OCHOBHbIE TEPMMHDI

AHeynnonaua - XpOMOCOMHaA aHOManuaA, NpeacTaBsA-
toLan coboi Hannume NULWHEN XPOMOCOMbI (TPUCOMMS)
WS COCTOAHME NOTEPU XPOMOCOMbI (MOHOCOMUS).

CermeHTapHble HapylleHua — geneuma/pynankaumsa
yyacTka XpOMOCOMbI: XPOMOCOMa TEPAET CBOW YYacTOK
WAV pUoBpeTaeT NMLLHNIA XPOMOCOMHbIV MaTepuar.

XaoTnyHble 3M6pI/IOHbI — Ccogepat MHOXeCTBEHHbIe
XPOMOCOMHbI€ aHOManunn: aHeynnongnmn nAaTn n 6onee
XpOMOCOM B OHOM o6pa3u,e.

Tpunnongna (nonmnaongua) - NOMUMO ABYX
XPOMOCOMHbBIX HAGOPOB — 13 MOMIOBbIX KNETOK MaMbl U
nanbl — NPUXOAUT JINLWHUIA XPOMOCOMHbIN Habop oT
OLHOrO U3 poauTenen.

Mo3anuusm - cocTosHMe, Npu KOTOPOM B OOHOM
OpraHusme copepaTca KNeTKu, MMeloLlme pasHble
XPOMOCOMHbIE HAGOPbI (KAPVOTUNMbI).

SMbproTecT NoKasasn cBok 3GPEKTUBHOCTb
npw nccnenosaHnn 6onee 28000 3mb6puo-
HoB B 6osiee 10000 npoTokosax IKO.

Pe3ynbtaT HE3aBMCMMO MHTEPMPETMPYETCA
TpeMsa crneynanmcTamm, TeCTUpoBaHue
npoBoautca metogoM NGS (lllumina).

DMOPUOTECT - 3HAUVMbIN BaKTOP, NOBbILLA-
IOLLIMI BEPOSATHOCTb HACTYrMNIeHUs GepemeH-
HOCTM B LmKne DKO.

‘)@( Wkona MI'T ana nauneHToB
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MrT Ha 30 %

yBenunumsaet 3¢pdeKkTnBHOCTb KO

KO 6e3 MINM-A SKO cIIT-A

6% 69%

YacToTa HacTynneHvs 6epeMeHHOCTM

Ha nepeHoC Npu 0T6oPe SMOPNOHOB TONIBKO
no mopdonormuu nnm no mopdosnorum + MNT-A
(MperMnaHTaLoHHOE reHeTnYecKoe
TECTUPOBAHVWE Ha aHeynnouann).

Poccus, r. MockBa,
yn. [y6KunHa, A.3, kopnyc 1

8 (800) 25090 75

3BOHOK Mo Poccumn 6ecnnaTHbIn
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KAK NOBbICUTb
JOOEKTUBHOCTb 3KO

MrT-A 3KCNEPTHOTO YPOBHA
HA OCHOBE TEXHOJIOTUU NGS



Pasznnuma NI'T SmbpuoTtect 3mbpurioTecT
C TOUKM 3peHms

BO3MOXKHOCTEW 1 LieneBbIX BbICOKOE
lieeneE paspelleHne
Onpepensaet

aHeynnougmmn +

OnpepenseT cermeH-
TapHble HapyLUeHnA +
KpynHoro pasmepa

OnpepenseT cermeH-
TapHble HapyLUEHUS +
HebOoMbLLIOro pa3mepa

Wcnonb3oBaHne
NHGOPMaLMM NOBbILIAET
BEPOATHOCTb HaCTyMIEHNA
6epemMeHHOCTN

Mcnonb3oBaHue nHbopmaLmm
MOBbILIAET BEPOATHOCTb
[pa3BUTKA 30OPOBOIA
6epemMeHHOCTH

Yt0 3HaumT NI 3KCcnepTHOro ypoBHA?

npOBO,L'J,I/ITCH J'Ia60paTOpVIF|MI/I C MHOIFroneTHnMm
I'IOJJ,TBep)K,D,éH HbIM OMbITOM.

O

o Kaxzablii pe3ynbTaT nposepsaeTcd MUHUMYM
@: LBYMA cneLmanmctamm.

MpoeoauTtca metogom NGS.

Je

KecTkana cuctema KOHTpOs KauyecTBa -
NpeaoTBPaLLEeHNA NomnagaHrsi NOCTOPOHHMX
npumMecei B o6pasLpbl, TpebyroLlas AONoIHU-
TesbHbIX PacXofoB nabopaTopuu.

hit BO3MOXXHOCTb MOMyYEHUs KOHCYNbTaLuu
(000> Bpaya-reHeTVKa 1 06CyXaeHNs NONyYeHHOro

pesynbratalllT.

SmbpuoTecTt SmbpuoTect

6asoBoe HauyanbHoe
paspeLueHvie paspeLueHvie

+ +
+ i

+/- =
+ +

i i

Paspewatowaa cnocobHoctb MIT MMeeT 3HauyeHue:
yeMm MeHblLLe pa3peLleHre, Tem 6onblie BEpPOATHOCTb
NponycTUTb AeTanu.

MpenmnnaHTaUMOHHOE FreHeTnyeckoe
TectupoBaHue (MI'T) — 310 cnoco6 aHann3a
reHeT1YeCcKoro cTaTyca SMOPrOHa, KOTOPbII

Nony4atoT B pe3ynbrate npotokosa KO, go
€ro nepeHoca B NosoCTb MaTKM.

MpoBeneHue MIT-A MOXeT ObITb LIeSIeECO06-
pasHoO 1 A4fiA MauneHToK mraie 35 feT, B
CBSI3U C BEPOATHOCTBIO MOSABEHUSA SMOPUO-
HOB C XPOMOCOMHbIMVI aHOMAJTUAMM.

K yemy moryT npusecTtu
XPOMOCOMHbIe aHOMannn?

OcTaHOBKa 3MOpPVIOHa B Pa3BUTMM Ha CaMbIX PaHHWX
3Tanax: Hanpumep, B NpoLecce pa3BUTUS B YCIIOBUAX
ambpuronornyeckon nabopatopum.

OTcyTCcTBME MMMNAHTaLMM — SMOPUOH MepeHeceH B
MaTEePUHCKUI OpPraHn3m, HO 6epeMeHHOCTb He
HacTynaer.

Hepa3BuBatowasnca 6epemMeHHOCTb — SMOPUOH
rnepeHeceH B MaTEPUHCKNI opraHuam, Y3 nokasbisa-
€T, UTo 6epeMeHHOCTb HacTynuna, Ho 3MOPUOH/NNoA
OCTAHOBWSICA B Pa3BUTUN.

bepemeHHOCTb NIOAOM C XPOMOCOMHOW aHOMasnmnen -
He BcCerga XpoOMOCOMHble aHOMannu NPUBOAAT K
CaMOMpPOU3BOJIbHON OCTaHOBKE GEPEeMEHHOCTN B
pa3sutun. Hanpumep, npmn cuHgpomax fayHa,
dpBapgca v MNatay Mbl MOXKeM Habnogatb NpogJonxe-
Hue pa3BuTUA Nnoga. Mpwv aTom pa3suTre nnoga byaet
NPOUCXOAUTb C OTKNOHEHUAMMN.

PoxxpeHune pE6EHKa CXPOMOCOMHbIM CUHOPOMOM.

PaCI'IpOCTpaHeHHbIe NMOKa3aHWUA
anAa npoeseneHnA [T Ha XPOMOCOMHDbIe
aHOMannn

Mo3gHun penpodYKTUBHbLIM BO3pacT — BO3pacT
XeHLWuHbl 6onee 35 neT, Ans My>kUnHbl 6onee 42 ner.

anIBbI‘-IHOG HEBbIHallBaHNe 6epeMeHHOCTI/I.

HeypauHble nonbiTkn KO B aHamHe3e (oTcyTcTBME
VIMNIaHTauum).

Taxenbin Myckon dpaKkTop.

HocntenbCcTBO XPOMOCOMHbIX MepecTpoeKk OfHUM U3
poautenen.
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