FISH - donyopecueHTHas in situ

rmopmnansaums

PaboTy moaroroBuiia
cTyaeHTKa H37 rpymimsl

CsetnakoBa Exarepuna OneroBHa




® FISH — »to nurorenernueckuii Mmetoj.

® [luToreHeTHYEeCKUM METON — ITO U3YUYEHUE
TCHETUYECKOM KOHCTUTYIIMHM KJIETOK YEJIOBEKA C
ITOMOIIBI0 BU3YAIU3AI[MU U aHAJIN3a XPOMOCOM.




® T'uOpuamsanus 1N S1tU — MeTo IPSAMOTO BBISBICHUS
HYyKJIEHHOBBIX KUCIIOT B KJIIETOYHBIX CTPYKTYPaX B
YCIIOBUSAX, IIO3BOJIIONIMX OJHOBPEMEHHO
MCCIIEIOBAaTh UX MOP(OJIOTHIO.

® BujaHbel U3MEHEHMS B XpOMOCOMaxX HE B IIPOOUPKE, a
HETIOCPEACTBEHHO HA TUCTOJIOTUYECKOM CpE3E.

[lo MeTony BBISBIICHUS:
® OnyopecueHTHas
® XpOoMOreHHas




[ IlpumeHeHune

e [lpeaMmMnIaHTaALMUOHHbIN
reHEeTUYECKUN CKPUHUHT
(onpepenenue
aHeynaomMaum XxpoMmocom
13,15,16,17,18,21,22 X.Y)

¢ [lpegmnnaHTayMOHHaA
reHeTU4YecKan AMarHoCTuKa
(uccnepoBaHue
AEPUBATHbIX XPOMOCOM Y
HOCUTENIEN XPOMOCOMHbIX
nepecTpoek)

® CKPMHUHT OCHOBHbIX
aHeynsonaumu
HEeKYNbTUBUPOBAHHbIX
KNeTOK aMHUOTUYECKOM
XUAKOCTH

* YTOuHeHue/Bepuduraumsa
Pe3ynbTaToB CTaHAAPTHOrO
LIUTOreHEeTUYECKOro
uccnenoBaHUA

* YTOuHeHue/BepudukaLmsa
pe3yNbTaToB CTaHAAPTHOrO
LUMUTOreHeTUYeCcKoro
nccnepoBaHus

® CKDUHUHT aHeynaonaum
cnepmaTto3omaos

e iccnepoBaHue cerperaumm
XPOMOCOM Yy HOCUTENEMN
CTPYKTYPHbIX NepecTpoekK

* UcchepoBaHue npupoapl
MApPKepPHbIX XPOMOCOM

* /ICKNKOYEeHUe C/IOXKHbIX
NepecTpoeK - TPOWUHbIX U
bonee CNnoXKHbIX
TPAHCNOKAUMN, UHCEPUMNA

e /icchegoBaHue
XPOMOCOMHbIX NepecTpoekK
B OHKOremaTtonormum

¢ [1narHOCTUKa CONMMAHbBIX
onyxonemu




[MpuHumn FISH-meTona

® B ocunose FISH-merona nexur peakuns rubpuansanmn
MEXIYy MCKYCCTBEHHO co3maHHbIM JIHK-30H10M M
KOMILUIEMEHTAPHOU EMY HYKJIEOTHIHOU
MOCJIEA0BATEIBHOCTHIO sepHon JIHK.

® Mornekyna JIHK npexacrasiseT codoil 1Be CIIMpaIbHO
COCJIMHCHHBIC HYKJICOTUAHBIC MU, a THOPUIN3ALIUS
BO3MOKHA TOJILKO B TOM CJIy4ae, €CJIU LEU Pa3OUIyTCH.
YToObI pa3beauHUTh HyKIeoTHAHBIC Lenu JHK
npuderaroT k geHarypaunuu. [locne nenarypamumu JIHK-
30H] THOPUIN3UPYETCS C KOMIUIEMEHTAPHOU MY
HYKJICOTUIHON MOCJIEA0BATCILHOCTHIO U MOXKET OBITh
OOHapy>KeH NpH IIOMOIIY (DIYOPECHEHTHOIO MUKPOCKOIIA.




® J/IHK-npoOsl peacTaBiIsiOT coO0M CIIEIHAIbHO
cuHTe3upoBaHHble PpparmeHTsl JJHK,
MIOCJIEAOBATEIbHOCTb KOTOPHIX KOMILJIEMEHTApHA
nocienoBareiabHocty JJHK nccnenyempix
a0CpPAHTHBIX XPOMOCOM.




Fluoresence In Situ Hybridization

probe DNA Denature
Labeling with

fluorescent dye a,/.




MIHTepnpeTauuna pe3ynsraTtoB

® B xozae npoiuecca ruOpuan3aluy Ipyu HAIMYUU B
HccieayeMoM oopasiie abeppaHTHBIX XPOMOCOM
npoucxoaut ux ceasbiBanue ¢ JJHK-npobOoi, kotopoe npu
HCCJICIOBAHNM C MOMOIIBIO (DIIYOPECIIEHTHOTO
MHUKPOCKOIIa OIpeaensieTcs Kak (pIyopeclieHTHBIN CUTHAI
(monosxutensubiii pesyasrar FISH-tecra).

® Ilpu orcyTcTBHUH a0EpPpPaHTHBIX XPOMOCOM HECBI3aHHBIC
JIHK-11po0BblI B X0/i€ PEaKIMU  OTMBIBAIOTCS , YTO MIPU
MCCIICAOBAHUU C TTIOMOIIBIO (PITYyOPECIIEHTHOTO
MUKPOCKOIA ONPEEIACTCA KAK OTCYTCTBHUE
¢ryopecrieHTHOrO curHana (OTpULATENbHBII pe3yIbTaT

FISH-recra).




[TpenmyuwiectBa FISH

® D(hPEeKTUBHOCTh, OBICTPOTAa U OTHOCHUTEIIbHAS
IIPOCTOTA METOAA OTHOCHUTEILHAS IIPOCTOTa METO/A
FISH nenaror ero mone3nsiM HHCTPYMEHTOM IJIs

AUAI'HOCTHUKHN XPOMOCOMHBIX aHOMAaJIMHM KakK B

IIOCTHATAJIbBHOM , TdAK U B IIPCHATAJIbHOM
IICPHUOIC, BKIIHOTAA HpeﬂHMHHaHTaHHOHHBIﬁ.




HepoctaTtkin

® 30H/BI SBISIOTCS CIENUPUIHBIMHA TOILKO K OJTHOMY
Yy4aCTKy F€HOMa M, KaK CJIEICTBHE, IIPH OHOM
MCCIIENOBAHNH MOKHO OIPENEIUTEH HAIMYUE W
YUCIIO KOIHUI TOJIBKO ATOTO y4yacTKa (MM HEeCKONBKHX
[IPY MCIOJB30BAHUU MHOTOL[BETHBIX 30HIOB).
[To>TOMY Ba)kKHBIM SIBJISIETCS PAaBWIILHAS KIMHUYECKH
npeanoceuika, a FISH anamus moxer Tonsko
MOATBEPANTE VI HE MOATBEPANTH JUATHO3.




Tunbel npoob ans FISH

® llenTpomepHbie

® TenomepHsbIe

® [IpoOkI HA BCIO XPOMOCOMY
® Jlokyc-cnenuduueckue
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XPOMOCOMHbIE
NepecTpPoOnKN y Cynpy>Xeckmnx nap c
becnnoguem

® 'Ipanciaokanuu —
Hau0O0JIe€ YacThle CTPYKTYPHBIC
XPOMOCOMHBIE  TIEPECTPOUKHU,
ONIPEACIISIEMBIE Y CYNIPYKECKHUX TIap C
OecrmioaueM, IMOCKOIbKY (DEHOTHUITHYECKU HE
MIPOSIBJIAIOTCS Y HOCUTEJEH.

® B wmeiiose I nepuBarnnie
XPOMOCOMBI M IX HOPMAaJIbHBIC
TOMOJIOTH MOTYT CpearupoBaTh ¢ 00pa3oBaHHUEM
HecOaJaHCUPOBAHHBIX TaMET




[locnencTBug:

e becruionue

* HepbiHalmBanue ® MepTBOPOKIECHUE UITH
paHHAA JIETCKas

CMEPTHOCTD

*Poxnenue nereu ¢ PoxaeHue 1eTen ¢ XpoMOCOMHBIMUA
AHOMAJIUSIMHU




KnnMHn4ecknn npumep
® ITanuent 1970 r.p.

® OIMroacTeHOTEPATO300CICPMUS

® VY cynpyXecKol mapbl OJHO CIIOHTAHHOE
npepbiBanne oepeMenHocTy B 12 ney.




Cuncrema onmcaHmga XpoMmocom

® — KopoTkoe mie4o XpoMoCcoM 0003HAYaroT JIATHHCKOU
OyKBOM p, JUVIMHHOE — (.

® — Kaxaoe miedo XpoMOCOMBI Pa3AeiIsiioT Ha PAaliOHBI,
HYMEpPYEMBIE OT LIEHTPOMEPHI K TEIIOMEPE.

® Eciu nokanusaius reHa TOYHO M3BECTHA, JUIS €€
0003HaUYEHUs UCIIOIB3YIOT HHIEKC TIOIOCHL.
Hanpumep, o6osnauvaercs 13pld — uverseprhiii
CErMEHT IIEPBOTrO paiioHa KOPOTKOIO IjIeya
XpOMOCOMEI 13




45,XY,der(5;15)
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KapuoTUnmupoBaHue ¢
ncnonb3osaHnem metona FISH

® 45,XVY,der(5;15)t(q35.3; ql0)




/" Wcnonb3oBaHue metoaa FISH ans nccnenosan )
s
YPOBHSA aHeynnouauii crepmaTo3onios.

Y- Hecywut X — Hecywuu
cnepmamo3soud cnepmamo3oud




AHeynaoudHbIe cnepmamo3oudsi

Aucomusa xpomocom 18,X 18 XY




Cnacubo 3a enumanue!
Bydvme 300po6bi!

a
/1 b 3o, ! .
" 8 T :

e 33 f / 19
: -‘ A |‘.‘ 0 ',\,
- \ . .

Z b N
A .
¢ \ S
R A0S .‘- o T N ¢
- L -7 A T b3




