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AHHOTATIUSA
B nanHOl crathe paccMaTpuUBAKOTCS OCHOBHBIE METOJHBI, IMPUMEHSEMbIE B COBPEMEHHBIX
OMOJOTMYECKUX U MEAMIIMHCKUX UCCIIEOBAHMSX Ui aHalIN3a CTPYKTYPHI, KOJIMYECTBA XPOMOCOM U
TCHCTHUYECKUX aHOMAJIUH, BKIIOYAIOT KAPUOTHITUPOBAHKE, (DITYOPECIICHTHYIO UH CUTY THOPHIH3AIIIO
(FISH), a Ttakxxe Meronbl, ocHoBaHHble Ha monuMopdusme JIHK. Kaxapiii u3z 3Tux MeTonoB
MO3BOJISIET UCCIEA0BATh KaK CTPYKTYPHBIE, TAK U YHCIIOBbIE U3MEHEHUSI B TEHETUUECKOM MaTepuale,
YTO UTPAET BAXKHYIO POJIb B IMArHOCTUKE HACIIECTBEHHBIX XPOMOCOMHBIX 3a00JIeBaHUA.

KiroueBble cjI0Ba: IUTOTCHETHKA, KApUOTHIL, (DIYOPECHCHTHYIO WH CHUTY THOPHIH3AIIIO
(FISH), nonmumopdusm JJHK, xpomocomubie 6051€3HHU, THarHOCTHKA.
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[utoreneTnyeckoe MCCIEIOBAHNE OXBATBIBAET HECKOJIBKO PA3JIMYHBIX METOOB, KaXIbIH M3 KOTOPBIX
UMEET CBOM OCOOEHHOCTH, MpEeuMyIllecTBa U 0061acTu npuMeHeHusi. OCHOBHbIE METO/Ibl, IPUMEHsIEMbIE
JUISL aHAJIM3a XPOMOCOM M T€HETHYECKHX aHOMAJINH, BKIIIOYAIOT KapUOTHUIHPOBAHHUE, (IIyOPECLIEHTHYIO
uH cury rubpuamnzanuio (FISH), a Taxxe meronsl, ocHoBaHHble Ha monuMoppuszme JTHK. Kaxnasiit u3
3TUX METOJIOB MO3BOJISET MCCIEI0BATh KaK CTPYKTYPHBIE, TaK M YHCIOBbIE U3MEHEHHSI B T€HETUYECKOM
MatepHaje, YyTO UIpaeT KIIOYEeBYI0 POJIb B JMAarHOCTUKE 3a00JeBaHUM, HCCIETOBAHUU MEXaHH3MOB
HACJIE0BAHNS U TOHUMAHUU KJIETOYHBIX MTPOLIECCOB.

KapuorunupoBanue — 3T0 METOJ1 UCCIAEAOBAHUSL XPOMOCOM, KOTOPBI MO3BOJISIET ONMPEAEIUTh UX YUCTIO,
CTPYKTYPY W BO3MOXKHbIE aHOMaluH. KapuoTunupoBaHHe TMPOBOJUTCS HAa OCHOBAaHMM aHAIIN3a
MeTadazHbIX XpPOMOCOM, IMOJYYEHHBIX U3 KIETOK OpraHu3Ma. JTOT METOJl SBISETCS OCHOBHBIM ISt
BBISIBJICHHUSI YHUCIIOBBIX (HApUMEpP, TPUCOMHSI) U CTPYKTYpHBIX aHOMAaJIHH XpoMocoM (Hampumep,
JIeJIeTNi, HHBEPCHM, TPAHCIOKAITUH).

CYI_I_ICCTByeT HECKOJIBKO METOJOB KAPpUOTUITUPOBAHUA, CPEAN KOTOPBIX MOXKHO BBIACIINUTD:

CrangapTHOoe KapHOTUIHpOBaHUE: MeToJl, IpU KOTOPOM XPOMOCOMBI BU3YaJU3UPYIOTCS C MOMOIIbIO
MHUKPOCKOIIa IIOCJIE OKPAIUMBAHUS CHEUAIBHBIMM KpPAacUTEIsIMU. OJTOT METOJ I03BOJISIET BBIIBUTH
aHOMAJINU B YUCJIE XPOMOCOM U OCHOBHBIE XPOMOCOMHBIE abeppaluy;
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Meton nuddepennuanrbHoro okpammuBaHus XpomocoM: IIpuMeHsieTcss Ui BBISBICHUS MEIKHUX
CTPYKTYpPHBIX M3MeHEHUH. OJUH U3 TaKMX METOJI0B — OKpAIlIMBaHHE XPOMOCOM C MoMolpio Thna G-
okpacku (G-6aHmax), mMpu KOTOPOM XPOMOCOMBI OKPAIIMBAIOTCS B IOJIOCHI, YTO IMO3BOJIAET BBISIBUTH
JTa)Ke MaJlble U3MEHEHUS B UX CTPYKTYpPE;

CpaBHuTeNBbHOE KapuoTunupoBanue: CpaBHEHHE XPOMOCOM pPa3HBIX BHJIOB IO3BOJISIET aHAIM3UPOBATh
pasiiuuus B CTPYKTYPE U YUCIE XPOMOCOM, YTO BAXKHO JUISl UCCIEAOBAHUS BOJIIOIUHU U POJCTBEHHBIX
CBSI3€l MEXy BHJIAMH;

KapuotunupoBanue wurpaer KIIOUEBYIO pOJIb B JHATHOCTHKE MHOXECTBa 3a00JIeBaHHMM, TaKUX
Kak: XpoMOCOMHBIe 3aboseBanus: cuuapoM [layna (tpucomus 21), cuaapom DaBapjca (Tpucomus 18),
cunapowm Ilaray (Tpucomus 13) u gpyrue paccTpoiicTBa, CBA3aHHbBIE C HAPYIIEHUEM YUCIIA XPOMOCOM.

B OHKOJIOrMM:KapuOTUIIUPOBAHUE MCIIONB3YETCA JUIA HCCIENOBaHMS XPOMOCOMHBIX H3MEHEHUU B
PaKOBBIX KIIETKaX, TAKUX KaK HAJMYME XPOMOCOMHBIX TPAHCIOKAIUN MIIM aMIUTH(UKALINN.

B BBOJ'II-OI_[I/II/II CPAaBHHUTCJIBHOC KAapUOTHUIIMPOBAHUC IIOMOIa€T YUCHBIM H3Y4YaTb 3BOJJIOLMOHHBIC
N3MCHCHHUA U POACTBCHHBIC CBA3U MCIKAY BUAAMU.

®dnyopecuentHas uH cuty rudpuauzanus (FISH) — sto MonekynspHO-reHeTH4ecKuii MeTo, KOTOPbIi
UCTIONB3YyeTCcsT Juis  feTeknuu  cnenuduuecknx ydactkoB JIHK Ha xpomocomax ¢ MOMOIIBIO
(IJIyOpeCUEeHTHBIX METOK. OTOT METOJ 3HAUYUTEIbHO IIOBBIIIAET TOYHOCTh W YYBCTBHUTEIBHOCTH
JMAarHOCTHKH, TIO3BOJISISL HE TOJIBKO MCCIIEN0BATh YHCIOBBIE, HO U CTPYKTYPHBIE aHOMAJIMM XPOMOCOM.

FISH nmMeeT HeCKOJIbKO BayKHBIX IPUMEHEHUHN B IIUTOTCHETHKE:

> BrbIBICHHE XPOMOCOMHBIX TpaHCIOKanui: Hampumep, IS JUArHOCTHKU — XPOHUYECKOTO
muenoneiiko3a (XMJI) ucnomezyercs meron FISH nns oOHapykeHHs TpaHCIOKAMA MEXKIY
xpomocoMamu 9 u 22 (dunanenbduiickas Xxpomocoma), KOTOpast SIBISETCS XapaKTEPHOU UIS 3TOTO
3a00JIeBaHUs.

» Briienenne ammmndukanmii reHo: FISH mo3Bomsier oOHapyXuBaTh YBEIWYEHHE YHUCIA KOMUH
OIPEIEICHHOI0 T€HAa, YTO WIPacT KIIOYEBYKD pPOJIb B JHUArHOCTUKE pPAa3iIW4HBIX BUJOB paKa.
Hanpumep, 115t 1uarHOCTUKYA paka MOJIOYHOM JkeJe3bl uccienytot amiumudukamnuio rena HER2, uro
IIOMOTaeT IPEACKa3aTh OTBET HAa TAPTETHYIO TEPAIIUIO.

» Jlenenmu n waBepcun: FISH Taroke mcronb3yeTcs Aiisi BBIABICHUs 0OJiee MENKHX CTPYKTYPHBIX
U3MECHEHUH, TaKUX KakK [JEeJCLUU WIM WHBEPCUHU, KOTOPHIE HEBO3MOXKHO YBUACTb C ITOMOILBIO
OOBIYHOTO KapUOTUIIUPOBAHUSI.

FISH HUIrpacT HOCHTPAJIBHYIO POJIb B JUAIHOCTHKE TI'CHECTUYCCKUX 3a6OJ'IeBaHI/II71, O9TOT MCTOA ITO3BOJIACT
TOYHO ONpCACINTL XPOMOCOMHBIC aHOMAJIWH, BBIABIIAA OaXXE MCJIIKME HM3MCHCHHA Ha XpOMOCOMaAX,
KOTOPBIC HC BUAHBI ITPU CTAHAAPTHOM KapUOTUIIMPOBAHUH.

Kpome Ttoro, meron FISH akTMBHO HCHOJIB3yeTCsI B OHKOJOTHH JUIsI MOHUTOPHHIA XPOMOCOMHBIX
M3MEHEHUH B PAKOBBIX KJIETKaX, YTO IMO3BOJSET BBISIBUTH IPEIPACIIOIOKEHHOCTh K OHKOJIOTMYECKUM
3a00seBaHusSIM 1 Mo100paTh Hanbosee A3 (PEeKTUBHOE JICUCHHE.

[uTtorenernueckuii aHanu3 Ha ocHoBe mnonumopdusma JIHK — 3710 Meron, HampaBieHHbBIH Ha
UCCJIEJOBaHNE T€HETUYECKOM WM3MEHYMBOCTH, KOTOPask MOKET OBbITh HCIOJB30BaHA JJSl JTUArHOCTHKHU
TeHEeTHYECKUX 3a00JIeBaHNM, a TaKXkKe /Ul yCTAaHOBJICHUS POJACTBA M JPYTUX UCCIIEA0BATENBCKUX LENIeH.

B nuarHoctuke MoHOreHHBIX 3a0oneBaHuii: nonumopdusm JIHK mno3BosiseT BBIIBUTH W3MEHEHHS,
XapakTepHbIe [UII MOHOTEHHBIX 3a00JI€BaHUM, TaKUX KaK MYKOBHCIUA03, cHUHIApoM Jlu-®OpaymeH u
Jpyrue HacaeICTBeHHbIe 00JIe3HU. AHAINU3 CTIEHU(PHUECKUX MAPKEPOB MO3BOJIET C BHICOKON TOYHOCTHIO
BBISIBUTH MYTaHTHBIE I'€HbI, KOTOPbIE OTBETCTBEHHBI 3a pa3BUTHE 3a00JIEBaHUM.
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B mnpenaranbHON JIUArHOCTHKE: C TOMOIIBI0 MeToqoB mnonumopdusma JIHK moxxHO mpoBoauTh
HpeHaTaJIBHyIO I[I/IaI‘HOCTI/IKy N BbBIABJIATDH HpeﬂpaCHOHO)KeHHOCTB K T'€CHCTHUYCCKHUM 3216OJIeBaHI/I$IM y
mwiona. OTO OCOOCHHO BaXXHO B Cllydae CEMEHHBIX 3a00Je€BaHUM, TI€ HEOOXOJMMO IPOBECTH
I[I/IaFHOCTI/IKy Ha paHHI/IX cragusax 6€peMeHHOCTI/I.

[Mutorenetnueckuii aHanu3 Ha ocHoBe nonumopdusma JJHK aktuBHO mcnonbzyeTcst B yCTaHOBIIEHUU
pOICTBA, HampuUMep, B CyACOHOW MEIUIIMHE WU MJI1 TEeHEaJorHvecKux wuccienoBanmii. OleHka
T€HETUYECKONM H3MEHYMBOCTHU MO3BOJISIET TOYHO OINPENCNIHMTh CTENEHb POJCTBA MEXAY WHIWBHIIAMH,
JaXe €eCIu OTO JalbHUE POJCTBEHHUKH. ITO TaKKE MOXKET OBbITh TOJIE3HO /Jisi BBISBICHUS
OHMOJIOTUYECKHUX POAUTENCH B ClTyyae YChIHOBIICHHUS.

Takum o6pa30M, COBpPCMCHHBIC MCTOAbI HMUTOICHCTUYCCKOI'O aHaJIW3a 3HAYUTCIIBHO pPACIIHUPAOT
BO3MOXXHOCTH JHArHOCTUKHU HW HCCICAOBAHHUA TI'CHCTUYCCKUX 3860J’I€B3HHI>1, HO TaKXeE TpC6YIOT
SHAYUTCIIBbHBIX PCCYPCOB U OIIbITA JJIA UX IMTPAaBHUJIbHOTO IIPUMCHCHU A
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