MNrA-npoyeoypa,
6e3onacHas ona mamepu
u pebeHka

B Kak NI nomokeT MHe
n moen cembe?

®  CBefeT K MMHUMYMY PUCK POXAEHNA pebeH-
Ka C XpPOMOCOMHbIM 3aboneBaHvem (Hanpw-
Mep, cuHapomMom [layHa);

. noBbICUT pe3ynbTaTBHOCTb KO (BepoAT-
HOCTb HaCTyneHns 6epeMeHHOCTH);

o CHM3UT YacTOTy BbiKMAbIWENA (CMOHTaHHbIX
abopToB);

° NO3BOJINT COKPaTUTb BPEMHA, Heobxogmmoe
ANA JOCTUXKEHNA 6ep6MEHHOCTI/I.

Mra npn6nnsur Bawy meuty
0 340pOBOM pebeHke

B [lamATKa nauneHTy

-~ [

O6patnTech K Bpauy-reHeTuKy
nnn K MI-kKoHcynbTaHTy
nabopatopuun Genetico* no
TenedoHy 8 800 250 90 75

ANAarHOCTUKN N OTBETUT
Ha BCe Ball BONpPOChI.

MrA-koHcynbTaHT

pacckaxkeT o npoueaype,

pa3paboTaeT

WHAOVBUAYaNbHYIO CXeM
AvBuayanbHy y A

NN\ DVON

[danbHenwen opraHN3aLnoHHOM
paboToli No NpoBefeHNto

a4 MPEeUMMNIAHTaLNOHHON
Genetico anarHoctuku 3ammetca M-
KOHCY/IbTaHT.
88002509075 www.genetico.ru

(3BOHOK Mo Poccuu 6ecnnatHblil)

JInueHsna N2 J10-77-01-011475

MmetoTtca NPOTMBOMNOKa3aHWA. H€O6XO,D'VIM6 KOHCYynbTauua cneumnanncra.

* JlabopaTtopus Genetico ABNAETCA CTPYKTYPHbIM nogpasgeneHvem VHcTuTyTa
CrBonoBbix Knetok Yenoeka

Genetico

CoBpeMeHHbIN
Cnoco6 NoBbiWEeHNA
pe3synbratuBHocTn KO

ra 46 xpomocom




AkTtyanbHocTtb M

C BO3pacTomM B ANLEKNeTKax u cnepmaTto3onpax npowuc-
XO0OAT XPOMOCOMHbIE U3MEHEHUA, KOTOPbIE NPUBOAAT
K 3aMeplum 6ep6MeHHOCTﬂM, NnPMBbIYMHOMY HEBbIHALLN-
BaHI/IIOI/ICHI/I)KeHI/IiOIJJaHCOBBa6ep6MEHETb.

MO 46 oTbupaeT TONbKO 3[0POBble, 6€3 XPOMOCOMHbIX
N3MeHeHU, SMOproHbl. bnarogapa 3ToMy 3HauUTenbHO
MOBbLILLAETCA pe3yNbTaTMBHOCTb Uukna IKO, cHmxaeTca
BEPOATHOCTb POXAEHUA pebeHKa C XPOMOCOMHbIMU
aHOMaNIMAMY, a TaKXKe PUCK CMOHTaHHbIX abopToB (noTepw
pebeHKa).

Mr[ 46 - 2zeHemuy4eckas OuazHOoCMUKa
XPOMOCOMHbIX dHOMAasuti SMb6puoHa 8o epems
npoyedypsi 3KO

YTo Takoe MNra?

MpenmnnaHTaUMoOHHaA reHeTnYeckaa anarHoctuka (Mra) -
3T0 0b6cNiefoBaHNe SMOPrIOHa Ha HacNeACTBEHHbIe 3abore-
BaHWA eLle [0 MepeHOCa ero B MosoCTb MaTKMU.

M npoBOAMTCA B paMKax SKCTPaKopPrnopanbHOro onjaogoT-
BopeHua (IKO).

B nabopatopuu Genetico ncnonb3yetcsa TexHonorma aCGH -
ofHa 13 Havnbonee nepefoBbIX B MMpPE, KOTOpas No3BonsAeTt
aHanM3MpoBaTb MNOJHbIA HABOP XPOMOCOM B KieTKe (1ccne-
AyloTcA Bce 46 XpOMOCOM).

S

OnsnodomeopeHue
Sm6puoH

;
a4 (>N ... >

be3sonacHocTb N pouenypbl

MNra a6bcontTHOo 6e3onacHa AnA matepu u Gyayuiero
pebeHKa.

Ha 3-i nnn 5-i geHb pa3BuTMA y aMbpuoHa bepeTca ofHa
W HECKOMNbKO KNETOK A5 ANArHOCTUKM, YTO HUKAK B Aasib-
HeliLeM He CKa3blBAaeTCA Ha 3J0POBbe U Pa3BMTUN ByayLuero
Masbiwa. SMOPUOH ANA AVArHOCTUKA aHaNIM3MPYIOT B K-
Huke DKO, He noKkmaan eé npepenbl, a npoueaypa broncmm
ABnAeTca 6e3onacHon. TpaHCNoOpPTUPOBKa GUONCUMIAHOFO
MaTepuana 3 knuHuk KO B nabopatopuio Genetico
OCYLeCTBAAETCA B KOHTPONMPYEMbIX TeMrepaTypPHbIX
YCIIOBUMAX CcneumanbHbiM Kypbepom Genetico, 6ecnnatHo 1
onepaTuBHO.

Cpoku BbinonHeHusa M

OnutenbHocTb npoueaypsbl M ot 1 go 30 gHen B 3aBUCK-
MOCTM OT C/TOXKHOCTW ANArHOCTUKM U Tuna ymkna SKO.

Kak npoBoauTca aHanus pesynbraToB?

AHanu3 pe3ynbraToB NPOBOAUTCA BTPU 3Tana:

° ABTOMaTmMyeckoe NMpouyTeHue crneyunanbHOW MNpo-
rpammon

*  AHanu3 faHHbIX onepaTopom (reHeTUKoM)

*  He3aBMCUMbI aHaNN3 JaHHbIX BPAYOM-TEHETUKOM.

Mouemy Heob6xoaMMO NpoBOAUTb
MNrQ 46 xpomocom?

B Hopme Becb reHeTMyYeCcKnii MaTepran YenoBeka pacrpe-
deneH B 46 xpomocomax (23 napax). HapyweHua uucna
XPOMOCOM BO3HWKAlOT AOCTAaTOYHO 4acTo, u Oyaywmi
SMOPVIOH MOXET MNOJTYYNTb JINLIHIO XPOMOCOMY WS MOXKET
Npon3onTN noTeps Kakomn-nnbo xpomocomsbl. Hanbonee
yacto npu nposepeHun MM aHanu3npyoT 5 xpomocom,
HapyLeHUsi B KOTOPbIX Bbi3blBAOT Pa3BUTE T€HOMHbIX
natonorui y 6yayuiero pebeHka. B 10 ke Bpema HapyLueHus
B OCTaJIbHbIX Mapax XpPOMOCOM MOTYT CTaTb MPUUYUHON
NnocajKkmn HeXM3HecnocobHoro smMo6puoHa, camonpoms-
BOJIbHOTO NpepbiBaHNA 6epeMeHHOCT 1 Ap.

Ana mozo, umobesi yeenuyume pesynemamusHocmes KO,
Heob6xodumo nposodums [I]] scex 46 xpomocom.

XpOMOCOMbI — HyKneonpoTtenaHble CTPYKTYpbl B Afpe KNeTKn, B KOTOPbIX
HaXOOATCA reHbl.

Komy Heob6xopgumo aenatb MrQ?

MpevMnnaHTaUMOHHYI0 AMArHOCTUKY peKoMeHAyeTcA
NPOBOANTL BCeM OYAYLIVIM POAUTENAM, KOTOPbIM MPeaCcTOUT
nporpamma 3KO.

OpHako HeKoTopbIM Napam bosnee BaxHo nposefeHye M.
Hanbonee 3HaunMble NnokasaHuA K npoLiefype TakoBbl:

°  Ha/lnuuMe B aHaMHe3e KeHLMHbl 6onee 2-x HeyaauHbIX
nonbiTok KO nnu cnyyaes HeBblHaLIKBaHWA bepemeH-
HOCTK;

°  BO3pacTbyayuieii Mambl > 35 neT;

*  HapylleHuA crnepmaToreHesay MyUHbl;

e Bo3pacTbyayuiero nanbl >42 ner;

°  HOCUTENIbCTBO XPOMOCOMHbIX OCOGEHHOCTEN Y OfHOIO
13 poauTenemn.

MNMpenmywecrea nposepeHus My
B nabopatopun Genetico

nra nra nra nra
WEOIGYE  METOAOM  METOAOM  METOAOM
aCGH KO-MLP FISH NGS

Yncno aHanusnpyembix “E 59 OBbiuto 46

(22 napbl + xpomocom 3 napbl+  (22+X,Y)
XPOMOCOM

X,Y) XY
TouyHOCTb MeTofa BblCOKas Hn3Kasl cpefHAA  BbiCOKaA
[narHocTtrka
YaCTUYHbIX
v - - v

XPOMOCOMHBbIX
HapyLeHuiA
AHanun3
HecbanaHCpPOBaHHbIX v - - v
TpaHcnoKauuia
Bo3moxHoCTb
OAHOBPEMEHHOW
[INarHOCTUKN MOHO- v - - v
FeHHBIX N XPOMOCOMHbIX
3abonesaHui
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