OJI-OAPABU ATbIH/IATBI KA3AK ¥JITTBIK YHUBEPCUTETI
bUOJIOTI'MA )KOHE BUOTEXHOJIOI' A ®AKVYIIBTETI
MOJIEKVITAJIBIK BOJIOI'MA J)KoHE 'EHETUKA
KA®E/IPACHI

-FARABI -

Hopic 9.
OHKOreHOMHUKA: ICIKTEHOMUKACKI,
COMATHKAJIBIK MyTalUsjaap, OuoMmapkepJiep.

JIexTop: k.0.H., AnteiOacBa H.A.



OHKOreHOMHUKA: KaTepJi iCIKTepAIH reHeTUKAJIBIK TA0UFATHI

OHKOreHOMMKA - Karepiil ICIKTepJIH TEHETHUKAJbIK TaOWFaThblH 3€PTTEUTIH FbUIbIM cajlachl. Ol T€HOMHKA MEH
OHKOJIOTHSIHBIH TYHICKEH jkepiHae maiyma Oomapl. OHkomorusi - (rpekme 0nKos — icik) KaTepii jKoHe Karepcis
ICIKTEp/Il 3€PTTEUTIH XKOHE €MJICYMEH alHaJIbICAaThlH MEAUIMHA canachl. ['eHoMEMKaA - OyJ TIpl ar3aHbIH OapJIbIK
TeHJEPIH OIPTYTAC KYHE PETIHE 3€PTTEUTIH FhUIBIM. ['eH - OWI TYKBIM KyaJlalThIH aKMaparThl CaKTam, OPraHU3MHIH
Kacuertepid aHbIKTaThiH JJHK marpunacel. I'enom - Oy ar3anbiH OapibIK reHaepiHiH KUbIHTHIFBL. Anamaa 20,000-
25,000 ren 6ap. 19902000 >xpurmapsl Kyprizuired Ajgam reHOMbIH CEKBEHUPIICY »k00ackl HoTwkeciHae agam JJHK-
ChIHAAFbI OAPJBIK I'€HJICP aHBIKTAJIBIN, 1CIKKE OKEJIETIH MyTauusuiapabl 3epTrey MyMkiH O0osiabl. Famsimaap BRCAL,
BRCAZ2, TP53, RAS, MYC cuskThl TeHAEPAIH KaTepil 1CIK JamMyblHAAa MaHBI3[bl POJI aTKApaThIHBIH JQJICIACI.
Ochbl1aH KEH1H 1CIK TEHOMJIAPBIH TAJIJIay, CATBICTRIPY KOHE MyTallUsJIap bl KapTara TYCIpy 91CTepl JaMu 0acTajbl.

1.BRCA1 (Breast Cancer gene 1) oyn icikrepai 6acarera (tumor suppressor) rer. On JIHK-HBIH 3aKbIMIaHYBIH
KaJblHa KEJITIPyre Karbicajbl, SFHU >Kacyllajarbl TeHeTuKaiablK Karenepal Tty3eredl. BRCAL-ne myranus Oolca,
JIHK-HBI KanmbiHa KEATIPY KyHecl YPBIC KYMBIC ICTEMEH, CYyT 031 MEeH aHaJIbIK 0e31 parbIHbIH Maiaa 00Jy KayIll
KYPT apTabl.

2. BRCAZ (Breast Cancer gene 2) BRCAL cuskrel icikrepai OacarslH reH sxoHe JIHK-HBI KalmblHa KeaTipyre
Karbicaabl. MyTanus Ke3iHae cyT 0e31 MEH aHalbIK O€31 iCIKTepiHiH Kaymi apTajibl.Epiepne ne cyT 0e3l, KybIKaCcThl
0e3i1 (mpocTaTuT) parblHa MaIJIBIFy MYMKIH/IIT )KOFapbLUIANIbI.



3. TP53 (Tumor Protein 53) en maHpI3abI icik OacyIbl TeHaepaiH Oipi. by ren P53 akybi3bl apKbLIbI JKacyllla HUKIIH OaKbLIa b,
JIHK 3akpIMIaHFaH/aa yKacyllaHbIH O6JIiHYIH TOKTATHII, KAJIIbIHA KEeITIpyre MyMKIHIIK Oepeli HeMece anonTo3 bl (3kacylllaHbIH ©3iH-
031 KO0 TIpolieci) icke Kocaapl. P53 MyTanuschl Jkacyllia NUKIIIHIH OaKbplIaychl3 ecyiHe ceben Oonaapl. by ekme, imek, Gaybip
parbIHBIH JaMy KayIliH apTTeipaasl. Li-Fraumeni cusapomer — TP53 MyTanusicbiMeH OailiIaHbICTBl TYKBIM KyaJIalTBhIH aypy.

4. RAS (Rat Sarcoma) Ooyn onkorenaep ToObiHa sxarathiH TeHnaep (HRAS, KRAS, NRAS). byn reHuep jkacymaHbIH OeJliHy
CUTHaJAapblH perreiai. Myrtamus kesinae RAS reni ynemi "xacyiia Oesin" mereH Oenri Oepesl, sSiFHM Kacyllla TOKTayChl3 KeOeiie
Oepeni. byn sxarnait exne, ilieK, YiUKbl 0€31 parbIHbIH 1aMybIMEH OailJIaHbICTHI.

5. MYC (Myelocytomatosis oncogene) 0y TpaHCKPHIIMSUIBIK (akTop, sIFHK 0acka reHaepaiH OeaceHaunirin perrerai. O xacyiia
ecyiHe, keberoine, Metabonm3mine acep eremi.MYC-tig mamManan Teic OeiceHyi (OVEerexpression) icik JamyblH TyAbIpaabl. by rexn
kebiHece muMdomaap/a, oxme, cyT 0e3inae 6emceral 0oabl.

Li-Fraumeni cungpomel — TP53 reningeri MyTalusaaH
TYBIHIAUTBIH TYKBIM KyaJalThIH KayinTi aypy. byn reH
KaJBIIThIIAa 3aKbIMJIAHFAH JKacyllajapAbl KOWBIM, 1CIKTIH
ecylHe Xoi Oepmeil, and MyTalus Ke3iHJE Kacyllaiap
OakplIayChl3 KOOEHiI, Karepil ICIKKE, COHBIH IIIIHAE MU
icirine aWHamagpl. MU icirl 3aKbIMJIaHFaH JKacyllajaH
OacTajbil, ©CI  MHIABIH  KYPBUIBIMIAPBIH  KbICAJIH,
HOTWOKECIHAE Oac aypybl, KYCY, Kepy KoHE KO3FaJIbIC
Oy3bUIbICTAphI Takiaa 0omaabl. CHHAPOM ICIKTEPAIH epTe XKoHE
Ul naiga 6omysiMeH KayinTi. Erep ata-anansiy Oipinge TPS3
MyTaIuschl 0ojica, 6anara onbl 50% BIKTUMANIBIKIICH Oeperi,
COHJIBIKTAH €pT€ TCHETHUKAJIBIK TEKCEpy MeH Oakpliay oTe
MaHBI3IbI.




KarepJi icik- Oakpliaychl3 KeOCHETIH >kacyliaiapaaH mnakaa Oonaawl. [leHederi keiOip »kacyiianap e3 OETIHIIE,
TOKTayChl3 OeJiHedl, ojap »XKbulgaM KeOeiedl. bysl mpoliecc KalbIIThl JKacylialap CHSKTBl pertenmeiai. Cay
JKacyllanap/bl BIFBICTBHIPBIN, JCHEHIH Oacka MYIIENepiHe >KbUIJaM Tapamn , OJlapAblH JKYMBICHIH Oy3aabl. bym —
MHBa3Msl Jen aranaabl. Karepmi icik jkacymiajiapbl OacTamnkbl OlIaKTaH O6eJIiHIN, KaH HeMece JuM@da apKblibl Oacka
MYyLIEJIepre Tapaliblll, )KaHa 1CIK OIIAKTapbIH TY3€ ajajbl - OyJ1 KYObUIBIC MeTacTa3 el aTajiajibl )KoHE OJI ICIKTIH €H
KaylinTi 0enriclt 00N caHanaabl. MeTtacTa3/blK 1C1IK KYPBhUIBIMBI OacTankKbl 1CIKKE YKcac Oosaabl. ICik skacymianapbl
©TE arpeCCUBTI JKoHE Te3 koOeleni. MeracTas keO1Hece aypy/iblH COHFBI CaThIChIHA OailKaiaibl.
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—— MerTacTa3ablH, Tapaay *Kongapbl ——

[emaToreHAi *Kon L, NlumdoreHnai »on

NMnNnaHTauUANbIK, 3O
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KaH TambipaapbliHa eHin, ICiK ¥acylwanapbl cepo3apbl KabblKKa IciK *Kacywanapbl AMmda
KaH apKbl/ibl 6KNE, eHin Tapanybl. Cepo3abl KabbIK — apKbinbl inmda TyniHaepi meH
6aybip, Mufa Tapanaibl. af3anapabl Kopwan, KO3fanblCblH 6acka af3anapfa Tapanybi.

eHiNAeTeTiH KyKa Kabar.



ToK 111K 1CITIHIH ME€TacTa3 apKbLIbl Tapalybl

Tok il1eK KeCIHAICIHAET] MHBA3UBTI KaTepJii iciri

Tox imIeKTIH MIBIPHINTHEI KabaThiHAa (MUCO0SA) OGacTalbll,
O0azanpabl MeMOpaHaJaH ©Til, TEpeH JKaTKaH TiHJepre
(submucosa, muscularis propria, serosa) meWiH TapajraH
Karepii 1cik Typi. byl — ICIKTIH arpeccuBTi Typi OOJBII
taObuTaabl. EH kUi ke3aecerini — ageHokapunaoma (0e3i
paK), CHUpPEK — MIBIPBIIITE, MEIYJISAPJbl, CAKWHATOPI3I
(signet-ring cell) memece Oacka ma cHUpeKk HycKajap.
NuBazuss Oenriepi: ICik TOK 1I€K KaOBIPFAChIHBIH
OipHemnie KaOaTblH 3aKbIMIAMABI, JuUMda KOHE KaH
TaMbIpaapbl APKbUIbI Tapaly MYMKIHIT AKOFapHI.
KosioHockonusi — iCIKTI TIKeNeH Kepyre >KoHEe Ouorcus
ajyra MYMKIHJIIK Oepeni.

['McTonarogorusiblK 3epTTey — HWHBA3USAHBI HaKThLIAI
oepei.

KT, MPT — icikTiH Tapaily ayKbIMbIH aHBIKTAy YIIIiH.

Icik mapkepiepi: CEA (kapuuHO3MOpHOHAILII AHTHICH),
CA 19-9. Emaey xupyprusijiblK oIepamusMeH Jie Ooabl.
ToK 1IMIEKTIH 3aKbIMIAJFaH OOJIT1H KECI ajIbIll TacTaWgsbl,
OHBI pe3eKIusl AT aTalIbl.



MeTacra3s

MertacTasabig Oy xKxepae Anam nenecingeri MeracTas aTblp MOWHbI
naiiia 6oy cededl — METacTa3/IblH oIepalysaaH numda TyHiHaepi
aumMda Kymeci. KEeWI1HI1 KOpiHICi



Icik reHOMHUKACHLIHBIH MJHI KOHE MAKCATHI

Icik reHomukacsl - 00bIp kacymanapeiHga kesneceTiH JIHK MyramusuiapplH, TeH 3KCHPECCHUSCHIH,
AMUTEHETUKAJBIK ©3TepICTEPAl KOHE XPOMOCOMAJBIK aHOMaJIMsIapAbl 3epTTeiai. Karepsil 1CIKTIH MOJIEKYJIaJbIK
’KOHE T€HETUKAJIBIK HET13/IEPiH allla/ibl, KAJIBIITHI KaCyIlla 1CIKKe Kajall allHaJaTbIHBIH TYCIHJIPE/l, 9p TYpJl 0ObIp
TYPJIEPIHIH, TE€HETUKAJIBIK EpPEKIIETIKTepIH CalbICThIpaabl. MakcaTsl - ICIKTIH maija OosyblHa cebenm OoJiaThbIiH
MYTalMsUIapAbl aHBIKTAy, HAYKACTBIH ICIK TGHOMBIH 3€PTTEy apKbLIbl OFaH HAKTHI OaFbITTalFaH eM (TapreTTik
Teparnus) KoJJaHy, MeTacTas/ibl 0ojKay, Oenruii Oip reH MyTalldsChIHA 9Cep €TETIH ’aHa Mpernaparrap xacay.

JIHK myTanusijiapsl - Oy )Kacylllaiarbl FeHETUKAIBIK aKIapaTThIH ©3repicke yibipaybl. Omap Typiii cedentepMeH
(pamuanys, XUMUSIIBIK 3aTTap, TYKbIMKYajlaylIbLUIbIK, BUPYcTap) naiiga 0oiaapl. I'eHaik MyTanusiiap

1. Hyxkreaixk myrammsa (Point mutation) 6ip mykmeorun e3repeni, JJHK Ttizoerinmeri Oip raHa HykjiaeoTh 0acka
HYKJICOTHKE aybIcajbl. by, akybl3 KOATAWTBIH TEHIe ocep €Tyl MYMKIH, SFHM T'eHJAETI HYKJICOTUATED YIUTIK
KOJIOHJIAP apKbUIBl aMHUHKBIIIKBLIIAPABl KOATAUTHIHABIKTAH, erep Oip HYKICOTH]I ©3Trepce, aMHUHKBIIIKBUT Ja
©3Tepill, aKybI3 TYPBIC KypblIMai Kajabl.

2. Jlenemusi (Deletion) JHK Ti30erinen Oip HeMece OipHeme HYKICOTHA Tycim Kamaabl. byim myramms
TCHETHKAIBIK KOATHI OKYIbI ©3TEPTill, aKybI3[bIH TOJIBIKTAM €3Trepeal HeMece MYJJIeM Ty3iiMmeiai.Mbicasl,
BRCAL reningeri neneuusiiap sienaep/ie cyT 0€31 MeH aHalbIK 0e3 0ObIpbIHA OCHIMIUTIKTI apTThIPaIb.

3. Hucepuus (Insertion) JIHK Ti30erine apThlk Oip Hemece OipHeIIe HYKICOTHITIH KOCHUIYBI. HoTmkecinae
T€HETUKAJIBIK KOATBHIH OKBUTY TOpTIOl OY3BUIBIN, aKybI3 Aypbic KypbuiMaiiabsl. CFTR reninmer: mHcepiusiap
MYKOBMCIIMI03 CEKUII1I TYKbIM KyaJIaThIH aypyFa OKeIe/l.



MyxkoBHCIIN/103 KE31HACT1 OKIICHIH
aTOTUCTOJIOTHSUIBIK KOPiHiCI (IIBIPHIIITH KaOBIHY
9KCCYAATBIMEH TOJIFaH OPOHXO03KTa31ap)

bpounxoskrasznap — Oyi eknexaeri
OpOHXTapAbIH (aya OTKI3TIII
TYTIKIICIEP/IiH) MaTOJIOTHUSIIBIK KEHEIO1
MeH  Oysbunysl.HoTwxkecinme — onmap
KaJBITHl JKYMBICBIH aTKapa ajMai,
HIBIPBIIT (MOKpOTA) KUHAl OacTaibl.
JKccynaT — KaObIHY Ke31HJe yiInajgaH

IIBIFAThIH CYUBIKTBIK, OHBIH
KYpaMbIHIa:IMMYH/IBIK Kacyranap
(eHKoIUTTEp),aKyBI3Aap, e

xKacyianap,0akTepusiiap 00ITybI

MyMKiH. IlIpIpbIITHl  3KCCYZAT —
KYpaMbIH/Ia KOO, >KaOBICKAK IIBIPHIII
KeIl 00JIaThIH TYPI.

Myxoaucunnos

Caycak ~ ymTapel  «Oapaban
TasSKIIaChI» TOPI3ACHIMN, 1CIHE],
aJ TBHIpHAKTAp IIBIFBIHKBI, CaFaT
OMHET1HE YKcac IIIIHTe EHemdl.
byn ©Oenri  MyKOBHUCIIHIO3IBIH
TOH KOpIHICTEpiHiH Oipl OobIN
cananaael. CoHbIMEH  Karap,
HAyKaCThIH TEPIC1, COHBIH 1IIHAC
caycakTapbl J1a TY31bl OOIybI
MYMKIH.



1. 'engixk myTanus

JIHK Ti30erinaeri HyKJIe€oTUATEPAIH e3repyl

Opak Topi3/l aHeMusl — TeH/IIK MyTalus
HOTHDKECIH/IE TeMOITIOOMH TeHiHae Oip
HYKJICOTHJT  aybICBII, APUTPOIUTTEP
OpaK TopI3/l MIIIIHTe eHeMl, Oy OTTeK
TaChIMaJILIH KUBIH1aTaabl.

1. Ten aysicy (cyocTuTynusi) — Oip

HYKJICOTHATIH  0acka  HYKJICOTHJIKE
aybICYHI.

2. Jlememus — HYKIEOTHATIH TyCII
KaJybl.

3. MHcepus — KOChIMITIA HYKJICOTHUATIH
CHYI.

4.  Jlynnoukarmus — —  HYKJICOTHATIK

T130€KTIH KalTaJIaHyHhI.

2. XpoMoCOMAJIBIK MyTallUs

1.

XpOMOCOMaHBIH KYPBUIBIMbI ©3Tepe/il.

Jleneuusi- XpOMOCOMA OOITHIH
YKOMBLTYBI
Jlymvkainus- ~ XpOMOCOMaHbIH — Oip

O6JIIrHIH €Kl HEeMecCe OfaH Ja Kol peT
KailTananysl. bynm Myranus ke3iHae
TEHJIEP CaHbl apTaJIbl.

WNuBepcus XPOMOCOMAaHBIH
OeJriHiH Y31,
KaliTa OpHbIHA KEIyl.

oip
180°-xa aiHAaJBIII

Tpancnokanus O0ip  xpomocoma
OeJiriHiy y3u1imn, Oacka XpomMocomara
KOCBUTYbl ~HEMECE€ €Ki XpoMocoma
apaceIHa 06JIIKTepMEH aJIMacy.

T
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3. 'eHOMABIK MyTaLUs

Xpomocoma caHbl e3repei.

1. Tpucomus KaJIBITITHI JTUTITIOUITHI
XKUBIHTBIKTa Oip XpOMOCOMa KOCBhIMIIIa
Tarbl O0ipey  KOCBUIYHI. Axamaa
KaJbINThl 46 xpomocoma 23 Kyl
Tpucomusa kesinge — 47 Xxpomocoma
Oonaabl. Hayn cuHgpomer  (21-
Tpucomus) — 21-xyn xpomocomaaa yur
nana Oomanel. Ilatay cuaapomsr (13-
TpucoMmus). OmBapiac cuaapombl (18-
TPUCOMUS).

2. Monocomust  (0ip

XKeTicrieyi)

XPOMOCOMAaHBIH

Tepuep curnpomsl (X0) — aitenaepae Oip
X xpomocomachkl KOK (KajabmThl — XX,
oyaga — X). Cammapsl: beneynikOcyiHiH
KBIHBICTBIK ~ OeTiaepain

AaMbIMaAyhblI.




ICIKTiH reHeTHKAJIBIK reTeporeHaiiri

ICIKTIH TeHeTHKAJBIK TreTeporeHaiiri — Olp ICIKTIH KypaMbIHAAFbl OPTYpidl >KacyllajJapAblH T'€HETUKAJbBIK
KYPBUIBIMBI MEH KACUETTEPIHIH opKeki Oomnybl. SI¥HuU, O1p iCIK imriHIae Je op »kacymia Oipael emec, onapasiy JIHK-
CBhIHJIa OPTYPJII MyTalUsiiap, TeHIIK ©3repicTep >KoHe OeJICEHIITIK AeHreinepl Oalikanaabl. Herisri Typiepi:

1.Icik imrigik (MHTpaicik) rereporenaiytik Oip iCIKTIH imiiHAe OipHENIE TYpJ KIOHIAPABIH (Kacylla TONTApPLIHBIH)
0omybl.MbIcanbl, Oip 1CIKTE XMMUOTEpAIKsFa TO3IM/II dKIHE TO31MCI3 Kacyllajiap Karap Ke3/1ecyl MyMKIH,

2. IcikTep apacwhiHAaFbl (MHTepicik) reTeporeHmiik Oip ar3amarbl opTYpHi iCIKTepAiH (MBICAIIBI, OKIE JKOHE OayhIp
iCiri) reHEeTUKAJIBIK alibIPMAIIIBLIBIFBI.

3.Icik meHn meracTta3 apacbIHJAarbl reTeporeHAIIK HETI3T1 ICIK MEeH OfaH TapaFaH METacTa3/blK OIIaKTap apachIHa
TEHETUKAJIBIK albIpMalIbUIBIKTap O00JIybl.Bysl aibipMalibuIbIKTap ICIKTIH €Mre skayan OepyiHe *oHE arpeCCHUBTUIITIHE
acep eTel.

[CiKkTiH reHEeTHKaJBIK TeTepOreHIUTITIHIH Heri3aepi

1.CoMaTHKAJIBIK MyTanusiap Icik mamysl ke3inae JJHK-ma myranusiinap skuHagaabl, HOTHXKECIHIE apTypm KJIOH/1ap
(kacymasiblk  Tortap) makga Oomanel.  Mbicamel:  TP53, KRAS, BRCA1/2 renumepingeri esrepictep ICiK
KaCyIIaJIApbIHBIH OPTYPJIl MiHE3-KYJIKbIHA 9Cep eTei.

2. XpomocoMaJsibik abeppanusiiap XpoMocomaiaapiAblH KOCBUIYBI, aXblpaybl HEMeEce JAeNCIUsIaHybl Kacylianap
apachIHAaFbl TEHETUKAJIBIK albIpMalIbUIBIKTApIbl apTThipabl. byl e3repicTep iCIKTIH arpeCCUBTUIIN MEH Teparusra
TO3IMIUTITIH KYIIEHTYl MYMKIiH.

3.9nurederukanbik o3repicrep JHK metunaeHyl MeH TMCTOH aKybI3AapbIHBIH MOAUGUKAIUACH KeMOip TeHAEpIiH
OCeJICCHILIITIH TOMEHETIN (OIipill) HeMece JKOoFapbUIaThin (KOCHIN) XKioepei.

4. KI0HBIK 3BOJIIOLMS 1CIK JKacyIagapbl TAOUFH CYPBITITATY IPUHIIMII OOMBIHIIIA JAMUBI. €H TO3IM/I1, Te3 KoOeheTiH
KJIOHAAp OackIiM OoJajbl, aj dJci3Aepl KoWbUIaAbl. bys mpoliecc 1CIKTIH AaMyblH, METACTa3/AblH Makaa OOMybIH JKOHE
Jopire TO3IMALIIKTI TYCIHIIPEI].



ICIKTiH reHeTHKAJIBIK reTepPoOreHALTIrIHIH cajaaapbl

1. JlnarHoCTHKa KHbIH/IBIFBI o1p iciKTiH op OOJITiHACIT I'C€HETUKAJIBIK
EPEKIICTIKTEp OPTYpial 00NMybl MYMKIH, COHJBIKTAH Olp FaHa OHONCHS
TOJIBIK aKIapar OepMeyl bIKTUMAII.

2.Emre Te3IMIUIIK ICIK JKacyllagapblHbIH KEHOIp KIOHIAphl XHMHO-
HeMece paJuoTepanusra To31MA1 00saabl, COHIABIKTAH eMIe KapaMacTaH
1CIK TOJIBIK KOMBLJIMAybl MYMKIH.

3.boikamMHBIH  e3repyl TeTepOoreHl ICIKTep KeOlHEece arpecCHuBTIL
JaMHUJIbl, MeTacTa3 Oepell KoHE KaWTa Iakjga 0oy (peuuavB) Kayml
YKOFaphl 00JIaIbl.

4. JlepOecTenmiplIreH MeMIIMHA K&KETTUIN. Op HayKac II€H OHBIH
ICITIHE JKEKe TEHETHKAJBIK 3€PTTEY JKYPTI3I, COFaH COMKEC €M
TaraubIHJAY — Ka31pr1 3aMaHayd OHKOTC€HOMMKAHBIH 0aCThl MaKCaThI.



IcikTiH manga 00JybIHAAFBI COMATHKAJIBIK MYTALUAJIAPAbIH POJIi

ComaTuKaJbIK MyTallMsi — OpPTaHU3MHIH COMAaJbIK JKacymajapeiHma mnaiga Oomarein JIHK esrepici. byn
MyTalusyIap TYKbIM KyaJaMalbl, TEK COJ JKacyllala JKOHE OHBIH KIOHAApbiHaa Oomambl. MyHnai esrepicrep
KaCyIIIaHbIH KAJIBITITEI OOIiHYIH, OCYIH XKoHE 6JIiMIH OaKpLIaWThIH IeHaepae 00IaThIH 00JIca, iCiK JaMybIHA CEOCTIIITi
OoJaabl.

CoMaTuKaJbIK MyTalUsJIap/IbIH maiaa 001y cedenrepi:

Oksoreni Gaxropiap (CHIPTKBI acepiep): Yibrpakyrin cayne (UV) — tepi xacymanapeinaa JITHKHbI 3aKpIMIaii b,
Hownpmayuer pamuanus — JIHK Ti30ekrepin Oysajpl. XvMUSIBIK KaHICPOTCHIC) — TEMEKI TYTIHI, acOect, Keubip
IOPLIIK 3aTTap JKacyllanapaa MyTalus TyIbIpaibl.

OHJIOTeH]II (paKTopiap (imki ce6enTep) JHK pernmkanusicel Ke3iHIe Karemikrep — xacyma oeminyi kesinae JHK
KeIIPMECIH/Ie e3repicTep nai/a 0oxabl. PeaktuBTi oTTeri Typiepi (ROS) — »xacymanbik Metabonm3m ke3inae JJHK
MeH Oacka MojieKyaanapiabl 3akbiMaaiael. JIHK penapanusiceinbiy Oy3blaybl — skacymma JIHK 3akbIMBIH JTypBIC
TY3€TE aIMan/Ibl.




CoMaTUKaAJBIK MyTaUsUIAPAbIH iCIKKe dcepi

CoMaTuKanplK MYTAUWsJIAp JKACYIIAHbIH OHTOTCHE31H >KOHE OaKpulay MEXaHU3MAEPIH Oy3ansl,
HOTHKECIHJIE 1CIK JaMU/IbI.

1. Onxorenzpepaiy Oencenninenyi; Hopmana jxkacyranely OOIIHYiH PETTEHTIH Proto-oncogen renjaepi
MyTallUsJaH KEWIH OHKOreHre akHajgaabl. bya jkacyllaHbIH KOHTPOJIIaH ThIC OOJIIHYIHE OKeJel.
picaliel. RAS, MYC, HER?Z.

2. Icik cympeccop renaep/iH Oy3putysl: Hopmama skacyrmaHblH O6JiHYIH TEKEHTIH, armonTo3nbl (e3-
©31H JKOI0) ICKe KOCaThlH reHiep. Myrtanus Ke3iHAe onapiblH (YHKIMACH JKOFaJIajbl, Kacylla
KOHTPOJIJIaH ThIC OeiHeal, Karep KiaoHaap naiaa 6onansl. Meicansl. TP53, RB1, BRCAL, BRCAZ2.

3. SI[HK 6penapauﬂﬂ renjiepiniy 3akbiMaanysl: JIHK 3akeiMbiH Ty3elTiH renpep (mbicansl, MLHI,
MSH2) Oy3suica, JJHKna kartenep >KMHaAKTaJIbIl, TEHOM TYPaKTbUIBIFBI TOMEHJACHAl, OYJI ICIK JaMy
KayIiH apTThIPaJbI.

CuHgakTwiusa  —  caycakTrapAblH
TOJILIK ~ HeMece imrHapa  Oipiryi
OoJslaThiH Tya maiiga Oonran akay. On
TEPIMEH HEMECE CYMEKIEH KOCBHUIYbI
MYMKIH OHE KO01HE KOJ HEMECE asK
caycakTapblHa ocep ereni. Emueymix
HEr13r1  9MIClI  —  XUPYPrHUSIIBIK
omiepalys apKblIbl caycakTapabl 0e.ry.




CoMaTHKAJBIK KOHE TYKBIM KYaJaUThIH MYTAIMAJIAP/AbIH AaHbIPMAIIbLIBIFbI

CoMaTukaJabIK MyTalUs:

OpraHu3MHIH JEHE KacyllajJapbIHa
(coManbIK »KacyllajapblHAa) Iaiga
0oJ1aThIH JTHK e3repici. by
MyTalMsaap TYKbIM —KyaJlaMaMIbl,
TEK COJ JKacyllla MEH OHBIH
KJIOHAapbIHaa 0ojapl. KeOiHece 1Cik
CHUAKTHl  aypylJapAblH  JaMybIHA
cebern 00J1aabl.

COMATUKATbBIK

TEK AOAMFA SCEP

MYTALIUA

ETEL

TyYKbIM KyaJalThIH (raMeTaJbIK) MyTAIIHS :

KbIHbIC KacylajapblH/ia (cnmepmaro3ou
HEMece JKYMBIpTKa) maiiga Oomarein  JIHK
e3repici.byn wmyranusiap ypmnakka Oepiient,
SFHU Oaja OCBI MYyTalASHBI 0apJIbIK
KacylmajnapbiHaa anaasl. MyHIam MyTtamnusiap
TYKbIM KyaJaWTbhIH aypyjiap HEMece aypyra
OCMIMIUTIKTIH JaMybIHA 9CEp €TE/Il.

TyKbIM KyananTbiH
MyTauus

¥PTIAKKA
SCEP ETEAI




buomapkep YFbIMbI K9HE OHKOT€HOMHUKAAAFbI MAHbI3bI

buomapkepaep (arsumm. biomarkers — biological markers) — Oy opraHm3mzaeri OHONOTHSIIBIK HEMeECe
MaTOJOTHSJIBIK MPOIECTEP/l, COHJaM-aK JIopUIK ocepiaepAl KOpCEeTeTiH MOJSKYIalblK, TIeHETUKAJIbIK,
OMOXUMUSUIBIK HEMECE JKaCyIIabIK KOpPCeTKITep. AypyablH 0ap-KOFbIH, JaMy CaThIChIH HEMECE eMTe Kayall
Oepy KaOUIeTIH aHbIKTayFa MYMKIH/IK OCPETIH MOJICKYIAJIBbIK «KOPCETKIIITEP.

OHKOT€HOMMKAIaFbl MAaHbI3HI.

1. Jlmarnocrukaaa;

bromMapkepiiep icik aypyldapelH epTe Ke3eHIe aHbIKTayra Kemekrecemi. Moeicanbl: PSA  (mpocrara-
crien(UKaIbIK aHTUTEeH ) — TMPOCTaTa OOBIPBIHBIH OMOMapKepI.

2. IIporuo3 kacayna:

[CikTiH JaMy >KbUIAAMJbIFBl MEH HAyKACThIH eMIp Cypy OoJbKamblH Oaranayra MYMKIHJIK Oepesi.Mbicabl:
HER2 reninin ammudukanuscel — cyT 0e31 OOBIPBIHBIH arpeCCUBTI TYPiH KOPCETE].

3. TapreTTik TepanusiHbI TaHAay/lAa:

benrium 0ip myTanusra OareITTalFaH 1opiHi Tapaayra kemekreceai.Mpicansl: EGFR, KRAS, BRAF rennepinin
MYyTalUsJIapbl — OKIIE KOHE TOK 11IEK OOBIPBIH/IA MaHbI3/IbI.

4. Em motmkecin 0axkpliayna: Kanmarsl icik JJHK (ummpkymsiusisik icik JTHK — ctDNA) menmiepin esiey
apKbUIbl €MHIH TUIMJIUTITIH Oaranayra 00JiaJibl.



Anwrreiimep aypysl (Alzheimer’s
disease) arpl HEMIC TICUXHATPHI

KOHE HEBPOJIOTBI Auronc
AJbIreiMepaiH KYpMETIiHE
oepuiren.1906 KBLTBI

AnbarenmMep aJIFaIIkbl peT
HAayKacThlH  MHJAFbl  €PEKIIE
©3repICTePiH CUIATTaIl, JEMCHITUS
Oenrutepid 3eprrereH.Con
3EpTTEYNIEP HOTHUKECIHIE aypy
OHBIH aTbIMEH aTajFaH.

Kanbinrsl Anslrenmep

Aabireiivep aypybl (Alzheimer’s disease) — MuabIH
HEWPOJETECHEPATUBTIK aypybl, OJ HETI3IHEH €CTE Ccakray,
oijlay JKOHE MIHE3-KVJIbIK KaOUIeTTepiHiH  OlpTiHAEN
OY3bUTYBIMEH cUMATTalajbl. bysl aypy JeMEHIUUSIHbIH €H KUl
KE3JI€CETIH TYp1 OOJIBIN CaHAIAbI XKIHE KoOlHece 65 xacTtaH
acKaH ajiaMJiap/la aHbIKTaIadbl.

CuMnTomaapsl:

JKaHa aknmaparThl €CT€ CaKTay KUBIHJIBIKTAPHI,

Ceilney MeH KaOblIay KaOlJeTTepiHiH TOMEHIEYI;

YakpIT IEH OPBIHBI IYPHIC AHBIKTAW ajMay;

MiHe3-KYJIBIK TI€H SMOIMOHAIIIBIK e3repicTep (MbIcabl,
allyJIaHIIAKTHIK, KyH3ellcKke OCHIMILTIK).



BUOMAPKEP TYPJIEPI

A i

Monekynansl ®U3NONOTUANBIK BHOXUMUANBIK
6uomapkepnep Guomapkepnep 6Guomapkepnep

O B B

DeHoTUNTIK  MIMMYHONOTHANBIK [MarHoCTUKa
Guomapkepnep Guomapkepnep  nbiK Xake
NPOrHOCTHKANbIK

E : j 6uomapkepnep

DyHKUKOHANABIK /
Xyrenik
6uomapkepnep

AnarHocTuKanbik
YKaHe NPOrHOCTUKANbIK
Guomapkepnep

buomapkepJepain TypJiepi

Monexynansik Ouomapkepnep — JHHK, PHK nHemece O0enok
nenreviggeri esrepicrep.Meicanbl. RAS, MYC, TP53, BRCAL,
BRCA2, miRNA.

Du3MONOTUsIIBIK OMOMAapKeEpJiep — OPraHU3MHIH (YHKIIMOHAJ B
XKarJqanblH KepceTel.MbIcabl: KaH KbICBIMBI, )KYPEK COFY KHULIITI,
OKIIe (PYHKIIUSICHI.

buoxumusiieik Onomapkepsiep — KaH, HeCel, CUIEKeHAer1 XUMUSIIbIK
3arTap.MeIcalbl: IoKo3a, xonectepuH, ALAT, ASAT.

deHoTUNTIK OUOMapkepiiep — KOpIHETIH Oenruiep.Mabicabl:
TEpIHIH TYCI, ICIKTIH KoJIeMi, I9p1 9CEpiHEH OopTIIE.
VMMyHOJIOTUSIIBIK  OMOMapkepiiep — HUMMYHJIBIK jKayall HeMece
antuacHenep aeHreuii.Meicanel: CRP, HBsAQ, HIV antunenenepi.

OyHKIMOHANIBIK KYHEIiKk  OnoMapkepiep — JKYHEIIK HeMece
xKacymanblK GyHKOusapapl Oaranaiabpl.Mpicansl: OKI, D293I,
CIIUPOMETPHS.

JIMarHOCTUKABIK YKOHE IMPOTHOCTUKAJIBLIK OMOMapKepiaep — aypyasbl

aHBIKTAay HeMece JaaMyblH Ooipkay.Meicanel: PSA (muarsocTuka),
HER2 (mporuo3).



IekTiH icik aypybl

By imekTiH imki KaOBIpFachIHAA KaTepili ICIK »KacyllajdapbIHBIH (paK KJICTKaJTapbIHBIH)
OaKpIIaYChI3 OCII, ICIKKEe alHATYbl apKbUIbI Maiiga 0onaTeiH KayinTi aypy. On kebiHece TOK

imekre (KOJIOH) HeMece TIK 1mekTe (peKkTym) JdaMUJbl, COHIBIKTaH OyJ aypy Xwui
KOJIOPEKTAJAbI 00bIP AEI aranajsbl.

Tik 1mekreri kepiHici Tox 1mIeKkTeri KepiHici




OkneHiH icik aypybl

1. Wedge resection — celHA TOpI3Ai KECI ajblll TacTay
(exmeHiH KilIKeHTal OOJIriH, iCiKIeH Oipre, ChIHA MIMIIHIHIE
KECIIT aJIbIIl TacTay).

2. Segmental resection — cerMeHTTI KecCill aiblll TacTay
(exrreHiH Oenrim Oip CErMEHTIH ICIKIIeH Oipre aibIl TacTay).

3. Lobectomy — no6skromust (exneHiy Oip OeiriH — sSFHU Oip
YJIECIH TOJIBIK aJIBIIl TacTay).

4. Pneumonectomy — mHEBMOHAPKTOMHS (OKIICHIH Oip >KaFbIH
TYTEJIIMEH aJIbIIl TacTay).

Wedge resection
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PeHTren apKbUibl OKIE ICITIHIH KOPIHIC]

Pneumonectomy

Lobectomy



