NAHEJNb «QETCKUN LLEPEBPAJIbHbIN
NAPAJTUY»

HanpasrneHa Ha BbiiBNeHUe reHeTU4YeckKunx npmuymH Aun.
CumnTbiBaHME KOAUpyoLLEeN NocnenoBaTesibHOCTU NeHOB,
accoLuMMPOBaHHbIX C pasnMYHbiMu popmamu LM, a Takke
«Mackamun» OUN

NMOKA3AHUA:

Hanuume HeanbdepeHUNPOBaHHbIX HapyLUEHWUN Pa3BUTUS
MOTOPUKM 1 MOAAEPMaHMS Mo3bl 683 YETKO YyCTaHOBIeHHOM
3TUONOMUN.

CoyeTtaHune [OLIMN c BpoyKAeHHbIMKW MOPOKaMK, MasbiMmn
aHOMaNMAMM, 3a0€PXKKOMN NMCUXMYECKOTO PasBUTUS, aNunencuen
NN PACCTPOMCTBAMM ayTUCTUYECKOrO CreKTpa.

Hanunuune nostopsatowmxca ciydaes LT B ceMbe.

HeobxoamnmMocTb orpeneneHne KIAVHUYECKOM rnoTesbl
OMNTUMaJIbHOIo AMArHOCTUYECKOro afiropmTtMa.

Bbibop TecTa nepBo NMHUK ANF NaLUeHTa C KTMHUYECKOMN
KapTUHOM LlepebpanbHOro napanuya.

3anuMwunTechb Ha
KOHCY/bTaLUIO K HEBPOOTY
M Bpauy-reHeTuKy nepeq
chayen TecTa

» MpoBeneHne auddepeHUnanbHOM
[MNArHOCTUKM heHOTUNUYECKU
Pa3NNYUMbIX FTEHETUYECKNX CUHAPOMOB

> Bbi6op Haubonee onTMManbHOro

= ( nccnenoBaHUga

-
*@ » OBGbACHEHWE PEe3yNETaTOB MreHETUYECKOTO
"1 aHanu3a
/ ‘ » MHbopMUpOoBaHMe BO3MOXHbIX

MeTofax Tepanunu, NporHose N pmncke
HacnenoBaHUa 3aboneBaHna

roa nauueHTa
— 2020 —

FTEHOMEQ

Ha npoTtshxeHuu 10 neT KOMaHAa na6bopaTopumn
«FeHoMen» - ogHa U3 NMAEpPoB B o6nacTu
WHHOBALUMOHHDbIX U YHUKalbHbIX F@eHETUUYECKUX
unccnepoBaHumn B Poccum!

OO0 «eHOMeO»

BecnnaTHada oTnpaBka MaTepuana 13 nboro pervoHa Poccum
NnueHsna N2 JTO-77-01-019459 o1 22 gaHBaps 2020 1.
8 (800) 333-45-38 | callcenter@genomed.ru

FrEHETUYECKAA4

ANATHOCTUKA

Nudopmauuma
Ons naumeHToB

ANnd YEro HY>XHA reHETUMECKAS4
AOAUATHOCTUKA Aun?

AMnarHos: okoH4YaHue AMarHoCTUYeCcKoro novcka.

MporHos: CpaBHl/ITeJ'IbeII;I aHanu3 NnTepaTypPHbIX OaHHbIX MO3BONAET
YTOYUHUTL pea6V|ﬂl/ITaLLl/IOHHbIl7I noteHUWan n BNngHMe Ha Ka4eCTBo U
NpPOoOO/IHKNTENBbHOCTb XXN3HN.

BO3MOXXHOCTM NleveHms: 115 Bce 6orbliero KonnyecTsa 3abonesaHni
noAaBnAdATCA CI'IELI,I/ICbl/IHeCKMG FeHOTl/II'I—O6yCJ'IOB}'IEHHbIe noaoxoabl K
neyeHUIo 1 Be4eHUIO NauneHTa.

MpodunakTUKa: BoigBeHMe NpudrHbl AN no3sonder npenotspatuTb
poxkaeHme 6onbHOro pebeHka Npu cnefytoLlent 6epemMeHHoCTH.




KAKME UCCJNTIEAOBAHUA UCMNMOJIb3YIOTCH
ANga rEHETUMECKOU AMATHOCTUKM Aun

ALMN 6e3 cneunduyeckux
™S reHeTUYeCKUX NposiBNIeHUn

ALMN ¢ MHOXXeCTBEeHHbIMU
R.I_\A\Il

P P

XpPOMOCOMHBIN NaHenb «[eTcKui
MUKPOMaTPUUHbINA aHanu3 uepe6panbHblit Napanuy»

MNonHoe cekBeHMpOBaHMe 3K30Ma

NMONMHO3K30OMHOE CeKBEHUMPOBaHMe
YCTyrnaeT Nno goCTYNMHOCTUM rNnaHesnn reHoB
N MOJTHOreHOMHOMY MNCCJTeOBaHWMIO
Mo BO3IMOXHOCTAM MEeTOda

BoamoxHo: 3,6%

g

Aa:
15,8%

HeT:
80,6%

2bPPEKTUBHOCTb XPOMOCOMHOIO
MWKPOMaTPUYHOIO aHanusa cpegu
MaLMeHTOB C HaNpPaBUTENbHbIM
anarHosom L.

Heony6nnkoBaHHble faHHble
nabopaTtopuu «feHomen»

ANnd YEro Hy><Hbl rEHETUHECKME
UCCNEAOBAHUA, BEAb ANAINHO3 ALN
MO)XXHO NOCTABUTb U BE3 HUX?

MECP2
LAMA2
ATM
KCNQ2
CAPN3
RYRI
SPAST
DYNCI1H1
SCO2
SLC2A1
SPGT
STXBP1
ATP1A3
SACS
AP4B1

o
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Hawnbonee vacTto Bbiasnsemsble reHsl npu LN, Cricok 4OMOHSAETCS...

BoamoxHo:

17,70%

SdodekTrBHOCTL NGS cpeamn
nauMeHToB C HanpaBUTENbHbIM

Hert: onarHosom LM,
51,09%
HeOI’]yGﬂVIKOBaHHbIe AaHHble
na6opaTtopum «freHomen»

Mbl NOJTYYUJIN PE3YJIbTAT
FEEHETU4YECKOIO UCCJIEAOBAHMUA.

YTO AANDBLUE?

[1o pe3ynbrataM reHeTUYeCKnX mccrnenoBaHMiM Bl
MOXXeTe MNMoly4nTb KOHCYIbTalnn Bpa‘vlel;l reHeTnKoB
M HEBPOJIOITOB B MeMKO-FreHETUHECKOM LieHTpe
«feHOMey.

KoHcynbTaLmm OOCTYMHbI A8 MaLMeHTOB 13 BCex
permoHoB Poccuu 1 3apy6exkba.

MoapobHyto MHbopMaLMIo O Bpadax Bbl MoykeTe
nony4uTb No TenedoHy 6ecnnaTHOM KPYrMoCcyTOYHOMN
ropayen nnHuu: 8-800-333-45-38

ONTUMAIJIbHbIA AJTTOPUTM
OUATHOCTUKMU FrEHETUYECKMX
NPUYMH aun NAHENU «AETCKUA
LLEPEBPAJIbHbIN NAPAJINY»

Ecnu Hawnm npuyuvHy cpasy

[MaHenb reHoB - 35 000 py6.
SK30M - 43 000 py6b.

3xoHoMusa 7 000 py6.

Ecnu He Haluy NPpUYUHY

MonHoe cekBeHWpoBaHWe reHoMa

GenomeUNI npu oTpuruaTenbHOM

pesynbraTte aHanusa naHenu reHos
64 000 py6neit BMecTo 99 000 pybnen

MaHenwu reHos 35 000 py6.

KoHcynbTaumnsa reHeTuka .'.
(npuuuHa 3a6oneBaHusa He HaaeHa)

=99 000 py6.

CeKkBeHMpoOBaHHWe reHoMa

99 000 py6.

Mpu oTpUUaTeNbHOM pesynbTaTe MOMHOIK30MHOMo
CeKBEeHMPOBaHMWS: NPUAETCA AOMONHATbL aNropUT™M
meToAamum XMA (33 500 py6.) unu cekBeHUpoBaHuem
MWUTOXOHAPUaNbHoOro reHoMa (35 000 py6.) nnu
NPOBOAWTbL MONTHOrEHOMHOE CeKBEHUPOBaHWe

3KoHOMMS 42 000 py6.

BepoaTHocTb BbigsBNeHUA npuymnHbl OLMN npeBbiwaeT 30%. OgHako,
ecnu oHa He 6yaeT HangeHa, obLlas CTOMMOCTb UCcCnefoBaHUN
He NpPeBbICUT CTOUMOCTU CEKBEHUPOBAHMA FreHOMa.

TOYHAA AUATHOCTUKA OO/DKHA
BbITb AOCTYINHOM!



