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_ Y 7 1310 NaLMEHTOB aNuUnencus
7 O MOXET MMETb reHeTUUECKYIO MPUUNHY
YTO NOBLILWWAET BEPOATHOCTDb

BbISIBJIEHUS TEHETUMECKOM
NMPUYUHDbI NMUJIENCUN?

. HeobbluHble YepTbl 1LLa U CTPOEHMS Tena: LUnpokas
nepeHocuLa, CUHAAKTUMUS, HU3KOMOCAXKEHHbIE YLLIHble
pPaKoBUHbI 1 Ap.

. Bpo)aeHHble MOPOKM Pa3BUTUA Pa3HbIX OPraHoB

. Hw3kaa Macca Tena Npuv LOHOLEHHOM 6epeMeHHOCTU

. 3afdeprKKa pas3BmTUA

. BHyTpUyTpo6Hble cygoporu

. CoyeTaHue C ABUraTesbHbIMU PAcCTPONCTBaMM
(TPeMop, ANCKUHE3NIN, OUCTOHUM) N aTaKcmnen

. CeMenHbI aHaMHe3 UK paHHAa cMepTb 6paTbeB UK cecTep

. AHOMarnbHas KapTHa MPT ronoBHoro Mo3sra

. MblleyHada aTpoduUd, FTMMNOTOHMUA C BbICOKUMU UMK HU3KUMM
CYXOXUMNbHbIMU pednekcamm, PacumKynaumm, HapyLleHme
YyBCTBUTENTbHOCTM

. OnpepneneHHble 3aMeHeHua no 30

rog nauueHTta
— 2020 —

FlEHOMEQ

Ha npoTshxeHun 10 neT KoMaHAa na6éopatopumn
«feHoMep» - ogHa U3 NuaepoB B o6nactu
MHHOBALIMOHHbIX U YHUKAJIbHbIX FeHETUYECKUX
nccnepgosBaHum B Poccum!

OO0 «feHOMeO»

BecnnaTHaa oTnpaBka MaTepuana 13 nboro perrnoHa Poccumn
Nnuensna N2 J10-50-01-009532 ot 20 mapTta 2018 1.
8 (800) 333-45-38 | mail@genomed.ru

rEHETUMECKASA
ANATHOCTUKA
SANMUJIENCUN

MHPopMaLuma ond naumeHToB

ANd YEro HyXHA
FEHETUYECKAYA AUATHOCTUKA
PEGEHKY C 3NMUNENCUEN?

AMarHo3: okoH4YaHune MarHoCTUYeCKOro novmcka.

MporHos: CpaBHl/ITeﬂbell;l AHaNu3 NMTepaTypPHbIX OaHHbIX MO3BONAET
YTOYHUTDb pea6MJ'II/ITaLLV|OHHbIl7I noTeHumMan n BlidHMe Ha Ka4eCTBO
N NPOOOCIKNTENBHOCTb XXU3HW.

BO3MOXHOCTMU NIeYEHMSN: [1/15 BCe BOblLLIEro KonyecTaa
3aboneBaHuin NosaBNAOTCA cneumd)mqecr(me I'eHOTl/II'I-O6yCJ'IOBJ'IeHHbIe
noaxonbl K 1e4eHUo N BeaeHUIo nMaumneHTa.

NMpodunakTuka 3abonesBaHma (BbigBIEHME NPUYNHBI SNUIENCUU
MO3BOMAET MPEfOTBPATUTL POXOEHWE BoNbHOro pebeHka npu
cnepytollen 6epeMeHHOCTH).




KAKME UCCNTIEAOBAHUA UCMNOJIb3YIOTCH
ANga rEHETUMECKOU AUATHOCTUKMU
NUNENCUunN?

9

3nunencus ¢ BpOXKAEHHbIMU 6e3
rMopoKaMu pasBUTUS KJ MUX np

XPOMOCOMHbIA MUKPOMATPUYHbIA
MaHenwu reHos
aHanMu3 3K30HHOrO YPOBHS
MoNHO3K30MHOE CeKBEHUPOBaHWe MNMonHoreHoMHoe CeKBeHUpPOBaHWe

MOYEMY HE HY)XXHO OAENATb
MNOJIHO3K3OMHOE CEKBEHUPOBAHMUE?

PacnpeneneHue BbiiBNIIEMOCTHU No Tectam 2016-2018 rr.
[MaHenb reHoB — Hanbonee NONyNApPHbIN KU AOCTYMHbIN TECT

29,3% 19,8% 50,9% MaHenb
26,7% 18,5% 54,8% nca
33,3% 17,5% 49,2% ncr
TCT npyn
12% 19% 69% oTpULaTenbHOM
pesynbTate
- MpuynHa
HangeHa

- BeposaTHaa npuymnHa MpuynHa aHanusa naHenu

3a6onesaHus He HalpeHa

[JaHHble na6opatopiu «feHomen»

AwnarHos BeposiTHas MpuuuHa

Konuue- Yucno
noaTsepXx- npuuunHa 3a- | He

CTBO reHoB nauyveHToB
AeH 6onesaHus BbIIBNIeHa

Na6opaTtopus

FeHomen, 27,7% 15,48% 56,82% 1081 1693
Poccus

Kodera et al,,

2013 23% S5 53
Trump et al,,

2016 18,58% 46 323
Mgiller et al.,

2016 22,67% 46 216
Butler et al.,

2017 18,29% o 339

Kanivets I. et al. ESHG 2019 Abstract

Hawe uccnepoBaHue Nnokasasno, YTo Ucrnosib3oBaHue
60nbLUMX NMaHeNen reHoB AN reHeTUYEeCKOMN
ANArHOCTUKMK anunencuia 6onee apPpeKTUBHO,

no cpaBHeHUIO C MaJibiMU NaHeNIMN N conocraBuMMo
Cc 3¢¢eKTVIBHOCTbIO MOJTIHO3K3O0MHOro
CeKBeHUupoBaHUA

KAK HAUTU NPUYUHY SNUIIENCUN
N COKOHOMMUTD?

CyMMapHasi CTOMMOCTb BCEX TeCTOB /151 FeHETUYECKOWN AMarHOCTUKM
anunencuin (XMA — naHenb - NOMHbIN 9K30M - MUTOXOHOPWANbHbIN
reHOM - MOSTHOreHOMHOEe CEKBEHMPOBaHKe) cocTaBnsieT 6onee

245 000 py6neit. Mbl HaLWW NYYLUUA anropuTMm!

K -

BepoATHOCTb HAUTU MPUYMHY 3NUMENCUMN NPU CEKBEHUPOBAHUN NMaHeNnu reHos
npuénnxkaetca K 30%. OAHaKo, ecniu oHa He 6yaAeT HalaeHa, o6L1as CTOUMOCTb
UccneaoBaHUin He NPEBbICUT CTOMMOCTU CEKBEHMPOBaHMUS reHoMa.

TOYHAS ANATHOCTUKA AOMKHA BbITb JOCTYMNHOM!

Ecnu Halwnm NpuyYmMHy cpasy

[MaHenb reHoB - 35 000 py6.

. DK30M - 43 000 py6b.

3koHoMus 7 000 py6.

Ecnu He HalU NPUYUHY

CeKBeHUpOBaHWe Mocne oTpuLaTeNbHOro
pesynbraTta NnaHenun 6yaeT CToUTb BCero 64
000 py6. NToro - 99 000 py6.

Mpwu oTpULLaTENBHOM pe3yrbTaTe MNONHO3K30MHOMo
. CeKBEHMPOBaHMS: NPUAETCA AOMONHATL aropuT™M
MeTofamu XMA (33 500 py6.) nnu cekBeHMpoBaHnemM
MUTOXOHAPUanbLHoro reHoma (35 000 py6.) nnmn
NPOBOAWTL MONTHOTEHOMHOE CEKBEHWPOBaHUE

3KoHOoMMS 42 000 py6.

ANd YEro Hy>XHbl rEHETUNECKME
UCCNEAOBAHUA, BEAb ANAIHO3
«QQNMUNENCUd» MOXXET BbITb
YCTAHOBIJIEH U BE3 HUX?

Pe3synbTaThl 06cnenoBaHmsa 2529 naLmeHToB
BoamoxHo: C NOAO3pPEHNEM HA TEHETUYECKME

16,81% snunencuu. Nlabopatopus feHomen,.
Heony6nnKoBaHHble AaHHbIe.

My CTpenkamu yKasaHbl reHbl, MyTaLnm
ﬂqio 54,57% B KOTOPbIX MPUBOAAT K FreHETUYECKNM
28163/" anunencuaM, angd KoTopbix CyLlecTByeT

naToreHeTMYecKasa Tepanua unm
adbeKTUBHbIE NpenapaTsbl BbiGopa.

CNUCOK AOMONHAETCS...

SCN1A
TPP1
KCNQ2
SCN2A
MECP2
PCDH19
CDKL5
SLC2A1
PAH
CHD2
STXBP1
TSC2
DYNCIH1
KCNT1
CACNAIA
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Mbl NONYYUJIN PE3YNbTAT
FEEHETUYECKOIO UCCJIEAOBAHMUA.

YTO AAJIbLUE?

[Mo pe3ynbrataM reHeTUYeCKmnx nccnenoBaHMim Bol
MOXXeTe MNoly4YnTb KOHCYJ1bTal M Bpaqeﬁl reHeTnKoB
M HEBPOJIONOB B MeINKO-FreHeTUYeCKOM LieHTpe
«feHOMey.

KoHcynbTalmm OOCTYMHbI AMF MaLMeHTOB U3 BCex
pernoHoB Poccuu 1 3apy6erkba.

MoapobHyto MHbopPMaLIMIO O Bpadax Bbl MoxxeTe
Mosy4mnTb Mo TenedoHy 6ecnnaTHOM KpYrocyTOYHOM
ropayen nnHun: 8-800-333-45-38




