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MOJMTEKYNAPHO -
TEHETUYECKUE
METO /bl

BonbImasi 1 pa3HooOpa3Has rpyrina
MeTO/|0B, [IpejHa3HaueHHas 1
BBIAB/IEHUA BapyaLyii (MOBpeXXIeHnii) B
crpykType yuactka JJHK (anmens, rexa,
peruoHa XpoOMOCOMBI) BILIOTh [0
paciii(ppoOBKY MePBUUHOU
10CJ/IeI0BaTe/IbHOCTH OCHOBaHUM. B
OCHOBe 3THUX MeTO/O0B Jie)KaT
reHHO-UH)XeHepHble MaHumnyaanuu ¢ JIHK

u PHK.



[TPEUMYILIECTBA METO/A

VlcxoHBIM 3TArioM BCeX MOJIeKYJIIPHO-TeHeTUUYeCKUX MeTO0B SIB/IIeTCH
nosiyueHure obpa3ioB IHK. Mcrounrukom reHomHol [JHK mMoryT ObITH
no0Oble siApocoep Kallie KieTky. Ha rpakTuke yaiile UCTIOJIb3YIOT
NIeUKOLUThI, XOPMOH, aMHUOTHYECKHe K/IeTKU, KYJIbTypbl (hrOpo61acToB.
B03MOXHOCTE 1IpOBejeHs MOJIEKY/IIPHO-TeHeTUYeCKOro aHams3a C
HeOOJTBIITMM KOTMUeCTBOM JIerKO/JOCTYITHOTO OMO0/IOTUUeCKOro MaTeprasa
SBJISIETCS METOAMYECKHUM TPEUMYILIeCTBOM MeTO/I0B JaHHOU IPYIIIIbI.
Brigenendas IHK oamHaKoOBO MpUrofHa /11 IIPOBeeHus Pa3InuHbIX
MCCJIeIOBaHUM U MOJKET J0JIT0 COXPaHAThCA B 3aMOPOXKeHHOM Buzie. Bo
MHOTUX Cydasix J/isl yCIelTHOW UarHOCTUKU 00/e3HU [J0CTaTOUHO
rccaenoBaTh HebosIbIIoN (hparMeHT reHOMa. BhifiesieHre Takux
(parMeHTOB CTa/l0 BO3MOKHBIM Oj1arofjapsi OTKpLITUIO (hepMeHTOB —
pecTpuKTa3, KOTopble pa3pe3atoT MoJiekyny JIHK Ha (parmeHTBI B CTpOro
orpeJe/ieHHbIX MeCTax.



KITACCUDPUKALINA

1. [Ipsamas JIHK-auarHocTka MOHOT@HHbBIX
Hac/eZICTBeHHBIX 0oJie3Hel -IpeiIMeTOM
aHa/M3a fABJISFOTCS MyTaLlUU TeHa.

2. KocBeHHas - TIpUMeEHSIeTCS B TeX
c/lydasix, Korja HyKJjieoTugHas
MOC/IeJ0BaTe/IbHOCTh I'eHa ellje He U3BeCTHa,
HO UMeeTCs IIpe/icTaB/IieHNe O I0JI0KeHU!
reHa Ha FreHeTUYeCKOH KapTe U CBOJUTCS K
aHa/IN3y TMOJUMOP(HBIX TeHEeTUUYeCKHUX
MapKepoB y 00JIbHBIX M 3/JOPOBBIX UJIEHOB

ceMbu



nPAMO METOA

B /THK-0uazHocmuke 8 Hacmosiujee 8pemsi UCNO0Ab3yHMcs pa3HoobpasHble
npsiMble MemoObl. Haubosnee npocmo obHapyxcusaromes Mymayuu,
U3MeHsiowue 0/AUHy amnauguyuposaHHblx ¢ppazmermos /JTHK, komopble
8bISIB/SAIOMCS NpU 31eKmpogdopemuueckom aHaause. /115 ebisigneHus
MouKo8blx Mymayull, Heb6oabwux oeaeyull U UHeepcull 8 Uccaedyemblx 2eHax
LUCNO/b3yIOM Memoobl, NPU NOMOWU KOMOPbIX MOXCHO NPOAHA/AUZUPOBAMb
YHUKA/bHYHO nocaedosamenbHocmb /THK. TIpumepom mModxcem cayxcumb
Memoo0 CeK8eHUPOBaHUS — onpeode/ieHue HyK1eomuoHol
nocaedogamenbHocmu JJHK. /Tiobble munbl mymayuii Mmo2ym Oblmb
obHapyceHbl Nymem npsiMo20 cekgeHupogaHuss mymaHmuoll /IHK. /s
HeKOMOpbIX 2eHO8, UMelowWux Heboibuwue pamepbl, 3Mmom mMemoo C YyCnexom
npuMeHsiemcsi KaK OCHOBHOU MemoO CKaHUpoeaHusi Mymauutl. I'nasHoe
NpeuMyuwecmeo NPMbIX Memoo0os8 Oud2HOCMuUKU — noumu 100 %
a(hcbekmusHOCMb.



KOCBEHHbIA METOJ,

KoceenHas /[[HK-0uazHocmuka c8o0umcs K aHaau3y noAuMOpPpHbIX
2eHemuuecKux mMapkepog y 60/bHbIX U 300p08blx U1eH08 cemblU. MapKkepbl
00/13{CHbl ObIMb PACNO/A0H#CEHbI 8 MOM XPOMOCOMHOM pe2uoHe, 20e U 2eH
6one3Hu. Takumu mapkepamu mo2ym bbimb yuacmku /IHK, cyuwiecmsyoujue
8 NONYASIYUU 8 HECKO/bKUX a/1e/bHblx 8apuaHmax. Omauuus mo2ym 6bimb
no cocmagy HyK/1eomuoo8, No Yuc/ay OUHYK/A1e0muoHblx nogmopos. Ha
0CHoge gapuabebHOCMU MapKepHbIX yuacmkos /THK MoicHO
ougpepeHyuposamb MamepuHcKoe Uau OmMyo8CKOe NPOUCXOHOeHUe
KOHKpPemHo20 8apuaima mapkepda, cyenieHHo20 ¢ 2eHoM 60/1e3HU.
baazooaps ananusy noAuMOp@HbIX 2eHemu4eCcKuX MapKkepoe MOMCHO
onpedeaums U NPOC/a1e0Umb 8 NOKO/AEHUSX XPOMOCOMY, HeCYyUWyro
namoso2uueckull 2eH. TexHuuecKue npuembl 8 KOCBEHHOU OUd2HOCMUKe me
Jrce, umo u 8 npamoil duazHocmuke (noayuerue THK, anekmpocgpopes u
dpyaue). I'nagHbill HEAOCMAMOK KOC8EHHbIX Memo008 OUA2HOCMUKU —
obs13amenbHOe npedsapumesbHOe U3yueHUe 2eHOMuNa Kak MUHUMYM OOHO20
NOPAHCEHHO20 POOCMBEHHUKA.



UTO ITO3BOJISAIOT
BBIABUTH METO/IbI
MOJIEKYJISIPHOU

F'EHETUKI?



CEPITIOBUW/IHO-
KJIIETOUHAA
AHEMMUWA

C moMoIL[bI0 JaHHOT'O MeTO/1a BO3MOYKHO
W eHTU(PULIMPOBaTh MyTalluu B reHe.
[IpuMepoMm BbISIBJIEHUSI MYTaHTHOI'O
reHa fIBJigeTCs AUarHoCTUKa
CepIIOBHU/IHO-K/I€TOYHOU aHEMUM B
9MOpHUOHA/ILHOM TTepuojie. @parMeHThbI
NHK, nosiyueHHbIe TIpY 1eUCTBUA
pecTpUKTa3 y 370pOBOro U 60/IbHOTO,
CpPaBHUBAIOTCA C MOMOIL[bIO MeTo/a
rubpuu3aiiu 1o Cay3epHy, Ipy 3TOM
B KaueCTBe 30H/ja UCIIO/Ib3YeTCs
paaroakTUBHO MeueHas /IHK rena P-

r7100MHaA



PAHHAA
HMNATHOCTUKA

e JluarHOCTMKa MOHOT'€HHOI'O Hac/ie/ICTBEHHOT'O
3a00/1eBaHus ITyTeM OIpeieeHus

HYK/I€0THUHOM I0C/Iej0BaTelbHOCTU T'eHOB

(remodunus, reMor/100MHONATHSA) U

BbISIB/JIEHHWSA MYTAdHTHbBIX I'eHOB




OCYLIECTBJ/IEHUE
I'EHETUYECKOI'O
AHAJIN3A

[TOJTUMOP®U3MA
[THK POIUTEJIEN U
NETEMN:




OITPEJE/TEHUE
MHOVUBUIYAJIBHOU
M3MEHUMBOCTU JHK UEJIOBEKA
[10 BAPUAFBEJIBHBIM TOUKAM JTHK,

MOJIEKYJIAPHBIV AHAJIN3
KOTOPLBIX TTO-3BOJIAET
[TPOBOONTH NAEHTUOUKALINEO
JINUHOCTU YEJIOBEKA)
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BbIAEJIEHUE U
CUHTE3 I'EHOB

BriiesieHye, CUHTe3 U KJIOHUPOBaHKe FeHOB
SIBJIIETCS] OJJHUM U3 3TAroB FeHHOM
UH)KEeHEepUH:

a) BeigesieHye reHoB: TIO/TyueHye
onpezieneHHbIX pparmeHTOB [JHK C
TIOMOIL[BO PeCTPUKTa3

6) CUHTe3 reHoB:

1) XYMHWYeCKUI CUHTe3 — CUHTE3
onpe/ie/IeHHbIX [10C/IeJ0BaTeIbHOCTel
HYKJICOTH/0B, COOTBETCTBYIOLIUX JaHHOMY
reHy

2depMeHTaTUBHBIN CUHTE3 — C TIOMOILLLIO
(GepmeHTa 0OpaTHOM TPAHCKPUIITA3bI
(peBeprasbl) Ha MaTpuLie MPHK

CAHTe3UPYIOT KoMIuieMeHTapHyr0 [JHK.



THANK YOU
FOR YOUR
ATTENTION




