


MoaTsepxaeHue/yTouHeHUe pe3synbraTta KapUOTUNUPOBAHUA C
ucnonb3osaHuem WCP-npob (OctoChrome,Cvtocell)




MNoareepkaeHue/yTouHeHUe pe3yabTaTa KAPUMOTUNUPOBAHUA C
ucnonb3osaHuem WCP-npob6 (OctoChrome,Cytocell)

46,XX,?t(10;13) == 46,XX,t(10;13)(q24;14)




MoareBepKaeHne/yTouHeHUe pe3ynbTaTta KapMOTUNUPOBAHUA C

46,XX,der(19)?t(19;?) == 46,X,t(X;19)(q27;q13.3)



MoarBep»KaeHue/yTouHeHUe pe3ynbraTa
KapuoTunmupoBaHusa ¢ ucnosnbosaHnem WCP-npob
(OctoChrome,Cytocell)

KapuoTtun naumeHTa:
46,XY,?t(6;10)
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46, XY t (6,40 11)(4 25, ¢-24,423)



YcTaHOBAEHUE NPOUCXOKAEHNA MAPKEPHDbIX XPOMOCOM
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MapkepHasi xpomocoma npedcmaesrsisiem cob6ol u3oxpomMocomy o
KOpPOMKUM nsie4yaMm ¢ UeHmMpPOMEPHbIM y4acmKoM 21 XpOMOCOMBbI.



MHorousetHana FISH B noctaHaTAbHOMU M NpeHaTaNbHOMU
ANarHoCTuKe No3BoafAeT (C y4eTom pe3ynbraTtoB
CTaHAAPTHOrO LUTOreHeTUYECKoro uccneaosaHms)

NoATBEPAUTb HAaIMYME XPOMOCOMHOM NEPECTPOMNKMU;
NCKNOYUTb HaNnume 6oee CNOoKHOM NePECTPOMNKN Y
HoCcUTEeNen peumnnpPoKHbIX TPAHCAOKALUUN;

BbISIBUTb WX NOATBEPAUTb XPOMOCOMbI, BOB/IEYEHHbIE B
NepecTpounky;

YTOYHUTb TOYKU Pa3pbiBa XPOMOCOM;

onpeaenntb NPoUCXoxgeHmne MmapKepHbIX XPOMOCOM,



Ucnonb3osaHue metoga FISH ana nccheposaHmna yposHA
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AHeyrnaoudHble cnepmamo3ouodsbl

Lucomusa xpomocom 18,X 18 XY 18,YY



CKPUHUMHT aHeynaoMaun Xpomocom cnepmartosongos (n=350)

Pe3ynbTaTbl cnepmorpammol K-BO NauMeHTOB C NOBbIWEHHbIM
YPOBHEM aHeyn/ionauin
cnepmarto3onpos,%
HOpMO300cnepmus 6,5%
acTeHo3oo0cCnepmuA 23,8%
O/IMroacTteHoTeparto3oocnepmua 78,3%

[MaymMeHTam C NOBbIWEHHbIM YPOBHEM aHeynoMani
pekomeHgoBaHo nposeageHne MMCH
(uHmpayumonnasmamu4eckaa UHbEKYUS
Mopghosnio2uyecKku omobpaHHbIX crepmamo3oudos)




x200 ICsSI x6300  IMSI




UccnepoBaHue cerperaumii XpomMmocom Yy HOCUTENEN
CTPYKTYPHbIX nepecTtpoeK metoaom FISH

YpoBeHb XpPOMOCOMHbIX aHOMA/IM Y HOCUTENei TPAHCIOKaLuuii BapbupyeTt ot 18 no 82%,
B 3aBUCMMOCTHU OT TUMA NEePecTPONKN U XPOMOCOM, BOBJIEYEHHbIX B MEPECTPOUKY
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27,3% cbanaHCMpPOBaHHbIX CNEPMaTO30MA0B - MPOrHo3 Ansa nposeaeHua umkna ICSI/IMSI/PGD

AOOG 2,17 unu der(2), @ CbanaHcMpoBaHHbIN Habop

der(17)
AOG 17, der(2) 23,9 Oeneumna 2q31-2qter, gynamkauma 17p13-17pter
AOOOG 2, der(17) 16,2 Aynnukaumna 2q31-2qter, geneuma 17p13-17pter
AO der(17) 5,9 Oeneuunn 2pter-2321, peneums 17p13-17pter
GOO 2 6,8 MoHocomua 17
GO der(2) 1,7 Oeneunn 17p13-17qter, aeneunn 2q31-2qter
A 17 0,9 MoHocomua 2
Opyrue Apyrue 17,3 Apyrve HecbanaHcMpoBaHHbIe HabopbI

KOMBUHauuu KOMbWHaumm



UccnepoBaHue cerperauuii XpomMocom y HocuTtenei

KonunuyecTtBeHHbIX aHomanmu metrogom FISH
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44.8 0.88 4.7 0.3 0.1

47 XYY 43.7

11.5% aHOManunit NoN0BbIX Xpomocom + ~3% ANNAOUAHbIX CNEepMaTo30Ma08B



MporHo3: 14% aHeyn/iongHbIX CepmaTo30Ma0B

Pe3ynbtratbl Ml Q; kapunotun cynpyra 47,XYY

Linkn IMSI/PGD

ET 2-x ambpunoHoB
Hactynuna 6epemeHHOCTb - ABOMHA
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Ucnonb3oBaHune metoaa FISH B npeammnaaHTauMoOHHOMU
reHeTUYeCcKou ANarHoCTUKe

Ha cerogHa [/l — eOMHCTBEHHbIN BO3MOMKHbIM  cnocob
BbIIBNEHMNA XPOMOCOMHbIX HapYLLEHNIN Y SMOPUOHOB.

56% MOPGdONOrMYECKM HOPMabHbIX 3MOPUOHOB KEHLLWUH
nocne 35 MMeT XPOMOCOMHbIE aHOMATUM.



NoKa3zaHuA gna nposeaeHUA
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reHeTU4YeCcKoi ANarHoCTUKU
(PGD)

* Hanwnuwme
NoATBEPXKAEHHbIX
CTPYKTYPHbIX
XPOMOCOMHbIX
nepecTtpoek

NokasaHuAa gna npoeeaeHUA

npeauMNAAHTaLMOHHOTO
reHeTU4YecKoro ckpuHuHra (PGS)

Bo3pacT keHuwmHbl, npoxoaauwen IVF,
6onee 37 net

becnnogme HeyCcTaHOBNEHHOM
3TUONOTUMU

MHOrokpaTHble Heyaa4yHble NOMbITKK
IVF

MpuBbIMHOE HEBbIHALLNBAHME
bepemeHHOCTN HEBbIACHEHHOM
3TUONOTUMN

BblicOKaa yacToTa aHeynionanm
cnepmaTo3omnaos (Taxenoie Gopmbl
MYKCKOro becnnogms)

Hannuma B aHamHeze bepemMeHHOCTH
NN poxaeHua pebeHka c
XPOMOCOMHOW NaToNormen
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Bonpocsil:

1. Y1o bBuonTnpoBath?

2. Kak puKcmpoBaTh?

3. CKONbKO XpOMOCOM aHaNN3UPOBATL?

4. KaK y4ynTbiBaTb pe3ynbTathbl?

5. Kakune 30HAbl UCNO/Ib30BaTh?



Yto 6uontrnposBaTb U CKONbKO?

* buoncmAa 1 n 2 nonapHoro Tenbua

 Bbuoncma bnactomepa (6-8 KneTok,
3-e CYyTKH)

e TpodakTogepmanbHaa buoncus
6nactoumnctbl (5-6 cyTKM)

" NADIYA



Effect of cell loss on implantation.

| Pr.ucedpres Implantation rate (%) Pr_egnancy rate
Cells survived with unique with fetal heart
after thaw (%) transfers (n) Fetal sac Fetal heart beat beat (%)
<0 9 1.1 1.1 1.1
51-75 2 153 13.7 18.75
76-99 2 21.6 21,6 37.50
100 103 33.6 30.0 49.51

Note: Per cycle retrieved. Only thaws and transfers with uniform embryo cohorts are included.

Mg, Review of PGD to improve ART. Fertil Steril 2010,

Ecan 6uoncua 6naactomepa - 6uoncua OAHOIO 6nactomepa !!!

(CJNADIYA




CKO/ZIbKO XpOMOCOM aHaU3UpoBaTb?

Hanbonee yactbie aHeynaonamu |
Ha CTaanmn 8 KNeToK

' 22,16, 21, 15

«Cun HAOPOMaJ/IbHblIEY
aHeynionagmnu

13, 18, 21, XY

MuHMUManbHbIK CTaHAAPT 8
XpoOMocom:
13,15,16,18,21,22,XY

ESHRE PGD consortium best practice guidelines for fluorescence in situ
hybridization —based PGD //Human Reproduction. - 2010

NADIY.
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BapunaHTbl npeMmnaaHTauMOHHOroO reHeTU4YeCcKoro
CKPpUHUHra metogom FISH

5 xpomocom (13,18,21,XY)
* 28-31% aHeynnouaui (13,15,16,17,18,21,22,XY)

e 70-72% aHeynaougui

9 xpomocom

12 xpomocom

(8,13,14,15,16,17,18,20,21,22,XY)

e 79-80% aHeynnonaum

NADIYA

Clinic of Reproductive Medicing

Munne s. et al. Technology requirements for preimplantation genetic diagnosis to improve assisted reproduction
outcomes // Fertility Sterility 2010. — Vol. 94



KaK yuntbiBatb pe3ynbratbl FISH nccneposaHma Ha
OAHOWU KNneTKe?

* Kputepuu:

Pasmep curHana
Ob6A3aTenIbHO 2 nccnenoBaTens

1.
2. WHTEeHCMBHOCTb CUTHaNa
3.

PaccTtoaHue mexay CUurHaiamu




Ucnonb3osaHue NRR (no result rescue)

NRR — A0NO/NHUTENbHBIN pPayHA rMbpunamsaumm ¢ MCNOJIb30BaHUEM
NpoObl ANA TOM Ke XPOMOCOMbI, HO APYroro TUna, *XenaTesibHo, APYroro
LuBeTa

NRR no3sonaet CHU3UTb YaCTOTY COMHUTENbHbIX pe3yabtaTtoB ¢ 7,5% ao
3,1%
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TexHU4yeckue orpaHuyeHmna metopa FISH npu
nposegeHum MNIC

— OrpaHu4YyeHHoe Konnyectso ¢pIyopoxXpomos | D
aHa/IM3 orpaHNYeHHoro Koamn4vecraa xpomocom ( Ao 9-12,
“gold standard”) (13,15,16,17,18,21,22,X,Y)

— HacnoeHwune curHanos, pacuensieHne CMrHaaoB, HU3Kas
3P PeKTUBHOCTb rTMbpMAM3aLnmn, HapyLLEHMA NpoLecca
dunKkcaumnm baactomepos | > 0o 6-10% smbpuoHosB
6e3 AMarHoCTUKu

— OTcyTCcTBME BO3MOXKHOCTM ONPEAe/ITb MO3anLIU3M NMPU
paboTe c 0o4HOM KNETKOM

34



Uccnonb3oBaHuAa metoaa mHorousetHou FISH
B NpeHaTa/ibHOU ANArHOCTUKE

1. yTouyHeHMe/noaTBepxaeHne pe3ynbTaTos
CTaHAAPTHOrO LUTOreHETUYECKOTO
nccnenoBaHus;

2. «CKPUHUHIOBbIN» 3KCNpecc-aHaNnn3
aHeynsonamm xpomocom 13,18,21,XY Ha
MHTepda3HbIX AAPaX HEKYNbTUBUPOBAHHDbIX
KJ1€TOK aMHUOTUYECKOU XKUOKOCTU;



Ucnonb3osaHue metoga FISH ana akcnpecc-CKPUHUHrA

CpOKW CTaHAAPTHOrO KapuoTunuposanms — 21 geHb™
Ha npaktuke — 10-14 gHen

CKPUHUWHT aHeynaomanim XpoMoCcom
13,18,21,X)Y
(80% XpOMOCOMHOM NAaTONOMNMU,
onpenensemon npeHaTasibHo)
metoaom FISH — 24-48 yacos.

CEPY SO

*MO3 YKkpaiHu. CTaHAapTu aHanisy npenapaTis XpOMOCOM
NoAuHK (MeToanyHi pekomeHaalii). — Kuis 2003



NpeHaTanbHaA AUArHOCTUKA
MUKpoAeneuMoHHbIX cuHgpomos metogom FISH

KomnneKkc cHaApomoB CATCH 22

=
E ~ 22q11.2 LS| TUPLE 1 (DlGeorge/Yelo -Cardio-

= SpectrumOrange Facial/ShprintzenSyndrome)
_B—22g13.3 TelVysion 22q

2 SpectrumGreen

OrpaHunyeHmne meToda: AMarHoCTMKa NPOBOAUTCA Ha KOHKPETHYIO NAaTONOMUI0, U He
NO3BOJIAET UCKIIOYMTb aHOMAIUIO B HEUCCAedyeMblX y4acTKax. a5 KauyecTBeHHOM
anddepeHumManbHOM AMAarHoCTUKK TpebyeTtcs 3HaunTenbHasa 6ubamnoTeka 30H40B



Ucnonb3oBaHue metoaa FISH pna uccneposaHuA
aHeyna1ouMAaun KNeToK BOPCUH XOPUOHA HEeEpPa3BMBAKOLLUXCA
6epemeHHoOCTEMN

CTaHAapTHOE KapuotmnmuposaHue

Hwu3kaa mmntoTmnyeckas
[NaTonorma MNaTonornn He
aKTUBHOCTb KY/NbTypbl KNeToK/ ~359%
KapuoTtuna obHapyKeHo
OTCYTCTBME KN3HECNOCOOHbIX ~20%
KNeToK ----- Kapnotun He °
~45% nosyyeH
[NpuBblYHOE
Pl B pelipiEer) HSBbIHaLLII/IBaHMe
13,15,16,18,21,22,XY ﬁ
bepemeHHOCTH
~60%
°
O6Hapy*KeHo AHeynaonanu
aHeynongamm XpoMmocom HE
13,15,16,18,21,22,XY 0BHapyeHo
UccneposaHune
KapnoTtuna

poauTenen aCGH



3aKka4YeHue

FISH cny*Xnt nonesHbim MHCTPYMEHTOM ANA
ANATHOCTUKU XPOMOCOMHbIX aHOMA/INM

KaK B MOCTHATa/IbHOM, TaK U B NpeHaTa/ibHOM
nepuoae, BKA4YaA AOMMNIaHTALMOHHbIN

CoBpeMeHHbIN YPOBEHb pa3BmnTmna metoaa FISH
No3B0/AET 6bICTPO U C BbICOKOU TOYHOCTbIO
MAEHTUOULMPOBATb NMPAKTUYECKU NtoDble
aHOMaNNU KapmnoTuna



e Ha cerogHa FISH —meToa, no3BoaAoLWMN NPOBOAUTD
CKPUHUHT NpeauMnAaHTaLMOHHbIX SMOPMOHOB NO
Hanbonee YyacTbiM aHEeyNJIOUANAM.

* [lpegumnnaHTaUMOHHAA reHeTU4YecKaa ANarHoCTUKa
meTtoaom FISH no3BonaeT nposoanTb nccaneaosaHue
aHeynaonamnm XpoMmocom, HO He AaeT NOSHOTrOo
npeAacTtaBAeHnA O KapuoTmne U He No3BoAAET
UCKIOYNTb MO3aULU3M.



Cnacubo 3a BHUMaAHUe

l.pylyp@ivf.com.ua
www.ivf.com.ua






