MeOuMKo-reHeTUYeCKUM LEeHTP
JlabopaTtopusa MoneKynapHoM naTtonormm

FEHOMEO




AKTyanbHOCTbD.
HeBblHalLLMBaHUe
6epeMeHHocTU (HB)

1o 59% 5-20%

yacTtoTta HbB coctaBndaeT oo 55%, pocturasa B 5-20% cny4aeB HabntogaeTcs

B NepBoM TpumecTpe 80% [1] npmBbluHOe HB [2]

rMcrtonormnyeckoe nccnenoBaHMe abopTUBHOIO MaTepuana, kak npaBumo,
HEUMHDOPMATMBHO M He JaeT BO3MOXXHOCTU YCTaHOBUTb MPUYKMHY MoTepU
6epeMeHHOCTU 1 caenaTb NPOrHo3 414 cneayolmx 6epeMeHHOCTEN, Tak Kak OHO
He Mo3BONAeT LETEKTUPOBATb F’EHETUYECKME MPUYMHDI, B YaCTHOCTW, XPOMOCOMHbIE
aHOMasMmn, koTopble aBnartTca NpuymHon HB B 7-50% cnydaes. [3]

[eHeTMYecKMe nccrenoBaHus a60pTl/IBHOFO MaTepKrasia He NpoBOOATCH N3-

33 TEXHUNYECKOM CMTOYXHOCTM M HEOCBEOOMTEHHOCTM CreunanncToB. DTO YacTo
BeJeT K HeOornpaBdaHHOMY Ha3Ha4YeHMIO JTIeKapCTBEeHHbIX MperapaTtoB U, B LIEJIOM,
HernpaBW/IbHOMY BeeHWNIO TaKMX NMaluneHTOB.




feHeTYecKoe uccnepgoBaHue aGOpTMBHOFO
MaTepuana — 3TO O4YeHb BaXXHO!

® 41%
® 55% Xpomocomras

aHOManna 3M6p|/|OHa
PoaunTtenbckume
daKTopb
Be3 reHeTU4YecKoro C reHeTUYECKUM . 34%

aHalIn3a ‘ 45% aHa/usoM Popgutenbckue

dakTopbl

Heob6bacHUMaga
npUYKrHa

® 25%

HeobbacHmMadq
npuyYnHa

C MOMOLLbIO FTeHETUYECKOro aHain3a BbigBeHa NpuYmHa 41% BbiKMAbILLEW,
KOTOopasa B MPOTUBHOM CJlydae ocTanacb 6bl HEBbIACHEHHOM

BbisiCHEeHMEe 3TUOJIOrMU CaMONPOMU3BOJZIbHOIO abopTa AaeT NPOrHo3 Ang cneayioue 6epeMeHHOCTH,
nossonsieT usbexarb APYrux HemHPOpPMaTUBHbIX METOAOB 06cneaoBaHUS UM HEeONpPaBAAHHOIO NPUMEHEeHUS
NeKapCcTBEHHbIX NpenapaTos.

B psiae cny4yaeB 3TO NoMoraert msbexartb poXxxxaeHusa pe6e|-||(a C TSHKENOM reHeTUYECKOM NaTosNiormemn.



PernamMmeHTUpyroLwime
OOKYMEHTDbI:

feHeTU4yeckoe 5 5
> [Tpnkas MMHUCTepPCTBA 34paBOOXpaHeHMa Poccmnimckom

uccnenosaHne BOpcuH depepaumm ot 7 Hoabpsa 2012 r.N2 590H «O6 yTBep)XaeHUM
XOpUUOHa aABnaeTCcHd CTaHgapTa crneunanm3npoBaHHOM MegMLUMHCKOM MOMOLLK NpK
CTaHAApPTOM OKa3aHuA CaMOrMPOU3BOSIbHOM MpPepbIBaHNN BepeMeHHOCT».

MenVILI.VIHCKOI‘;I NMoOMoLUM (2.2. NabopaTopHble MeToabl MccrenoBaHua, A09.30.003. MiccnengoBaHue

BOPCUH XOpUMOHa reHeTu4eckoe).
n AO/HKHO NpoBoAUTbCH

BO BCeX cny4vaax > Committee Opinion No. 682 Summary: Microarrays and Next-
Generation Sequencing Technology The Use of Advanced
Genetic Diagnostic Tools in Obstetrics and Gynecology
Obstetrics & Gynecology: December 2016.

HeBblHalLlBaHUA

6epeMeHHOCTMU!

(«XpOMOCOMHBbBIN MUKPOMATPUUYHbBIN aHanmM3 abopTUBHOIrO MaTepuana
pekoMeHayeTca Anda nomucka NpUYmMH BHYTPUYTPOBHOM rmbenu nnopa
UM MePTBOPOXKOEHMS, MOCKObKY MOBbILIAET BEPOATHOCTb BbiABIEHMUS
MaToreHHbIX aHOMasnnmm, Mo CPaBHEHUIO CO CTaHAAPTHbLIM aHaNIM30M
KapunoTmnay).




CNOHTaHHbIA a6OoPpT...

[loyeMy 3TO NMpPounu3oLLI0?
[loBTOPUTCS /1N OTO?

UTo genartb, YTO6bI 3TO HE
MPOmn30LL/IO BHOBb?

B HepaBHO NpoBefeHHOM MccnegoBaHUM
OTMeYanochb, YTo 95% NaumMeHToB, KOTOPbIe MPOoLUIN
npouenypy aHamansa XxpoMoCoM AOs1d YCTaHOBJ1IEHNA
NMPMYMHbI BbiIKMOblLLa OblNT 0OBOSbHbI TEM, YTO
caenarnnm ero, a gBe Tpeth rnaumeHToB, KOTOPbIE HE
caenarnn ero, CKasasin, Yto CoxXXaslietoT 06 aTOM

[oTOBbI /11 Mbl 4QTb OTBETbI?

-na.'-

OTBeTbl Ha 3TU BOMPOCHI AaeT MOMeKyNAapHO-
reHeTn4eckoe nccrnenoBaHve abopTUBHOTO
VERETIZENE




HepoctatTkum
cyuwlecTBylOuWMnX MeToaoB

O6bl4yHOEe KapuotunmpoeaHmue  gpyrme Metogbl 4acto
He AaloT pe3y/ibTaTa Ui OH OKa3bliBaeTCH JIOXXHbIM. I'queMy?

OrpaHunyeHreM TpagMLUMOHHOIO KapUOTUMMPOBaAHMA ABNAETCA KeTouHadqa
KYNbTypa, KOTOPYIO HY»KHO BblpalLMBaTb B TabOpPaTOPHbIX YCIIOBUAX B TeUeHne
2-4 Hepensb.

OereHepupytolime, yMUparoLme Unm yxke MepTBble KNeTKM A9 NpoBeLeHUS
TPaAOVLMNOHHOIO KapUOTUNMMPOBAHWA HE MOOAXOAAT, TaK KaK UX POCT

B NabopaTopHbIX YC/TOBUAX 3a4acTyto HEBO3MOXKeH. VIMeHHO 3To BrieyeT

3a cobom B 10-40% crydaeB PUCK NTOKHOIO pe3ysibkTtaTa UK ero oTCyTCTBME.

OcobeHHO 3TO KacaeTcs abopTVBHOIo MaTepuana, Koraa KieTky nnoaa
rnormbatoT Npu 3abope, TPaHCMOPTUPOBKE U XPaHEHUN.

Puck nonyyeHus
NOYXHOro pes3ysibraTa
uccnenoBaHma obycnoBneH
KOHTaMUHauueu
MaTepPMHCKUMM KJIETKAaM#U
npuv npoueaype 3a6bopa

aGOpTVIBHOI'O MaTepuana

M nonunaoumansaumen npm
BblpalLlMBaHUU KNETOYHOMN

Ky/bTypbl




YTOo NnpepnaraeTr
na6éopatopusa «freHoMmepn»?

MonekynapHoe MonekynapHoe NMonHoe
KapuoTunmpoBaHue KapuoTunmpoBaHue CeKBeHMUpoBaHUe
abopTuBHOro abopTMBHOIro reHomMa abopTmMBHOIro
MaTepuana «PepTtyc» MaTepuana «OnTuMma» MaTepuana «PepTtyc»




MoneKkynsapHoe KapuoTunmpoBaHue
a6bopTuBHOro Mmatepmana «deprtyc»

- MeTopn -

CeKBEHUPOBaAHME HOBOIO
nokoneHuna (NGS)

- BO3MOMHOCTMH
MeToadq -

OnpepeneHmne Ymncna Konum -

Susmary fesult

XpOMOCOM, B TOM Hu1cre

Detaded resul

MO3anYHbIX GOpPM

- lIipenMyLyjecTBa
MeTo4Qq -

BbICTPbIM 1 OOCTYMHbIN TECT

Abrormat +16

Cwomosome 1 2 3 4
Frascces
Confderce 100 1.00 1.00 1.
FR | m LI 3

Tpncomus 16
XPPOMOCOMbI




CTpyKTypa BbiSIBIS€MOCTU XPOMOCOMHOM
naTosiorum nNpu MoneKynsapHoMm
KapuoTunmposaHuu abopTUBHOro MaTtepuana
«PepTyC»

5% ° MoHocomMumga X '|% ® Tpucomua 14
(CuHpgpoM TepHepa)

194 ® Tpucomna 9
4% ® Tpucomunale

29, @ Tpucomuga 22

19% Tpucomma 13

Tpnucomma 18

0
3% ® Tpwcomumals -|/O (CnHopom 2aBapca)
Pe3ynbTaTbl nccrieaoBaHUA 29 ® Tpricomus 16, ; Toucomms 13
1500 naumeHTOB B Na6bopaTopumn Y MO3aMLM3M 1% (CrHapom MaTay)

«feHOMe»

Tpucomuma 21 Opyrne
o) o)
3 /O ¢ (CuHgpom [dayHa) -|B /O aHeynaounanm

TpucomMmma 22, HopMma (6e3
o) o)
2 /O ® MO3anLM3M 56 /3 * aHeynnonann)

-|% ® Tpucomuna 4

194 ® Tpucomma 20



- MeTon -

SNP-XpOMOCOMHbIN MUKPOMATPUYHbIVA aHaNn3

- MeTOo4 nNo3BoOo/IsIeT
AeTeKTUPOBATL: -

>

>

>

- NMMpenMyLjecTrBa MeToAad -

Jlydlee pelweHue ong gmMarHoCTUKM XPOMOCOMHbIX
HapyLUEHWM MPU noTepe 6epeMeHHOCTH / caMorpor3BOSIbHOM
BblKMObILLE M MEPTBOPOXOEHUW, 3aMeHAloLLLee
KapumoTmnmpoBaHme, CCH, FISH

MonekynapHoe KapuoTunmpoBaHue
a6bopTuBHOIro Mmatepmana «OnTtnmMa»

AHEYMNMoOVOUU 1 KPYMHble geneunn/oynnmkaumm
MwuKpopeneunmn/Mmkponynnmkaumm ot 200 Kb

HecbanaHcu PoBaHble TPaAaHC/TOKaLUWN

YUacTKM OTCYTCTBUA reTepoO3nroTHOCTU
M OOQHOPOAUTENBCKUX ANCOMUIN




MonekynsapHoe KapuortmnmpoBaHue
abopTuUBHOro Matepuana «<Ontmma»

NMo3BondeT AeTEKTUPOBaTb KaK YUC/IeHHble U3BMEeHEHUSA XPOMOCOM,

TaK U Cy6bMUKpPOCKONMYeCcKue Bapmaumm Ymcria Kkonmm reHoB (CNV)
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=

)RS =) =5 ‘ =
& R e tlaam

%\ % 5\ LI DD

§ SHOEEE

= Detail View ¥ | @ QC and Sample Info © 2 Chromosome Summ

Tpucomunsa 16 xpoMocomMbl. PUCK MOBTOPHOIro
BO3HUKHOBEHMUS - HU3KUNA.

Adeneuusa ydacTka AfIMHHOro nnaeya 22

XpOMoOcCOoMbl. PUCK NOBTOPHOIro BO3SHUKHOBEHUSA

OJaHHOM aHOMaJIUM HU3KUN



MonekynapHoe
KapuoTunmpoBaHue
abopTUBHOIO
MaTepuana «OnTuMa»

Mo3BoNaeT 3anogo3puTb cbanaHCUPOBaHHbIE
TPaHCMOKaunM y poamntenem

OfnH U3 poauTenieit HocUTe b
cbanaHcupoBaHHoM
TpaHcoKaLumu

| | L B 50% cnyyaeB cbanaHcHpoBaHHas
] TPAHC/IOKALUS O/HOTO U3 poAuTenedt
‘ | NPUBOAMT K HecbanaHcHpoBaHHOI
| | TpaHCIoKalK ¥ Nioaa

Hocuteno
. Natonoruyeckan
cbanaHcMpoBaHHOM
HecbanaHcMpoBaHHan
TPaHCNoKauuu
TpaHC/A0KauUmMA.

340poBbIf
pebeHok

B HEKOTOPbIX CryYadax, BbIgBeHMe HOCUTENbCTBa
cbanaHcKpoBaHHbIX XPOMOCOMHbIX aHOMasnnm
Y poauTenen BO3MOXHO TOMTbKO MOC/e NpoBedeH s Tecta
«ONTUMa» MpPW MCMoIb30BaHMM aboPTUBHOIO MaTepuana

ﬂ,eﬂeTMpOBaHHbIVI y4acCToK O IMHHOIo
rnfeya XpoMocoMmbl 2

200000kh

Hec6anaHcupoBaHHasa TPaHC/IOKaLMsa MeXay
KOPOTKMMM njiedaMm 2 n 3 XpOMOCOMbl.

PrcK MoBTOPHOIoO BO3HMKHOBEHUS AdaHHoOM aHOMannm 50%

OynnuumMpoBaHHbIN y4acTOK O/IMHHOIO
ryeya XpPoOMOCOMbI 3, KOTOPbIN HaxoguTcs
Ha KOPOTKOM Mrieye XpOMOCOMbI 2, BMECTO
ee feneTUpPoBaHHOIO y4acTKa

= EIE IR




MonekynspHoe KapuoTunmpoBaHue
«OnNTUMa» No3BoONSAET onpenesnuTb NONHYIo

UJIN YaCTUYHYIO MOJISIPHYIO 6epeMeHHOCTDb

My3blpHbIM 3aHOC (Hanboree YacTblM TUM recTauMoHHOM TpodobnacTuYeckom 601e3HM) C NOMHOM OTLOBCKOM OAHOPOANTENBCKOM
ancommen B 20% 1 YaCTUYHbBIN OMaHOPUYECKMIA MY3bIPHbBIN 3aHOC B 5% CrlydaeB MOXET MPUHMMaTb 3/I0KaYeCcTBEHHOE TeueHue,

MO3TOMY Ba>XHO BOBpPEMHA YCTAaHOBWTb €ro nponcxoxgeHnme.

[T ayovew W] 28 sognents N | L Cyionagens 3 | ¢ Overep ap ™ | (5 Geapns N

159 oTLOBCKOro
39%
MpouncxooykeHma

253 MaTepPUHCKOro
MPOWVCXOXKOEHUS

61% e

MoneKynsapHoe KapuoTUnmpoBaHue «ONTUMa» TaK Xe
— . ‘ : = no3BonsieT yCTaHOBUTb NPOMUCXOXKAEHUE TpUniaonamm

M OLLEHUTb PUCKN BO3MOXXHbIX OCNTOXXHEHUM
MonHoreHoMHaa OP[] OoTLLOBCKOIrO NMPOMUCXOXAECHMUSA

23 23
(nonHbIMA Ny3bIpHbIA 3aHOC) — NO/IHOE OTCYTCTBUE
reTepo3smrorHbiX BapMaHTOB BO BC€X XpOMOCOMaXx > > a > >
OunrmnHmnyeckadq OuaHgpuyecknii

Tpunnongua YACTUYHbIM MY3bIPHbIN

3aHOC



CTpyKTypa BbiIBIS€MOCTU XPOMOCOMHOM
NMaTosIorMm Npm MoONeKynsapHOM
KapuoTunmpoBaHUM abopTUBHOIro MaTepuana
«OnTumMma»

59 O Tpunnounaus 19% @ Tpucomus 20
o O MoHocomua X 19% @ Tpucomusl4
5 é (CuHgpom TepHepa)
19% @ Tpucomusa 9
0 T 16
4% © Tpucomns 1% @ Tpucomual3

0 Tpucomus 22
Bé O R Tpucommsa 22,

o)
3% O Tpucomma 15 ]/3 . MO3auLLM3M
PQByHbTaTbI nccnenoBaHumA
1500 naumeHTOB B Na6bopaTopumn 2% O Tpuncomua 1e, 1% © Tpuncomua 18
0 MO3anLM3M 0 (CuHgpomM SaBapca)
«feHOMe»
Tpucomma 21 Tpucomma 13
o) o)
3@ o (CuHgpom [ayHa) ]%3 o (CuHgpowm lMNaTay)
CUHOPOMBbI, Opyrne
0
% @ obycroBeHHble ]6/0 ® aHeynaoungnu
—l é aeneunsMu/ Hopma (6e3
AYTVIRARMANH 50% o aHeynnonann)

19 © Tpucomus 4



NonHoe ceKBeHUpoOBaHUe reHomMma
abopTBHOIro Matepuana «deprtyc»

HecMoTps Ha pe3ynbTaTUBHOCTb MOMEKYNAPHOM0 KapnoTUnmpoBaHus, 50% npuymnH HeBbIHALLMBAHMS

6epeMeHHOCTI/I He JETeKTUPYIOTCH, TaK KaK He CBA3aHbl CO CTRYKTYPHbIMN N KOJTMHECTBEHHbBIMUA

N3IMEHEHNAMUM XPOMOCOM, U, B HEKOTOPbLIX CIlly4HadX, UMetoT MOHOIeHHYIO npmnpoany

% @
3%
HeT paHHbIX
HopMma
(MaTOreHHOro XPOMOCOMHOMO
amncbanaHca He 06HapPY»XKeHOo)
% @
49%
XpoMocoMHasa
MnaTos1ormd a60pTVIBHOFO

MaTepumana

OCHOBHble MOHOIeHHble 3aboneBaHug,

KaK MPUYMHa CNOHTaHHbIX abopToB

>

>

AxoHpgponna3usa (OMIM # 100800)
CuHapoM PeTTa y nnoaos MyXckKoro nona (OMIM # 312750)
CuHppoM HyHaH (OMIM # 163950)

CMH.D.pOM MHOXeCTB€HHbIX NTepUurnymos, neTtanbHbIN TUN
(OMIM # 253290)

CMuTa-ilemnn-Onuua cuHapom (SLOS) (OMIM # 270400)
MepokcucomHblie 6onesHu (PEX genes)

CuHapoM yanuHeHusa QT (OMIM #192500)

OnAa peTeKuumn Bcex BO3MOXXHbIX reHeTUUYECKMX NMPUYUH CMIOHTaHHbIX abopToB
na6bopaTtopusa «feHoMea» NpeanaraeT uccrnepoBaHue «fMoslHoe ceKBeHUpoBaHUe
reHoMa abopTuBHoro Mmatepmana «deptyc»



NonHoe ceKBeHUpOBaHUE reHoMa
a6opTuBHOro Mmatepmana «deprtyc»

TexHonorua NGS (Next Generation Sequencing), nexawasa B ocHoBe WGS (\Whole Genome Sequencing),
o6s1apgaeT AMArHOCTUYECKUM NPENMYLLIECTBOM, TaK KaK NO3BONSET AEeTEKTUPOBATb:

OdeTtekumna SV B MHTpPOHax OOHOHYKNeoTUAHbIE
N MEeXXreHHbIX y4acTKax 3aMeHbl

@
C6anaHcupoBaHHble
MepecTpPoOMKU C TOUYHbIM

In/Del oT ogHoro

onpepeneHmem HyKneoTuaa
KoopOMHAaT pa3pbiBa
NMonHoe
. ceKBeHnpoBaHuUe BapuaHThbl
yHacTku c norepent B MUTOXOHOPWaNbHOM
reteposunrotrHocT n OP[L, reHomMma s
reHome

TpUHYKNEOTUOHbIE MOBTOPbI
(6onesHu akcnaHcUn)

Bo3MoOYKHOCTb

rnepeaHanmsa gaHHbIX
CNV noboro pasmepa

B T.4. MO3anN4Hble

Mo nuTepaTypHbIM AaHHbIM, CEKBeHMpoBaHue aBnaeTca 3¢pdeKTUBHbIM MeToAOoM Ans
OUArHOCTUKU NPUYMH HEBbIHaLWLMBaHUSA 6epeMeHHOCTU U NpUMeHsaeTca Bce Yalle [9,10]



KnnHnyeckmnm npmnmMep

MauuneHTKa K.H., 31 roa

| 6epeMeHHOCTb — CaMOMpPOU3BOSbHbIM abopT Ha 8-9 Hepene
bepeMeHHOCTU (He obcriegoBaHa);

Il 6epemMeHHOCTb — MBIMP no Y3W, npoBeneHa 6urorcusa BOpCcuH
XOPWOHa C JallbHENLLMM LLUTOMEeHETUYECKMM MccrefoBaHUNEM:
KapunoTmn nnoga — 46,XX.

B 15-16 Hegenb 6epeMeHHOCTb NMpepBaHa no npuynHe MBIP
(BMC, pedopMaum KOCTHO-CYCTaBHOM CUCTEMBbI, ania3msg Moyek
M MOYeBOro My3blp9).

Mo abopTMBHOMY MaTepuany NpoBeaeHO UCCedoBaHMe
MoneKynapHoe KapuoTUnmpoBaHme abopTUBHOIO MaTtepmrana
«OnTMMa», Mo pe3yrbTaTy KOTOPOoro: MoneKynapHbI KapuoTun —

arr(1-22,X)x2 (Hopma).

Mo abopTUBHOMY MaTepuany nposeaeHo MNMonHoe
CeKBeHUpOBaHMe reHoMa, Mo pe3ysibTaTy KOTOpOro
6blna BbiSiBIeHa MyTaLus, NPOUCXOXKAEHMe
KOTOpPOWM yaanocb yCTaHOBUTb NOCPeaCcTBOM
CeKBeHUpoBaHMA no CaHrepy y Tpmo

chri1:71152447C>T fTOMO3UroTHbLIN

NM_001360.2

- MaThb - Pe3y/1bTaTbl MCCIeqOBAHMS

MeToooM MPAMOro aBTOMaTUYECKOrO CEKBEHNPOBaHMS
6bIn nccnepoBaH reH DHCR7. O6HapyykeHa HyKNneoTuaHas
3amMeHa chrll:71152447CT B reTepO3MroTHOM COCTOSHU.

OdononHutenbHaa nHdopmauumsa:
pedepeHcHaa nocnegoBaTenbHoCcTb NM_001360.2.

- OT@L{ = Pe3y/1bTaTbl MCC/IE0BAHMS

MeToooM MPSIMOro aBTOMaTUYECKOIrO CEKBEHMPOBAHMUS
6bin nccnepgoBaH reH DHCR7. O6Hapy)keHa HykneoTuaHas
3aMeHa chrll:71152447CT B reTepO3UroTHOM COCTOAHMM

AdononHutenbHaa nHdopmauumsa:
pedepeHcHaa nocnegoBaTenbHoCcTb NM_001360.2.

AdaHHaa MyTauuma aBMIacb NPUYMHOM
cuHapoMma CMmuTa-JileMmnu-Onuua
y nnopa

C.452GA

p.Trpl151*




CuHppoMm CMuTta —
Nlemnn — Onuua
(# 270400) AR

PUCK moBTOpa cHOpoOMa
CmuTta-Jlemnm-Onmua
Yy 3TOM napbl 25% o014
KaXXOoW rnocenyroLlem

bepeMeHHOCTU

Haumbonee yacto
BCTpe4valoLimecss CUMNTOMbDI:

Mukpouedanus
YMCTBEHHas OTCTasNoCTb
AyTUsM

HapyweHusa noBegeHuda
M CNoco6HOCTU
K o6y4veHuto

Mopoku cepaua,
JIerkux, rno4yexk,
nuvuieBapuUTeNbHOro
TpaKTa, NoN0BbIX
opraHosB

MMnoxonecrteponemusa

BbnepHocTb

MoOHM)KEHHbIN
MbILUEYHbIN TOHYC

HapylweHue nutaHus
MNTo3 BepxHero BekKa
KaTapakTa

Bone3Hb MNMpLwnpyHra
HapyLweHue cnyxa

MMMyHoNnoruyeckme
HapyLUueHus

Ckonuos
OcTeonopos

MonunpakTunua



Noka3aHuA K BbINMONTHEHUIO
nccnepoBaHUM Npm nortepe 6epeMeHHOCTU

3amMepLuas 6epeMeHHOCTb

Ha paHHUX cpoKax / CMOHTaHHbIN

abopT

MpepbiBaHMe 6epeMeHHOCTU

no MeAULMHCKUM NoKa3aHuam /
BHYTPUYTPO6Hasa rmbenb nnoaa

Ha NO3AHUX CPOKax 6epeMeHHOCTHU

MonekynapHoe KapunoTUnmpoBaHme
abopTmBHOro MaTepuana«PepTyc»

MonekynapHoe KapunoTunmpoBaHme
abopTMBHOro MaTepmana «OnTuMa»
nnu NMonHoe cekBeHMpoBaHWe reHoma
abopTmBHOro MaTepuna «OepTyc»



NMpenmMyLlecTBa UCMOJIb30BaHUSA MOJIEKYNSAPHO-reHeTUYECKOM
ONarHOCTUKMU MNpuU notepsax 6epeMeHHOCTH

Be3 reHeTU4Yeckom

MarHOCTUKM C reHeTUYECKOM ANarHOCTUKOM

Cutyauuda

MoTepsa 6epeMeHHOCTN Manoro CpokKa.
MornekyngpHoe KapuoTUNMpoBaHmne
abopPTMBHOIro MaTepmana He MPoOBOAMIOCh.

fncrtonoruyeckoe ncecnegoBaHme
He BbIgBM1O MPU3HAKOB Matosiornmm

MoTepsa 6epeMeHHOCTY Mafioro CpokKa.

MoseKynspHoe KapuoTUNMpoBaHme
abopTUBHOrO MaTepunana He MPOBOAMIIOCH,
pesynbTaT MMCTOOrMYecKoro LOPOroCTosLLmMX
MccnenoBaHMa He nosyyeH, Nn6o e [V

COMHWTENbHbIN
NHDEKLNN,
NnoNMMopPdU3IMbI
reMocTasa,

HasHaueHne

MPUBbIYHOE HEBbIHALLMBaHME

6epeMeHHOCTX Masioro cpoka (2 unu 6ornee
3aMepLUnX 6epeMeHHOCTM). KapnoTumbl donatoB 1 HLA
poauTeneit He MCCNeaoBanmUCh

TUNMmMpoBaHuMe,
Mo pe3yJibTaTaM
KOTOPbIX €CTb
OMacCHOCTb

Ha3Ha4YeHWnd
MpuBbIYHOE HEBbIHALLKMBaHWE

6epeMeHHOCTVI Marioro cpoka. KapVIOTVII'IbI ,D,opOFOCTOFILLI,e ro
poauTenei B Hopme 1 6e3pe3ynsTaTHOro

nevyeHund

BHyTpuyTpo6Has rubenb nnoga Ha
MO34HMX CPOKaX.

MpepbiBaHne 6epeMeHHOCTH B cpoke 20
Hepenb
1 6osiee no npuymHe MBIP nnoga




CpaBHeHUMe BO3MOXXHOCTEU
npeanaraeMbiXx MeToaoB

MonekynsipHoe MonekynsipHoe MonHoe
KapuoTunuposaHue KapuoTunuposaHue CceKBeHMpOBaHWe reHoMa
KapuoTtunuposaHue
a6bopTuBHOro MaTepuana a6opTuBHOro Mmatepuana a6opTuBHOro Matepuana
«PepTyc» «OnTuma» «PepTyCc»

BbiaBneHMe ToueuHbIX MyTaumnit (SNP/SNV)

C6anaHcnpoBaHHbIe XPOMOCOMHble
aHoManum

BapVIaHTbI B MUTOXOHOPWMAaNIbHOM reHoOMe

KoHTaMUHauuna MaTepUHCKUMU KIleTKaMm

AHeynnongumn

Tpunnomngma

Y4acTKM «MoTepm» reTepo3nroTHOCTU
1 ogHopoAUTENbCKUE ANCOMUU

Mukpogeneunm/MmkpoaynimKaLumm

OKcnaHcua TPUHYKNEeOTUOHbIX MOBTOPOB

Bo3MOXHOCTb npoBegeHUd aHanunsa
npu rnéenm KneTok




Ecnu Bbl HE Ha3HaAYUNU reHETUYECKUNI aHaNnmnM3 abopTUBHOIO
MaTepuana, To B 50% cny4aeB pu1CK AN4a cnegytouemn 6epeMeHHOCTHU
OyneT paccymTaH HeMpaBUIIbHO, ApYyrne uccregoBaHua dyaoyT
MHTEPNPETUPOBAHbI HEBEPHO, a JledeHne bygeT Ha3sHauYeHo
HeOH6OCHOBAHHO

499, ‘ FeHeTUYeCKMe NPUYUHBI

519 ‘ Opyrve npuyYmnHbI

feHeTUYecKoe uccnegoBaHme abopTUBHOIro MaTepuana - 3To OUe€Hb BaXKHO!



3a6op MaTepuana:

1. YaanuTte n3s o6pasua KpynHble CTYCTKMU KPOBM.

2. MpomMmoiiTe TKaHb CTepPUIbHbIM GU3NONOrUUECKUM
pacTBOpOM ANA yAaseHUSA OCTaTKOB KPOBM.

OTO MOMOXET CHU3UTb YPOBEHb KOHTaMUHaLLMN
MaTeEPUNHCKMNMU KITETKaMUN U obecneyunTt yYLyro

MOeHTUGUMKALMIO TKaHM aMBproHa.
3. OTpenuTte BOPCUHbI OT AeUunAayaribHON 060/10UKM.

LdeuwnpyanbHagq obonoyka PO30BOIo UBeTa, N/10THad m
BbIMMALUT Kak TUCT. [Tpn 0BbUNbHOM MpoMblBa-HN BOPCUHDI
BCr/ibIBatkoT, BbIMMAOAT KaK nMepbd 1 MMetoT 6onee 6enbi
LUBeET, HeM geungyasjibHad obonouyka.

4. onoXxute BOPCUHbI B KOHTeMHep ¢ 0,9%
$dU3nNONIOrMYecKuM pacTBopoMm Ans oTéopa Npobbl.

BHuMaHue! 3arnpelleHo 4obaB/STb B KOHTEVIHep /tobble
Apyrve >XUagKoCTH (B T.4. OPMAsINH).

5. TMocne 3a6opa MaTepuan Heob6xoAMMO XpPaHUTDb B
xosioauJibHUKE Nnpu TemMnepartype oT +4 o +8 °C.

MATEPVAJT HE SAMOPAXWMBATD!

Ecnuv gnsa yoasaeHus rnaogHoro aiua
UCO/b3yeTcsl BAKYYMHbIU ACrpaTop,
BbILL/INTE €MKOCTb CO BCEM COAEPXKUMbIM,
TAK KQK TAM MOTYT CO4EePXATbCS BOPCUHbI
XOPUOHAQ.

Ecnm ot60p BopcrH XopnoHa y Bac BbizBas
3aTPYyAHEHUE, MOJIOXKUTE B KOHTEMHEP BEChH
n104HbIA MATEPUATI.

Ecnu rnipepbiBaHUe 6epeMeHHOCTU
rPOM30LLJIO HQ CPOKe rnocsie 13-ou Hegenm

6epeMeHHOCTM -B KOHTeI;IHep riomeLlaercsd

TOJIbKO KyCO4YeK NapeHXmMMATO3HbIX
OPraHoB riyioga M60 ryrioBUHbI.




NMpuemMmnemMblie o6pasubl Henpuemnembie o6pasubl

> O6pasLbl, KoTopble 6osiee CyTOK XpaHATCA B pacTBope dbopmanmHa nnm
6bl/T1 MOMeLLEeHbl B NTI0BOM OPYron KOHCEePBaHT;

> O6pasLibl, KOTOPble XPaHATCA U HanpaBFaTCa He B COOTBETCTBUMN
C MPOTOKOSMOM (B 3aMOPOXEHHOM BuUe, NoABeprilneca BO3AENCTBUIO
BbICOKUX TeMMepaTyp, He B GU3MOMOrMYeckoM pacTeope);

> O6pasLbl, XpaHallmecsa BHe KoHTelHepa anda cbopa 6rmomatepuana
npw nony4YeHmnn. Ecnm obpasel, CIMLIKOM BENUK 19 KOHTelHepa,
MOMHO MCMOMb30BaTh 3arneYaTaHHbll KOHTENHEP C GU3MONTOrMUYECcKM

. PacTBOpPOM;
> BopcuHbl XopKroHa, NNogHoe anLo, KOMa/TKaHb 3M6pMOHa, TKaHb
MyMNo4YHOro KaHaTKKa, nyrnoBMHHaaA KpPOBb; > [naueHTa, COCTOALLAA U3 MaTEPUHCKOM TKaHW;
> MHoronnogHaqa 6epeMeHHOCTb (eCﬂVl BO3MOXXHO, MaTepmasn Kaxgoro > O6pa3|_||b|y Nofly4eHHble Mo3Xe, YeM Yepes 48 4acoB Mocrie B3aTmns

3M6pUOHa HEOBXOOMMO NPefoCTaBNATb B OTAETbHOM KOHTEMHepe)



IJocTaBKa MaTepuana:

[ocTaBka MaTepuana B n1abopatopuio
ocylLecTBgeTcHd B Te4eHre 48 YacoB nocne
3abopa obpasLia.

3anonHUTE U MPUNOXKUTE K KOHTENHERY
C MaTepuasioM Harpas/eHWe Ha npoBeaeHMne
nccnemoBaHmA.

MNpueM 6UoMaTepmasna ocyLLEeCTBISETCS
B MeAULIMHCKMX odurcax lfeHoMen 1 B nabopaTopuu
[eHoMe[, PacrosIOXKEHHOM MO afpecy:

115093, r. MockBa, NoponbcKoe Wwocce, A0OM 8,
Kopn. 5.

TecT OOCTyMeH BO BCex pernmoHax Poccurm Yepes
CEeTb MAPTHEPCKUX KIUHUK. Ecnn y Bac BO3HUKHYT
OOMONHUTENbHbIE BOMPOCH! UMK 3aTpyaHEHUS
Y3HaTb 0 6MyKanLLen KNMHUKE MY MeOULMHCOM
oduce leHomMen, 3afdaTb BoMpoc, Bbl MoxeTe:

> TMOcCeTMB Hall canT www.genomed.ru

> MO3BOHWUB Mo TeniedpoHy 8-800-333-45-38

I BA)XHO

Mpu HEBO3MOXKHOCTM 06ecrneymnTb JOCTABKY
6romMaTepmasia B TeYeHMe 48 4acos rnocrie
3a60pa 06pa3Lq, PEKOMEHAYETCS OAHOKPATHO
3aMOpPO3M1Tb Q60PTUBHbIVI MATEPUAIT.

JocTaBiaTb 3aMOPOXKEHHbIV 6LMoOMATEPUAST
peKoMeHAyeTcs npu cTabuibHoOM TeMnepaType.
MoaBepratb 6MOMATEPMAT MHOMOKPATHOM
30MOPO3Ke M PA3MOPO3KE 3AMPELLEHO.




CTOMMOCTDb U CPOKMU
npeanaraeMbix uccnenoBaHm

MonekynspHoe MonekynsipHoe
KapuoTunmpoBaHue KapuoTunmpoBaHue
abopTUBHOro Matepuana abopTuBHOro Matepuana
«DepTyC» «OnTuma»

NonHoe cekBeHMpPOBaHUe
reHoMa abopTMBHOIO
MaTepuana «depTyc»

KapuotunumposaHue

5400 -10 000 py6 15 000 pys 75 000 pye

21 pabounit feHb o) PabOYMX OHEW 10 PaboUmx aHewW 60 paboumnx aHemn
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