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OCHOBHBIE METO/IbI U3YYEHUS XPOMOCOM YEJIOBEKA.

AHHOTauus. B [aHHOM cTarbe paccMaTpUBAKOTCA OCHOBHBIE METOJBI,
MpPUMEHSIEMbIE B COBPEMEHHBIX  OHOJOTMYECKUX W METUIIMHCKHX
UCCIICIOBAHMSX I aHallM3a CTPYKTYphl, KOJWYECTBA XPOMOCOM H
TCHETHYECKUX aHOMAJINN, BKITIOYAIOT KapHOTUIIUPOBAHUE, (DITyOPECIIEHTHYIO UH
cuty ruopuauzanuio (FISH), a Takke MeTo/ b1, OCHOBaHHBIC Ha MOJUMOPhU3ME
JIHK. Kaxap1ii U3 3TUX METOIOB MO3BOJISIET UCCIEA0BATh KAK CTPYKTYPHBIE, TaK
Y YHCJIOBBIC U3MEHEHHS B TEHETUYECKOM MaTepuaje, YTO UTPaeT BaXHYIO POJIb

B JIMarHOCTHKE HACJIEACTBEHHBIX XPOMOCOMHBIX 3a00JICBAHUM.
KiroueBble cjioBa: IMTOTEHETHKA, KapHWOTHUII, (IYyOPECIEHTHYI0 WH CHUTY
ruopuam3anuo  (FISH), momumopdusm  JIHK, XxpomocomHble 0o0ie3HH,
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THE MAIN METHODS OF STUDYING HUMAN CHROMOSOMES.

Annotation. This article examines main methods used in modern
biological and medical researches for structural analysis, the number of
chromosomes and genetic anomalies including karyotyping, fluorescence in situ
hybridization (FISH) as well as methods based on polymorphism of DNA. Each
of these methods let to survey structural and numerical changes in genetic
material which plays a crucial role in diagnosis of hereditary and chromosomal
diseases.
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[{uToreHeTHUECKOE HCCIEAOBAHNE OXBATHIBACT HECKOJBKO Pa3TUYHBIX
METO/IOB, KaXKIbI M3 KOTOPBIX MMEET CBOU OCOOEHHOCTH, MPEUMYINECTBA U
obmactn mnpumeHeHus. OCHOBHBIE METONBI, MPHUMEHsIEMble IS aHalu3a
XpOMOCOM ¥ TEHETHYECKUX aHOMalHi, BKIIOYAIOT KapUOTUIIUPOBAHUE,
bayopecuientHyro uH cuty rtubpuauzanuto (FISH), a Ttaxxe w™eromsl,
ocHoBaHHble Ha monumopdusme JIHK. Kaxnaplii u3 3TUX METOAOB MO3BOJISET
HCCJIEIOBAaTh KaK CTPYKTYpHBIC, TaK U YHUCIOBBIE M3MEHEHUS B TEHETHUYECKOM
MaTepuaje, 4YTO WrpaeT KIYEBYI0 pOJb B JAMArHOCTHKE 3a00JeBaHUM,
WCCJICIOBAHMA MEXaHW3MOB HACJICIOBAaHWS W TOHUMAHUU  KJIETOYHBIX
MPOILIECCOB.

KapuotunupoBanne — 3TO METOJ HCCIEIOBAHHS XPOMOCOM, KOTOPBIH
MO3BOJISIET OMNPEACIUTh WX YHUCIO, CTPYKTYpY M BO3MOXKHBIE aHOMAJIUU.
KapuotunupoBanre mTpOBOJUTCS HAa OCHOBAHMM aHanuM3a MeTada3HbIX
XpOMOCOM, TIOJyYEHHBIX M3 KJIETOK OpraHu3mMa. OTOT METOH SBISETCS
OCHOBHBIM JIJIsI BBISIBJICHUSI YHUCIIOBBIX (HAPUMEp, TPUCOMUS) U CTPYKTYPHBIX
aHOMAaJIMK XpOMOCOM (HarpuMmep, JAeeluid, UHBEPCHil, TpaHCIIOKaIui).

CymiecTByeT HECKOJIBKO METOAOB KApUOTHIIMPOBAHHS, CPEAU KOTOPBIX

MOJKHO BBIACJINTD:
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CranpapTHOE KapuOTUIIMpOBaHHE: MeToJ, MpU KOTOPOM XPOMOCOMBI
BU3YAJIU3UPYIOTCA €  TOMOINBIO  MHKPOCKOIA  IOCJI€  OKpalluBaHUS
CHEIUAIBHBIMU KPACUTEISIMU. DTOT METO]I IMO3BOJISIET BBIIBUTH aHOMAJIUU B
YHCJIEe XPOMOCOM U OCHOBHBIE XPOMOCOMHBIE a0eppaly;

Meton nudpepeHImaipHOro OKpalMBaHus XpOMOCOM: IPUMEHSIETCS IS
BBISIBJICHUSI MEJIKUX CTPYKTYPHBIX W3MEHEeHHH. OIuH M3 TaKuX METOJO0B —
OKpallMBaHHe XpoMocoM c momoiipio Tumna G-okpacku (G-OaHmax), npu
KOTOPOM XPOMOCOMBI OKPAIIIMBAIOTCS B TOJIOCHI, YTO MO3BOJISIET BBIIBUTH JIAXKE
MaJlble U3BMEHEHUS B UX CTPYKTYPE;

CpaBHurenpHOe KapuoTunupoBaHue: CpaBHEHHE XPOMOCOM pPa3HBIX
BUJIOB MO3BOJISIET aHAJIM3UPOBATh Pa3/IUUUs B CTPYKTYpE M UHCIIE XPOMOCOM,
YTO BaXXHO JI1 MCCJIEAOBAHUS HBOJIOUMM W POJCTBEHHBIX CBS3EH MEXIY
BUJIAMU;

B Osnxkonoruu: KapuOTUIUPOBAHUE HCIONB3YETCS ISl HMCCIEA0BaHUs
XPOMOCOMHBIX HM3MEHEHHUH B PAKOBBIX KJETKaX, TaKHWX KaK HaJd4due
XPOMOCOMHBIX TPAHCJIOKAIIUN WK aMIUTA(PUKAIIii.

B DOBontoruu: cpaBHUTENBHOE KAPUOTUIIMPOBAHUE MOMOTAET YUYEHBIM
M3y4aTh SBOJIIOIIMOHHBIE U3MEHEHUS U POJCTBEHHBIC CBS3U MEXIY BUIAMM.

Onyopecuentnas rudbpuamzauus  (FISH) — 5310  MonekynsipHO-
T€HETUYECKUI METOJ, KOTOPbIA HUCMONB3YeTCS ISl ACTEKIHUH crenu(uiaecKux
ydyactkoB JIHK Ha xpomocomax ¢ moMoripto (pyopeciieHTHBIX METOK. DTOT
METOJ] 3HAYUTEIBHO IMOBBIIIAET TOYHOCTh U UYBCTBUTEIBHOCTH JAUATHOCTHUKU,
MO3BOJISIA HE TOJIBKO MCCIEAOBATh UYMCIIOBBIE, HO UM CTPYKTYPHBIE aHOMAJIUU
XPOMOCOM.

FISH umeeT HECKOJIBKO BayKHBIX TPUMEHEHHI B IUTOIC€HETUKE:

- BbIgBIeHHE  XPOMOCOMHBIX  TpaHCIOKAIMi:  HAmpuUMep, s
JTMArHOCTUKHU XpOoHUYecKoro Muenoieikosza (XMJI) ucnonszyercs meron FISH

UL OOHApY>KEHHsS  TPAHCIOKallMM  MEXIy Xpomocomamu 9 u 22
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(punmanensuiickas XpoMocoma), KOTOpasi SIBISETCS XapaKTePHOW I STOTO
3a00JIeBaHUSI.

- BrisBnenue ammuduxanuii reHoB: FISH moszBosser oOHapyKuBaTh
YBEJIIMYEHNE YHCIIA KOMUWM OMPENECICHHOIO I'€Ha, YTO UIPAET KIUYEBYIO POJIb B
JUAarHOCTUKE pa3JIM4YHbIX BUIOB paka. Hampumep, misd IHAarHOCTUKU paka
MOJIOYHOM >kelnie3bl uccienytor amrumdukanuio resa HER2, uro momoraer
MIPEJICKa3aTh OTBET HA TAPTETHYIO TEPAMUIO.

- Henmeuun u uaBepcun: FISH Taxxke ucnionbsizyercs A BeIsIBICHUS Oosiee
MEJIKUX CTPYKTYPHBIX U3MEHEHUN, TAKUX KAK JCJICIUHA WU UHBEPCHHU, KOTOPHIE
HEBO3MOYKHO YBHJIETh C TTIOMOIIBIO OOBIYHOTO KAPUOTHUITUPOBAHMUS.

FISH wrpaer ueHTpadbHyl0 poOJdb B JIHAarHOCTUKE TE€HETUYECKUX
3a007€BaHUi, S3TOT METOJ TMO3BOJISIET TOYHO OINPENEIUTh XPOMOCOMHBIE
AHOMAJIMM, BBISABIISIS J@KE€ MEJIKME U3MEHEHUS Ha XPOMOCOMAax, KOTOpbIE HE
BUJIHBI IIPU CTAHIAPTHOM KapUOTUIIUPOBAHUH.

Kpome Toro, meron FISH akTUBHO HCMOJIB3yeTCS B OHKOJIOTHM IS
MOHHUTOPHHI'a XPOMOCOMHBIX M3MEHEHUU B PAKOBBIX KJIETKAX, YTO I1O3BOJSAET
BBISIBUTh  MPEAPACIIONIOKEHHOCTh K  OHKOJIOTHYECKAM  3a00JICBaHUSAM H
noso0path Hanbosee 3HPEeKTUBHOE JICUCHHUE.

[Mutorenernueckuit ananmu3 Ha ocHoBe mnoiumopduszma JIHK — »s10
METOJI, HANpPaBIICHHbIH HA MCCICIOBAHUE TE€HETUYECKOM W3MEHUYUBOCTH,
KOTOpass MOET OBbITh HCIIOJIb30BaHA JUIsl JAMArHOCTUKM TE€HETUYECKHX
3a00neBaHUi, a Takke IS YCTAaHOBJICHHS  POJCTBA W  JPYrux
HCCIIEIOBATEIIbCKUX LIEJIEH.

B nuarHoctuke MOHOTeHHBIX 3a0osieBaHuii: monumopdusm JIHK
MO3BOJISIET BBIIBUTH M3MEHEHUS, XapaKTEPHBIC 1T MOHOTEHHBIX 3a00JI€BaHU,
TaKAX KaK MYKOBUCUHZO3, CUHIpoM JIn-OpaymeH u Apyrue HaCIeICTBEHHbBIC
0oJie3HU. AHaIN3 CreU(PUIECKUX MAPKEPOB MO3BOJISIET C BHICOKOW TOYHOCTHIO

BBIABUTH MYTAHTHBIC I'CHBI, KOTOPBIC OTBCTCTBCHHEI 3d PA3BUTHUC 3a00JIeBaHHUIA.
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B npenaranbHON DUMArHOCTHKE: C MOMOIIBIO METOJOB TOJUMOphU3Ma
JJHK MOXHO mNpOBOAWTH NPEHATAIBHYK JHArHOCTUKY W BBISABIISTH
MPEAPACIIONIOKEHHOCTh K TEHETUYECKUM 3a00J€BaHUSAM Y IUI0Aa. ITO OCOOEHHO
BAXHO B Clydyae CEeMEWHbIX 3a00yieBaHUl, TJI€ HEOOXOAMMO HPOBECTU
JIMArHOCTUKY HA PAHHUX CTaIUSX OEPEMEHHOCTH.

[{utorenernueckuit ananu3 Ha ocHoBe mnosumopduszma JIHK akTuBHO
UCIIOJIB3YETCSl B YCTAHOBJICHUM POJICTBA, HAIIPUMED, B Cy1€0HOM MEIUIIMHE WIN
JUIsl T€HEaJIOTUYECKUX HcclieoBaHui. OlleHKa T€HETUYECKOW W3MEHYMBOCTHU
IIO3BOJIIET TOYHO OIPENEIUTh CTENEHb POJCTBA MEXKIy WHIWBUIAMU, JAXKE
€ClIi 3TO JaJbHHE POJCTBEHHUKH. DTO TaKXKe MOXKET ObITh MOJE3HO s
BBISIBJIEHUSI OMOJIOTMYECKUX POJIUTENEH B Cllydae YChIHOBIICHHUS.

Takum 00pa3om, COBpPEMEHHBIE METOJbl ILUTOT€HETUYECKOIO aHaIu3a
3HAQUUTENBHO PACIIUPSIOT BO3MOYKHOCTH JIMATHOCTUKM W HUCCIEAOBaHUSA
TFeHeTUYECKUX 3a00J€BaHUN, HO Takxke TpeOyIoT 3HAUYMUTENbHBIX PECYpCOB U
OIBITA JUISl UX IIPABUIBHOI'O IPUMEHEHUS
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