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MpocTo HaxaTb KHOMKY
«Y4acTBOBaTb»

CkayaTb 1 yCTaHOBUTb
NPUNOXeHME 1N Yepes Hero
y4acTBOBaTb B KOHCUANYME,
3TO npocTo!

0Obs3aTensLHO Heobxoanma
perncTpaums: JOCTyn K apxmBy
1 KaneHAapto 3aKpbIT BBUAY
OTKPbITOM MHPOPMaLK
0 naumeHTax

Mo BO3HMKLLMM BOnpocaM Bbl MoxeTe:

Hanucatb Ha nouTy 1consilium@bk.ru;

NMO3BOHUTb Mo TenedpoHy ropayei nuHum 8-800-333-45-38;

nocetuTb canT Tconsilium.ru



MEAWUKO-TEHETUYECKUH
LIEHTP «TEHOME/[»

crneunanmsnpyeTcs Ha reHeTnYeckomn
ANArHOCTVIKE peaKnX HacneACTBEHHbIX
3abo1eBaHNN.

MonekynapHo-reHeTUYECKNe NccrnenoBaHnMA Ha OCHOBE
MeTofa CeKBEHMPOBaHUA HOBOro rnokoseHua (next generation
sequencing, NGS) - aTo:

- OJHOMOMEHTHOEe UccriegosaHne ecex KIimHM4yeCckKn 3Ha4YnMMblX reHoB,

- KOHTPOJ1b Ka4eCTBa Ha KaXXAOM 3Tane;

- UIHOMBMAYanNbHbIA NOAXOA K KaXXAOMY Cryyalo.

O

3aknueHune

ConocTtaBneHune

CekBeHupo-
BaHue [IHK

pesynbTaToB C

Bbinenexue
OHK

KIMUHUYECKUMMN

JaHHbIMU

MogroToska AHanus gaHHbIx

6ubnunoTekm

CekBeHupoBaHuA




MPABUNbHbLIA BbIEOP BAPUAHTA UCCIIELOBAHUA -
BAXXHbIN 3TAN AUATHOCTUYECKOIO NPOLLECCA.

TAPIETHbIE
MNAHEJTU
'EHOB

MNOJIHOSK3OMHOE
CEKBEHWPOBAHMUE

- afjanTupoBaHbl nNof peLueHune
CTaHOaPTHbIX KITMHUYECKUX 3afay;

- HECKOJ1bKO COTEH NreHoB,;

- FeHbl CrpynnuMpoBaHbl Mo CBA3U C
3aboneBaHUAMU, UMEIOLLIMMU CXOQHYIO
KIMMHUYECKYI0 CUMNTOMATHKY;

- Npu NoABMEHUU MHCDOPMAaLIMK O
HOBBbIX KMTMHUYECKM 3HAUYMMbIX FeHax
nepeaHanu3 faHHbIX No NaHesnm
HEBO3MOXEH. T.K. B NaHesb BKIIOYEHbI
TONbKO U3BECTHbBIE MEHbI.

- MPUMEHAETCA B CIIOXHbIX KITMHUYECKUX
cryyasx; B OTAEMNbHbIX CIyyaaXx MOXeT
BbITb PEKOMEH0BAHO MCClefoBaHne
Tpuo (pooutenu + npobaHa);

- okono 20 TbiCcAY reHos;

- B UCCIIeOBaHWUE BKITIOYEHbI
KOOMPYIOLLME YYaCTKN BCEX MEHOB;

- NPY NOABMNEHWUMN UHCPOPMALIMM O HOBbIX
KIMMHUYECKM 3HAUMMbIX FEHaX BO3MOXEH
nepeaHanus faHHbIX.



KnuHuueckoe npuMmeHeHve Metoga NGS cTano BO3MOXHbIM
ucknounTenbHo 6naropgapA cnaxeHHoW paboTe KAMHUUUCTOB WU
MOMeKyNAPHO-reHeTuYeckunx nabopaTopui.

o v nocne npoesefeHnAa nccrnenosaHnAa pekoMeHayeTcA KOHCYyInbTauunAa
Bpayda-reHeTuka.

KoHcynbTaumio BbICOKOKBANMAOMUMPOBAHHOIO Bpaya-reHeTuka, B T.u.
B paMKax nporpammbl 06A3aTenibHOro MeAMUMHCKOro CcTpaxoBaHuA
(OMC), nauveHT MOXeT MonyuuTb B MEAMKO-TEHEeTUUYECKOM LeHTpe
«['eHoMep».

KnnHnyeckas
nHopmauyms
0 nauueHTe

AaHHble JNlutepaTypHble
ceKkBeHUPOBaHWS cBejeHus

3aKknryeHmne

VHTepnpeTauusa
Bpaya-reHeTvKa




KIMTUHWYECKOE OEOCHOBAHUE FrEHETUYECKOW
NAWATHOCTUKWU U BbIBOP METOA UCCJIEJOBAHUA:

Llens TectmpoBaHums MeToz

[marHocTnyeckoe TecTmpoBaHye npobaHaa
(nauweHTa)

MoATBepPXAEHME HaNn4YKsa y NpobaHaa MyTaumuu,
BbIIB/IEHHOW C MomolLlbo meToaa NGS

MpeAKTUBHOE TECTUPOBaHME YNEeHOB CeMbY
npobaHia C N3BeCTHOWN MyTaLueli, Bbi3blBatoLLel
reHeTn4yeckoe 3aboneBaHne

MpeHaTanbHaa AnarHoCTMKa (MOUCK N3BECTHbIX
MaTOreHHbIX MyTaLMiA) 419 MONCKA MPUYNHBI
reHeTNUYeCcKon NaTonorum naoaa**

[eHeTMYeckoe KOHCYNbTPOBaHWeE, ynpasneHue
prckamMmn 1 naaHNpoBaHMe CeMbU

TecTnpoBaHue Ha ocHose NGS*:

- TapreTHble NaHen reHos;

- KIMHNYecKoe cekBeHMpoBaHume sk3oma (KC3);
- MOJIHOe cekBeHVpoBaHue 3k3oma (MC3);

- CeKBEHMpPOBaHVe reHoma

CexkBeHupoBaHue no CaHrepy

CexkBeHupoBaHue no CaHrepy

CekBeHVpoBaHue no CaHrepy B ciy4ae, ecau na-
TOoreHHas MyTauus (MyTaumm) 418 AaHHOW ceMbi
n3BeCTHa

Ecnum MyTaLmsi He N3BECTHA - TECTMPOBAaHME Ha
ocHoBe NGS*:

- TapreTHble NaHen reHoB;

- KIMHUYeCckoe CEKBEHVPOBAHME 3K30Ma;

- NMOJIHOE CEKBEHVPOBAaHME 3K30Ma

TecTpoBaHMe Ha ocHoBe NGS***:
- CKPVHVIHT Ha M3BeCTHble NaToreHHble 1 BeposiT-
HO NaToreHHble MyTaLun

* KIMHU4YeckadA MHq:)OpMaLWIFl 0 naumeHTe - obssaTenbHoe ycrnosue BbINONTHEHUA aHanunsa.

** YccrnefoBaHue npobaHaa Bcerfa NpeanoyTMTeNbHee UCCNefoBaHUA POAMTENENl; B Cllyyae NPUHATUA PELLEHUA
0 NpepbiBaHUM HepeMEHHOCTH C NoCcreayioLLei MONEKYNAPHOI AMarHOCTUKOI MaTepuarna nrofa crnenyeT 3apaHee
NPUHATb peLLeHne o crnocobe 3abopa MaTepuana.

*%* CKPUHUHI Ha MaTOreHHble MyTauuu HeobXooMmo NpoBoAUTb y 06oMx ByRylumMX pomMTeneid, enaTenbHo
O[IHOBPEMEHHO; Y AETEW, He OCTUTLLMX Bo3pacTa 18 neT, CKPUHUHI He MPOBOAMTCA N0 3TUYECKUM COOBPAKEHUAM.



B cnyyae BO3HWKHOBEHMS BOMPOCOB MO BbI6OPY MeToAa WCCiefoBaHUS,
noAbopy nMaHenu, NHTepnpeTauMm 3akoueHns — Npocbba obpallaTbca B
MEeANKO-TeHETUYECKN LeHTP «FeHoMea» OAHVM U3 CeAyHoLLMX CMOCO60B:

TenedoH ropsueni nnHnuM - 8-800-333-45-38
dopma Ha canTe - www.genomed.ru

ONeKTPOHHbIN agpec - mail@genomed.ru

Hawim BPaynN-KOHCY/IbTaHTbl C y40BOJ/IbCTBMEM OTBETAT Ha BCE BallX BOI'IpOCbI!






rEHOM EO IlabopaTopuda MonekynapHoi becnnaTHaa ropAvyas nuHWA:
natonoruu «[ eHomen» 8-800-333-45-38

MeanKo-reHeTnyeckmne LLeHTpPbI
«TEHOMEA»

r. Mocksa, MNMojonbckoe wocce, 4. 8, kopnyc 5
8 (495) 660-83-77 | mail@geno-med.ru

r. CaHkT-TeTepbypr, yn. Mupa, 4. 16
8(812) 407-35-10 | spb@geno-med.ru

r. Poctos-Ha-/loHy, yn. Ko3nosa, 4. 65e
8 (863) 303-21-60 | rostov@geno-med.ru

r. EkaTepuH6ypr, yn. KOmalueBa, 4. 10
8 (343) 247-83-15 | ekaterinburg@geno-med.ru

r. Mepmb, yn. MaseTbl 3Be34a, 4. 67. OTAeNbHbIV BXOJ,
8 (342) 255-40-26 | perm@geno-med.ru

r. KasaHb, yn. ®yuuika, 4. 42
8(843) 212-24-65 | kazan@geno-med.ru
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