FrEHETUHMECKA4
ANATHOCTUKA

SAMUNENCUN

MHbopMaLuma Ang naumeHToB

A9 YEro Hy)>XHA
FEEHETUYECKAY AUATHOCTUKA
PEBEHKY C 3MNUNIENCUEN?

AMarHos: okoH4YaHWe OMarHOCTUYECKOro nomcka.

MporHos: CpaBHI/ITeJ'IbeIIZ aAHaNn3 NMTepaTypPHbIX OaHHbIX MO3BOMAET
YTOYHUTb peaGVIJ’IMTaLLI/IOHHbII;I noTeHuman n BiMdHMe Ha Ka4eCTtBo
N NPOOOMHKUTENTbHOCTb XXN3HW.

BO3MOXHOCTM NleYeHMs: /15 Bce 60/blLLIEero KonmyecTaa
3aboneBaHM NOABNAIOTCS CI'IeLI,l/Id)l/IHeCKI/Ie I'eHOTVII'I-O6yCJ'IOBJ'IeHHbIe
noaxoAbl K 1Ie4eHNIo N BeOeHWIO NMauneHTa.

NMpodunakTmuka 3a6oneBaHUs (BbiABIEHWE NPUYMHbBI SNUNENCUN
No3BONAET NPEeOOTBPATUTb POXAEHWE BONbHOro pebeHKa Npu
cnepnytouien 6epemMeHHoCTH).



Mpnonatunyeckme
reHepann3oBaHHble

anunencun
MuToxoHapuanbHble
Ty6epo3Hbli1 CKNepo3 anunencum
Snunentuyeckne Mporpeccupytowme
3HUedanonaTnmn MUOKMOHYC 3nunencum
GEFS+ BpoxaeHHble
60ne3HN obMeHa
- HacnepcTtBeHHble
OPOKWU pa3BuTnd CUHOPOMBI

rONMOBHOINo Mo3ra C cyooporamum

UHcynbT NHbekuua
Onyxonu YepenHo-mo3rosasi
TpaBMa
Poposble
noBpexaeHus
LHC

Hildebrand et al.,, 2013

_ Y 7 13 10 NaLMeHToB anunnencus
L0 MOXET UMETb reHeTUYECKYIO MPUUNHY
YTO NOBLILWWAET BEPOATHOCTDb

BbIAIBJIEHUAl FTEHETUMECKOM
MPUYUNHDbI NMUNIENCUN?

. HeobbluHble YepTbl TMLA U CTPOEHUA Tena: LWMpoKas
nepeHocMLa, CUHAAKTUANS, HU3KOMOCaXKEHHbIE YILIHble
PaKoBUHbI 1 Ap.

. BposkaeHHble MOPOKM PasBUTUA PasHbIX OpraHoB

. Hu3kada Macca Tena npm 4OHOLIEHHOM 6epeMeHHOCTM

. 3afepkka pa3BuTUa

. BHYTpUyTpPOOHbIE Cyaoporu

. CoueTaHue ¢ ABUraTeribHbIMU PAacCTPOMCTBAMM
(TPeMop, ANCKNHE3UN, OUCTOHUM) N aTaKCHen

. CeMelHbIN aHaMHe3 UMW paHHAS CMepTb 6paTbeB UK cecTep

. AHOManbHaa KapTHa MPT ronoBHoro Mo3ra

. MbliweyHasa aTpodus, TMNOTOHUSA C BICOKUMM UKW HU3KKUMU
CYXOXUMNbHbIMU pedrnekcamu, GacuUMKynaLmm, HapyLeHmne

4YYyBCTBUTETbHOCTU

. OnpepeneHHble M3MeHeHunsa no 230



KAKUE UCCNNIEAOBAHMA UCNOJIb3YIOTCH
ANng rEHETUMECKON OAUATHOCTUKU
ANMUNENCUnN?

€ BPOX, 3nm. 6e3
NOpPOKaMM pa3sBUTUSA KJ X np

XPOMOCOMHBI MMKPOMaTPU4HbIA
MNMaHenum reHos
aHanu3 3K30HHOrO YPOBHSA
MoNHO3K30MHOE CEKBEHUpPOBaHMe NMonHoreHoMHoe CeKBeHUpPOoBaHUe

MOYEMY HE HY)XXHO AEJIATb
NOJIHO3K3OMHOE CEKBEHUPOBAHME?

e

PacnpepneneHue BbiSIBIIeMOCTM Nno Tectam 2016-2018 rr.
MaHenb reHoB — Hanbonee NonynAPHbLIN U AOCTYMHbIN TeCT

29,3% 19,8% 50,9% MaHenb
26,7% 18,5% 54,8% nca

33,3% 17,5% 49.2% ncr
o nCr npu
12% 19% 69% oTpuuaTenbHOM
pesynbrate
H MpuunHa u BeposiTHasa nNpuynHa MpuunHa aHanuaa nanenn
HavaeHa 3abonesaHus He HaaeHa

[HaHHbIe na6opaTtopum «[feHomen»

OunarHos BeposiTHas MpuunHa

Konuue- Yucno
nogTeepX: npuyMHa 3a- | He

CTBO reHoB nauueHToB
AeH 6onesaHusa BbISIB/IEH:

Na6opaTtopus

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

Kodera et al., o

2013 23% 35 53
Trump et al,,

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

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

2017 18,29% 1o 339

Kanivets I. et al. ESHG 2019 Abstract

Hawe nccnepoBaHMe Nokasasno, YTO UCMOJIb30BaHUE
60NbLINX NaHeNnen reHoB AJisl FeHeTUYeCKom
ANArHOCTUKU anunencum 6onee adppeKTUBHO,

Mo cpaBHEHMIO C MasnibiIMU NaHesNSIMU U CONMOCTaBUMO
¢ 3¢ PEeKTUBHOCTbHIO MONTHO3K3OMHOIO
CeKBeHUpoBaHUSA




KAK HAUTU NPUYUHY SNUJIENCUN
N COKOHOMMUTDb?

CyMMapHasa CTOMMOCTb BCeX TECTOB ANS FeHEeTUYECKOM AMarHOCTUKMN
anunencui (XMA — naHesnb - MOMHbIM 9K30M - MUTOXOHOPWANbHbIN
reHOM - MONTHOreHOMHOE CEKBEHWPOBaHMe) cocTaBnsaeT 6onee

245 000 py6neil. Mbl HaWM NyYLWKUA anropmuTMm!

MaHenw reHos 35 000 py6.

KoHcynbTaumnsa reHeTuka + = 99 ooo pys.

(npuuuHa 3a6oneBaHusa He HalaeHa)

CeKBeHMpOBaHUe reHoMa 99 000 pyG.

BephoHocn—. HanuTn MAPUYUHY aNUNencumn npm ceKBeHMpoBaHUM NaHeNIu reHoB
npuénuxaetcsa K 30%. OQHaKo, ecniv oHa He 6yaeT HalaeHa, o6Las CTOMMOCTb
Mccnenoaauuﬁ He NpeBbICUT CTOMMOCTU CEKBEHUPOBaHUA reHoOMa.

TOYHAS AUATHOCTUKA AOMKHA BbITb JOCTYNHOM!

Ecnu HalAU NPUYUHY cpasy

MaHenb reHos - 35 000 pyoO.

. DK30M - 43 000 py6.

3koHoMusa 7 000 py6.

Ecnu He HalWNy NMPpUYUHY

CeKBeHMpOBaHMe rnocrne oTpuuaTesibHOro

pe3ynbraTa NnaHenu Oynoet CTouTb BCero 64
000 py6. NToro - 99 000 py6.

Mpu oTprLaTeNbHOM pe3y/ibTaTe NONHO3K30MHOro
. CeKBEHMPOBaHWS: MPUAETCS AOMOMHATL ANFOPUTM
meTogamu XMA (33 500 py6.) nnu cekBeHUpoBaHuem
MWUTOXOHApPUanbHoro reHoma (35 000 py6.) unu
NPOBOAWTL NONHOrEHOMHOE CeKBEHUPOBaHMe

SKoHOoMMS 42 000 py6.




ANng YEro Hy>XHbl rEHETUMECKME
UCCNEAOBAHMSA, BEOAb ANAIHO3
«QQrNMUANENCUd» MOXXET BbITb
YCTAHOBIJIEH U BE3 HUX?

Pesynbrathl 06cnenosaHmsa 2529 naumeHTos
BOSMOXHO: C MoJo3peHNEM Ha reHeTuYecKkme

16,81% anunencun. Jlabopatopus leHomen,
Heony6nunkoBaHHble AaHHble.

CTpenkaMu yKasaHbl reHbl, MyTaLmm

nq: 54[57% B KOTOPbLIX NMPMNBOOAT K reHeTU4YeCKM
28,63% SMUNEncUaM, AN KOTOPbIX CyLLECTBYeT
rnaToreHeTn4yeckad Tepanuda nnm
3¢bdeKTUBHbIE NpenapaThl Bbibopa.
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Mbl NONTYHYUJIN PE3YJIbTAT
FEHETU4YECKOIo UCCJIEAOBAHMUA.

YTO AAJIbLUE?

Mo pe3ynbrataM reHeTnyeCckKmnx MCCﬂe,D,OBaHl/ll;l Bbl
MOXXeTe MNoNyyYnTb KOHCYbTal K Bpa‘~|el;l reHeTnKoB
N HEBPOJIOToB B MeAMNKO-reHETUYECKOM LIeHTpe
«feHOMey.

KoHcynbTaumm GOCTyMNHbI ANF NaLMEHTOB N3 BCEX
pernoHoB Poccunu 1 3apyb6erkbs.

MoapobHyto MHbOoPMaLMIO O Bpadax Bbl MoxxeTe
rMosy4unTb No TenedoHy 6ecnnaTHOM KPYrocyTOYHOM
ropayev nnHun: 8-800-333-45-38




rop nauueHTa
— 2020 —

Ha npoTtshxeHunun 10 neT KoMaHAa naéopaTopumn
«feHoMen» - ogHa U3 NMAepoB B obnacTm
MHHOBALMOHHbIX U YHUKAJIbHbIX F@eHETUYECKUX
uccnegosaHum B Poccum!

OO0 «eHOMe»

BecnnaTHada oTnpaBka MaTepuana 13 tboro pervoHa Poccum
JTnueHsusa N2 J10-50-01-009532 ot 20 mapTa 2018 1.
8 (800) 333-45-38 | mail@genomed.ru



