8% — 31,2%.

OnuuM U3 THaBHBIX (pakTopoB pucka paszputus KPP saBisercs
BO3pACT: PUCK BO3HUMKHOBEHHS IIOBBIIACTCS Yy Jul crapume S5. B
MOCJIEHEE BPEMS #Hallle OMYyXOJW KHUIIEYHHKA Hayajld BBISBISITECA Y
MalueHToB B _Bo3pacte jgo S0 Jer, 4To HABOAUT HA MBICIbh O
HACJIEICTBEHHOM | XapakTepe JaHHoro 3aboneBanusi. Ha  momio
HACJIEACTBEHHBIX ™ TIPOLECCOB  mpuxomutca  or  5-15%  Beex
HOBOOOpa30BaHNM ToJicToM KuImKA [3]. B OCHOBe pa3BUTHSA JIEXKUT
Hamuue TépmuHorenusix myranui B JIHK [2]. K HacTosiimeMy BpemeHnu
NIEeHTU(PUITIPOBAHO 7 OCHOBHBIX I'€HOB, aCCOLIMMPOBAHHBIX C Pa3BUTHUEM
cuapoma Jlunua: hMLH1, hMSH2, hMSH6, hPMS1, hPMS2, hMSH3 u
EXO1. OcnoBHas nons mytamuit (10 90%) npuxoautcs Ha reabl hMLH1
u hMSH? [3, 5].

Ceronnsa B benapycu npakTUueCKd HE BBIMOJHSIOTCS T€HETUYECKUE
HCCIIeIOBaHUs MO ompeneneHuto oHkoreHoB hMLHI u hMSH?2
«IOCTYNHOW» TexHojoruer. CylmecTBYIOINUE METOAbl ONPEACICHUS
MyTallMil OHKOT€HOB HOCSIT «3aKpBIThI» XapakTep, T.€. HCCIEHOBAHUE
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BO3MOHO K  BBINOJHEHUIO  TOJBKO HAa  CHEHUAIM3UPOBAHHOM
F€HETUYECKOM OO0OpYJIOBAaHUM, HANPUMEP WJIM METOJOM MPSIMOTO
cekBeHHpoBaHus. JlaHHOoe 00OpyJI0BaHME B CTpaHE IIPEJCTABICHO B
CAMHUYHBIX DK3EMIUISApaX, MWCCICIOBAHMS BBIMOJHAIOTCA B paMKax
Hay4YHO-UCCIIEIOBATEIIHCKUX MPOEKTOB.

Ha OCHOBaHUU BBIIIEU3JI05KEHHOT O, pECTaBIISIETCS
1ejecoo0pa3HbpiM pa3pad0TKa W BHEJIPEHHUE B KIMHUYECKYIO MPaKTHKY
KOMIUIEKCHOTO  TMOAXOJa K  JMAarHOCTUKE W TPOQPUIaAKTUKE
HACJICJICTBEHHBIX OMYyXOJEH TOJICTOTO KHUILIEYHHKA, B TOM, YHCIE
T€HETUYECKH aCCOIIMUPOBAHHBIX U HE ACCOIMUPOBAHHBIX C HUM (opMaMHu,
C  HCHOJIb30BAHUEM  MOJIEKYJISIPHO-OMOJIOTHYECKOTO + U %, KIMHUKO-
reHEAIOrMYECKOr0 METO/a, Kak OCHOBHBIX, HAIIPABJICHHBIX Ha BBISBIICHUE
MAIlMEHTOB C BBICOKUM PUCKOM Pa3BUTHSI HOBOOOPA30BaAHUI.

Heas. Pazpaborats u annpoObupoBaTh METOAMKY BBISIBICHUS MyTallui
B oukoreHax hMLH1 u hMSH2 Ha ocHOBe Mpe/ijIoKeHHBIX ITpaiiMepoB.

Metoabl ucciaenoBanms. VccienoBanue BBIIOTHEHO Ha Kadeape
KJIMHUYECKON J1Ta00paTOpHOM JTUArHOCTHUKH i uMMyHosioruun ['pI'MY
(2014-2017 1T.): pEeTPOCHCKTUBHBIA aHAIM3 JAHHBIX 865 MAIlMEHTOB C
OMYyXOJISIMM KUIIEYHUKA (IMOABEPrinxes jeueHuto, nepuoa 1999-2016 r.).
Bospact manuenToB: 60,07+11,5 ner(31=77 ner), crapuie 50 net — 88,4%,
myxuuH — 247 (37%). PacnipencneHue mNalUeHTOB B 3aBUCUMOCTU OT
TUCTOJIOTUYECKOI0 CTPOCHMS (OImyXxosen — MexayHapoaHas TMCTOJIOTH-
yeckas kiaccudukanus omyxonewkumeynuka [Morson B.C., 1981].

dopMupoBaHH€E TPYIIIbL HCCICIOBAHUS: HAa OCHOBAHUHM HaJIWYHUSA
OCHOBHBIX KJIMHUYECKHX (aKTOpOB pHUCKA Pa3BUTHS HACIEICTBEHHOIO
cuHapoma  (AMCTEpIaMCKUE€  KpUTEpUH,  KpuTepuu  beressn)
[Vasen H.F. et al.;x1999; Umar A. Et al., 2004; [Ipuka3z M3 Pb Ne 1018 ot
27.12.2007 «O6,0HKOr€HETUYECKOM KOHCYJIbTUPOBAHUM |.

Kputepusim i OpOBEAEHUS  MOJIEKYJISIPHO-TEHETUUYECKOTO
HCCIICIOBAHNA  COOTBETCTBOBajio 16 cmydaee (19 oOpas3ioB ¢
yCTAHOBICHHBIM U MOPGOIOTUUECKU BEepUPUIUPOBAHHBIM JTUATHO30M
KOJIOPEKTAIbHBIN pak U3 apxvBa [ poJIHEHCKOT0 MaTOJI0r0aHATOMUYECKOTO
010po (Marepuan — napaguHOBbIE OJIOKH ¢ 0Opa3liaMH OIyX0JIEBOU TKaHHU.

DTanoM JUarHOCTUKH SIBIISICS TECT YriayOJICHHOW NMAarHOCTUKHU Ha
HaJIMYUE TEePMUHOICHHBIX MyTtanmuid B reHax hMLH1 u hMSH2.
Cratuctuueckas o0paboTka pe3ysibTara: makeT nporpamm Statistica.

PesyabTarhl M uX 00cy:kaeHusi. BbIsIBIeHHME MyTanuid B
KOJUPYIOIMX  TocieaoBarenbHocTsAx renoB hMLH1I  uw  hMSH?2
MPOBOJUIOCH, TIPU TIOMOIIM METOJIa MOJUMEPa3HOW IEMHON peaKIuu
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(ITIIP):  smekTpodopeTnueckas  JETEKUUSI  C  HCIOJIb30BaHUEM
noJ0OpaHHON  MOCJIENOBAaTEILHOCTH  HYKJICOTHAOB (OpailMepoB) U
peareHToB oTedecTBeHHoro mnpousBoautens («llpaiimtex», bemapycs).
Ammmudukanus  BeiaeaeHHo JIHK  BeimoaHeHa B aBTOMATHYECKOM
pexXMME Ha aMIUTU(PUKATOPE-TEPMOIUKIIEPE.

[IpoBeneHo uccienoBanue 00Opa3lloB TKAHU OIYXOJIEBOW MPHUPOJIBI
HAIMCHTOB Ha MpeaMeT Hajauuus mytanuu rena hMLH1/hMSH2, oGpasen
Nell m 8 (B cemMeWHOM aHaMHE3€¢ TMAIMEHTOB €CTh OOJbHEIE
KOJIOPEKTaJIbHBIM PAKOM).

Pe3ynbTaThl MOJIEKYJISIPHO-TEHETUYECKOT O MCCIICHOBAaHUSA
(mosmumepasHas uenHas peakuus) nanueHTa Ne 11 u Ne 8 mpesicraBieHsl B
TaduIe.

TabGnuma. Pe3synbrar MOJEKyISIpHO-TEHETHUYECKOTO HCEeHOBaHUs (MoJMMepa3Has
LeIHas peaKkiys, CCKBEHUPOBAHUE)

ITamuenTt Myranuu
reH 9K30H MYTaIus
17 5x30H oOHapyXeHa
No 11/8 hMLHI 8 9K30H oOHapyXeHa
hMSH? 8 DK30H oOHapyKeHa
11 sk30H oOHapy>KeHa

Taxkum oOpa3zoM, NIpOBEACHHBII MOJEKYISIPHO-TEHETUUECKUN aHAIU3
METOJIOM MOJIUMEPA3HOM LEMHON peakiuu (MpeasioxKEHHON MEUTOIUKON)
ompenenwyl Hamudue o, Myranmidi B reie hMLH1 u hMSH2 1o
«KPUTUUYECKOMY» PalOHY reHa: oOHapyKeHbl MyTalus dk30Ha &, 11 u
17 renoB. OOHapyKeHHbIE HaMU HYKJICOTHIHBbIE 3aMEHbl KIWHUYECKH
Majio U3ydeHbl, 3a uckimodyenneM hMLHI1 k3o 17 (onucanHas B 1996
rony B nomyisuax ®Ouunsaanuu, BenukoOputanuu, CIIA u Wugun).
AHanus 3HaYUMBbIX paiilOHOB YKa3aHHBIX T€HOB OYAET MPOI0JIKEH.

BeiBonbl. BrepBble TIpPOBEIEHO  MOJEKYJISIPHO-OUOIOTHYECKOE
ucciiegosanue BoiaenenHo JJHK, BeinenenHon uz o06pas3ioB omyxoiaeBoi
TKAHHW, Ha MpPEIMET HaIW4yusg MyTallud B JABYX T'€HAX OJHOMOMEHTHO
(hMLHI1 u hMSH2).

B 2-x cnyuasx B rene hMLH1 (uccienyemsrit axk30u 8, 17) u 2-x
cinydasx rena hMSH2 nerektupoBanbl MyTamuu B 8, 11 u 17 sKk30HaX.
Myrtamust hMLH1 — sk30m 17 (€.1975 C>T, 167 1n.0.) acconuupoBaHa ¢
cugapoMoMm JluHua, cnopaguueckum KPP, s3BEHHBIM  KOJIUTOM,
auMdoOraacTHON  JeikeMHer, pakoM  JIEFKOro, PakoM  IPOCTaThl
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[Renkonen E., Zhang Y., Lohi H., Salovaara R., Abdel-Rahman W.M. et
all. / Altered Expression of MLH1, MSH2 and MSH6 in predisposition to
Hereditary Nonpolyposis Colorectal Cancer // J/ Clin/ Oncol/ - 2003/ -
Vol/ 21, Ne 19. - P.3629-3637], 8 sx30u G655A (142-150 1.0.).
[IpemyoxkeHHass METOAWMKA  ONPENCICHUS  MyTallid  METOJOM
MOJIMMEPA3HON IEMHOM peakiuu ¢ 3JIEKTPOPOPETUIECKON CcXemMoi
JNETEKIMA C HCIOJb30BAHMEM MOJOOPAHHOM  MOCIEAOBATEIBHOCTH
npaiiMepoB TMO3BOJIMJIA BBISIBUTh TepMUHOTeHHbIe MyTanuu: TeH hMLHI -
MyTalus B 9K30HE 8, myTanus 3k30H 17; ren hMSH2 myranus 9k30H 8 u
k30H 11. [lomyyeHHble AaHHBIE MO3BOJSIOT TOBOPUTH O HEEOXOAUMOCTH
BHEJPEHUSI B  MPAKTUYECKYI0 PabOTy  KIMHUKO-AMATrHOCTHUECKUX
Ja00paTOpUil MOJEKYJIIPHO-OMOIOTUUECKUX METOAOB HMCCIEeNOBaHUS Ha
Hanuure wMytanuii B remax hMLHI um hMSH2,.kak ogHoro wus3
HaIpPaBJICHUM JTUATHOCTUKU M TPOQPUIAKTUKU B’ COBPEMEHHBIN TEPHO/I.
C 1enb0 KJIMHUYECKON OLIEHKU OOHAPYKEHHBIX MyTalliid B O€JIOPYCCKOM
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MOP®OD®YHKINOHAJIBHBIE U3MEHEHUSA B IOYKAX
KPBIC ITPU HAPEHTEPAJIBHOM BBEJIEHUUN
HUTPATA TUTAHA
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I’ poonenckuti cocyoapcmeeHnblil MeOUYUHCKULL YHUBEpCUmem

AKTyaJbHOCTb. [IOCTOSHHBIN M HEM30EKHBIM MPOIECC CTAPCHUS
NPUBOJIUT K TOBBIIIEHUIO CIOpoca Ha BOCCTAHOBJICHUE (YHKIUM
MOBPEXACHHBIX opraHoB [4]. CruiaBbl TUTaHAa Ha CETOJHSIIHHUI J€Hb
SBJISIFOTCSI OCHOBHBIM OHMOMAaTepralioM JJIsi M3TOTOBJICHUS WMILIAHTATOB,
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