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PEJIKAM CTYUYAH CUHJPOMA JIMHYA: 3HAYEHUE TEHETUYECKOI'O
TECTUPOBAHUSA B IMATHOCTHUKE
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PE3IOME. Beaenne. Cuaapom JInH9a SBISCTCS OJHUM U3 HanOOJIEe PaclpoCTpaHESHHBIX HACICICTBCHHBIX OHKO-
JIOTUYECKHUX CHHIPOMOB M XapaKTePH3YeTCs Pa3BUTHEM MHOTHX BHIIOB PaKa IPEHMYIISCTBEHHO B MOJIOJOM BO3pacCTe.
3T0 reHeTHUECcKoe 3a00JIeBaHNE, OMPEICIIeMOe TePMUHAIBHON MyTallieil TeHOB, OTBETCTBECHHBIX 3a OIIHMOKH perapanui
JHK. Heas. Onucanne peakoro 3a001eBaHus — CHHIpoMa JIMHYA T 03HaKOMIICHHUS Bpadeil ¢ COBPEMEHHBIMHU BO3MOXK-
HOCTSIMH TuarHocTHKH. MaTepuasbl 1 MeToabl. [IpencTaBneHo KIIMHIYECKOe HAOMIOICHUE JTaHHOH TTATOIOTHH U3 JIMIHON
MpakTUKU aBTOpOB. Pe3yabrarel. B pamkax ucciieqoBanus uzyueH ciiydail nauuenra 1984 roga poxxaeHust ¢ AByMs ep-
BUYHBIMH OITYXOJISIMH 00OIOYHONM KWIIKM. Ha OCHOBaHMM KIMHUYECKOW KapTHUHBI (pPaHHUI BO3pacT NeOr0Ta M MHOXKE-
CTBCHHBIC OMyXonW) 3amomo3peH cuuApoMm Jlmaga. C menmplo Bepu(UKANIWK OHATHO3a HHHUIIMAPOBAHO
MOJICKYIIIPHO-TCHETHIECKOE MCCIIeIOBAHIE MUKPOCATEILTHTHOW HecTabmibHOCTH (MSI). Brina BrIsiBIeHA repMUHATBHAS
MyTanus: matToreHHas qyrumkarus reaa MLHI NM_000249.4 ¢.1921dup (p.Leu641Profs*4) B reTepo3uroTHOM COCTOSI-
HuH. [lmaraos ObUT m3MeHeH Ha cuHapoM Jlmaga. CocTaBieHa HHANBUAyaIbHAS IPOrpaMMa o HaAOMIOACHUIO TTAleHTA.
3akuaouenue. [IpomreMOHCTpHUPOBAHEI BOSMOKHOCTH THATHOCTUKU W JICUCHISI, a TAKKEe MPEIUIOKCH allTOPUTM JIACTIaH-
CepHOTO HaOIOIEHNUS Y TAIMCHTOB C YCTAHOBJICHHBIM JUAaTrHO30M U HX POICTBEHHHKOB.

Kirouesvie cnosa: cunopom Jlunua, Mukpocameniumuas HeCmabuIbHOCMb, KOJLOPEKMAalbHblll PAK.

A RARE CASE OF LYNCH SYNDROME: THE ROLE OF GENETIC TESTING IN
DIAGNOSIS

S.S.Grashoven', R.A.Zhdanova', A.S.Alekseenko', A.A.Pastukhov', T.E.Talchenkova?
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SUMMARY. Introduction. Lynch syndrome is one of the most common hereditary cancer syndromes, characterized
by ecarly-onset development of multiple malignancies, particularly colorectal cancer. It is caused by germline mutations in
DNA mismatch repair (MMR) genes. Aim. To present a rare case of Lynch syndrome to familiarize clinicians with current
diagnostic approaches. Materials and methods. A clinical case from the authors’ practice is described. Results. The pa-
tient, born in 1984, presented with two primary tumors of the colon. Given the early age of onset and multiplicity of
tumors, Lynch syndrome was clinically suspected. Molecular genetic testing for microsatellite instability (MSI) was per-
formed, revealing a pathogenic heterozygous germline duplication in the MLHI gene: NM 000249.4 ¢.1921dup
(p.Leu641Profs*4). The diagnosis was confirmed as Lynch syndrome, and an individualized surveillance program was
established. Conclusion. This case illustrates the diagnostic and therapeutic capabilities available for Lynch syndrome
and proposes a structured algorithm for long-term follow-up of both diagnosed patients and their at-risk relatives.

Key words: Lynch syndrome, microsatellite instability, colorectal cancer.
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Cunyipom JluHua siBIsieTcs OZIHUM U3 Hauboliee pac-
MPOCTPAHEHHBIX HACJIEACTBEHHBIX OHKOJIOTHYECKHUX CHH-
JPOMOB U XapaKTepu3yeTcsl pa3BUTHEM MHOTHX BHJOB
paka IMpeuMyIlecTBEHHO B MOJIOAOM Bo3pacTe. Paccmar-
pHUBaEeMbIM CHHIPOM XapaKTepHU3yeTcs MperpacioaokeH-
HOCTBIO K CTIEKTPY 3710Ka4€CTBEHHBIX OITyXOJeH, B IEPBYIO
odepenp, KonopektansHoMy paky (KPP) u paky snnomer-
pust. B peanbHoil KimHUYEeCKOW pabOTe OCHOBHBIMU KaH-
JUAaTaMu Uil AMAarHOCTHKHM cUHApoMa JImHua warie
cTaHoBATCs nanueHTsl uMeHHo ¢ KPP. On sBisercs npu-
qiHON okoIo 2-3% Bcex ciydae KPP [1].

CHHAPOM BBI3BIBACTCSI MATOT€HHBIMU BapUaHTAMU 3a-
POJBILLIEBOI JINHUU B YETBIPEX F'EHAX pelapaliy HECOOT-
BerctBuit JJHK (MMR, MisMatchRepair) - MLHI, MSH?2,
MSH6 v PMS2, nu6o neneumet EPCAM. B cBoto ouepenp,
MRR — at0 cucrema ucnpasnenus omnodok JHK, Bo3-
HHUKAIOIIUX MPU PEeIUTUKAIUU. DTOT MPOLECC KPUTHIECKU
Ba)KEH JUISl MOJIJIEPKaHUsI CTAaOMIBHOCTH T€HOMa U Ipe-
OTBpalleHUsl HAaKoIUIeHus MyTauuil. B pesynbrare Hapy-
HIEHHUs penapanyy B KJIETKaX BO3HHMKAET HaKOIUICHHE
oum6ok npu perumkanuu JJHK, uro npuBoaut K nosiie-
HUIO HOBBIX MHUKPOCATENIUTHBIX MMOBTOPOB. Omyxoiu, ac-
COLIMMPOBAHHBIE C TAHHBIM CHHJIPOMOM, XapaKTePU3YIOTCA
MHKpPOCATEIUTUTHON HeCTaOUIbHOCTHI0. OIIeHKa MUKpOCa-
TEJUIMTHOW HecTabmibHOCTH (microsatellite instability,
MSI) ucnionb3yercst B Ka4eCTBE KPUTEPHsI 0TOOpA MaIHeH-
TOB U BBINOJIHAETCS MPU MOMOIIY MOJIMMEPa3HOH IeHON
peakuuu (I1IIP) 1 *MMYHOTHCTOXMMHUYECKOTO aHAIN3a.
[Tpu BeisiBiiennn MSI, IHK, nonyuyennast u3 tumdounuton
NalyeHTa, MOo/ABepraeTcs aHaIu3y HyKICOTHIHOHN mocie-
JnoBarenbHOCTH TeHoB MLHI, MSH2, MSH6, PMS2 u
EPCAM (2, 3]. CTOUT OTMETUTh, 4TO HEKOTOPHIE KPYITHBIE
nabopaTopuu B HaIIEH CTpaHE UCHOIb3YIOT METOJ BBICO-
KOIPOM3BOJMTENILHOTO CEKBEHUPOBaHUs (next generation
sequencing, NGS), 4To 1aeT BO3MOXXHOCTb BBIIIOIHSATH UC-
ClIeZIOBaHME BCEX IISITH T€HOB B PaMKaX €IMHOTO 3aIlycCKa.

[TonTBeprkaeHne Auarno3a cuHapoma JInH4a 1aet Bo3-
MOYKHOCTh CYIIECTBEHHO H3MEHHUTh TEepPaNeBTHUECKYIO
cTpaTeruio. B cpeqHeM, MyTalluOHHAs Harpy3ka B OIyXo-
nsix ¢ MSI B 20 pa3 BbllIIe, 4eM B OIyXOJIsIX O€3 3TOro Ipu-
3HakKa [2, 3]. O1o Bieyer 3a coOOM MOsIBIEHHE OOJIBIIOTO
KOJIMYECTBA OINyXOJEBBIX HEOAHTUIE€HOB (KOPOTKHE Iie-
MOYKH aMHHOKHCIIOT, KOTOPBIE HE BCTPEYAIOTCS B HOPME U
TaKUM 00pa3oM MOTYT paclio3HaBaThCs MIMMYHHOI cHCTe-
MOIi), 4TO, B CBOIO OUepe/ib, 00YCIOBINBACT KPaiHE BHICO-
Kyt 3¢dexktuBHOCTE UMMYyHOTepanuu. CieayeT Takxke
OTMETHUTH, YTO B CIIy4yae CIIOPATUYECKOTO paka TOJICTOH
KHUIIIKY BpeMsI OT MOSBIICHUS MOJIUIA JI0 €r0 3710Ka4eCTBEH-
HOH TpaHcdopmanuu cocrasisier okono 10—15 ner, a npu
cuHapome JInHYa pak pa3BUBaeTCs NPUMEPHO 3a 35 mecs-
ues [2]. Mopdonoruyeckas kapTuHa TaKKUX OIYXOJIeH J10-
BOJIBHO 9acTo IpeacTaBleHa MYLIMHO3HBIMU
Hu3KoAM (D hepeHnnpoBaHHbBIMU KapiiuHoMamu [ 1, 2].

Xupyprudeckoe JeueHHe MalUEeHTOB C CHUHIPOMOM
JIuH4a uMeeT CBOM OompeJesieHHble 0coOeHHOCTH. B ciry-
Yae BBIMOJIHEHNS Y TAllMEHTOB C KOJIOPEKTAIBHBIM PaKOM
OpPraHOCOXPAHSIOUINX ONEPalUii, TAKUX KaK CerMeHTap-
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HbIC PE3EKLUU TOJCTON KUIIKH, COXPAHSIETCS BBICOKUI
PHUCK Pa3BUTHS MEPBUYHO-MHO)KECTBEHHBIX OITyXOJel B
OCTaBIIMUXCS OTAENaX OpraHa-MHUIIEHU. YUUTHIBas 3TH
YCIIOBHS, KJIMHUYECKHE PEKOMEHAALNN 00yCIaBIUBaIOT
MPOBEJICHNE PACHIMPEHHOr0 00beMa ONepaTHBHOTO BMe-
[IaTeNbCTBA C MOMEHTA TUArHOCTUPOBAHUS MEPBUYHON
KapLUHOMBI: KOJIDKTOMHU TIPH OIYyXOJH B 000I0YHOMH
KHIIKE WIA KOJIIPOKTIKTOMUH MPU PaKe MPSIMON KHUILIKU
[4-7]. CnenoBarenbHO, elie HA JOOTIEPAIIIOHHOM JTarle
HEOOXO0/IMMO TIIATEIBHO OOBSCHATH MAIIMEHTY BCE UMEIO-
Mecs PUCKH.

[TpucyrcrBue MSI B pe3exTadenbHOM KOJIOPEKTAIIb-
HOM paKe acCOIIMUPOBAHO C MOHIKCHHBIM PUCKOM MECT-
HOTO WM OTAAJIEHHOTO peryuBa. HakomneHo 1ocTatouHo
00JIBIIIOE KOJIMYECTBO JJA0OPATOPHBIX M KIIMHUYECKHX JIaH-
HBIX, CBUIETEIbCTBYIOLINX O HU3KOH A(p(heKTUBHOCTH alib-
I0BAaHTHOM MOHOTepanuu S-GTopypanuioM y NogoOHbIX
MAIEHTOB, T0O3TOMY NP OIYXOJIIX BTOPOH CTaauu J0-
MyCKAeTCsl 0TKa3 OT XMUMHUOTEPANUH MOCIEe MPOBEACHHON
oneparu. KomOuHrpoBaHHas Tepamnust S-hTopypaniiom
Y OKCaJIMIUIATUHOM COXpPaHseT CBO0 3(h(heKTHBHOCTH PU
HapyweHussx MMR, nosTomy nanueHTsl ¢ TPETbEl cTa-
el KOJIOPEKTaJIbHOIO paka IMOJIydaloT aJbIOBAaHTHOE
JIeYyeHUe BHe 3aBUcUMoOcCTH 0T ctaryca MSI [4, 6]. MSI sB-
JIsieTCs YHUBEPCANbHBIM MOKa3aHUEM JJIsl Ha3HAYCHUs HH-
rHOMTOPOB KOHTPOJBHBIX TOYEK MMMYHHOTO OTBETa Yy
MAIMEeHTOB ¢ METACTaTHYECKUM PACIPOCTPAHEHUEM OITy-
XOJIeBOTO Tiporiecca [2].

Hacrosiiee ximHu4Yeckoe HaOMIONEHUE PEICTaBIsIeT
0COOBII HayYHBIH U IPAKTUUECKUI HHTEPEC, TAaK KaK OIH-
CBIBAaET KpaiHe PeAKYI0 MaTOJIOTHIO, BCTPEUAIONIYIOCS B
TOM 4Hcie B AMypckoii oonmactu. KomiekTuB aBTOpoB cUu-
TaeT HEOOXOIMMBIM TO/ICIUTHCS OIIBITOM, YTOOBI AKLIEHTH-
poBaTh BHUMaHKME Ha BO3MOXKHOCTb paHHEH IMarHOCTUKU
U CBOCBPEMEHHOTO 3(P()EKTUBHOTO JICUCHHS TaKHX MaId-
€HTOB.

Kiannnuyeckoe Had/onenue

[TarmmenT U. mysxckoro nona, 1984 rona poxxaenus. B
Bo3pacte 23 neT ObUl yCTAaHOBJIEH IMAarHO3: paK HUCXOIS-
mero oraena obonounoi kumku pT4N1IMO, 1T craaus.
beuto  mpoBeseHo  KOMOMHMpPOBaHHOE — JIEUCHHUE
(03.11.2007): neBOCTOPOHHSISI TEMUKOJIIKTOMUS C MATHIO
KypcaMH MOJIMXUMUOTepanuu. 113 anaMHe3a U3BECTHO, 4TO
©XKErOJIHO SIBJISJICS Ha JIUCIIaHCepHOEe HAOII0/IeHNE, TaH-
HBIX 332 peuuauB orMeueHo He Obuto. C cenTsiopst 2023
roga Ctajg oTMe4aTb yXyAIICHUE CaMOYyBCTBUA — MOSABU-
JIOCh YYBCTBO pe3el, TAHYIIHUX Oosieit B anuractpu. [1o3n-
Hee OTMETWJI Murpainuio 0ojeil B OKOJOIYIOYHYIO
obnacte. B TeueHun Mecsina MocTeneHHo HapacTaly cia-
60cTh 1 ronoBOKpYyxeHHe. OOpaTmiics B MIPUKPEIUIEHHYIO
10 MECTY JKUTEIBCTBA FOPOACKYIO MOJUKINHUKY U MIPO-
mren oocnenopanue. [Tpu pudpokosoHOCKONHH OBLIO BbI-
SIBIICHO 00pa30BaHHE BOCXOIAIICTO OT/Ea 000I0YHOM
KHUILIKY, B3siTa Ouornicust. [TanueHT Obu1 HaripaBlieH B AMyp-
CKUI 00JaCTHOW OHKOJIOTMYECKHH AMCIaHCep Ul J0-
oOceoBaHus u JICUCHHUSL. ITo JTAaHHBIM
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MaTOrMCTONIOTUYEeCKoro ucciaenoBanus ot 13.09.2023 B
OuornTarax CIM3UCTON 00O0IOYKH TOJICTON KUILIKU ObLT BbI-
sIBIIEH pocT ajieHokapuuHombl G3. Ha ocHoBaHuu 3T0TO
3aKJIFOYEHUsI ObLIT BEICTABIICH CIICAYIOIIUI IMarHo3: MeTa-
XPOHHBIN pak: 1) pak HUCXOMAIIEro OT/eNa 000A0UHON
xumku pT4N1MO, onepamus ot 03.11.2007 — neBocTo-
POHHSISI TEMHMKOJIPKTOMHS; 2) pak BOCXOJAIIEro OTAesa
toncroi kumku ¢T3NOMO. Tlocie mpoBeaeHHOTO J0-
obcnenoBanus (29.09.2023) GonbHOMY 110J] SHAOTpaxeab-
HBIM HApKO30M Obljla BBINOJHEHA IPABOCTOPOHHSIS
remMukoydKTOMUS ¢ D2 nmumdoauccekiuei. OnepaiuoH-
HBI{ Marepuall TOJICTON KUIIKKM OB HAIlpaBJIeH Ha MOp-
¢donoruyeckoe wuccinenoBanue. CorIacHO MPOTOKOIY

MaTOrUCTOOTHYECKOTO UCCIIEA0BAHMS, MAKPOCKOITMYECKU
ObUT ucchenoBaH (parMeHT BOCXOSINEH 00010YHOM
KHIIKK pa3MepoM 22 CM: KYIIOJ CIETON KUIIKK ObLT Mpejl-
CTaBJICH TUIOTHON XPAIIECNOAOOHOM TKAHBIO, CIU3UCTAs

¥

000J104Ka HaJl Hell ObUIa U3bs3BIICHA, 04ar0BO OTMEYAJIOCh
paspacraHie HaloOMUHAIOIee LBETHYIO KaIlyCTy, BH3Y-
AJIBHO ONPEJIEIISUICS POCT B MPUIICKALLYIO KIETUYaTKy. All-
MEHIUKC ObLIT 0€3 0COOCHHOCTEH, a INM(PATUICCKHIE Y3IIbI
NpUIIeKaleil KJIeT4aTKu yBeJIMUeHbI 710 3,5 ¢M, IUIOTHbIE,
6esoro 1Beta. MUKpPOCKOIIMYECKOE ONMCAHKE: B CJICTION
KHIIIKe MYLIUHO3HAST HU3KOIUGBPEPEHIIMPOBAHHAS a[CHO-
kapuuaoMa (G3) B coueranuu ¢ ymepeHHoauddepeHm-
poBanHOW aneHokapiuHomoit (G2) (puc. 1-3), ¢
popacTaHheM 4Yepe3 MBILICYHYI0 000JI0YKY B )KUPOBYIO
kieryarky (puc. 4). IlepuHeBpanbHON MHBA3HK HE OBLIO
BbIsIBIIEHO. OTMeuasach ¢1a00 BbIpaykeHHas nepuoKaib-
Hast auMbounanas nHpubTpanus. Kpas orcedenus onpe-
JIeJISUTMCh KaK MHTakTHble. B Tpex nmumdoysnax (u3 17
MCCJICZIOBAaHHBIX) OIPE/ICISUINCH MeTacTasbl paka (puc. S5,
6). Annenaukc — tunuaHoro crpoenust (pT3N1bRO).

Puc. 1. DparMeHT OITyXOIH TOICTON KHIITKH, TIOTYYECHHBIH MOCTIE TIPOBEICHNUS ITPABOCTOPOHHEH TeMUKOIIKTOMHUH, JTe-
MOHCTPHPYIOIINIT YeTKYI0 TPaHUIy MEXIY AByMs KOMIIOHEHTaMHU: MYLIMHO3HBIHA (cieBa) 1 ymMepeHHO nuddepeHnnpo-
BaHHOU a/IeHOKapIMHOMEI (crpaBa). OKpacka reMaTOKCIIINH-2031H, YB. X 100.

Puc. 2. OHyXOJ’IL CIICTION KHIIKHU npeaACTaBJICHA KCJIC3UCTBIMU

Oxpacka reMaTOKCUIMH-3031H, yB. x100.
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Puc. 4. OGa KOMIIOHEHTa OIYXOJIH TOJCTOW KHMIIKH (KpacHasi CTpelika — MYIIMHO3HBIH, KeJTasl — )KEeIe3UCThIi) WH-
(UIBTPUPYIOT MEPUKOIINIECKYIO )KUPOBYIO KiteTuarky. OImyXoJIeBbIe jKeJIe3bl ¥ CONUIHBIC IUTACThI OKPYIKEHBI JIeCMOTLIa-
CTHYCCKON CTpOMOM (3eyi€Has cTpeika) W WHOWIBTpUpoBaHbl JuMdoruramu (ronybas crtpenka). Okpacka
TreMaTOKCUIIMH-2031H, YB. X100.

Puc. 5. Meracrta3 OIyX0JH CJIETION KUIIKK B perHOHAapHOM JMMparndeckoM y3ie. HopmanbHas apXUTEKTOHHKA 101
HOCTBIO HapyIlleHa — TAPEHXNMa IMPAKTHYECKH TOTAIBFHO 3aMelleHa OITyX0JIeBOH TKaHbio. OKpacKa reMaTOKCHIINH-303H1H,
yB. x100.

130



FBionnemens pusuonozuu u namonozuu
ovixanus, Boinyck 99, 2026

Bulletin Physiology and Pathology of
Respiration, Issue 99, 2026

Puc. 6. Txanp muMdaTHYECKOTO y3I1a 3aMeILeHA OOIIMPHBIMHU «03épamMi» MynuHa. OIlyX0oJIeBble KIETKH OTCYTCTBYIOT
— TaK Ha3bIBaeMBI (heHOMEH «OeCKIeTOYHOro MymmHay. OKpacka reMaTOKCHINH-303uH, yB. X100.

[TocneonepaMoHHBIN EepUO POTEKaT 0e3 0CI0XK-
Henwuit. [Taruent ObLT BhIMucaH Ha 10 cyTku mociie onepa-
LIUM C OKOHYATEIIbHBIM JIMarH030M: METaxXpOHHBIH pak: 1)
pax HucXozsuero otnena odoxounor kumku pT4N1MO,
omnepanus ot 03.11.2007 — 1eBOCTOPOHHSISI TEMHUKOJIIKTO-
MHUs; 2) paK BOCXOIAILIETO0 OTJeNa TOJCTOM KHIIKU
pT3N1bMO, oneparust ot 29.09.2023 — npaBoCTOPOHHSIS
TeMHUKOJIDKTOMUS. [1allMeHT Moayqnit KOHCYIBTalnIo XH-
MHOTEpareBTa, KOTOPbIi YUUTBIBask MECTHO-PACIpOCTpa-
HEHHBII XapakTep Mpoliecca Ha3HaYMI MEANKaMEHTO3HOE
nedeHne. bbulo MpOBENEHO 4YeThlpe Kypca M0 CXeme
XELOX (ambploBaHTHas XMMHOTEpAIMs, BKIIOUAIOIIAs
mperapaTsl KanenuTabuH U OKCAJIHUIUIATHH). Y YHUTHIBas
MOJIOZIOH BO3pacT MaleHTa U HAJIMYME METaXPOHHOM OITy-
XOJIM, PETPE3eHTATHBHBINA I'MCTOJIOTHYECKHH OJIOK M3 MC-
CJICIOBAHHOTO OIEPAI[IOHHOTO Marepuaia ObUIo peleHo
HaIlpaBUTh Ha MOJIEKYJIIPHO-TE€HETHYECKOE TECTUPOBAHHE
B JIHI] ®I1/] (r. bnarosermieHck), BKIOYAOIICE aHAIIN3
reHoB KRAS, NRAS, BRAF (MyTauuu B 9THX reéHax UTParoT
KJIFOYEBYIO POJIb B PA3BUTHH Paka) U OINpe/ICNICHHE CTaTyca
MSI. KoMmruiekcHOe TeCTHpOBaHUE MOMOTaeT Mo00parhk
TapreTUPOBAHHYIO Teparuio. B ¢Bs3M ¢ TeM, 4To B OIyXo-
JIEBOM TKaHM ObliIa 0OHapy)keHa MUKpOCATEeIUITUTHAs He-
CTaOMIIBHOCTD, MAIMEeHTa MPUIIACWIIN JUIS BBIIOJTHEHUS
paciMpeHHoro ananm3a Ha cunapom Jlnaga. O6paser me-
pudeprdeckoil KpoBHU OBLT OMeIeH B Tpodupky ¢ DATA
(crienmanbHasi BaKyyMHasi TpoOWpKa, coziepiKaiias aHTH-
koaryasHT DtwieHluamuaTeTpaYKCYCHYIO KHCIIOTY) U
ornpasieH B naboparoputo ®PI'BY «HMMUL] onkonornu
um. H.H. ITerposa» Munzapasa Poccuu, riie 06110 poBe-
JieHo uccaenoanue MerogoM NGS Ha Hanuuue MyTarui
B reHax MLHI, MSH2, MSH6, PMS2. B pe3ynbTare y mna-
LIMeHTa ObUIa BBISIBIICHA TePMHUHAILHAS MY TaIHS: [1ATOTeH-
Has ayrukaius rena MLHI NM_000249.4 ¢.1921dup
(p.Leu641Profs*4) B rerepo3urornom cocrosuuu. Ha oc-
HOBaHHH ATOTO, BHICTABICHHBIN paHee TUarHo3 ObUT n3mMe-
HeH Ha cuHapoM Jlunya. JlaHHbIi ciaydail o0cyxaaics Ha
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BpaueOHON KOMUCCHH, ObLIAa COCTABIEHA MHANBHU Iy aIbHAS
porpaMma 1o HaOIICHUIO MAIMEeHTa, BKIFOYAOIIas:

- KOJIOHOCKOTIUIO ¢ MHTepBajioM 1-2 roza;

- 330()aroracTpoIyoICHOCKOITHIO ¢ HHTEPBAIOM 2-3
roja, a TakykKe MPOBEICHHE YPAJTUKAIIMOHHON TePAIUU ITPU
un¢exuuu Helicobacter pylori, Tak Kak MOCICIHSAS YBe-
JINYUBAET PUCK PA3BUTHS paKa )KeyIKa;

- CKPHHUHIOBBIN aHAJIN3 MOYH, a TAKKE YABTPa3BYKO-
BOE HCCIEJIOBAHKE MTOYEK H MOYEBOTO My3bIPs €XKETOIHO.

Takske OBIJIO PEKOMEH/IOBAHO MPONTH T€HETHYECKOE
TECTUPOBAHKE Ha BBIABICHHE TOH jK€ MyTallUK BCEM OJIH3-
KHM POJICTBEHHHKAM.

Ha MOMEHT MOJArOTOBKHM CTaThH MAUEHT HAXOIUIICS B
COCTOSIHUH TIOJTHON PEMHCCHH IO MTOCTOSHHBIM JTUCIIAH-
CEPHBIM HAOJFOICHUCM.

3akJjouenne

[Iporpecc B TMarHOCTUYECKOM TECTHPOBAHUH U TIOHH-
MaHHMU MOJIEKYJISIPHOTO MaTOTeHe3a OIyXoJieil TT03BOJIsIeT
Jy4ile WACHTU(QHUIMPOBATH IMAlUEHTOB C CHHIPOMOM
JluH4a, a TaKkXKe IPyTHe peKHe FTeHETHYEeCKUE CHHIPOMBI.
Ha ceropnsiauii nenp omyxoiu ¢ MSI nomatorest adpex-
TUBHOMY METOJIy JICYSHUsI, YTO MOAYEPKUBAET BAXKHOCTh
ux BbIsABIEHUs [7]. KpoMe Toro, manueHTsl ¢ CHHAPOMOM
JluH4a, a TakKe UX POJACTBEHHHKH, JIOJDKHBI TIPOXOAUTH
JICIIaHCEPHOE HAOMIOIEHNE JUTsl IPEIOTBPAIEHHS pa3BH-
THUS IPyTUX BUJOB paka [2].

Ha ocHOBaHuM aHanM3a JaHHOTO KIMHUYECKOTO CITy-
Yast MOXKHO C()OPMYITPOBATH CIISAYOIIHE BBIBOABL: 1) pa3-
BHUTHE KOJOPEKTaJIbHOTO Paka Yy MOJIOJBIX HaIMEeHTOB
TpeOyeT 00s3aTeIbHOr0 UCKIFOUCHUS HACJICICTBCHHBIX
OITyXOJIEBBIX CHHAPOMOB, B IIEPBYIO O4Y€PEb — CHHIPOMa
Jlunya; 2) BepuduKaius quardo3a ¢ moMOIIbI0 COBPEMEH-
HBIX MOJIEKYJISIPHO-TEHETHYECKUX METOJIOB SIBJISIETCS OTIpe-
JSISFONICH [T BBIOOPA NAbHEHINCH TAKTUKY BEICHHS HE
TOJIBKO TIAIMEHTA, HO U €r0 CeMbH; 3) Il HOCUTENeH ma-
TOTEHHBIX MYTallM{ KIIIOUEBOE 3HAYEHUE UMEET CTPOroe
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COOJIFOJICHHE TMPOTPaMM HMHTCHCHBHOTO CKPHHHHIA, YTO BaHUC MEIUIIMHCKUX JAHHBIX, TyOIUKAI[UIO B MCIUIUH-
JI0Ka3aHO CHM>KAET OHKOJIOTMYECKYIO0 CMEPTHOCTD 3a CUET CKOM >KypHaJie, BKIIIOUasi €ro JIeKTPOHHYIO Bepcuio (pe-
paHHEW TUArHOCTUKU U MPOQPIIAKTUKN HOBBIX 3JI0Ka4e- 3yJIbTAaTOB OOCIICIOBaHUS, JICUCHUS U HAONIOJCHMS) B
CTBCHHBIX HOBOOOpA30BaHUIA. Hay4HbIX Lesax (gara nognucanus — 25.10.2025).

JlaHHOE KITMHUYECKOE HAOTFOICHHE TOTIOHSCT YXKE 13-
BECTHBIC 3HAHUS T10 MIOBOJLY 3TOTO PEAKOTO ISl HAILIETO pe-
rHOHa 3a00JIeBaHUsI U, TAKUM 00Pa30M, MbI HAJIEEMCsl, 4TO
noJiy4eHHast HH()OPMAIIUs TIOCTYKUT HATOMUHAHUEM IS
KJIMHUIIICTOB O HEOOXOJAMMOCTH TINATSIBHOTO cOopa u
aHaJI3a CeMEHHOI0 OHKOJIOTHUECKOTO aHAMHE3a, KOTOPBIi
3a4aCTYIO SIBJISICTCS IEPBBIM U CAMBIM JIOCTYITHBIM MapKe-
POM HACJIEJCTBEHHOM MPENPACIION0KEHHOCTH.
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