ONyXosieBble
3a00/1eBaHuS
HACHED,CTBEHHbII?I HENONMUNO3HbIW

PAK TONCTOU KULLKW
(HHPTK, CUHOPOM JIMHYA)



= CuHppom JInH4a — reHeTn4ecKkmn obycrioBneHHoe
3aboneBsaHue,

NPy KOTOPOM HabnogaeTcda passuT 7§ ’t B o oere

onyxoneu
TOJNICTOrO KULLIEYHUKA

Lynch syndrome
B o s) retation

- [lepegaetcd no ayToCOMHO-
AOMUWHAHTHOMY TUMY 7§ /}h 7§ 7§
~ Puck nepegaqv#naTonorMM HUKOUM

nona poauTtens unn pedbexHka

[eHpun JInHY —BbIgatoLWMNCS Bpay,

HEOLIEHUMbIN BKNag B KIIMHU4YeCcKoe



~ PUCK pa3BUTUA OHKONOTIMYeCKOoro
3aboneBaHusa y O0SIbHbIX C
noaTBepXaeHHOU
reHETUYECKOW
MyTaLuen konebnercs
oT 30 0o 80%




[lPpYMHLI pa3BuUTUA

~ MyTauumn reHoB, OTBETCTBEHHbLIX 3a oLWMOKK penapauunn OHK:
PMS2, MSH6, MSH2 n MLH1

- Co4yeTaHne HECKOMbKUX MyTaL MW C COOTBETCTBYIOLLMM YBENNYEHNEM
PUCKA BO3HMKHOBE
31OKa4YeCTBEHHbIX
HOBOOOpa3oBaHU

" Nonsense or frameshift

- Splice

. Missense

. Llargerearrangement

In-frame




= Y O0nNbHbLIX 0ObIYHO ANArHOCTUPYIOTCA CIIU3UCTbIE

= [1na onyxoneun xapakTtepeH HU3KUN
YpOBeHb AN PepeHUNPOBKN KNET
npun pegkom MeTacTasmpoBaHUK

KOnopeKTanbHOM afeHoKapLMHOMbI



Knaccudgpukauma cuHapo

CuvHpgpom JluHva-I

= be3 BHeKnLeYyHbIX
NpoABIEHNN

~ EOWHCTBEHHbLIV NPU3HAaK
3aborieBaHuA — paHHee
pPa3BUTNE MHOXKECTBEHHbIX
Heonna3nn TOSICTOro
KMLLIEYHMKA NPU OTCYTCTBUN
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CuHpgpom JInHua-ll

|

Habntogaetca covetaHne ageHoKapLMHOM
TOJICTOU KULLKN U 31TIOKaY€CTBEHHbIX OMyXOsieu
OpYrux rnokanunsaymm

CtpagatoT BHYyTPEHHMWE XKEHCKNE NOMOBbLIE
opraHbl

B0o3MOXHO Takxke Nnopa>xeHue BbliluerexXallnx
OTAEJI0B NN EBAPNTESIBHOIO TPAKTAa

BepoATHOCTL pa3BuUTUA paka 3HOOMETPUS
coctaBnget ot 30 4o 60%, pUCK
BO3HUKHOBEHUA HOBOODOpa3oBaHUm Ap.
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CvMmnTOMBbI

- [laHHas naTonormsa HMKakK He NposiBNAeT cebs- cMMNToOMaTUKa Bceraa
OTCYTCTBYeT

- 3anogo3puTb Hann4ne HapyLueHnst MOXKHO O crieayoLWnm
obcToATEeNnbLCTBAM:

- paK TOSICTOW KULLIKK, pa3BUBaBLLUUNCS

(0o 50 nerT)

- JaHHbIe 0 cny4Yyasax B OTHOCUTESBbHO
paHHeM BO3pacTe, COXpaHUBLLMECHA B CEMEVWHOM aHaMHe3e

-CBEEHMNSA O criy4Yasix 3aborneBaHus (3HOoOMeTpuanbHbIM pakoMm) B

ceMemHoOM aHamMmHese
- CBegeHnda B ceMeNHOM aHaMHe3e, CBMOETENbCTBYOLLME O YacToTe
3aboneBaHud , COOTHOCALLUMMUCS C BbllLeyKa3aHHbIMU

naToriormamMu (pak AM4YHUKOB, NOYEK, XKernyaka, TOHKOro KMWeYyHuKka, nevyeHu,
NOTOBLIX XXene3 n gp.)



= Heonnasmel, accounmpoBaHHblie C CUHOPOMOM
IlnHya, pa3BmBaloTCcd No TUNYy Tak Ha3biBaeMOW
MUKpPOCaTeNnIMTHOU HecTabunbHocTun (MSI)

~ OHKM cogepxart TbICH
MyTauun B
MUKPOCaTENUTHbIX
NoBTOpax

Puc. 21-7. MukpocatennuTHas HeCTabunbHOCTL, 06HAPYXWBaEMaH
C NOMOLWbI MOHOMOP(OHOIrQ Mapkepa BAT26: u3MeHeHWe JJIWHbI
BAT26-cneunduyeckoro oparMeHTa CBUaeTeNnLCTBYeT 0 AedexTe
CUCTEMbBI MUCMATY-PENAPALMAN B ONYXONEBOW TKAHW




I pep,BapMTen bHaSA
Individual meets
genetic testing.c_riteria
ﬁrp%vm bHOCTI B onyxoneagl TKaHu isaton hasyet beer

identified
,U,J'IFI ITOro pekoMeHOyrT UCINOJ1Ib30BATb

(*preferredtype)
CTaHOaPTHYIO NaHeNb MapKepos, npuye

YyBCTBUTEIIbHOCTb U CI'IGLI,I/IC*)I/I‘—IHOCTb

O,D,HOFO e,EI,I/lHCTBeH Horo MapKe pa e MLH1, MSH2, MSH6, MLH1, MSH2, MSHS,
PMS2 OR EPCAM intact PMS2 or EPCAM deficient
BAT26 — npakTnyeckn npnonuxaercs

Genetic testing on
K 100% . MSI on tumour blood sample from an
affected individual, if

available
MS! stable or low

Genetic testingon a
No further testing blood sample from if positive, genetic
an affected testing on a blood

individual, if available sample can be offered to

family members, ideally
ina cascading fashion




- B cny4dae obHapyXeHUss MHOXXECTBEHHbIX MyTaL K
MWKPOCaTENSTUTOB LenecoodbpasHo NMPUMEHSTb
MMMYHOTMCTOXMMUYECKOE OKpalunBaHne reHos MLH1,
MSH2, MSH6 n PMS2

> OTCyTCTBI/Ie IKCMNpPEeCCUN MOXET YKa3aTb Ha I'eH, B
KOTOPOM Hanbonee BEPOATHO NMPUNCYTCTE

~ [logobHble meponpuaTns noapasymeBa
COKpPaTUTb OOBLEM TPYAOEMKOIO U
aoporocrosllero cekBeHupoBaHua OAHK



JleyeHue

> meyprmquKme onepaunn no yganieHuno nopaxeHHoro opraHa (TQEQTaFI KMLLKa

NMOO ANYHUKU N MaTKa)

NpoBOAAT PeaKo (4YTO CBA3AHO C
HebnaronpuaTHbIM BIMSHUEM NOAOOHLI
BMELLIATENbLCTB HA KAYECTBO XXU3HW,
OTHOCUTENbHO BbICOKUM PUCKOM Pa3BUT
nocneorepaunoHHbIX OCITOXXHEHUN, a
TaKXXe XOpOoLUMM MPOrHo30oMm
HHPTK-accounmpoBaHHbIX OMyXxosien)

- JXeHLmnHam MoryT npeanoXnTb yoanuTe
BHYTPEHHME MOMNOBbIE OPraHbl cpasy Nnog¢
POXOEHUA AeTeN (NpeBeHTUBHbIE Mep

Tun nosoobpazo-
BAHHA

H2Cnoaci8eHHbIR PaK MONO4HON XKENE3bI i IHYHIKOB

PaK MONOYHOM Canoobcneosanie MONOYHBIX XeNe3
Keneas!

Boapacr Hayana

Pexomenayembie npoueaypo! 0 ﬁcnep,osanqi. robl

WuTepsan

1 Mec

06CreaoBaHe MONDYHbIX XENS3 ¥ 6 mec

MAMMON0ra

Mark1THOo-pe3oHaHCHAs TOMOIpatius |

6-12 mec
6-12 mec
6 mec

Mammorpadius I

Pk AMYHUKE YnbT043ByKOBOE WCCNEA0BAHME |

Onpegenenue KOWUBHTPALNK MapKe-
pa CA-125
HacneaCTBenHLI Pax TONCTOM KUILKK (M JHAOMETDNS)
Pak Toncrol kuwkw | KonoHockonus 12-36 Mec
10 40 ner; 12 mec
nocne 40 ner

YNLTPA3BYKOBOS HCCNEAGRAHKE
el o HeokaTp

CemeRHbIA NONKAD3 TONCTON KHLLUKA

Manuns! ¥ 3noKaye-
CTREHHbIE HOBODG-
PA30BAHUSA TONCTON

Pax JHA0MeTRUA 12 mec

KONeHOCKORUA, CarmouLocKonms

KALIKK

~ Heobxoanmo noxusHeHHoOe AUCNaHCcepHoe HabnoaeHue, BKAoYatoLLee B cebs
perynsipHble OCMOTPbI OHKOJSIOra 1 raCTPO3HTEPOIIOra, XKeHLMHaM TaK Xe —

riafdavonorijfuacvriie NN TNDRI



[TlpodhunakTuka

~ 300pOoBbIX HOCUTENEN MyTauum reHoB MLH1, MSH2, MSH6 n PMS2
npeanaratT obcnegoBaTb NOCPEACTBOM KOSIOHOCKONUU

~ OMPEKTUBHOCTb PaHHEN
ONarHOCTUKN HacneacTBEHHOIC
paKa TOSICTOU KULLKM OOCTaToM
BblCOKa

~ UMeHHo angd cuHgpoma HHPTK
OOCTOBEPHO
NpoAEeMOHCTPUPOBAHO
NONOXUTENbHOE BIUAHNE
CKPUHUHIa Ha CHUXXeHne
CMEPTHOCTM OT OHKOJNOrn4yeckmu
3aboneBaHuN

During a sigmoidoscopy (left), a thin, lighted tube is inserted through the anus and rectum and into the lower part of the colon to look for
abnormal areas. During a colonoscopy (right), a similar instrument is used to visualize the entire colon. (lllustrations by Terese Winslow
for NCI)






