FrEHETUYECKA4

ANATHOCTUKA

NHdopmMauuma
A9 NauueHToB

ANnd YEro Hy>XHA reHETUMECKASA
AUWATHOCTUKA Aaun?

AMarHo3: okoH4YaHne MarHoCTUYeCKOro nomcka.

MPporHo3s: cpaBHUTENbHbIN aHaNM3 NMTePaTyPHbIX AaHHbIX MO3BONAET
YTOUYHUTb pea6l/IJ'IMTaLLMOHHbII;I noTeHUWan v BNnMdHme Ha Ka4eCTtBo U
NPOOOIIKNTENMbHOCTb XXN3HW.

BO3MOXXHOCTHM NlevYeHms: 119 Bce 60/bllero KonnyecTsa 3abonesaHnmn
nosBnAsoTCS cneumnduyeckme I'eHOTVII'I-O6yCJ'IOBFIeHHbIe noaxonbl K
nied4eHunto 1 BeOeHUIo nauMeHTa.

MpodunakTuka: BbigeneHmne npmymHbol LM no3songaeT npeaoTBpatuTb
poxxaeHue bonbHoro pebeHka Npw crnepytoLLen 6epeMeHHOCTH.



NMAHE/JIb «AETCKUN LLEPEBPAJIbHbIN
NAPAJINY»

HanpaBneHa Ha BbiiBfiIeHUe reHeTu4YeckKmnx npuumH Aun.
CunTbiBaHUE KoaUpyoLL el nocriefoBaTesibHOCTU FeHOB,
accoUMMPOBaAHHbIX C pasiMyHbiMu ¢dopmamu LM, a Takke
«Mackamu» ALn

NMOKA3AHMUSA:

Hanunune HegndbepeHUNPOBaHHbIX HAPYLLUEHUN PAa3BUTUA
MOTOPUKU 1 MOAAEPKAHUS NO3bl 6€3 YETKO YCTaHOBNIEHHOM
3TUOMOTUMN.

CoyeTtaHume [LIMN ¢ BpOXXAEHHBIMU MOPOKaMU, MasibiIMU
aHOMaNMAMM, 3aePXKKOM NCUXMUYECKOTO Pa3BUTUA, SNUIencuem
MW PacCTPOWNCTBAMM ayTUCTUUECKOrO CMNeKTpPa.

Hanuuune nostopstomxca cnydaes LM B ceMbe.

HeobxoomMocTb onpefneneHuve KNUHWUYECKOW rMNoTe3bl U
OMNTUMalribHOro AMarHOCTUYeCKOro asiropmTMa.

Bbl6op TecTa MepBOM NMNHUWN ANG MaleHTa C KIMUMHUYECKOMN
KapTUHOM LiepebpanbHoro napanmya.

3anuMmnTecb Ha
KOHCYNbTaLMIO K HEBPOOrY
M Bpady-reHeTuKy nepes
chayen TecTa

» MpoBeneHve anddepeHLnanbHOM
OVarHOCTUKKM <1>eHomr|qucr<|/|
PasNMYNMbIX FreHETUYECKNX CUHOPOMOB

3 Bbi6op Hanbonee onTUMansHoOro
ncenefoBaHna

» ObbacHeHmne pe3ynbraTtoB reHeTU4eCKoro
aHanmnsa

>  VHbopMMpOBaHME BO3MOXKHbIX
MeTofax Tepanuu, NPOrHo3se 1 pucke
HacnegoBaHWs 3a6oneBaHmna



KAKUE UCCNTIEAOBAHMA UCMOJIb3YIOTCH
ANga rEHETUMECKOU AUMATHOCTUKM Aaun

ALM ¢ MHOXEeCTBEHHbIMU AU 6e3 cneunduyHecKux
pa3BuTusa reHeTUYeCKUX NPosiIBNIeHU
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XpPOMOCOMHbDIN MaHenb «[eTcKun
MUKPOMaTPUYHbIA aHanu3 uepe6panbHbii Napanuy»
e m——

NoNHO3K30MHOE CeKBEHMPOBaHWMeE
YCTynaeT no goCTyrnHOCTM NMaHes i reHoB
N MoOJIHOreHOMHOMY MCcneoBaHWIO
MO BO3MOXHOCTAM MeToda

BosmoxHo: 3,6%

:

HeT:
80,6%

SPDEKTUBHOCTb XPOMOCOMHOTIO
MWKPOMaTPUYHOro aHanmsa cpeam
NauMeHTOB C HanpaBUTENbHbBIM
anarHosom LM,

Heony6nunKoBaHHble faHHble
[ ] na6opaTopun «feHomeny»



ANg YEro Hy>XHbl rEHETUMECKUE
UCCNEAOBAHUA, BEAb ANMAINHO3 ALUnN
MO)XXHO NOCTABUTb U BE3 HUX?

MECP2
LAMA2
ATM
KCNQ2
CAPN3
RYR1
SPAST
DYNCIHI1
SCO2
SLC2A1
SPGT1
STXBP1
ATP1A3
SACS
AP4B1

o

2 4 6 8 10 12 14

Hawn6onee yacTo BeigBnsieMble reHbl fnpu JLIMN. CAncoK 4onoIHAETCS...

BoaMoxHo:
17,70%

SddekTnBHOCTL NGS cpeam
nauMeHTOB C HanpaBUTENbHbIM

Oa: S:Ig;; anarHosom L.
31,22% Heony6nnkoBaHHble AaHHble
nabopatopumn «feHomen»

Mbl NMOJTYHMUJIU PE3YIJIbTAT
FEHETUYECKOIO UCCJIEAOBAHUA.

YTO AAJIbLUE?

Mo pe3ynbraTtaM reHeTUYeCcKUX MccnegoBaHniy Bol
MOYKETE MONYYUUTb KOHCYNbTALMKM Bpavyen reHETUKOB
M HEBPOJSIOrOB B MeAUMKO-FTeHETUYECKOM LIeHTpEe
«[eHoOMeO».

KoHcynbTaumm GOCTyMNHbI A8 NaLMEHTOB N3 BCEX
pernoHoB Poccuu 1 3apyberkbs.

[MoapobHyto MHdoPMaLMIO O Bpadyax Bbl MoxkeTe
Mony4uTb Mo TenedpoHy 6ecnnaTHoOM KPYrnoCyTOYHOM
ropsayen nMHunn: 8-800-333-45-38




OMNTUMAJbHbIN AJTTOPUTM
OUATHOCTUKU FrEHETUYECKUX
NPUYUH aun NAHENU «AETCKUN
LLEPEBPAJIbHbIN NMAPANTUY»

Ecnv HaLLIM NPUYUHY cpa3y

[MaHenb reHoB - 35 000 py6.
DK30M - 43 000 py6.

SkoHoMus 7 000 py6.

EC/iu He HALLU NMPUYUHY

MonHoe ceKkBEHMpPOBaHMe reHoMa

GenomeUNI npu oTpuLaTenibHOM

pe3ynbraTe aHanu3a naHenm reHos
64 000 py6neit BMecTo 99 000 py6nemn

MaHenwm reHoB 35 000 py6.

KoHcynbTaumusa reHeTuka L =99 000 pys.

(npuuuHa 3a6oneBaHus He HaWAeHa)

CeKBeHMpOBaHMe reHoMa 99 000 py6.

Mpu oTpKLATENLHOM Pe3ybTaTe NONHOIK30MHOIO
CeKBEHMPOBaHMWSA: NPWUAETCA AOMNONHATL anNropuT™
MeTopgamu XMA (33 500 py6.) unu cekBeHUpoBaHWeM
MWUTOXOHAPWaNbHOro reHoma (35 000 py6.) nnm
NPOBOAWTL NOMTHOrEHOMHOe CeKBeHNpoBaHue

3KoHoMMSA 42 000 py6.

BepoaTHoCTb BbisiBNeHMs npuyunHbl AL npesbiwaeT 30%. OaHako,
ecniv oHa He ByaeT HanaeHa, obLasg CTOUMMOCTb NCCefoBaHUN
He NPeBbICUT CTOUMMOCTU CEKBEHUPOBAHMA reHoMa.

TOUHAS AMATHOCTUKA OO/MHKHA
BbITb AOCTYINHOM!



rop nauueHTa
— 2020 —

Ha npoTtshkeHuun 10 neT KoMaHAaa naéopartopumn
«feHoMepn» - oAHa U3 NMAEpPoB B o6nactTu
MHHOBALIMOHHbIX U YHUKAJIbHbIX FEHETUYECKUX
mnccnepoBaHum B Poccum!

OO0 «[eHOMep»

BecnnaTHas oTnpaBKa MaTepuana 13 noboro pernoHa Poccum
JNnueHsua N2 J10-77-01-019459 ot 22 aHBaps 2020 1.
8 (800) 333-45-38 | mail@genomed.ru



