Kapara eTTIK MeIUIUHA yHnBepcheTi/

buosorus kageapacel

Menununana JIHK-auarnoctuka o1C1H
KOJIJIaHy

Opeiapgaras:lafisik H.P.
1-009 Tom >xanmbl MeIUIINHA
Texcepren: A6mueBa AA.

KaparaHzpbl
2018



% //%mnajm\

e

O Kipicne

J MonekynalbIK-TeHETUKAIIBIK, 9J11C
J JIHK nuarsocTukacsel

J JIHK nuaraoCTHKAaCBIHBIH TYpPJEP1
J JIHK nguarHocTukanslk og1cTepl
J FISH-mnarmocTnka aici
 IMonmumepasabl Ti30€KT1 peaKiius
J IITP sranrapsl

J JHK perrenyi

EI KOprTbIHIlbI

] Ilalinananelarad o/ieOMeTTEp T131MI1



Kipicme:

Kazipri onem - Oy agamaap KYHIACIIKTI JXKaHA HOpPCE Taybll, ol
YHpEHOETeH HOpPCEH1 YHPEHYIe ThIPhICAAbl, OYIIHI1 KYHI €MJIEJIMEHTIH eIl
€CENTEUTIH aypylapabl eMeyre ThIpbICaabl. Al €HJ1 agaMaap agaM ar3achIHbIH
€H KIIIKeHTall OeJIIeKTepiH allyFa JKOHE OKyFa KaOlIeTTi OolraH Ke3je
KONTEreH ayblp aypynapAbl 3€pTTey, OOJKay *KOHE KYypecy MYMKIH OoJiagbl.
byrinjae TyYKbIMKyaJalThIH aypyJjap KeH Tapajrad. Meicanra, Kazipri kezae 100
TyraHHaH 3-4 Oana opTypil Tya OITKEH aybITKyJIapra M€ KoHe opOip cay agam
5-7 TyYKbIMKyalaWThIH IATOJOTUSHBI cakTail amafabl. TYKbIM KyaJlaWThIH
aypyJapAblH mpoOneMachbl OYTiHI1 KYHI1 QJeMI€ KaparaHja OYpBIHFbIJIAH Ja
MaHBI3[bl, COHJBIKTAH OHbI O€JCEHAl TypAe Kypecy Kaxker. IllemriM pertiHze
Ka31p C13 BIKTUMAaJI aypyjap TypaJjibl OLIyre )KoHE OJIapMEH ajlJiblH-alla Kypecyre
MyMKIHI1K OepeTin JJHK-auarnoctukanbiy ogicTepl 0ap.



Monekynapnbl-reHeTUKanbIK a4ic

® TyKbIM KyaJaMThIH MedigadhP lard?. sig
aypyaapblH Mpo61eMaibIk " MECULIEE 2
aybIPTIIAJIBIFbI OYphIHHAH
MaHBI3bl, COHABIKTAH OHBI
OeceHi TypAe Kypecy.
[llewim purMiHze ci3gep
Ka3ipAiH e3iHge Ci3re
KeITereH aHbI3IbI
TypHUpPJiepAi OinmiHi3, oap
c13a1 JIHK-aguarsocTrKaHbIH
OIETTi KOWBLUIBIMBI JeT
CcaHaubl.




-TUAarHOCTHUKA

® JIHK-amarsHocTuka — 3TO OJIMH U3 HauOoJiee COBPEMEHHBIX BBICOKOTEXHOJIOTHYHBIX
MeToA0B uccienoBanusa. JIHK-aHamu3bpl MMUAPOKO NPUMEHSAIOTCS B JIUATHOCTUKE
WH(PEKIMOHHBIX, HACJIECACTBEHHBIX U Mpounx 3abojeBaHuil. COBOKYIMHOCTh BCEX
METOZ0B U TexHosoru JIHK-auarHoCTuKHA MO3BOJSIET BBIABISATH MOBPEKICHUS B
ONpEACICHHOM T'€HE YeJI0BEKa, KOTOPOE U SABISCTCS MPUYMHON O0JIE3HHU.




HK-narHocTukacbiHbIH TYpRepi

Tikenei

AypynbiH Tikeneli ce6e6i 60BN TAOBIIATHIH MYTALIMSIHBI aHBIKTAY TiKesTel JuarHo3aa
KJIOHJA/IFaH TeHHIH MYTAaLsIChl aHBIKTAAAbI TiKe/men sficTep SpTYPl AS/IAIKIIEeH epeKlleeHe 1],
oyt maMmamMeH 100% PeHUTKETOHYPHSI, MUCTUKAIBIK pUOP03, XaHTUHTTOH XOPEsIChI YKoHE
O6ackasapbl CUSIKTHI aypy/lapFa apHaJIFaH.

yKaHamMma

3apap/laHfaH reHi TacbIMa AR TBIH XPOMOCOMAHBI OTOACHUTBIK Tasiayaa aHbikray JHK
JVArHOCTUKACBIHBIH YKaHaMa 9/iCTePl FeHeTUKAJIBIK TYKBIM/BIK aypy/iapAa reHHIH KJIOHIA/IFaH
eMec HeMece aypy 9pTYpJIi TeHep/eri 3aKbIMMeH Oipre XYpeTiH >KarJaiiapaa HeMece TeHHIH
MOJIEKY/IaJIbIK YUBIMBI TiKeJIel oflicTepAi KoNnAaHyFa MYMKIH/AIK OepMeuTiH Xaraaiiapaa
Ko/imaHbUIaAbl. JKaHaMa IMarHo34bIH A/IAIr TiIKeaer fyuarHo3aH aaaeKkaiia a3



-ANarHoOCTUKACbIHbIH 84ICTepI

JHK Ti36eriH nuarHOCTHKaiay Ke3iH/Ae OpTYPJ/i aybITKyJIap AHBIKTA/Nybl MYMKiH JKOHE
O/JIapAbIH  OPKAMCBICBIH 3€epTTey VIIH Typ/al 3epTrTey ofICTepl IMaWJa/IaHbUIAJBI.
XpomMocoManbIK 3aKbIMAAPABIH HETi3ri Typsepi - Oy X010, KaWTa/llaHy, UHBEPCUS >KOHE
TpaHotoKarusa. Omapasl  3epTTey  VIIH IUTOT€HETUKAIBIK (KapUOTHUIITIK) HeMece
MOJIEKY/IAJIBIK ITATOT€HETUKAIBIK (MHIYKIHUSIIBIK OyZaHAACTBIPYAbIH (GIyopeciieHIMSICHI,
CaJIBICTBIPMaJIbl TEHOM/BIK OyIaHAACTHIPY) daicTepi maiganansutazsl. Ketiinri [IHK Tiz6eri
6ap [1TP HyKTemK MyTallMsTHbI AaHBIKTAY YIIIiH KOTAAHBIIA/IbI.

Do TpaHcnokaumu Mocne TpaHcnokauum

HOpMAnbHan
xpouocoma Xpomocoma

¢ geneyuen

Acncumn Xpomocoma 4

MepecTpoeHHan

Xpomocoma 20 xpomocoma 20

MepecTpoeHHan
Xxpomocoma 4
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byn opic apKbUIbl Ci3 JKaCyWIaHbIH Mypa
MaTepUasiblH  3epTTerd  ajachl3:  >KAJIIbI
XPOMOCOMZIAP  JKUBIHTBIFBI  (KapHOTHUIITEY)
HeMece X XPOMOCOMAJIAPBIHBIH OOJYbI JKoHE
caHbl (KBIHBICTBIK XPOMATHHHIH aHBIKTAMAaChl -
OYJ1 )KBIHBICTBIK XPOMATUHHIH Hemece bappabiH
neHesepiHiH  CaHbUIAybl). 3epTTey  JKeHiN
MHUKPOCKOIITBIH KeMeriMeH XYprisuiefi.
[IpeHatanpai auarHo36eH, Oy oIiCc eH JKHi
Ke3JeceTiH XPOMOCOMaJIbIK aypy/lapzbl
aHbBIKTayFa MyMKiHiK 6epeni (Down cuHIpOMBI,
Patau  cuHApOMBI, JABapAC  CUHAPOMBI,
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Puc. 56. I loonenoBaTetbHOCTD OEVICTBUVL IS TIOJTy YeHVIS KapyOTuIIa YeJIoBeKa:
1. ITomerieHme sMd@OIINTOB (JIEVIKOLIUTOB) B Cpey € (puToreMarryroTMHITHOM
(PI'A). 2. KynsTuBrpoBaHMe KJIeTOK (MUTOTIYECKNe [IeJIeHVs KIIeTOK).

3. OcraHOBKa MMTO3a Ha cTagyy MeTadasbl ITyTeM BBeIeHVIsI B CpefLy

KOJIXUIIVHA.

4. ObpaboTKa r'MIIOTOHMYECK/M PacTBOPOM, M3TOTOBJIEHVIE MUKPOIIperapaTos,
roJIy4eHve MUKpodoTtorpadmint MetadasHbIX IUTACTVHOK (KQpVOTUIIOB).
5. CocrasrieHe MHOVIBUIYJIBHOTO XPOMOCOMHOTI'O KOMIDIEKCa (KapyorpaMMBl)
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Pwc. 67. KapuoTull 1 KapuorpammMa
OOJIPHOTO C CMHIPOMOM DIBap/ca
(Tpmicomus 110 18 xp.) 47, XY + 18

Pyc. 66. KapmuoTuil 1 KapuorpamMma
OosibHOTO Cc cuHapomoM I laTray
(Tpricommus 110 13 xp.) 47, XY + 13



Fluorescence in situ Hybridization (FISH)

Knaccukaneik FISH Tanpay oaaici ceiHanran
XPOMOCOMAHBIH y4acKeci 6ap HYK/I€eOTHUATI
Komnosuumagan Oenriri JTHK yiariciHig
ruOpUATI/TiTIHE XKOHEe KelliHHeH THOpUATey
HOTVDKECIH  KYTijieTiH >kepme  Oeri-
dIyopeciieHTTi CUTHA/T apKbUTBI aHBIKTayFa
nerisgenred. IHK songzacer (IHK-30HaDBI)
peTiHZe, MalueHTTIH xpoMmocoManblk JHK-
HbIH (MakcaTThl) Ta/IIaHFAH OMEKTiIiriH
TONBIKTBIPATBIH  CAJIBICTBIPMAJIBL  TYPZAe
kimmkeHTai [IHK OesmikTepi KbI3MeT eTyi
MYMKIH.




/H()HHMepni T130€KT1 pEaKIMs

[Tonmumepasapr TisbekTi peakius ([1TP) - 6uonorusiisik MaTepuanga (yariMen)
KelbOip HyKIeWH KbIIKbUIAAPBbIHBIH (parmentrepinin (JHK / PHK) marsia
KOHII€HTPAIUSICBIHBIH AUTAP/IBIKTAall ©CyiHe KOJ JKeTKi3yre MYMKiHZIIiK OepeTiH
MOJIEKY/IQTBIK OMOIOTHUSTHBIH TOXKIPUOETIiK 9/IiCi.

O6buwas cxema lNLUP
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TP carslnapsl

Nenatypanust - IHK-HBI KOC Ta/IbIKThI GOpMAChIHAH OipKATBITITHI HBICAHFA
AyBICTBIPY, €rep XXOFapbl TeMIlIepaTypPa/IapAbIH dCepIHEH KOChIMIIIA KOCAIKbI
Oa3aJIbIK YKYIITAP apachIHIAFbI CyTeri OaliTaHbICTAPBI

Kyiiin kety - mpatimepepzi 6ip xakTsl JIHK MakcarsiHa kocy. [Ipumepnap
TaHgasraH ¢parmMedTTi mekret, IHK-HbIH KapaMa-KapChUTBIFBIH

TOJBIKTBIPATHIH eTin TaHAamaabl. Kyitin kery Chargaff's complementarity
epeXkeciHe COMKeC Xy3ere acbIpbLIabl.

¥3apry (cuHTE3) - MpaKep cuHTe3iHeH KeiiH Tak monmumepasspl JJHK-HbIH
eKiHIIIl IIOFbIP/IAHYBIH IPUMEP/IH 3 'asFbIHAH asgKTaul bl
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= JIHK perrenyi

Jon ka3ip JJHK aumarHocTuKachIHBIH, «aJIThIH
CTaHJAPThD» AICTYPIIl «GKYHEney» OO0IbII Kajia
oepenl. byn omic karugatel 1970-111 XbU1gapabIH
coHpIHaa F. Sanger a31pieal xoHe

Mo (pUKAIUSIaHFaH HYKJICOTUATEP/II -
TUUIOKCUHYKJICOTHATI (hocdocdarTapabl
(ddNTP) HeMece TepMuHaTOpIapAbl KOJIAAHYbI
KaMTHIbl. HYyKJI€OTUATIH JOMEKTUIITH Talgayra
apHaJIFaH €H TapajfaH 9J1C KalluJUISPJIbI
I€HETUKAJIBIK aHaJIU3aTopJIap/ibl Nagajany
aApKbLIbI JONEKTEIe/ 1

Openepuk CoHTEp



~——— JKaHa ypnakTHI 1p1

O31HIH KbICKAa MeEp3IMJil  TapuXblHA
KapaMacTaH, KaHa YPIIaKThIH
JIOUEKTUTIITT MEAUIIUHAJIBIK T€HETUKAHBIH
KYIITI Kypajdbl PETIHJE ©31H KOPCETII,
KONTEreH CHUPEK aypyJapabl JaMbITyFa
KaThICAaThIH T€HJACPAl Ta0yFa MYMKIHJIK
Oepal. Aram aWTKaHJa, COHFbI OIpHEIe
KbLJIJ1a MACCHBTIK napaiieabil
CEKBCHMPOBAHUS KOMETIMEH KOIITEreH
CUHAPOMIAPIbIH TC€HETUKAJIBIK
ceoentepl (Kabyku, Munnep, daynep,

Ce3eHOpeHHED KoHE T.0.) TaObLIFaH. [IpnGop 1151 TOJTHOTEHOMHOI'O
cekBeHupoBanusa HiSeq2000 gupmbl
[llumina




= KOPBITBIHAbI

byrinari kyH1 texnoaorus JIHK-aunarHocTukanbik omicTep/l KOJIJaHYMEH
KONTEreH aypyjap/ibl aHbIKTayFa MYMKIHIIK Oepesl. byFaH MyMKIHAIK
OepeTiH OipHemie oaic O0ap. Kbl callblH agamM3aTr ar3achlHAarbl aypyablH
OTE KbLIJIaM Ke3€HJIep/i€ OOIybIH aHbIKTayFa HEMECE aypy/IbIH aJIIbIH-aTy
MYMKIHJIITIH OoJKayFa JKakbIHIAM Tyceal. byrinae raaeiMaap aypysibl
aHbIKTayFa apHaJIFaH 9JICTEp MEH XaOJbIKTapra ue, O1paK JUarHOCTHKA
MEH eMJEyIe )KYMCaJIFaH YakKbIT II€H aKiiajgap o1 A¢ YIKeH. JlereHmeH,
erep Ci3 cojJ OarbITTa JaMblFaH OOJICAHbI3, Tasy OoJjalnakTa opOl1p ajgam
TYKbIM KyajaylIbUIBIK JKOHE OackKa aypynapra >XKOHE OHBIH KeJecl
ypIIaKTapblHa KaHAAl Kaylll TOHAIPETIHIH aHBIKTayFa 00JaThIH QAICTEP/Il
raujajiada ajaajibl.
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