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AKTYyanbHOCTbD.
HeBblHalLMBaHUe
6epeMeHHocTHU (HB)

1o 52% 5-20%

yacTtoTa HBE cocTtaBnaeT oo 55%, poctmrasa B 5-20% cny4aeB HabntogaeTca

B MepBOM TpumMecTpe 80% [1] npwBbldyHoe HE [2]

MMcTonormnyeckoe nccrnegoBaHme abopTUBHOIO MaTepumana, Kak npasuso,
HEMHPOPMATMBHO M HE OAET BO3MOXXHOCTM YCTaHOBWTb MPUYMHY MOTEPU
6epeMeHHOCTU 1 caenaTb NPOrHo3 An4 crnefyoLlmx 6epeMeHHOCTeN, Tak Kak OHO
He MO3BOMIAET AETEKTUPOBATb F’eHEeTUYEeCKMe MPUYMHbI, B HaCTHOCTU, XPOMOCOMHble
aHOManmmn, KoTopble ABNAtoTCA NpuumHom HB B 7-50% cnydaes. [3]

leHeTHYeckMe nccnegoBaHmMa abopTUBHOIO MaTepmarnia He NPoBOAATCH 13-

332 TEXHUYECKOM CMOXXHOCTU U HEOCBEAOM/IEHHOCTU CMNeLnanncToB. 9To YacTo
BedeT K HeoMpaBOaHHOMY Ha3HaYeHUIo NTEKaPCTBEHHbIX MpenapaTos U1, B LIeNTOM,
HernpaBUIbHOMY BeAEHMIO TaKMX NaLMeHTOB.




f[eHeTnYecKoe uccregoBaHue abopTUBHOIro
MaTepuana — 3To o4eHb Ba)XXHO!

® 41%
' 55% XpoMocoMHas

aHoManma aMbpuroHa
Pooutenbckue

dpakTopb

Be3 reHeT4yeckoro C reHeTU4YECKUM . 34%
aHanIun3a . 45% aHanusom Pooutenbckue

daKTopb
HeobbacHMMadq
npuYnHa

® 25%

Heob6bsacHMMada
npuymHa

C MOMOLLIbIO FreHEeTUYECKOrO aHaIM3a BbigBAeHa NpUYmnHa 41% BbiKMAObILLEN,
KOTopasa B MPOTUBHOM c/lydae ocTaniacb 6bl HEBbIACHEHHOM

BbiiCHEHUe 3TUOJIOrMMN CaMONpPoOU3BOJIbHOIO aGop‘ra AaeT NMporHo3 ansd cnenylomeﬁ 6epemeHHoc'ru,

No3BOJNIIeT U36eXaTtb ApPpyrmnx HeMHdJOpMaTVIBHbIX MeTonoB o6cnenoBaHUA UNu HeornpaBAaHHOro NpuMeHeHus
JNIeKapCTBeHHbIX NMpenapaTtosB.

B psae cnyvyaeB 3TO NOMOraeT Uu36eXXaTb POXKAEHUS Pe6eHKa C TSXKeNIOM reHeTUUECKOMN NaTonoruen.



feHeTU4YyeckKoe
nccnepoBaHMe BOPCUH
XOpPUOHAa ABnseTco

CTaHOAPTOM OKa3aHus
MeAULUHCKOM NOMOLUM
M OOJIXHO NpoBOAUTbLCSH

BO BCeX criy4dasax

HeBblHaLUUBaHUSA

6epemMeHHOCTM!

PernameHTMpyowime
OOKYMEHTbI:

>

NMpnKasz MMHUCTEPCTBA 34paBOOXpPaHeHNa PoccmMcKom
depgepaumnm oT 7 Hoabpa 2012 r.N2 590H «O6 yTBepPyKAEHNN
CTaHOapTa cneunanmManpoBaHHOM MeOMUMHCKOM MOMOLLM Mpu
CaMOMPOM3BOSIbHOM MpepbiBaHMM BepeMeHHOCT».

(2.2. TabopaTopHble MeToabl nccnenoBaHma, A09.30.003. MiccnegoBaHue

BOPCUH XOPUOHa reHeTnyecKkoe).

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.

(«XPOMOCOMHbIN MUKPOMATPUYHbIN aHanm3 abopTUBHOIO MaTepmana
pekoMeHayeTca 449 NomcKa NpUYmH BHYTPUYTPOBHOM rmbenmn nnoaa
NN MEPTBOPOXKOEHMSA, MOCKOSIbKY MOBbILLIAET BEPOATHOCTb BbIABIEHNS
MaTOreHHbIX aHOMasMMM, MO CPABHEHUIO CO CTaHOAPTHbIM aHATM30M
KapuoTuna).



CNoOHTaHHbLIA a6OopT...

[loyeMy 5TO Npon3oLU1o?
[loBTOPUTCSA /1N 5TO?

YTo genartpb, 4To6bl 3TO HE
Mnpoun3oLusio BHOBb?

B HegaBHO NpoBefeHHOM UCCNegoBaHMM
OTMeYasioCb, 4To 95% NaLMeHTOB, KOTOPbIEe MPOLUIN
npouenypy aHanmsa XxpoMoCcoM O/19 YCTaHOBMEHUS
MPUYKMHbBI BbiKMObILWLA OblNT AOBOMbHbI TEM, YTO
coenanu ero; a oBe TpeTn NaumMeHTOB, KOTOpbIE He
coenanu ero, CKasasu, YTo coxkanetoT 06 3ToMm

[oTOBbI /11 Mbl 4ATb OTBETbI?

-na.'-

OTBeTbl Ha 3T BOMPOCH! AaeT MOMeKyNAPHO-
reHeTMYecKoe nccregoBaHmMe abopTUBHOMO
MaTepwuana
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HepocrtaTKu
cyuwlecTBylOWMNX MeToaoB

O6blYHOEe KapUOTUNUPOBaHUE U ApyrMe MeToabl 4acTo
He JaloT pe3ynbTaTa Uin OH OKa3biBaeTCH NOXKHbIM. NMoyemMy?

OrpaHunyeHreM TPaaULMOHHOIO KapMOTUMMPOBaHMA ABAFETCA KeTouHasa
Ky/nbTypa, KOTOPYHO HYYXXHO BblpallMBaTb B 1abopaTopHbIX YCTOBUAX B TedeHune
2-4 Hepgenb.

[ereHepupytolume, yMMpPaoLLME UK Y)Ke MePTBbIE KNETKM A9 MpoBefeHMs
TPaAVLUMOHHOIO KAapPMOTUMMPOBAHWA He MOOAXOANAT, TaK KaK MX poCT

B N1ab0opaTOPHbIX YCTOBMAX 3a4acTyto HEBO3MOYKeEH. MIMeHHO 2To BredeTt

3a cobo B 10-40% criydaeB PUCK NTOXKHOIO pe3ynbrata UM ero oTCyTCTBME.

OcobeHHO 3To KacaeTcd abopTUBHOIO MaTepuana, Koroa KneTkuy nnoga
normbatoT npur 3abope, TPAHCMOPTUPOBKE 1 XPaHEHWN.

Puck nony4vyeHusd
JIOXXHOro pe3ynbraTta
nccnepoBaHMa obycnoBneH
KOHTaMMHauuen
MaTepUHCKUMMU KJIeTKaMM

npu npouenype 3abopa

abopTMBHOro Mmartepmana
M nonunaoumansauuen npm
BblipalULMBaHUM KJIETOYHOM

KynbTypbl




YTOo Nnpepnaraer
naéopartopusa «feHomea»?

MonekynsapHoe MonekynsapHoe NMonHoe
KapuotunmpoBaHue KapuoTunmpoBaHue CeKBeHUpoBaHue
abopTmnBHOIro abopTuBHOro reHomMa abopTUBHOIo
MaTepuana «PepTtyc» MaTepuana «OnTtumMa» MaTepuana «PepTtyc»




MoneKynapHoe KapuoTunmpoBaHue
abopTmnBHOro Mmatepuana «Peprtycr»

- MeTopn -

CekBeHMpOBaHME HOBOIO
nokoneHma (NGS)

- BOBMOMHOCTMH
MeTogdq -

OnpepneneHue 4ymcna KoM -

XPOMOCOM, B TOM Yymncne
MO3aUYHbIX GOpPM

DOetpded resut

- NMMpenmyLwjecrsea
MeToAdq -

BbICTPbIM 1 OOCTYMHbIN TECT

Abecrmat +1§

Oreeciome 1 2 3 4 5 6 7 8 9 0 1 92 13 14 15 B T W %0 H 2K Y

L] G

Configence 100 1.00 100 1.00 100 1.00 1.00 .00 1.00 1,00 1.00 100 1,00 1.00 100 1.00 1.00 1.00 100 100 1.00 100 1.00 100
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Tpucomuns 16
XPOMOCOMbI




CTpyKTypa BbiiBNI€MOCTU XPOMOCOMHOM
naTosiorum npu MosneKynsapHoMm
KapuoTunmpoBaHMu abopTUBHOro MaTtepuana
«PepTyC»

5% ° MoHocomuma X 194 ® Tpucomual4
(CuHgpom TepHepa)

4.9/ @ Tpucomunale

3% ® Tpucomung 22

194 ® Tpucomna 9
19 Tpucomma 13

0 Tpucomma 18
3% ® Tpwucommals -| %3 (CvHapoMm 2aBapca)

Pe3ynbTtathbl UCCnegoBaHUg
1500 naumeHTOB B NabopaTtopumn
«feHOMep»

ch ° TpucomMma 16, 0 Tpucomma 13
0 MO3anLM3M -| /O (CuHpgpowm lMaTay)

Tpucomma 21 Opyrne
o) o)
3 /O ® (CuHgpom OdayHa) —|3 %3 aHeynaounonm

Tpucomma 22, Hopma (6e3
0 0
2/0 ¢ MO3anLM3M 56/0 ¢ aHeynnoungunn)

194 @ Tpucomus 4

19, @ Tpucomua 20



- MeTopn -

SNP-XpOMOCOMHbIN MUKPOMATPUYHbIM aHanmM3

- MeTO4 nNo3BoOJisiIeT
AEeTeKTUPOBATL: -

>

>

>

- Mpenmyuwjecrea MeToaq -

Jlydliee pelweHme gng gMarHOCTUKM XPOMOCOMHbIX
HapyLLUeHW Npu noTepe 6epeMeHHOCTV / CaMOMpPOn3BONTIbHOM
BblKMObILLE Y MEPTBOPOXAEHUMW, 3aMeEHSAoLLIEE
KapuoTunnpoBaHme, CGH, FISH

MoneKynapHoe KapuoTunmpoBaHue
abopTuBHOIro Mmatepumana «OnTuMma»

AHeynnouanm v KpynHble geneummn/oynimkaumm
Mukpogeneunn/Mmkponynnmkaumm ot 200 Kb

HecbanaHcu POBaHble TPaHCTOKaL A

Y4acTKkm OTCYTCTBUNA reTepPO3NTOTHOCTU
N oOOHOPOOAUNTESIbCKNX ONCOMUI




MoneKkynapHoe KapuoTunmpoBsaHue
abopTuBHOIro Mmatepmana «OnTtnmMa»

Mo3BonseT AeTEeKTUPOBaTb KaK YUC/IEHHbIE N3MEHEHUA XPOMOCOM,
TaK U Cy6bMUKpPOCKONMUUYEeCKUue BapuaLlmm Yucra Kkonmim reHoB (CNV)
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TpucomMmusa 16 xpoMocoMbl. PUCK MOBTOPHOro Aeneuusa y4yacTka AIMHHOro nsieva 22
BO3HUKHOBEHMUS - HU3SKUMN. XpPOMOCOMbI. PUCK NOBTOPHOINO BO3SHUKHOBEHMUSA

AaHHOM aHOMaNIUU HU3KUM



MonekynapHoe _. |
kapuotunupoBaHue (IR
abopTUBHOIO
MaTepuana «OnTuma»

[Mo3BONFET 3aM0403PUTh C6aﬂaHCl/IpOBaHHble
TPaHCNOKaunnm y pO,EI,l/ITeJ'IeI;I

ADDODDKD 000kl

1 Hec6anaHcupoBaHHas TpaHCNOKaLUs Mexay
OavH u3 popTeneii HocuTers KOPOTKUMM Mnievyamm 2 u 3 XpoMOCOMBbI.
(] | 6 i Y

:p::::zx:z:””o” P1CcK MOBTOPHOIO BO3HMKHOBEHMA AaHHOM aHoManmnm 50%

B 50% cnyyaes c6anaHcHpoBaHHas ﬂyl'll'l NUNPOBaAHHDI " y4acTOoK AN TIMHHOIo

nnevya XpoMoCcoMbl 3, KOTOPbIN HaxoauTca
Ha KOPOTKOM MJie4ye XpPOMOCOMbI 2, BMECTO
ee feneTnpoBaHHOIo y4acTka

TPAHC/OKALUSA OAHOTO M3 PoAUTEneit |
NPHBOAUT K Hec6anaHCHPOBaHHOM |
TPaHCIOKaLMK y ofa |

Hocutenn
cbanaHcupoBaHHOM
TPaHCAOKaUMK

3p0poBbii
pebeHok

Natonornyeckan
HecbanaHcMpoBaHHan
TPaHCNOKaUnA

B HeKoTopbIX Cnyvasax, BbigBeHMEe HOCUTETbCTBA

cbanaHCcUPOBaHHbIX XPOMOCOMHbIX aHOManmm

Allele Difieren:

\ pO,EI,l/ITe}'IeIh BO3MOXHO TOJ1bKO Mocrie rnpopegeHnNd tTecCrta

0 : 0 120000kb 140000kh 1 GODD0KL 180000k
«OnTMMa» Nnpn NCroJib30BaHNN a60pTl/IBHOFO MaTepurarlia — -l

e o




MonekyndapHoe KapynotunmpoBaHue
«OnTMa» No3BoNIAEeT onpeanesnimTb NMOJIHYIO

UIN YaCTUYHYIO MOJSIPHYIO 6epeMeHHOCTb

My3blpHbIN 3aHOC (Hambonee YacTbli TUM recTalMoHHOM TpodobnacTnieckom 60ne3HM) C MoOHOW OTLLIOBCKOM OQHOPOAUNTENbCKOM
ancommen B 20% M YaCTUUHbIM OMaHOPUYECKMM MY3blPHbIM 3aHOC B 5% cnyyaeB MOXXET MPUHKMMaATb 3/TOKAa4YeCTBEHHOE TeyeHue,

MO3TOMY BaXXHO BOBpPeMd YCTAaHOBWTb €ro rnponcxoxgeHume.

159 oTuoOBCKOIO
39%
MPOUNCXOOXKEHUA

253 MaTepPUHCKOIro
MPOUCXOXKOEHNA

61% @

MonekynapHoe KapuoTUunupoBaHue «OnNTUMa» TakK e
Nno3BosISieT YCTaHOBUTb NMPOUCXOXAEHMNE TPUNJionamm

M OLLeHUTb PUCKU BO3MOXXHbIX OCTIOXXHEHUN
NMonHoreHoMHasi OP/] OTLLOBCKOIO NPOMCXOXACHUSNA

23 23
(nonHbIMA Ny3bIpHbINA 3aHOC) — NOJIHOE OTCYTCTBUE
reTepo3smMroTHbIX BAapMaHTOB BO BCEX XpPOMOCOMaXx > " a > "
OnrmHmnyeckaaq OuraHopuyecknm

TPpUnNnaongnd YaCTUYHbIN I'Iy3prHbII;I

3aHOC



CTpYKTYypa BbISIBNIA€MOCTU XPOMOCOMHOMU
NnaTosiorm nNpu MoNeKyndapHom
KapuoTUNnmMpoBaHUM abopTUBHOIo MaTepumana
«OnTnmMma»

5% © Tpunnouans 19 @ Tpwicomusa 20

MoHocomMma X 0 Tpucomms 14
5% O °
0 (CuHapom TepHepa)
19 @ Tpwcomua 9

0 T 16
4% © Tpucomns 1% @ Tpucomuall

0 Tpucomua 22
3/0 O : Tpucomms 22,

% @
0 Tpucomma 15 -IA) MO3anLIM3M
P93yanaTbI ncecnenoBaHumA 3%) O & .
1500 naumeHTOB B labopaTopumn ‘ T} Tpwncomusa 16, 1% © Tpuncomua 18
0 MO3aULN3M 0 (CuHgpom DoBapca)
«feHOMep»
Tpucommg 21 Tpucomma 13
0 0
3/0 o (CuHapom OayHa) -lé o (CuHopom MaTay)

CMHOPOMBI, Opyrune
o)
% @ obycroBneHHble ]6%3 o aHeynnounamm
1% neneumamm/
Hopma (6e3

)
o Aynnavkaunsamun 50% © aHeynonauin)
6 © Tpucomus 4




NonHoe ceKkBeHUpoOBaHUe reHomMa
a6opTuBHOro Mmatepumana «deptyc»

HecMoTp4a Ha pe3yNbTaTUBHOCTb MOJMEKYNAPHOIO KapmMoTunmpoBaHus, 50% NpUYmH HeBbiHaLLMBaHMNA
6epeMeHHOCTU He OETEKTUPYIOTCH, TaK Kak He CBA3aHbl CO CTPYKTYPHbIMU N KONMMYECTBEHHbIMU
N3MEHEHUAMM XPOMOCOM, U, B HEKOTOPbIX CMydaax, MMetoT MOHOTeHHYo npupoay

3% ‘ OCHOBHblIE MOHOIEeHHbIE 3860ﬂeBaHl/I¢I,
HeT gaHHbIX KaK NMpnymMHa CrioOHTaHHbIX aGOpTOB
> AxoHgponnasua (OMIM # 100800)
> CuHpapoM PeTtTa y nnoaoB MyXcKoro nona (OMIM # 312750)
Hopma
(mMaToreHHOro XPOMOCOMHOIO > CuHapoM HyHaH (OMIM # 163950)
ancbanaHca He 06Hapy»KeHO)
> CUHAPOM MHOXECTBEHHbIX NTEPUTrMYMOB, NleTanbHbIA TUM
(OMIM # 253290)
49% @
> CMmuTa-Jlemnun-onuua cmHapom (SLOS) (OMIM # 270400)
XpoMocoMHas
naTtonorusa a60pTMBHor0 > MepokcncoMHble 6onesHun (PEX genes)
MaTepuana > CuHppoM yanuHeHus QT (OMIM #192500)

IOna peTeKuumn Bcex BO3MOXXHbIX reHETUYECKMX NMPUYUH CMTIOHTaHHbIX abopToB
na6opaTtopusa «feHoMea» NpeanaraeT uccnegoBaHue «MosiHoe ceKBeHUpoBaHUe
reHoMa abopTuBHOro Mmatepmana «deptyc»



NonHoe ceKkBeHUpOBaHUe reHomMa
a6bopTuBHOro Mmatepmana «deptyc»

TexHonorna NGS (Next Generation Sequencing), nexawaa B ocHoBe WGS (\Whole Genome Sequencing),

obnapgaeT AMaAarHOCTUYECKUM npeMyLlecTBOM, TaK KaK NMNO3BOJIAE€eT A€TEKTUPOBaTb:

Odetekumna SV B MHTPOHaXx OgHoHyKNeoTuaHble
N MeXreHHbIX y4acTKax 3aMeHbl
@
C6anaHcupoBaHHble
NepecTPoOMKM C TOYHbIM

In/Del oT ogHoro

onpegeneHuem HyKfeoTmaa
KoopAMHaT pa3pbiBa
NMonHoe
. CeKBeHMnpoBaHue BapuaHThl
ydactku ¢ norepen B MUTOXOHOPUANIbHOM
reteposmnrotHoctTu 1 OP[L reHomMma reHOMe P

TpUHYKNeOoTUOHbIE MOBTOPLI
(6onesHu akcnaHcum)

Bo3MOYKHOCTb

nepeaHanusa gaHHbIX
CNV ntoboro pasmepa

B T.4. MO3aMN4Hble

Mo nuTepaTypHbIM AaHHbIM, CeKBeHUpoBaHUe aBnsietTcs a¢dpPeKTUBHbIM MeTOAOM AnNn{
ANAarHOCTUKM NPUYMH HEBbIHALLMBaHUA 6epeMeHHOCTU U NPpUMeHsieTcs Bce valle [9,10]



KnnHunyeckum npmnmMmep

MauuneHTKa K.H., 31 roa

| BepeMeHHOCTb — CaMOoMpPOM3BObHbIM abopT Ha 8-9 Heoene
6epeMeHHOCTU (He obcnenoBaHa);

Il 6epemMeHHoOCTb — MBIP no Y3W, npoBeneHa 6roncmsa BOPCUH
XOPWOHA C JallbHENLUMM LUUTOMrEeHETUYECKMM MCCedoBaHUNEM:
KapuvoTun nnopda — 46,XX.

B 15-16 Hepenb 6epeMeHHOCTb NMpepBaHa no npuymnHe MBIP
(BMC, nedopMaLmm KOCTHO-CYCTaBHOM CUCTEMDI, arnfa3smsa nodek
I MOYEBOTO My3blps).

Mo abopTUBHOMY MaTepMarny NpoBeaeHo UccreaoBaHme
MonekynapHoe KapmoTUNMpoBaHMe abopTUBHOMO MaTepuana
«ONTUMay, Mo pe3ybTaTy KOTOPOro: MoneKynapHbIM KapmnoTun —

arr(1-22,X)x2 (Hopm™ma).

Mo abopTnBHOMY MaTepuany nposegeHo NMonHoe
CeKBEeHUpPOBaHUe reHoMa, No pe3ysibTaTy KoToporo
6blna BbiiBNeHa MyTauus, NPOUCXOXKAEHME
KOTOPOM yaanocCb YCTaHOBUTb NOCpPeacTBOM
CeKBeHuUpoBaHUA no CaHrepy y Tpuo

chri1:71152447CT fOMO3UroTHbIN

NM_001360.2

- MaThb - Pe3y1bTaTbl MCC/1eq0BAHMS

MeToooM MPAMOro aBTOMaTUUYECKOIrO CEKBEHUPOBAHUSA
6bin nccnenoBaH reH DHCR7. O6HapyykeHa HyKneoTuaHas
3aMeHa chrll:71152447CT B reTepo3nroTHOM COCTOAHMM.

dononHuTenbHada VIHd)OpMaLWIFI:
pedepeHcHaa nocnegoBaTelbHocTb NM_001360.2.

- OTeLl = Pe3y/ibTaThl MCCIEL0BAHMS

MeTogoM MPAMOro aBTOMaTUYECKOro CEKBEHMPOBaHMA
6bin nccnepoBaH reH DHCR7. O6Hapyy»keHa HyKNeoTMaHas
3aMeHa chrll:71152447CT B reTepo3nroTHOM COCTOAHMM

AdononHutenbHasa uHpopmMaumsa:
pedepeHcHasa nocnegoBaTenibHoCcTb NM_001360.2.

AdaHHas MyTaums siBUJ1IacCb NPUYUHOM
cuHapomMma CMmuta-fiemnu-Onuua
y nnopa

C.452GA

p.Trpl151*




CuvHppoM CMuTa —
Nlemnn — Onuua
(# 270400) AR

PrcK noBTOpa CMHAOPOMA
C™MuTa-J1lemnmn-Onuiua
y 3TOM Mapbl 25% on4
KayXOoW nocaenytoLlemn

bepeMeHHOCTU

Haubonee yacrto
BCTpe4valoLimecs CUMNTOMbDI:

Mukpouedanusa
YMCTBEHHas OTCTaNnocCTb
AyTU3M

HapyleHuns nosegeHms
M CrNocoBbHOCTU
K 06yuyeHuto

MNMopoku ceppua,
Nerkux, noyexk,
nvweBapuUTeNbHOrro
TPaKTa, NMonoBbIX
opraHoB

MNMnoxonecteponemMmusa

BnepHocTb

MoHWYXeHHbIN
MbILUEYHbIN TOHYC

HapyweHune nutaHua
INTO03 BepxHero BekKa
KaTapakTa

BonesHb MNpLlinpyHra
HapyweHue cnyxa

MMMyHonornyeckue
HapyLUueHus

Ckonuos
OcTeonopos

MonunpakTunua



NMoka3aHuA K BbINOMTHEHUIO
uccrieaoBaHUM NpU notepe 6epeMeHHOCTH

3amMepLuas 6epeMeHHOCTb

Ha paHHUX cpoKax / CNOHTaHHbIN

abopT

MpepbiBaHMe 6epeMeHHOCTU
No MeAUUMHCKUM noKasaHuaMm /
BHYTPpMUyTpo6Haa rmbenb nnopa

Ha NO3AHUX CPOKaX 6epeMeHHOCTM

MonekynapHoe KapuoTUnmpoBaHme
abopTUBHOro MaTepmrana«PepTyc»

MonekyndapHoe KapunoTunmpoBaHme
abopTMBHOro MaTepmana «OnTmma»
mnun NMonHoe cekBeHMpPoOBaHKMe reHoMa
abopTUBHOIo MaTepunia «PepTycC



NMpeuMyLlecTBa UCMNOJIb30OBaHUSA MoneKynano-reHeTw-leCKoi&
ANarHOCTUKMU NMpu nortepdax 6€peMeHHOCTM

Cutyauusa

MoTepsa 6epeMeHHOCTU Maloro CpokKa.
MonekynsipHoe KapnoTUNMpoBaHmne
abopTUBHOIo MaTepuana He NpPoBO4MIIOCh.

MMcTonormnyeckoe nccnegosaHue
He BbIgBUJ10 NMPWN3HAKOB MaTosiormm1

MoTepa 6epeMeHHOCTN Maoro CpokKa.

MoneKkynapHoe KapnoTUnmpoBaHme
abopPTUBHOro MaTepmana He NPOBOAUIIOCH,
pe3ynbraT rMcToIorMyecKoro
nccnenoBaHua He nosyyeH, néo
COMHUTENbHbIN

MpuBbIYHOE HEBbIHALLMBaHME
6epeMeHHOCTU Masioro cpoka (2 unu 6onee
3aMepLUnx 6epeMeHHoCTH). KapuoTumbl
poauTenei He nccnefosanch

MpuBbIYHOE HeBbIHALLVBaHWE
6epeMeHHOCTM Maforo cpoka. KapuoTunebl
ponuTenen B Hopme

BHYTpUyTpo6Has rmbens niopa Ha
MO3OHMX CPOKaX.

MpepbiBaHWe 6epeMeHHOCTU B cpoke 20
Hepenb
1 6onee no npuymHe MBIP nnoga

bBe3 reHeTU4YeCcKon
ANarHoCTUKU

Ha3HaueHwne
[OPOroCTOALLMX
TECTOB Ha
NHDEKLNN,
NoAMMoOpPPU3MbI
reMocTasa,
donatoB 1 HLA

TUNMPOBaHWe,
Mo pesynsratamM
KOTOPbIX €CTb
oMnacHoCTb
Ha3Ha4YeHusd
OOPOrocTosLLEro
1 6e3pe3ynLTaTHOro
nevyeHna

C reHeTUYECKOM AUArHOCTUKOM



CpaBHeHUMe BO3MOXXHOCTEU
npeanaraeMbixX MeToaoB

MoneKkynsipHoe MonekynsipHoe MonHoe
KapuotunupoBaHue KapuotunupoBaHue CeKBeHupoBaHue reHomMa
KapuoTtunuposaHue
a6opTuBHOro MaTepmana a6opTMBHOro MaTepuana a6opTMBHOro MaTepuana
«PepTyc» «OonTuma» «PepTyc»

BbisiBNeHWe TodeuHbix MyTauui (SNP/SNV)

C6anaHcUpoBaHHbIE XPOMOCOMHbIe
aHoManuu

BapuaHTbl B MUTOXOHOPWaNbHOM reHoMe

KoHTaMUHaumsa MaTepUHCKUMU KIieTKaMm

AHeynnoungum

Tpunnoungusa

YyacTku «noTepun» reTepo3nroTHOCTn
n ogHopoguTenbCckMe oucomMmmm

Mukpogeneunmn/MmkpodynamKaLmm

SKcnaHcua TPUHYKNEeOTULOHbIX MOBTOPOB

B0O3MOXHOCTb NMpoBefeHUs aHanmsa
rnpu rubenu KneTok




Ecnu Bbl He Ha3HaYUNUN reHeTUYeCKUM aHanm3 abopTUBHOIO
MaTepuana, To B 50% cny4yaeB pUCK O/19 criegyollen 6epeMeHHOCTU
OyneT paccyMTaH HenpaBW/1bHO, Apyrne nccnenoBaHuna éyoyT
MHTEPNpPETUPOBaHbl HEBEPHO, a NIeYyeHMne bydeT Ha3HaAaYeHo
Heob60CHOBaAHHO

499% ‘ FeHeTU4YeCcKue NPUYUHDI

51% ‘ Opyrve npuyYUHbI

feHeTU4YyecKoe uccrieaoBaHue aGOpTMBHOFO MaTepuana - 3TO O4Ye€Hb BaXXHO!



3a6op MaTepumana:

1. Ypanute ns o6pasua KpynHble CryCTKU KPOBM.

2. lMpoMounTe TKaHb CTePUNbHbIM PU3NONOrMYECKUM
pacTBOpPOM A/ yAaNleHUS OCTaTKOB KPOBM.

OTO MOMOXKET CHU3UTb YPOBEHb KOHTaMUHaLUK
MaTEPUHCKUMU KNeTKaMy 1 o6ecnedmT Ny4lLlyto
MOEHTUOUMKALMIO TKAHWM SMOPUMOHa.

3. OTaenuTe BOPCUHbDbI OT AeumuayanbHOU 060M0UKN.

JeunayanbHasa 060/104Ka PO30BOro LIBETa, MIOTHAA U
BbITIAANT KaK JINCT. [pr 06UNBbHOM MPOMbIBa-HUKW BOPCUHDI
BCM/IbIBAIOT, BbIMMAOAT KaK Nepbs 1 MMetoT boree 6enbli
LBET, YeM fdelmayanbHaa o6onoyKa.

4. TMonoxute BOPCUHbI B KOHTEUHep ¢ 0,9%
dun3MonoruyecKkMM pacTeopom ass oréopa npo6bl.

BHumMaHume! 3arnpelileHo 4ob6aBIATb B KOHTEMHepP /1tobble
ApYyrne >XuagKocTu (B T.4. GOpMAsIH).

5. Mocne 3a6opa MaTepuan Heo6xoAUMO XpPaHUTb B
xosioausibHUKe rnpu TeMnepartype ot +4 go +8 °C.

MATEPUATT HE SAMOPAXMBATD!

Ecnm o515 ygasieHus rJiogHoro smua
MCros1b3yeTcs BAKYYMHbIA ACUPATOP,
BbILU/INTE EMKOCTb CO BCEM COAEP>KUMbIM,
TAK KOK TAM MOrYT COAEPXKATbCS BOPCUHbI
XOPUOHAQ.

Ecnm oT60p BOPCUH XOpPUOHA y Bac Bbi3Bas
3aTpyaHeHUE, MOSIOXKUTE B KOHTEMNHepP Bech
raoAHbIV MATEPUAT.

Ecnm npepbiBaHMe 6epeMeHHOCTU
MpPOU30LLIO HO CPOKe riocsie 13-om Hegenu
6epeMeHHOCTH — B KOHTEMHEP MoMeLaeTcs
TOJIbKO KYCOYEeK MapeHXMMATO3HbIX

OpPraHoB 044 M60 MyrnoBUHbI.




NMpuemMnemblie o6pa3ubl HenpuemneMmbie o6pa3subl

> O6pasubl, KOTopble Boee CyTOK XpaHATCA B pacTBope dopManmHa nnm
6bIMM MoMelLeHbl B 10601 ApYro KOHCEPBaHT,

> O6pasubl, KOTOPbIe XPAHATCS M HaMPaBFOTCA He B COOTBETCTBUM
C MPOTOKOJIOM (B 3aMOPOXKEHHOM BUIE, MoABepriunecd BO3AENCTBUIO
BbICOKUMX TeMMepaTyp, He B GU3MONOrMYeCcKoM pacTBope);

> O6pasubl, XxpaHdaLlMeca BHe KoHTeMHepa angd cbopa 6ruomaTepuana
npw nony4YeHun. Ecnm obpasel, C/IMWKOM BENMK A1 KOHTeMHepa,
MOXHO MCMOSb30BaTh 3arnedyaTtaHHbln KOHTEMHEP C GU3MOMOTMYECKMM

. pPacTBOPOM;
> BOPCUHbBI XOPWOHa, MOAHOE AMLIO, KOXKa/TKaHb 3MBPUOHa, TKaHb
MyMNOYHOTO KaHATKKa, MyMOBMHHAA KPOBb; > [MnaueHTa, cocToAWaa U3 MaTePUHCKOM TKaHW;
> MHoronnonHan 6epeMeHHOCTb (€CNM BO3MOXXHO, MaTepuan KaXxaoro > O6pasLbl, MoflydYeHHble Mo3Xe, YeM Yepes 48 YacoB Mnoce B3ATUA

aM6proHa HeoBXOOMMO NPENOCTaBAaTb B OTAENTbHOM KOHTEMHepe)



JocTaBkKka MaTepuana:

[ocTaBka MaTepuarna B 1abopaTtopuio
ocylllecTBndeTcd B TedeHue 48 Yacos mocrne
3abopa obpasLia.

3anonHUTe U NPUIOXKUTE K KOHTEUHEPY
C MaTepuarsioM HanpaBleHWe Ha NpoBedeHne
nccrenoBaHus.

MpreM buomMaTepmarna ocyLLEeCTBNAETCS
B MeOULIMHCKKMX oducax feHoMen 1 B nabopaTopum
reHoMe[, PacrnosIoXeHHOM Mo agpecy:

115093, r. MockBa, NoponbcKoe wocce, A0M 8,
Kopn. 5.

TecT OOCTyMneH BO BCeEX permoHax Poccum yepes
CeTb MAPTHEPCKMX KNNHMK. Ecnn y Bac BO3HUKHYT
OOMONHUTENTbHbIE BOMPOCHI MM 3aTpyOHEHUS
Y3HaTb 0 6amykaniuen KNnHUKe Mnm MeguLMHCOM

oduce lreHoMe[, 3agaTb BOMNpoc, Bbl MoxeTe:

> NMOCETUB Halll camT www.genomed.ru

> TMO3BOHMB Mo TenedoHy 8-800-333-45-38

I Ba)XHO

[pyt HEBO3MOXKHOCTU 06ecrnedynTb JOCTABKY
6vomMaTepMana B TeHeHMe 48 4acos riocsie
3060pa 06pa3Lq, PEKOMEHAYETCS OAHOKPATHO
3aMOpPO3UTb A60PTUBHBIY MATEPUAT.

JocTaBaTb 3aMOPOXKEHHbIV 61MoOMATEPMAST
peKoMeHayeTcs npu cTabuibHOM TeMnepaType.
MoaBeprate 6MOMATEPUAT MHOIOKPATHOM
30MOPO3Ke U PA3MOPO3KE 3ArPELLEHO.




CTOMMOCTb U CPOKMU
npepjlaraeMbixX UccrepgoBaHUN

MonekynsipHoe MonekynapHoe
KapuotunmpoBaHue KapuoTunmpoBaHue
abopTMBHOIro MaTepmana abopTMBHOro MaTepumana
«DepTyC» «OnTnma»

MonHoe cekBeHMpoBaHUe
reHomMa abopTMBHOIO
MaTepuana «PepTyc»

KapuvotunmpoBaHme

5400 -10 000 py6 15 000 py6 75 000 pye

21 paboyuii neHb  [o) PaboUMX OHEW  [0) PaboUMxX OHEW 60 PaboUMX OHEW
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MonekynapHo-reHeTU4eckKkue
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