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KONOPEKTA/IbHbIN PAK i

* B Poccuun — 61874 HoBbix cnyyaes PTK (2014 r.)
* 5-10% cnyyaeB — HacneacTBeHHasn
npeapacnofioKeHHOCTb

Cnopaauueckuit 90%

- CuHapom JInH4a = 3%

CemeiHbin = 5%

CuHagpom

MNeviTua-Erepca <1% ApeHomarosHble

cMHApOMbI = 1%

Kanpun A.4., CmapuHckuli B.B. MHUOW um. M.A. fepyeHa MuH3dpasa Poccuu, 2015
Kastrinos F., Syngal S. Cancer J., 2011
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NcTopunyeckana crnpasKa r,é'ZZZ?

Aldred S. Warthin (1866 - 1931)
1913 . - «cemba G»

Henry T. Lynch (1928 — H.B.)
1965 r. - «cemba N»
2004 r. - «cuHAPOM JIMHYa»

CvHppom JinHya (HacneacTBEHHbIN i
HEMO/IMNO3HbIN KONOPEKTaIbHbIN paK ) '+

MpuymHa - HacneaCcTBEHHblE MYTaUUM FEHOB:
MLH1, MSH2, MSH6, PMS2, PMS1, MLH3 u 0p.
BcTpevaemoctb myTaumin - 1:500 - 1:1000 yenosek




AmcTepaamckue Kputepum i

AmcTtepgamcKkue Kputepum | (1991 r.):
Bo3spact go 50 net
Tpu nnn 6onee NoparkeHHbIX POACTBEHHMKOB
3aboneBaHWE B HECKO/IbKMX MOKONEHUAX
CATK ponkeH bbITb MCKAOYEH
AmcTepgamckue Kputepum Il (1999 r.):
[ONONHUTENbHbIA KPUTEPUIA O PaKaX BHEKMLLEYHOM IOKaM3aLmm

Pekomeraaunn betesna (1996, 2004r.) - ryc

AmcTepaamcKme Kputepumm
+

HeobxogmmocTb nccnenosaHms
MWKPOCATENIUTHOMN HECTabUNbHOCTH
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MwuKpocaTennutHas HectabunbHocTb (MSI) « -

Mukpocamenaumel — yyacmku [JHK, cocmoawue u3
MHO20KPamMHO MNosmopAou,e20ca snemeHma

----- TGAGCTCTCTCTCTCTCTCTCTCTCTCTCTAGCT --- (13 CT)
----- TGCTAAAAAAAAAAAAAAATGCGT --- (15 A)

----- TGCTAAAAAAAATGCGT-—- (8 A)
OnyxoneBaﬂ TKaAHb

MSI
Cnopagunyecknit PTK — 15%
CuHapom JinH4a - 98%

AunarHoctnka cuHapoma JInHua

1 3tan - nonck MSI

5 MUKpOCaTeNIUTHbIX MapKepoB 4 MOHOK/IOHaNbHbIX aHTUTena: MLH1

MsI

Vasen HF, Moslein G, Alonso A et al. J Med Genet 2007
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AvarHocTuka cuHgpoma JinHua . e

2 3Tan
UccneposaHue reHos MMR

,-'{'III, I“'I"'-,Z\ e‘/p\
Y Y \/ X

PUCK pa3BUTUA KONOPEKTANIbHOTO paKa - i#K

MyTauma reHoB

MLH1/MSH2 74%

MyTtauua reHoB

0,
MSH6/PMS2 20%

Giardiello FM, Allen JI, Axilbund JE et al. Dis Colon Rectum 2014

13.12.2017



PUCK pa3BUTUA PaKOB Pa3HOM NOKaAN3aLUM f#d/_(

Jlokanusauyma 0O6wenonynaLUOHHbIN Puck npu cuHgpome JinHua %
pUCK %

/ SHaoOMeTpUi 2,7 14-71
Mpocrata 16 9-30
MoueBblgenurtenbHas <1 0,2-25
cuctema
ANYHUKK 1,6 4-20
MosnouHas xenesa 12 5-18 j
[ Henynok <1 0,2-13 |
ToHKaA KULLKa <1 0,2-12
CanbHble xenesbl <1 1-9
TonoBHo mo3r <1 1-4

Giardiello FM, Allen JI, Axilbund JE et al. Dis Colon Rectum 2014

KAMHWUYECKMIN MOHUTOPUHT HOCUTENEN MYTALUUN . [,

ObcnepoBaHne | Bo3pacTt nepsoro| BpemeHHOM

obcnepoBaHuA MHTEpBan
KonoHockonua 20-25 net Paz B 1-2 roga
Y3U, AHann3 mo4un
arac 30-35 net ExkerogHo
MHeKonornyeckue
obcnepoBaHun

Giardiello FM, Allen JI, Axilbund JE et al. Dis Colon Rectum 2014
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JleyeHne KONOPEKTANbHOTO pakKa e

* KonaKktomusa c nneopeKTasibHbIM aHAaCTOMO30M

* MeHee 0b6WNPHOE XNPYPruyeckoe BMeLaTeIbCTBO
y naumeHToB cTapwe 60 net

Giardiello FM, Allen JI, Axilbund JE et al. Dis Colon Rectum 2014

HNaHHble THUK nm. A.H. Pbixkux i

MNaymeHT (6e3 oTArowEeHHOro ceMemHoOro aHamHesa)

OkTs6pb 2011 roga (25 net) — no nosoay paka
NPOKCMMaAJIbHOM TPETU CUTMOBUAHON KK TANOMO
BbIMO/IHEHA IEBOCTOPOHHAA FEMUKO/IIKTOMMA

[ekabpb 2011 — mant 2012 roga - 5 KypcoB aAbOBaHTHOM
XxumuoTtepanuun no cxeme XELOX

[ekabpb 2012 roga (26 net) - pak NpAMOM KMLWKK Ha 13cm
T2NOMO
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Bonpoc 06 o6beme onepauuu i

K coxaneHbto He BCe OpraHbl
MOKHO YA/ UTb MOJIHOCTLIO,
Yale npmxoauTca pparmeHTapHO

AHK-anarHocTuka cuHapoma JIHua e

N— ) o2 I1SM 3500
\/ Life Technologies

1. MSI-H (5/5 mapkepos)

[ | weg
i3 e
= %
| _ —z' —
o 3 .
( e ——

_— ABI PRISM 3500

2. MUccnedosaHue 2eHoe MMR Life Technologies

MyTauna c.1846 1848del B reHe MLH1
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O6bem onepaTUBHOrO BMeLLaTe1bCTBa TH

* OwnarHo3: CuHApom JInHua. NMepBUYHO-MHOXKECTBEHHbIN
METAXPOHHDbIA paK NPAMOM KMLIKK Ha 13 cm OT aHyca
T2NOMO. CocTosaHWe nocne N1eBOCTOPOHHEN
reEMMUKONIKTOMMUK C BHYTPUBPIOLLHOM XMMMOTEPaNnen
MmutTommnumHom C No NnoBoAy MeCTHO-PACNpPOCTPAHEHHOTO
paKa NPOKCMMaNbHOM TPETU CUTMOBUAHOM KULLIKMK
T4NOMO B oKTabpe 2011 roga. CoctoaHue nocne 5
KYPCOB aAblOBaHTHOM xumuoTtepanum no cxeme XELOX B
nekabpe 2011 — mae 2012 roaa

* KonnpokKrakromua ¢ opmmpoBaHMEM UNEOCTOMbI
no bpyky

OpMI’MHaﬂbele Kputepuu 0T6opa naumeHToB f#({ﬁ’
C CUHAPOMOM JInH4a

Y ecex nayueHmos ¢ PTK, komopeblli pazsuscs 8 so3pacme 00 43 nem,
Heobxodumo nposedeHue MOoseKynaPHO-eeHemu4eCcKo20 Uccned0o8aHUS.
YyBcTBUTENBHOCTL - 88,9%, cneumduyHocTb - 82,9% (p<0,0001)

Y ecex nayueHmos c PTK, 8 ubUx ceMbsax 8cmpemusock euje 2 unu bosnee
pPOOCMBEHHUKA CO 3/10KaYecmaeHHbIMU HO8006pa308aHUAMU
Heobxo0uMO 8bIMOMHEHUE MOMEKYAPHO-2eHemu4eCcKo20 Uccne0o8aHUS.
YyBcTBUTENBHOCTb - 100%, cneunduyHocTb - 64,7% (p<0,0001)

B Kayecmee repgo20o amana MoseKyAapHO-2eHeMU4YeCcKo20
uccnedosaHUsA, HaNPassaeHHO20 HA MOUCK NAyUeHmos ¢ CUHOPOMOM
JluH4Ya, He06X0OUMO 8bIMOAHAMb AHAAU3 MUKPOCaMenaumHoU
HecmabunsHocmu 8 obpa3sue onyxosau 6016HO020, a MOUCK Mymayuli 8
eeHax MIMR ocyuwecmename mosbKo 8 Criydae ee 0bHapyH#eHUs
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CpaBHEHWe NoKa3aTeneii YyBCTBUTENIbHOCTH S
Pa3HbIX KPpUTEPUEB I#UK

AmcTtepgam ll Bethesda BospacTt no 43 net 3 cny4yad paka

YyBCTBUTENBHOCTL  YyBCTBUTE/NILHOCTD
22% 82%

HyBCTBUTE/ILHOCTL YyBCTBUTENBHOCTD
89% 100%

"YY Y X
C:
¢ (¢
‘C:
€ € € €=
OGO e

Green R, Parfrey P, Woods M, Younghusband H.
J Natl Cancer Inst. 2009

OHKonoruyeckme 3a6oneBaHUA B CEMbAX ot
nauneHToB ¢ cMHAPOMOM JlnH4ya (N=37) o

B 37 cembsx BcTpeTmunochb 170 cnyyaes 3/10Ka4ecTBeHHbIX HOBOO6Pa3oBaHMit
(B cpepHem 6onee 4 cnyyaes paKka Ha CeMbIO)

M3 HUX KoslopeKTanbHbIi pak — 71,2% (121/170)

0
il PTM PMp.OMBC PSi PMX P}
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o
=
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il | B e e o

PXX PTM OMBC.PMX OrM PCX PA Plp. PMX PUPK
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KAMHUYECKNIA MOHUTOPUHT HOCUTENe MyTaLum
B reHax cuctembl MMR K

1. VY Bcex HocuTenen mytaumm, obycioBMBatOLWEN CUHAPOM JIMHYA, peKomeHayeTcA
npoBeAeHME exXerogHol KoJIOHOCKONUM 1 330¢aroracTpoayoaeHOCKoNUn, HauMHas
€ Bo3pacTa 22 u 27 net, COOTBETCTBEHHO. Bcem KeHLWMHaM NOKA3aHo exxerogHoe
BbINonHeHne Y3 maTKu ¢ NnpuaaTkaMm U MONOYHbIX XKenes, HaunmHaa ¢ Bo3pacta 27
1 30 neT, COOTBETCTBEHHO

2. Hocutenam mytauunum B reHe MSH2 pekomeHA0BaHO NpoBeAeHNE eXXeroa4Horo
06cnesoBaHNA OPraHOB MOYEBbIAENUTENbHOM CUCTEMbI U BbINOJAHEHUE
LMTONOTMYECKOro aHaiM3a Mo4m, HauymMHan c Bo3pacTa 32 net

3. Hocutenam mytaumm B reHe PMS1 nokasaHo exerogHoe obcnenoBaHme
LLMTOBMAHOM Kenesbl, HaunHan ¢ Bo3pacrta 40 net

4. Hocutenam mytaumm B reHe MLH1 - exkerogHoe BbinonHeHne MPT ronoBbl, HauMHanA
€ 22 neT, ecAn B CEMbE BCTPETUACA XOTA Obl OAUH CyYai ONyX0an roNO0BHOTO MO3ra

AfeHOMaTO3HbIe MOANNO3HbIE CUHAPOMbI ~ T#YK

o CemeliHbl ageHOMaTo3 TosicToM KKK (CATK)
BCTpeyaeTtca npumepHo y 1 n3 5000-10000
HOBOPOXXAEHHbIX

O BblAenaoT KNacCcMYecKyo, TAXKeNy n ocnabneHHyro
dopmbl CATK

o MYH (MutYH) - accoumMmpoBaHHbIN NOANMNO3

13.12.2017
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Knaccuyeckana u taxkenasa ¢opmbl Noannosa #K

Knaccnueckas ¢gopma > 100 nonvnos
Tshxkenasa ¢popma > 1000 nonmnos

CpeaHuii Bo3pacT pasBuUTUS
KONOpeKTanbHOro paka npw
knaccuyeckon cdopme - 30 - 42, npu
Tsbkenon — go 30 net

Konn4yectso nopaxXeHHbIX
pPOACTBEHHMKOB B OCHOBHOM 2 1 bonee

OT1 50 go 70% cny4aes - MyTaumm reHa APC

FHUK nm. A.H. Pbixknx

* MeHee 100 ageHOMATO3HbIX
noannos

* ManurHusayma rnoamnos B
Bo3pacTte nocne 48 net

e Hebonblioe KoNn4ecTso
Nopa*KeHHbIX POACTBEHHUKOB

* YacTb cnyyaes 3aboneBaHus
CBfA3aHa C Hac/NeACTBEHHbIMM
MyTaumamu B reHe MYH (MutYH)

THUK nm. A.H. Pbixxunx

13.12.2017
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KnnHuueckoe 3HaueHne MecTonONOKEHUA - rype
MYyTaLUWUn B Pa3HbIX y4acTKax reHa APC '

Knaccuueckaa m taxkenaa ¢popmbl
5’- Hauano 3’- KoHey

Koponbl: 168 1250 1464 1580

OcnabneHHas ¢popma

5’- Hauano 3’- KoHey
KogoHbl: 163 334 1596 2644

FHUK nm. A.H. Pbixknx

PUCK pa3BnUTMA KONIOPEKTA/IbHOIO paKa F#[[//

—_—

CemeMHbIN afeHOMAaTO3 TO/ICTOM 100%
KULLKK

OcnabneHHasa popma CATK 69%

MYH-accoumMmnpoBaHHbIN NOAMMNO3 43-100%

I —

Syngal S., Brand R., Church J. et al. AJG 2015

THUK nm. A.H. Pbixknx

13.12.2017

13



PUCK pa3BMUTUA PaKOB Pa3HOW IOKaAU3aLnm ik

O6wenonynALMUOHHDbIN PUCK, % Puck npu CATK, %

[BeHaauaTMnepcTHas
KULUKa <1 3-12
LLiuToBugHan xen. 1,1 1-2

MeyeHb

(renato6bnactoma B <1 1-2

nepsble 5 N1eT }XU3HU)
lonosHoOM mo3r <1 1-2
Moa)kenyaouHas xen. 1,5 1,7

Syngal S., Brand R., Church J. et al. AJG 2015
FHUK nm. A.H. Pbixknx

KAMHNYECKNIN MOHUTOPUHT U NeYyeHne e
Npu Knaccuyeckomn un taxenom popmax CATK 1«

O6cnepoBaHue Bo3pact nepsoro BpemeHHoOM
obcnepoBaHua WHTEpBan

KonoHockonua 10-12 net 1 pa3 B 1-2 roga
Y3/ wmtoBuAHOM Kenesbl, 20-25 net Kaxgpble 1-2 roga
argc
Y3/ neyeHun, yposeHb ADI 6 mecAaueB ExxerogHo go 5 net

JleyeHune - KONMPOKTIKTOMMUA
Kastrinos F., Syngal S. Cancer J 2011

THUK nm. A.H. Pbixknx

13.12.2017
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KAMHUYECKNIT MOHUTOPUHT U lIeYeHmne e
npu ocnabneHHon dopme CATK n MAT

O6cnepoBaHue Bo3pact nepsoro BpemeHHOM
obcnepoBaHus MHTepBan

KonoHockonus 20-25 net ExxerogHo
Y3 wutoBuAaHOM XKenesbl,
arac 20-25 net Kaxkapble 1-3 roga

DHAO0CKONMYecKoe yganeHne eanHUYHbIX NOAMNOB,
nposeAeHMe onepaunn - B bosee nosgHem Bo3pacTe, Yem npwm
K/laCCMYECKOoM U Taxkenom BapuaHtax CATK

Kastrinos F., Syngal S. Cancer J 2011

FHUK nm. A.H. Pbixknx

ONPEAENEHUE UHAUBUAOYANIbHOM NEYEBHOW TAKTUKM r#(l;’

Jlokanusauua
myTauum

v v v
B vHTEpBanax Taxenon B MHTepBanax Knaccuyeckom B nHTepBanax ocnabneHHomn
bopmbl dopmbl dopmbl

v VL \ 4

Ob6cnepoBaHune Kaxable 12
MecALEeB, SHAOCKOMMUYECKas

AKTUBHO-BbIXXMNAATEIbHAA

TaKTUKa: obcaefoBaHue NONMMIKTOMMS,
AU D IIRISE03 Kaxkable 6-12 mecaues, VHANBUAYAbHOE
ACHENNE BIBO3PACTE 3HAO0CKOMMUYeCcKasa caHauus, onpeaeneHmne CpoKos
20-25 ner onepauus B Bo3pacrte onepaTMBHOIO
BMeLlaTeNbCcTBa

25-35 net

Mocne 50 net

Cay4koe U.H0. AinccepTauma Ha COMCKaHME y4eHOM CTeNneHn KaHanAaTa MeaUUMHCKUX HayK
®IBY "focyaapcTBEHHbIV Hay4YHbINA LEHTP KONOMPOKTONAOrMK M. A.H. Pbixkunx», 2006

13.12.2017
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YacToTa u nokanmsauua mytauuin B reHe APC y nauueHTos

T
¢ Hannuunem 6onee 100 ageHomaTo3HbIX noaunos (N=108) 4

Yactota mytaumi B reHe APC—72% (78/108)
PacnonorkeHue myTtaumit: KogoHsl 142 n 213 - 1452

5’- Hayano 3’- KoHey

Ko bl: 142 213 1452

, Knaccuueckaa ¢opma
5’- Hayano 3’- KoHey

AOHbI: 168 1580

MauwueHT 42 net - pT3NOMO

OnpeaeneHue Bo3pacTa BbINONIHEHUA ONepaLuu y
nauMeHToB ¢ Haanuuem 6onee 100 nonunos B TK

s

Bospact_PTK

Bospact_PTK
100} .
80| 40
351
e I
3 60 30+
g “ 25 >24,8936
3 40 Sens: 91,8
) 20 Spec: 42,4
E: 15 =
20
i 10}
0 ! P I I AP LT St - L
0 20 40 60 80 100 0 L

100-Specificity Fax

ROC-KpuBas, 4eMOHCTPUPYOLLan Bo3pacT  ToyeuHbl rpaduk, AEMOHCTPUPYIOLLNIA
BblfABNEHUA PTK y naLMeHTOB ¢ HasiMumMem BO3PacCT NaLMeHTa, B KOTOPOM LiesiecoobpasHo
6onee 100 afeHOMATO3HbIX NOANMOB BbINO/IHEHWE XUPYPrMYeCcKoro BMeLlaTesIbcTea

YyBCTBUTENBHOCTb KpUTEPUA BO3pacTa Ao 25 net- 91,8%, cneumduyHocts — 42,4%,
(nnowagb nog ROC-kpusoit 0,722, p<0,0001)

13.12.2017
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YCTAHOB/IEHUE 3ABUMOCTU PUCKA O3/TOKAHECTBNEHUA I'#([V
OT BO3PACTA NALIMEHTA NPU KNACCUYECKOW ®OPME
CEMEWHOIO ALEHOMATO3A

LlenecoobpasHo BbINOAHEHNE XUPYPTUYECKOTO
YA3ANEHUA TONCTON KMLIKM Y NALMEHTOB C KNaCCUYECKOM
dopmomn ageHOMaATO3HOro NoAMMNo3a B Bo3pacTe 40 25 fieT, 4Tto
NO3BO/INT CHU3UTb YaCTOTY PA3BUTUA 3/1I0KA4YECTBEHHDIX
HoBoObpa3oBaHuin B 10 pa3s (4yBcTBUTENBHOCTL - 91,8%,
cneunduyHoctb — 42,4%, nnowaab nog ROC-kpusoii - 0,72;
p<0,0001)

3ABUCUMOCTb KONNTUYECTBA AAEHOMATO3HbIX
NONUNOB OT HANUYUA MYTALUIA B TEHAX
APC/MYH NPU OCNABNEHHOW ®OPME CATK

leHbl APC u MYH NCCZ1IeA0BaHbl y 66 naumeHTOoB
Konnuectso nonnnos: 4-100
CpepgHuit Bo3pact 60abHbIX — 58,7 1eT (46-74)

e

36 yenoBekK 30 yenoBekK

4 no 19 nonunos

21 po 99 nonunos

MYTAUMK HET  P<0,0001 8 myraumii 8 rene MutYH
4 mytauum B reHe APC

HuKHAA rpaHuya ocnabneHHoun ¢popmbl — 20 nonmnos!!

13.12.2017
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Bpau... lMaymeHT... -

PTK po 45 net

> 20 ageHOMaTO3HbIX NOANMNOB

OmszouwjeHHbIl cemeliHbIl aHamHe3

PeweHne BONpocos: LK

Ob6bem onepauum
MocneonepaunoHHbIN MOHUTOPUHT
O6cnepnoBaHMe poaACTBEHHUKOB

13.12.2017
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PoacTBEeHHUKMN... f#fﬂf

MyTauna ecTb - NOXM3HEHHbIN
KNAMHUYECKNI MOHUTOPUHT!!

MyTaummn HeT —
obwenonynauMoHHbIN pUck!!

Cnacubo 3a BHMMaHMe

«OHKO2eHemMuUKad smo makK UHMepecHo»
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