OrpaHuueHus
K NepeHoCy MO3AUUYHbIX
3M6pPUOHOB

Ecnn NPUHATO peLleHne O NepeHoce MO3ANYHbIX 3M6pl/IOHOB, TO HYXHO
YCTOHOBUTb MPOUOPUTET OTéopO HQA OCHOBAHWMM YOOBHA MO3AMLM3MA
1 QHeYrnIoMaHON XPOMOCOMbI:

- 3M6pl/IOHbI C MO3AMUM3MOM MO MOHOCOMUU NMpeanoYTuTenbHee,
YeM Mo TPUCOMMU, YUUTLIBAS, YTO MOHOCOMHbIE 3MEPUOHI (30
NCKIIOYEHUEM 45, X) HEXU3HECTTOCOGHDI.

- MpepnoutTnTenbHbl K BLIGOPY IMEPUOHBI C MO3AULIM3MOM MO
Tpucomum xpomocom: 1, 3, 4,5, 6, 8, 9,10, 1,12,17,19, 20, 22, X, Y.
HW 0fgHA 13 3TX XPOMOCOM HE CBA3AHA C HEBNAroNPUATHLIMU
MNCXOAAMU, NEPEUNCIIEHHBIMU HUXE:

. 3MOBPUOHBI C MO3AULM3MOM MO TPUCOMUAM 14 1 15 XpoMocoM,
MMEIOT MEHbLLWI MPUOPUTET, MOCKOSbKY CBA3CHbI
C MOTEHLMASIbHOM OQHOPOLUTENBCKOW ONCOMUEN;

. 3MOBPUOHBI C MO3AULM3MOM MO TPUCOoMUK 2, 7, 16 XpoMOCOoM,
MNMEIOT MEHBLUWI MPUOPUTET, MOCKONbKY CBA3CAHbI C 304 PXKOM
BHYTPWUYTPOGHOTO PA3BUTHS;

. 3MEPUOHBI C MO3AWLIM3MOM Mo Tpucomum 13, 18, 21 xpomocoM—
XM3HECMOCOBHBI, HO UMEIOT CAMBIA HU3KWIA MPUOPUTET ANS
nepeHoCca No O4YEeBUOHBIM MPUYNHOM.

BAXXHO: MNepeHoc aM6pHUOHOB C MO3AMLM3MOM MO TPUCOMUU
XpoMmocoM: 2, 7,13, 14, 15, 16, 18 u 21 MoryT npeacTaensTb HAMGONbLLWA
PUCK POXAEHNS PE6EHKA C XPOMOCOMHBIMM GHOMQUSIMU.

Pgdiis position statement on chromosome mosaicism and preimplantation
aneuploidy testing at the blastocyst stage [SnekTpoHHsiIn pecypc] // PGDIS
Newsletter, July 19, 2016 — URL: www.pgdis.org/docs/newsletter_071816.html
(02.08.19)

Bbi6op aM6pUOHA 6€3 XPOMOCOMHbIX AHOMAUA =
CyLLIeCTBEHHO YBE/IMYMBAET LLUAHCHI HO €ro UMMIAHTALMIO
U poXaeHue 300poBoro peéeHka!
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FEHOMEO

Ha npotaxeHuu 10 neT koMaHaa naéoparopumn
«feHoMep» - ogHA U3 NMAEpPOB B 061ACTU
MHHOBOALMOHHbIX U YHUKANbHbIX FeHETUYECKUX
uccneposaHui B Poccuu!

OO0 «eHOMepn»

BecnnatHas oTnpaBka MOTEPUANG U3 MOB0ro pernoHa Poccum
NnueHans N& J10-77-01-019459 ot 22 gHeaps 2020 r.
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MNpenMnAAHTALMOHHOE
reHeTM4yecKkoe TECTUPOBAHME
MeToOoM next generation
sequencing (NGS)
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npe,D,TeCTOBCIﬂ M NOoCneTeCToBAs KOHCYNbTALMA BPAYA-reHeTUKa

alone and with array CGH for good prognosis patients: results from a randomised pilot
study. Mol Cytogenet 5: 24.
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Anroputm reHeTudeckoro tectuposaHus nocne KO c MNMIMT-A

Il

AynnougHblii SM6PUOH

HopmanbHbin pe3ynbTaT MIT-A CHUXAET PUCKM XPOMOCOMHbIX
QHOMANUIM MNNOAA, HO He UCKNoYaeT nx Bosce. HeMHBA3MBHbBIA
npeHaranbHbiin AHK Tect (HANT) nossonseT onpenenurs

He TONMbKO AHeYMIoUANM, HO N P, MUKPOAENELIMOHHBIX 1
MOHOTE€HHbIX CUHOPOMOB.

Kakoi TecTt Bbi6paTb?

AyTOCOMHO-[OMUHAHTHbIE 3A601EBAHNS"

HepunddepeHUMpoBAHHAS XPOMOCOMHAS NATONOMUS
Mo HK3KOW GeTaNbHON PPAKLIMKN

CuHppom geneunn 1p36
CuHppomM pgeneunn 22g11.2
CvHApPOM AHrenbMaHa
CvHAPOM KoLaybero Kpuka
CuHppom lMNpagepa — Bunnu
Tpunnongus

FanakTosemus
emoxpomaTos
MykoBucLmnpos
HepoceHcopHas TyroyxocTb
deHnnkeToHypus

CuHppom XXX

CuHppom flkoéca

CuHppom KnanHenstepa
CuHppom TepHepa
CuHppowm lMaTtay

CuHppom 3asappaca

CuHpgpom HayHa
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* [ononHuTenbHas onuums K TecTy Panorama, HO MOXET BbINOHATLCS U KAK CAMOCTOSITENbHOE MCCeAoBAHMe

Mo3auyHbIn 3SM6PUOH

B HekoTOopbIX Cnyyasx, eQMHCTBEHHON BO3MOXHOCTBIO
[OBUTBCS HOCTYMIEHNS 6EPEMEHHOCTU ABNSETCS NEPEHOC
3MEPUOHOB C MO3anyHoM aHeynnongmen. MpeHaTanbHbIA
XPOMOCOMHbIA MUKPOMATPUYHBIA AHANKU3 NO3BONSET
N36eXATb POXAEHUS PEGEHKA C N3BECTHBIMU XPOMOCOMHBIMM

AHOMANTNAMN.

o I3 =

XMA npeHaTanbHbI BbiSBASET:

«  AHeynnounamu (B T.4. MO3aMYHbIE)

+  Cy6MUKPOCKOMUYEeCKNE XPOMOCOMHbIE AHOMOUMN

(neneuunn v gynnvkaumm)
. Tpunnonguun
. OpHopoanTENbCKME OUCOMUM

° KoHTaMuHaumo MATEPUHCKUMU KNeTKaMun

!

Hepassuealowasca 6epeMeHHOCTb

MonekynsipHoe kapuoTUunupoBaHue «OnTuma»
npu HeBbIHALIMBAHUK 6epeMeHHocTH nocne KO

. McknouaeT Heo6xooMMOCTb NPOBEAEHNS
HEHYXHbIX 1 JOPOrOCTOSALLMX NCCNEeOOBAHMM, MPN
BbISBTIEHUM XPOMOCOMHbBIX AHOMONNI Y MNOAA.

+  [lo3BonseT BbiBUTL MPU3HOKW HOCUTENBCTBA
COANIAHCUPOBAHHbBIX XPOMOCOMHbIX OHOMATNI
OLHWM U3 pOoamUTENEN N CHU3UTb PUCK MOBTOPHOMO
HEBbIHALUMBAHUS 6E€PEMEHHOCTMU.

° BoisengeTt ToUNIoOMOnto, B TOM 4Yncne
MOJIHOreHOMHYIO O4HOPOONTESIbCKYIO OUCOMUIO N
onpependeT ee NponcxoxneHue.

HpeﬂTeCTOBOﬂ M NoCneTeCcToBAs KOHCYNbTALMA BpAYA-reHeTUKd
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