NMpoBepeHne nccnepgoBaHnsA Ha reHeTuky — B Genetico!
N pe3ynbTaTbl

Cneunanucrbl

C MHOTONETHMM OMbITOM B
reHeTUYECKOWN AnarHoCcTmKe
1 6GronHdopMaTUKe

= [1na npoBeaeHUsa nccnenoBaHma
HeobxoanMO caTb KPOBb 13 BEHDI.
B neHb caaum aHanvsa He pekoMeHAayeTCcs
yNnoTPebnsATb XKUPHYHO NALLY.

= Hap 3akniouyeHnem paboTatoT
KNVHWYECKUI HTEpPMpeTaTop, Bpay

NabopaTOPHbIV FEHETUK 1 Bpay-reHeTHK. OHnaiiH KoHcynbTauun
N KOHCWJTINYMbI C
= [laumeHT nonyyaeT MHGOPMALMIO MO BCEM AT

KITMHNYECKN 3HaYNMbIM FreHeTUNUYECKNM
BapVaHTaM B reHax, BKJIIOYEHHbIX B MaHeNb
Ha MOMEHT €€ 3aKas3a.

CoBpemeHHOe
o6opyapoBaHue illumina
KoHTakTbl nabopatopumn OGPl R (AT A NGS-naHenb
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Genetico «AyTN3IM»

IOnAa anarHocTnkm
HacneaCTBEHHbIX POPM 3aePKKN
NCUXOpPEeYeBOoro pasBmUTUA 1 ayTnmMa

CeBosa nabopartopus
NGS-cekBeHNpPOBaHNSA
HOBOTO MNOKOJIEHUA
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YTo TaKkoe
NGS-naHenb «<AyTnsm»?

310 MONEKYNAPHO-reHeTn4eCcKkoe

ncanenoBaHne Kognpyrwmx y4actkoB

m reHOB, CBA3aHHbIX C Pa3BUTNEM

HacneacTBeHHbIX d)OpM 3a4epPKKn
NncnxopeyeBoro PpasBUTUAN ayTU3MOM.

Y3Halite 6onblue 1 nonyunte

KOHCYNnbTalMiO Ha canTe

www.genetico.ru

OT0 Hanbonee NosHaA

MyNbTUreHHasA NaHeslb, B pamMKax

KOTOPON METOAOM CEKBEHUPOBAHMA HOBOTO
nokoneHna (NGS) npoBogutca onpegeneHune
BO3MOKHBIX FEHETMYECKMX MPUYMH 3afepPKKN

NncnxopeyeBoro pa3BnUTUA N ayT3ma.

Y10 BKNOUYaerT B cebA
NGS-naHenb «AyTnsm»?

MonpobHoe nccnepoBaHne reHoB:

leHbl, accoummpoBaHHble ¢
HECVHOPOMAIbHOW 3afePXKKOM
NCMXOPEYEBOro Pa3BUTUS 1 ayTU3MOM.

[eHbl MOHOTEHHbIX CUHZPOMOB, NpY
KOTOPbIX 3aA€PKKa NCUXOPEYEBOrO
Pa3BUTMS 1 ayTV3M ABASIOTCSA OLHUM 13
OCHOBHbIX CUMMTOMOB

(cHppombl KoddprHa-Crpuca,
AHrenbmaHa, KopHenuun-ge-JlaHre,
rpyma Kabyku n ap.).

CGG-nosTopbl B reHe FMR1 (cuHapom
NTOMKOW X-XpOMOCOMbl)

Komy pekomeHgoBaHoO

Vccneposanve ana AT Ll nauveHTos:

MauneHTam, UMerLUM NPELNONIOXN-
TeNbHbIN KIMHUYECKNI AUarHo3
HacnenCTBEHHON GOPMbI 3afePXKKI
NCYXOPEYEBOro Pa3BUTUA 1 ayTU3Ma,
ACCOUMMPOBAHHbBIX C FeHaMK, BXOAALLM-
MM B NaHenb.

lMaumeHTam, KOTOpble HE MEIOT ABHbIX
$aKTOpPOB, OO6BACHAIOLLMUX MMEIOLLYIOCA
3aJePKKY NCUXOPEYEBOro PasBUTUA U
ayTM3Ma, NpY NporpeccrpytoLlem
XapakTepe 3aboneBaHUs, NOABIEHNM
CYMINTOMOB MOCJIe NEPUOAA HOPMaTib-
HOro Pa3BUTUS, NPV MySIBTUCUCTEMHOM
XapakTepe NposABneHni (Hanmuum
MOPOKOB Pa3BUTNA UM MHOXKECTBEH-
HbIX JIMLEBbIX AU3MOPOUIA).

Pe3yn bTaTbl NccsieqoBaHnNA

MOTYT MOMOYb YCTaHOBUTb MPUUMHY 3aEPXKKM
NCMXOPEeYEBOro Pa3BUTUA/ayT3Ma, B HEKOTOPbIX
cnyyasx nogobpatb MM CKOpPeKTMPOBaTb JleUueHue, 1
OLIeHUTb BO3MOKHbBI PUCK HAac/IleAoBaHUA 3aboneBaHnA
INA ApYrX pOLCTBEHHMKOB (bpaTbeB/cecTep,
MOTOMCTBA).

CpoKu uccnefoBaHus:
ot 35 pabounx gHeil
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