MeaunumMHCKada reHeTUKa

MeToapl aHAIM3a KapUOTHUIIA YeJIOBEKA
° CTAaH/IAPTHBIE [IUTOT€HETUYECKUE,
* MOJIEKYJIAPHO-IIUTOT€HETUYECKHE,

* MOJIEKYJISIPHbIE METO/IbI.




[Toka3aHud AnAa npoeegeHuUA LIMTOI'eHeTM‘-IECKOﬁ
ANAITHOCTUKMU (HacnepcrtBeHHble 60/1€3HM: HaLMOHA/IbHOE PYKOBOJCTBO)

HapynieHus penpoayKTHBHOM (PYHKITUHU HEACHOMU
ATHOJIOTUH Y MY:KUYHUH U KEeHIIUH:

CIIOHTaHHBIE a00PTHI (1Ba 1 O60JIee) HA pa3HbIX CPOKAX

1.1
6epeMeHHOCTH, MEPTBOPOK/AEHUS UJIU PAHO YMePIIHE IeTH;

1.2 | IEPBUYHAA aME€HOPEA;

My KCKOe€ U JKeHCKoe OecIioive IIPU UCKITIOUEeHU N

1. o
3 TMHEKOJIOTUYECKUX 3a001eBaHuN Yy ’KE€HIIIUH;

MHoOxecTBEHHbIE BPOKAE€HHbIE IOPOKU PA3BUTUA Y

2
pedeHkKa

3 3azepKKa YMCTBEHHOTO U (DpU3HUUECKOT0 Pa3BUTHSA Y
peoeHKa

A ITogo3peHne Ha XpPOMOCOMHYIO 00JIE3Hb HA OCHOBaHUU

RINMHNYECKNX CUMIITOMOB




[ToKa3aHusa AnAa npoeegeHuUA LlMTOFGHETM‘-IGCKOﬁ
ANATHOCTHUKU (HacnepctBeHHble 60/1€3HU: HaLMOHa/IbHOE PYKOBOACTBO)

HpeHaTaJII)HaH U IIpCANMMILVIAHTAIIMOHHAA TUNAarHOCTHKaA
IIPHU IIOBBINNICHHOM I'CHETHUYCCKOM PDHUCEKE

Ilogo3peHne HA CUHAPOMBI, XapaKTepPU3yIoIUeCcs
6 | XpOMOCOMHOM HECTAOUJIBbHOCTHIO (YU€T XPOMOCOMHBIX
a0eppanmui U CECTPHHCKHUX XPOMATHHBIX OOMEHOB)

I'eMm00J/1aCcTO3bI 1 OHKOJIOTHYECKHE 3200/IeBaHUA

A\

8 | OneHka MyTareHHbIX BO3/1eNCTBUH




IluToreHerTuuyeckasi JUarHOCTHUKA

MeTtada3Hbie XpOMOCOMBI || XpOMAaTHUH HHTEP(a3HBIX

CraHapTHBIE METO/IbI Aaep, MOJEKYJIbI JTHK
IIUTOreHETHYECKOTO aHAIN3a MeTOo/[bI MOJIEKYJIAPHO-

(Ky/TbTHBHPOBAHIE KJIETOK, IIUTOTeHeTUYeCKOTr0 U MOJIEKY/ISIPHOTO
PUTOTOBJIEHHE IPENAPATOB XPOMOCOM, || 4o oo

nuddepeHIInaIbHOE OKpAIlIUBaHUE),
MOJIEKy/IIPHO-IIUTOTeHeTH4ecKue
MEeTO/IbI

III/ITOI‘eHeTI/I‘IeCKa}I AUATHOCTHNEKA MOZKET OBITH BHIIIOJIHEHA Ha PA3HbIX
crandax OHTOre”He3da 4e/Jiopera.

v/ IIpeKkoHIenMoHHaA -

v/ IlpegumianTarioHHas KOHCTUTYTHBHBIN
v/IIpenarasnpHasn [ KapuOTHII
v/IlocTHaTasipbHAS i

OHI{OI_II/ITOI‘BHBTI/IKa — daHaJ/JIn3 KapUOTHUIIa OTAE/IbHBIX COMATHYECKHX KJIETOK



MeToabl aHaIM3a KapuoTmna

* IluTOosIOrNMUECcKOe ucciae0BaHueE IMOJIOBOr0 XpOMaTHUHA B
s/Ipax KJIETOK OYKKaJIbHOTO SIIUTENNA (SKCIpecc-aHAIN3
AHOMAJIMU II0JIOBBIX XPOMOCOM)

« CtTaHaapTHOE IUTOT€eHETUYECKOE NCC/IeJOBAHUEe — AaHAIU3
MeTadas3HbIX XPOMOCOM C ITIOMOIIIBIO METO/IOB
nanddepeHIUaTILHOTO OKpallluBaHuA («30JI0TON CTAHAAPT» )

 MoJekyJAapHO-IIUTOTeHeTUUeCKoe uccaeaosanue (FISH —
diryopeciieHTHaA in situ rubpuausanus cuenuduueckux JHK-
11po6 ¢ JTHK metadasHbIx nanu nHTEPpPa3HBIX XPOMOCOM)

 MoJiekyaapHbie MeTOoAbl ucciaegosanua (array-CGH —
CpaBHHUTeJbHAsI reHOMHAasA rTHOpuAn3ans Ha MUKPOMaTpUIlaX;
QF-PCR — KoJIM4eCcTBEHHBIN aHAIN3 IIOJIUMOP(HBIX JIOKYCOB
xpomocoM, NGS — aHa/In3 KOJIM4eCTBEHHBIX HapyIlIeHU!
METOJaMH CEKBEHUPOBAaHUS )



KpaTKkasa uctopuyeckas cnpaBKa

MURRAY L BARR (1908-1995)

G (MIKE) BERTRAM (born 1923)

Murray L Barr, Ewart G (Mike) Bertram,
1949 T. — OIICaHUE II0JI0BOTO XpOMaTHUHA B
nHTepa3HBIX AAPaX KJIETOK.

Mary Lyon, 1961 — BbIJBUHyTa TUIIOTE3a
CJIy4allHOM MHAKTUBAIIMHU X XPOMOCOMBI




LinTonornyeckoe ucciegosaHme nosi0BOro
XpOMaTHHa

Tensue Bappa .

JKCIIpecc-IMarHoCTUKA aHOMAaJIUU
B CHICTeMe I10JIOBBIX XpoMocoM. Kak
IIPABUJIO BBIIIOJIHAETCA Ha A/ipax

HaTtuBHOe okpalrBaHue
KJIETOK 6}7KK3.JII)HOI‘O ISIINTEINA.

aIeTOPCENHOM

NmMmyHODIIyOpECLIEHTHOE
OKpallliBaHUE THCTOHA
macroH2A, cBs13aHHOTO C
HeaKTHUBHOU X-
XPOMOCOMOMH

46, XX 47, XXX 48, XXXX 49, XXXXX

No. Xi: 1 2 3 4
@© Elsevier. Nussbaum et al: Thompson and Thompson's Genetics in Medicine 7e - www.studentconsult.com




KapuorTunvupoBaHue — IHAarHOCTUYECKOE HCCIeJOBaHUE
XPOMOCOM HaIlieHTa, KOTOPOE BKJIIOUAET B ce0sI onpeeieHne
ypcjia XpoMocoM (HMCKIIIOUeHHe TE€HOMHBIX MyTalui) u
aHAJIN3 CTPYKTYPhl XpoMocoM (HMCKIIOUeHHEe XPOMOCOMHBIX

MyTaIuin)
Memoout noayueHusn
. a3 . IIpamvie: ucnoav3dyromesn
. o BN 8 Kaemxu, deaswiuecs in vivo
R - Xzt :':j . :;::
P S igp L@ = *K/1emKU KOCIMHO020 M032d,
-~ ey
® * Kx1emku yumompodgobaacma
o Al

Henpamwule: ucnoasb3yromes
E ‘ Kaemxku, OJdeaswuecs invitro
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“Aum@ouumost nepugepuueckoil Kposu
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KpaTkas uctopuyeckas crnpasKa

TC Hsu, 1952 — BHeZ[peHI€ THIIOTOHUYECKON 00pabOTKH KJIETOK
IIPYU IIPUTOTOBJIEHHUH IIPENapaToOB XpOMOCOM, HA4aJI0 K HOBOU
SPbI» B UCTOPUU IIUTOTE€HETUKHU.

PETER NOWELL (born 1928)

Peter Nowell, 1960 — ucnosib30BaHue
buTOreMMarJIIOTHHHHA B KQUECTBE MUTOTEHA
IIPU KYJIbTUBUPOBAHUY JTUMQPOIUTOB.

Torbjorn Caspersson, 1969-1971 rT. — pa3paboTka MeToa
muddepeHnaTIbHOTO OKPAIIUBAHUA XPOMOCOM.




CTaHAapTHOE Kap1oTUNMpoOBaHUE

KynbmueupoegaHue numgouumos nepughepuyeckou Kposu

L TpebosaHus K
X 00X RN - 6UOI02UYECKOMY Mamepuany:
IR R 1.Ucnonb3o08aHue
LR A K aHmMukoazyrnaHma (2enapuHa)
i Karyotype Arayze mewsphase spreas| 2. CMEPUITBHOCMb
> Tbood '
e | KYJIbMypa aumgbouumos:
A hchemasltini uith Giemsa «KpamkoepemeHHasi (72 u)
1 ) *MumoeeH (OFA)
& [ Jumocmamuk (KOnxXuyuH)
d s[unomoHu4yeckas
! et obpabomka Krnemok
R o “t «DuKcayust Kremok
for 3 days side by 9ropping [lpuezomoesneHue
' rnpenapamos
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© Elsevier. Turnpenny & Ellard: Emery's Elements of Medical Genetics 13e - www.studentconsult.com




CTaHAapTHOE Kap1oTUNMpoOBaHUE

1. Tlosmyuenue npenapaToB MeTada3HbBIX

XpPOMOCOM
- 2. JluddepeHuasibHOE OKpAIIMBAHNE XPOMOCOM
- *“,:; s’ “,.ifa' 3. MukpockonnuecKkui aHaJIU3 YUCiIa U
5% -—."”.-""n;, - ;"
bR o o CTPYKTYPbI XPOMOCOM

r'-: o . : . IluToreHeTHYeCKOE 3aKJII0UEHUE




MeToabl auddepeHUManbHOro oKpalliMBaHUA
XPOMOCOM

G-OKpawueaHue Kpacumernem 'um3a nocrie obpabomku
npomeosiumu4ecKkum ¢hepMeHmMomM mpurcuHom (GTG)
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MeToabl auddepeHUManbHOro oKpallMBaHUA
XPOMOCOM

Q-okpawusaHue s1iyopoxpomMomM Hoechst 33258 ¢
KoOHmMpacmupoeaHuem Actinomycin D (QFH/AcD)




MeToabl aAMdPepeHUMaIbHONo OKpaLllMBaHUA
XPOMOCOM

R-OKpawusaHue KpacumersieM aKkpuOUHOB8bIU opaHXXeablll C
ucnosib3oeaHuemMm 6pomae3okcuypuduHa 6o emopol rnosioeuHe S-riepuoda

(RBA). UDeHmughukayusi uHakmueupoeaHHOU X XpOMOCOMbI




Pe3yavmam
KapuomunuposaHua:

46,XX,+13,der(13;14)(q10;q10)

JaK.aAouUeHue:
B xnemxax uumompogobaacma
80PCUHUAIMNO20 XOPUOHA 8blS18.1€HA
MPAHCAOKAUUOHHAA Popma
mpucomuu no aymocome 13
(cundpom Ilamay)
Pexomendauuu:

1. KapuomunupogaHue cynpyirceckotl
napwl

2. KoHcyavmauus spaua-zeHemuka

LinToreHeTnyeckoe
uccrieqoBaHue adbopTHOro
MaTepuana npu gmarHose
3amepLuan 6epeMeHHOCTb
paHHero cpoka
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C noMoLLbO METOA0B CTaHAAPTHOIO

KapUuoTnunmupoBaHu1A
MO2KHO: HeJIb34:

» udeHmuguuuposams ece * 8blABUMb HAPYUIEHUS 8
YUCN108ble AHOMAAUU UEAbIX Kapuomune Hedeasuuxcs
XPOMOCOM K/1emox

* 8bLABUMb CMPYKMYPHDHLE - 8 boavwWIUHCMBE cayuaes
nepecmpouxu Xxpomocom Ha doCmosepHoO YCmaHo8umy
yposHe paspeweHus 300-850 Mukpodeaeuuro uau
6.210K08 Ha 2anA0UOHbBLIL Habop MUKPOOYNAUKAUUIO

* 8bLABUMb XPOMOCOMHDII * ycmaHosums npupooy
MO3aUUU3M NPU dobasouHo20 Mamepuaada u
onpeoeaeHHOM Koaudecmase MAPKEPHBIX XPOMOCOM

AHAMU3UPYEMDBLX K/1emoK



MapKepHaa XxpoMocoMma

rAg: nnaueHmobuoncus Ha
cpoke 15/16 Hedesb
lMoka3aHusi - eo3pacm,

BXM I mpumecmpa (1,0/3,86),
puck 1:133

Kapuotunn B KneTkax
untoTpodhobnacra —
47 ,XX,+mar[21]/46,XX[8]

PexkomeHOauyuu:

1. MonekynsapHo-uumozeHemudeckasi OuazHocmuka (FISH)
07151 ycmaHoer1eHUS rnpupoObl MapKepPHOU XpOMOCOMbI

2. KopooueHmes



MOJ'IeKyIIFIpHO-LI,MTOFeHeTM‘-IeCKaFI ANArHOCTHKA
Fluorescent in situ hybridisation

[lModz2omoeka yumosio2u4ecKkoz20

OHK-30HA

NMooMM

HeRtns Rl % % [0 O6pa6omka npenapama nepeod

X \I! N Iz v 2ubpudusayuel

———— npenapama

[IBbi60op u nodzomoeka HK-npobbi

/ueHaTypaw ApomocoNH7 OrfNMpoeederHue 2aubpudusayuu in situ
eSSy [MocmeaubpudusayuoHHasi ob6pabomka
Cyponaannuss>

l 'mbpuanzaums l

Henpamag gerexkuums

? — PenoprepHas — ONIOOPECLEHTHBIN
Monekyna penoprep \:: 4

& — Konbrorar thnoopoxpoma ¢ Monekynom,
BbICOKOathMHHOW K PenopTepHon rpynne




ocHoBe TexHonormu FISH

l Gibbon C24

| Gibbon C5

' Gibbon C12

\i o
Human C1 Bl

« MeTozbI O0IIIETO aHAIN3a

KapuoTuiia (MHOTOIIBETHASA
FISH, SKY, RxFISH, CGH)

MeToabI Ce1eKTHUBHOTO
XPOMOCOMHOTO aHa/Iu3a (aHaaIu3
YHCJEHHBIX U CTPYKTYPHBIX
AaHOMAJINU KOHKPETHBIX
DOMOCOM )

« Metoapl 00IIETO aHAIHN3A
UHINBUIYAJIBHBIX XPOMOCOM
(multi color banding,
«obparuas» FISH )
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H.6.Pybuos, T.B. Kapambiwesa, T.A.laltHep. CospeMeHHbIe MemoObl MOIEKYNSPHO-UUMO2eHemu4ecKko20 aHanusa u
OuazHoOCmuKa XpOMOCOMHbIX rnamorioaull.// eHomuka-meduyuHe.2005




JAHK-30H4bI

% CEP (Chromosome Enumeration
Probe)
=a- catrennutHas [HK (ueHTpomepbl)

CEPS CEP15 LSI5p15.2  CEPX CEPY CEP18

LSl (Locus Specific Identificator)

= MUKpPOAESEUNOHHbIE NPOOGbI
=OHKOJS10rn4eckue npoos.l

LSI1 13934
SpectrumGreen

*WCP (Whole Chromosome
Paints)

N

S TEL (Telomere probe)

-300




Cungpowm Mannuctepa-KunnmnaHa: gononHutesibHasgs MU30XxpomMmocoma no
KOPOTKOMY Mnrie4y XpoMocombl 12

Xpomocoma 12 Numdount kpoBu — 46,XX



C nomouwbto Mmetoga FISH

MOZKHO

* uCC1e008ambv XPOMOCOMbL HEOeAAUUXCS
K/1emox

* 8blABUMDb AHEYNA0UOUI NO
unmep@asHsvim 20pam

° éblasumsvp U ynmovHumbs 8blS16./1eHHDBIL
xpOMOCOMHblﬁ mo3auuu3m

HEJIb34

* nposecmu noaHoe
uccedosaHue scex
Xpomocom Habopa

* YMOoUHUMb MOUKU PA3PbIEOE NPU (aHaausupyemes
CMPYKMYPHBLX NepecmpolKax KOHKpemMbil N0KYC
XpOMOCOM KOHKpemHoil

¢ ycmaHosums npupody 006agouHo20 XPOMOCOMbL)
XPOMOCOMHO20 Mamepuana u
MAPKEPHBLX XPOMOCOM

* 8bLIBUMb MUKPONEpecmpotiKu
xpomocoMm (npu npeonoaazaemom
duazHo3se)



OJIEKYNTIAPHO-OMNOJIOIMHECKHNE ME .

QF-PCR

(K®-MLUP KonmnyecTBeHHasA hayopecLeHTHasa NoJIMMepasHas LienHas peakums)

v’ K®-I11]P nozsoasem npogooums
MONEKYAAPHDBIU aHaAUu3 aHeynaouoduil Ha
HeKY1bMusupyemblx IMOPUOHANbHBIX
KAemxax.

v’ [IpurHyun KQ-II1]P ocHo8aH Ha aHaause
8bLCOKONOAUMOPPHBLX KOPOMKUX
maHOemHblx noemopos - STR-mapkepos
(2unepsapuabenvHbix
nocaedosamenvHocmell 8 2eHome OAUHOTL
2-7 nap ocHosaHulil), onpedeneHHblX 01
Kaxcootll XpomMOCOMbL.

v’ Hucao anneneil moxcem 6uvimow
onpede1eHO C UCN01b308AHUEM
h1yopecyeHmMmHO MeUeHbLX XPOMOCOM-
cneuu@uuHblx npaiimepos 045 Karcoo2o
u3 STR mapxepos.

Muxu 12 Yucno
INEKTPODOPErPAMME  XPOMOCOM

HeuhdopMaTHBHO
V.J -
Hopma (2 annenw) é -
@ .
Tprcomun (2 annenu | = :

C COOTHOWeHHeM 2:1) _,'_J_

Tpucomus (3 annenu) \ ” E
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[Ipuanun meroma KO -

411 I_[ P STR - "short tandem repeats"
— '
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KO-IILP gereknua STR mapkepoB Ha XpoMocoMax 13,
18, 21 y 1o41a ¢ TpucoMuent 21 (cuaapomom JlayHa)

2000
A D21S1437 D21S11 D13S634 D18S535
0 JL'. J Illl. N A AUJ[ mL A l-
S TN n N X H
o00h D18S39 D13S74
1 > D18S38
2000 6 D21S226
1000 ; ' - ! I |‘| L ‘E.
TS TN Iy None b3 ]
000 D18S38
o D13S62
200 D21S1411 8
5 N oY LJ A h. .Jl




Mcnonb3oBaHue metogoB FISH 1 QF-PCR B Lenax

NpeHaTa/IbHOM AUArHOCTUKM

IIDENMMVIIIECTBA

* BO3MOZKHOCTb dHAJIN34
HEKYJIbTUBHNPOBAHHDbIX KJIETOK

* CKOPOCTb U IIPOU3BOAUTEIBHOCTD ' |‘ o
Wi e

HeaocTaTtku (00bEKTUBHBIE)

eCe/IeKTUBHBIN aHAJIN3A

MHIUBU/IYAJIbHBIX XpOoMOcOM. Ha ) 10 peayssraTan QF-PCR — 47.XXX
OCHOBAHUU OITPeJIeIeHUS YHCIa KOITHH

OT/EJIbHBIX y4aCTKOB HECKOJIbKUX

Habopa) HEKOPPEKTHO. - -
«OcTraroTcs mpobseMbl aHAIN3a

MaJIOIPOTICHTHOTO MOSAUTITMSMA. [Ipu kKapuOTUOUPOBAHUU JUMPOIUTOB -

XpPOMOCOM 3aKJII0YeHUE O KAPUOTHUIIE
(4ucie ¥ CTPYKType BCEro XpOMOCOMHOTO
-He permaercsa mpo6jiema CTpyKTypHBIX 45,X/46,X,i(X)(q10)/47,X,i(X)(q10),i(X)(q10)
IIePECTPOEK XPOMOCOM.




CpaBHUTE/IbHAA FreHOMHasa rMbpuan3auma Ha
MUKpomMaTpmuax (array-CGH)

v MeTo/, BbIsIBIIEHUSA HecOATaHCUPOBAHHBIX CTPYKTYPHBIX
IIepecTPOEK XPOMOCOM M aHEYIIOUIUH 110 IIeJIBIM XPOMOCOMAM.

v/ Pazpemaromias crtocoOHOCTh METO/Ia II03BOJISIET
UJIEHTU(DUITTPOBATh MUKPOEJIENNY U MUKPOAYTLJINKAIUH,
HEBUAUMBbIE IPU CTAaHIAPTHOM KapHUOTHITMPOBAHUH

E i

g % [TokazaHug:

: «ldouonamuyueckasn 3adepicka
. YMCMBEHHO20 U (pu3u1uecKo2o
—_— passumus y pebenka
3 " } *MBIIP y nnoda
) .

Nl
¥y 9




CpaBHUTE/IbHAA reHOMHaA rnMopuan3aumsa MpURLUNT MeToaa

4 B [evtdenenue /[HK u3 xaemok nayueHma

Step1  Ppatient ' Control Step2 .
DNA U DNA [l nepexpecmnoe meuenue xoumpoavHou /THK u

JITHK nauuenma (Cy3 u Cys)

[Jeubpudusauus Ha mampuue cmecu U3 pPaABHbHIX

Koauvecme MeHeHHblLX cCpaBHUBUEMDBLX o6pa3uoe

. [ICxanuposaHue pe3yabmamos subpudusauyuu
[JObpabomxka noayueHHvIX OAHHBIX
7 N
Step 5 Step 6
Step 4

DNA do'sago loss

'/> 1 L pnd
4 : V
4 4 4 COMPUTER DATA PLOT
= = ; SOFTWARE (Chromosome 7)

Equal DNA DNA
hybridization dosage loss dosage gain
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CpaBHUTE/IbHAA reHOMHaA rmopmamn3aumA

iAW un

Log2 Rato Ch1iCh2

s CO

S OTaD

a
o DO

e (C)

Fragouli E et al. Hum. Reprod. 2011;26:480-490

© The Author 2010. Published by Oxford University Press on behalf of the European Society of
Human Reproduction and Embryology. All rights reserved. For Permissions, please email:
journals.permissions@oup.com

Pesyavmamut
CpasHUMenbHOuU
2eHOMHOU
2ubpuduzauuu
JIHK xnemok
b6aacmouucmbl
(3eneHoe
MmeveHue) ¢
pedepeHcHoll
JTHK 46, XY
(kpacHoe
MeueHue).
Pesyavmam
gepuduyuposaH
memodom FISH

human
reproduction



CpaBHUTeIbHaA reHoMHasA rubpuamsauma (MNra)
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C NOMOLLIbIO CpaBHUTEIBHOM FTEHOMHOM
rmopuamnsaumm

MoOXHO:

*uccaedosams aHOMaAUuu Kapuomuna 6e3 uumoao2u1ecKkux
npenapamos, UcnoAb308amb K/1emku pa3HblX mKaHell

¢ omauuue om FISH u QF-PCR 8 o0HOM aKcnepumeHme
npoeecmu aHAAU3 YUCAA 8CEX XPOMOCOM U 8blABUNMD
HecOa1aHCUPOBAHHblE MUKPONepecmpolKu no scemy 2eHomy (8
3a8UCUMOCTU 0T NIOTMHOCMU NOKPbIMUS XPOMOCOM HA
mampuue)

Heab3s:
*8bLABUMDb COANAHCUPOBAHHBIE CMPYKMYPHbLE Nnepecmpolixu!
*8bLABUMb HU3KOKAOHANbHBIIL MO3auyu3m (mervee 10%)



Next-generation sequencing (NGS)
BBICOKOITPON3BOIUTEIEHOE
y ) CEKBEHUPOBAHUE
Next-generation sequencing (NGS)

§ § Fragmentation  Each region of the genome

Whole genome /\ sequenced multiple times
amplification / / ATAGACTTAGGTAGATTCEARTEACTS
7~ N\
7
—
—— Millions of short sequence ‘reads’ produced

Next-generation sequencing

Next-generation sequencing (NGS)

< ATTAGACTTAGCCTAGATTCCAATGA

. GTACCATAGGATACG

TATATTGCGTATA '

GCAGATGATTCGGGGATATTG
Sequences are aligned to the

DNA sequence reads sacuences are compared (aligne )FHIETATAGGJ human genome

R e Fa T TGe GTa |

2_GGC |

ACCATAGGATAGHMHITAL
AGAGTACCATAGGATAG AT

CGGCAGATGATTCGGGGATATTGCGTATAGGCT

1114110104 Human genome sequence

The part of the genome from which each DNA fragment is derived is identified
Mutations detected and chromosome of origin is revealed

= ATENBECIAGCCMERTTOREATGACTGA BN EmEm == = mmem  =m

e
Only a tiny fraction of the genome is sequenced

Dagan Wells 48th Annual Postgraduate Nonetheless thousands of DNA fragments are mapped to each chromosome
b
Program, ASRM, 2015
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24-chromosome screening using NGS

Biopsy samples produce thousands of reads per chromosome

Trisomy 22
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% of total sequence reads

B Chromosomally normal control [ Embryo sample

Dagan Wells, 48™ Annual Postgraduate Program, ASRM,
2015



MeToabl aHa/IM3a Kap1oTuUMa

v/ CTaH1apTHOE KAapUOTUIINPOBAHNE HA MeTada3HbIX
XPOMOCOMAaX C IIOMOIIbI0 METOZ0OB AHU(p P epEHITUNATIBHOTO

oKpaluBaHUs (reHOMHBIE MyTallul, XPOMOCOMHbIE MyTaIllH,
BbISIBJISIEMbIE Ha YPOBHE 300-850 OJIOKOB).

v/ MosekyisapHo-nuToreHeTndeckue Meto bl (FISH) —
YTOUHSIOIIASA JUATHOCTHUKA CTPYKTYPHBIX IIEPECTPOEK
XPOMOCOM, aHAJIN3 MO3auIl3Ma, BhIsIBJIEHHE aHOMAJINI
Yyucjia OT/IEIbHBIX JIOKYCOB XPOMOCOM U CTPYKTYPHBIX
IIEPECTPOEK XPOMOCOM B HHTeP(a3HBIX ApPaxX KJIETOK.

v’ MonekynsapHo-reHetuueckue Metoabl (QF-PCR, array-CGH)
— IUArHOCTHKA aHEYILJIOUAUU II0 IIeJILIM XPOMOCOMAaM U

HecOaJIaHCHUPOBAHHBIX CTPYKTYPHBIX IIEPECTPOEK XPOMOCOM
0e3 MCII0JIb30BaHUS [IUTOJOTUUECKUX IIPerapaToB.



