MeToabl MonekynapHoxY;
reHeTU4YeCKou
NarHOCTUKY
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BBeaeHWe: YTO Takoe MONEKYNAPHO- \

reHeTnyeckasa gamarHocTtmka? \
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MeTon nabopaTopHOro

nccrnegoBaHUS, HanpaBreHHbIN

ctpyktype OHK, PHK nnu

CekBeHunpoBaHue [1HK (NGS, Sanger) — an4

O0enkoB, CBA3aHHbIX C aHanu3a reHoma, nomcka MyTaLuii.

HacrnegcTBeHHbIMU
3abonesaHnaAMU, UHGEKLNAMMN,
OHKOJ1I0TMEen N gpyrumu
naTosIornamu.

FISH (cdbnyopecueHTHaa rubpunamnsauums in situ) —
015 BbISIBNIEHNS XPOMOCOMHbLIX aHOMarnumn.

Mukpouunbl — 415 MaccoBOro CKPMHUHra
reHeTU4YeCKux Bapuaunm
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Llenn anarHoCTuKku:

* PaHHAA gmMarHoctuka 3aboneBaHui;
* BoisiBneHne mytauum;

* [lepcoHann3snpoBaHHaa MeanumHa;

 [lpeHaTanbHas U HeoHaTanbHas AMarHOCTUKa.



ObbekTamn nccnegoBaHna MOryT ObITb:

* [ eHoMHaga OHK;

* MPHK;
* MutoxoHgpuansHasa OHK;

e benkn.




Knaccugpukaumna MeToaoB:

MBpnansaunoHHble AMNIndUKaLuUOHHbIE

MwukpomaccuBbl u
ououunbl

CekBeHvpoBaHue
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MUP (nonumepasHas uenHas peakums) Q
LELERLLE B LG A R R LR R DL LRGSR G LN 0N N R
 [lonnmepasHaga uenHasa peakuusa  MeTtop NP — abcontoTHO \
(MUP) — BbICOKOTOYHbLIN MeTOA cneunuyeH 1 BbINONTHEHHbIN \
MOEKyNApPHO-reHeTU4eCKOoW npaBuUIIbHO HE MOXET AaTb \
OVArHOCTUKKU, KOTOPbIXA NO3BONAET NOXXHOMOSMOXUTENbHbLIN pe3ynbTaT.
\  BbIABUTb Y YerioBeka pasnnyHblie To ecTb, ecnn MHQEKUMN HET, TO -
N\ MH(EKLUNOHHbIE U aHanu3 HMKorga He NOKaXeT, UTo :
. HacnencTtBeHHble 3aboneBaHus, OHa ecTb. [103TOMy cenyac o4YeHb -
~  KaK B OCTPOW N XPOHUNYECKOU 4acTo 4N YTBEepXOeHUda guarHosa
. CTaguwu, Tak 1 3a40Mro 4o Toro, Kak OOMNOSTHUTENbHO caaloT aHanma -
> 3aboneBaHne MOXeT cebst [MLP, yTobbl onpenenuTb /
> MPOSiBUT. BO30yauTens n ero npupoay.
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PasHoBuaHocTu MLUP Q
R EARBLEE LR GRS g Ty Wt M T GRS L TR RGN N B W

Monumepasnan yennan peakuus (MUP) — /

« RT-MUP oy AT
* GPCR (konndecTeenHas) QLTI @ity @ ot oo > |
. m\ eHaTypauna IHK 4 cansmBaioTc ¢ M yuactox [IHK TR

+ Multiplex PCR ST IO g S S
\ . . Hymg:ﬂ;:mmep \ J.I.T.Ir.I.LL 1 \ =
* - Digital PCR i
‘\' —_—
I\' —
g :
: -
< /
~,
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~
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LERRRLEE LR R LGRS e e e B R G SR BTG G LN W N W \\
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RT-MLIP

* » Icnonb3yeTca ona PHK

« « ODOpaTHaga TpaHcKpunTasa

* « [lnarHocTmka BnpycoB

\

\
MNMUP c obpaTtHOM TpaHCKpUnuuen \
(Reverse Transcription PCR, RT-PCR)
%
1 Metopn 3aknyaeTca B E— AAA RNA 5
nocrnegosaTensbHOM 2
co4YeTaHunm obpaTHOM " 3 Primer -
TPaHCKPUNLMK (CUHTE3 “‘;‘:’s'::p"on =
oaHouenoyeyHon AHK =
Ha maTpuue PHK) 1 s
nonumMepasHom R A% cona =
LenHoWn peakuum i l .
1 OTUM METOAOM HaACTO g 2
onpeanslor —— oW #
3KCMPECCUIO FeHOB )

Ampliﬂcatlon>\
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qPCR (peansHoe Bpewmsi) Q
RESERLL RS A G s A S it b R R DGR L LR N N W W R
« « OQHOBPEMEHHOE YCUNEHNE U e | \
N3MepPEHNE . e : i::m e 2
* « KonnyecTBeHHas oLEeHKa S o Y e
BUPYCHOW Harpysku and
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LHLE R R R e n R R R B e U S S e e Y
AnekTpodopes Q
R EARBLEE LR R GRS N At W M R L R R G RN N B W \

» « PazageneHune dparmeHToB [JHK
e « AHanus INupP
* » /Icnonb3yloTca Kpacutenu

_",..-""
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i TR TERN 'S T [ |

TR R AN A T A



LLIBRRARERR L TR R R b R G S I S R RS S SRR et G W W Y
MeTon 6noTTUHra Q

A A R R N N N S S RO AN AR RN N RN

 » CaysepH-onotTuHr (AHK)
 « Ho3epH-05noTTuHr (PHK)
 « BecTepH-0n0OTTUHT (Oenkn)

I,.p"'
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FISH Q
RERRRLEE LR A s i S R b bR B G L G C LR S NN N

°° qD'I-Iy() peCLlle HTH aﬂ FISH (®/TYOPECIHIEHTHAS TUBEPUINU3AIIAS IN SITU) \

rmopuansayms - I & = \

o » [[peHaTanbHaga gnarHocTuka
e « OHKOreHeTuKa

Tpexuperunni v MHorongerabni FISH

™, % Y v 11 TNNvIoroF T
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MwnkpomaccuBsil Q
R EARBLEE LR R GRS N At W M R L R R G RN N B W \
PR Dl H K-L-I Mol COBMECTHAR TMEPHANISLMA \

e « OOHOBPEMEHHbIN aHann3
TbICSY rEHOB

* « [ eHOMHOE npouNUpoBaHne
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CekBeHupoBaHune HK

\

WA \\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\ NN

CeKkBeHMpOBaHME HYKITEMHOBLIX KUCNOT — 3TO npouecc
onpegeneHns nocregoBaTesibHOCTU HYKNeoTUAoB B
venoyke OHK.

OcCHOBHbIMM 3aJa4aMn reHETUYECKOro aHann3a sBnsTCA:

« OOHapyxeHne HEN3BECTHbIX paHee
nocrnenoBaTenbHOCTEN HYKNENHOBbLIX KUCINOT, Hanpuvep,
reHoMOB HOBOIO TUNA;

* pacno3HaBaHWe YHUKanbHbIX OCOOEHHOCTEN KOHKPETHOrO
obpasua cpean ob606LEHHOW NOoCneaoBaTENbHOCTU
(pecekBeHUpOBaHKUE);

* MccrneaoBaHUe reHeTUYeckoro pasHoobpasus, B TOM
yncrne OAHOHYKNeoTUAHbIX 3ameH (SNP-TunupoBaHue);

e ornpegerieHne anMreHeTUYeCKnx mogmdmkaumn,
Hanpumep, NPoduna METUITMPOBaHUS;

* N3yYeHMe npounsa sKCnpeccmn oTaeNnbHO B3ATbIX
KrneTok cekBeHnpoBaHuem kHK, nony4yeHHon n3
ToTaneHon MPHK kneTku.

AN S SR B S8 S AN SN S S - S

PRPOPOO==OPO-0

L]

MpuroTosneHne YeTeipéx
P“KI.IHDHHHX cmecen

+ddATP +ddCTP +ddTTP +ddGTP

DNA
synthesis

ddA

OnuHHBIE

OgHouencye4ran [HK ¢ HeussecTHOR
NOCNeAOBATENLHOCTEIO (CHHHA LBeT)
CAYXHT MaTpHLen

+ OHK-nonumepasa \
+ dATP, dCTP, dTTP u dGTP \
T,

+ $ I MNpakmep ¢ pAAHOAKTUEHON METKOH

T
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lMene-anexkTpodopes 'B
© nocnegyowen
aeTopaguorpaduen

1

ddATP
ddCTP
ddTTP
| ddGTP

hparMeHTl

L —————

EEOBROO-—AOBRD-0
ddA

=0~

|
3
B
e
o
i
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MeTon CaHrepa Q
R EARBLEE LR GRS g Ty Wt M T GRS L TR RGN N B W

° e 30” OTOWN CTa H.D.a pT CekBeHupoBaHue [1HK no CaHrepy \
(Memod nonumepa3sHO20 KOMuUPO8aHUsi) \
 « Bepnoukaumna mytaumnm ——
ey I. Mpexae Bcero cparmeHT OHK Y
aaaaaaaaaaa Fas | KNOHUPYIOT B ghaze M13, U3
* » HeBbICOKas nponyckHas Koopore T AT s
\ C I O CO 6 H O CT b . Ntleel et - Il. Ee rubpmnamnsyioT ¢ KOPOTKOW =
Y — AHK, Ha3bIiBaeMoW npaimMepom, =
b . koTopasi cBs3blBaeTcs € 3'- -
T ) KOHUoM ogHoHuTeBoM [IHK .
\ w—-——v'!‘ e o .
s Illl. 3aTeM K nonyyeHHoili MaTpuue B
N (res RPOPLISAGTOR & MecTaX BCTaBOK AobGaBnsioT Yembipe =
~ i e it A de3okcupuboHyKkneo3udmpu-

IuBE 1 TuBE 2 TuBE3 TueR ¢gocgpama OHT® (dNTP): -
~ e . oATo (@ATR) )
" ToR L —" c " dl‘l‘tD(dGTP),

i = , e 8 OTT® (dTTP), /
% TGt § OLT® (dCTP).
S &
. —_— B 2
> ot AL 0L 3
- e ST
.
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NGS \

LERRRLEE LR R LGRS e e e B R G SR BTG G LN W N W \\

 » BbicOKkonpounssoauTenbHoe \
Ce KB e H I/I p O B a H I/I e BricOKOIIpOU3BOUTEILHOE ceKBeHupoBaHue (NGS) N
l l l N
¢ e AH an M 3 3 K3O M a/ re H O M a ITonnozeromHoe CexkseHuposatue [lanenvtoe b
cexkeeHuposanue IK3oMa ceKkaeHuposaHue -
% o o D' =
MarHOCTM Ka pe'D'KMX I'enomnaa JTHK Ox3on 1...  DK30H Ien1 Ien2.. IenN° =
\ 3abo1eBaHni DDA el el
N T T =
? oq 8¢ | 8 -}\\\}'}k\\ Dpasmenmot il e il —
i Dpazmenmb MNM:( MN@M Dpazmenmul “}\1‘ .}i\\\-&\‘l‘ é:]mxé e i =
. : ey &
. K ERS R vl I o B ol J
~ Ifean: ace Kodupyroujue Ieaw: kodupyiouue Ilenv: 10-500 zeos i
. u Hekodupyroujue nocaedosamensuocmu JIHK
'\. nocnedogamenstocmu JJHK (20-25 muic. 2eHos)
~
~
.
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CRISPR/Cas Q
R EARBLEE LR GRS g Ty Wt M T GRS L TR RGN N B W
* « PepgakTupoBaHue reHoma CHISER/CoSS \

e « [lnarHocTn4yeckne cucTemsbl
SHERLOCK/DETECTR
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BuovHdopmaTuka Q
R EARBLEE LR R GRS N At W M R L R R G RN N B W
e « AHanNn3 6oNbLUNX AAHHbIX \

* * YlnpeHTndpunkauna mytaumm
e « ClinVar, dbSNP

™, % Y v 11 TNNvIoroF T
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MpeHaTanbHas guarHocTuka Q
R EARBLEE LR GRS g Ty Wt M T GRS L TR RGN N B W

* » /lHBa3nBHbIE: aMHUNOLIEHTES -
METObI TIPEHATANTbHOU

* * HemHBa3MBHbIE: aHaNM3 KPOBU AdahRcTnt
MaTepu

I,.p"'

AMHUOUeHTe3

Buoncua BopcuH
XOpuoHa
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Y3 - anarvoctuka
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HeoHaTanbHbIN CKPUHMHT Q

LELERLLE B LG A R R LR R DL LRGSR G LN 0N N R

* » [l[poBOOUTCA B poagaomMax

e « MeTabonmnyeckue
3a00/1eBaHuS

* « [1LUIP, macc-cnekTpomeTpus
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[MepcoHanuaMpoBaHHas MeauumMHa Q
R EARBLEE LR R GRS N At W M R L R R G RN N B W
PP I_Ioﬂ'6op Te pan N MO reHOMy BO3MOXHOCTW NEPCOHANN3MPOBAHHOW MEANUWHGI \

* » [lpumepbl: BRCA1/2, EGFR
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3akn4yeHumne

KntoyeBoW MHCTPYMEHT COBPEMEHHON MeaNLUNHBI
3meHaeT nogxona K AnarHoCTuke 1 tepanuu



