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MAHENb AN1A CKPUHWUHIA HA HOCUTE/TIbCTBA MOHOIEHHbIX 3AEO/TIEBAHUIA

300poBbe feteit - LeHHOCTb. Kaxablii 13
Hac ABNAETCA HOCUTENleM HacneACTBEHHbIX
3ab0neBaHNn N KaXXabli, faXKe NOSHOCTbIO
3[0POBbIA, UMEET PUCK POXKAEHNS PEBEHKA C
60/1e3HsAMIN, 0OYCOBNEHHLIMY MyTaLMUSIMU B
reHax. Y3HaTb O puckax Bcem oyayuimm
poanTensiMm no3BO/AeT KOMMIEKCHOe
nccnefoBaHMe reHoOB Ha OCHOBe
TEXHO/IOTUN BbICOKOMPOU3BOANTENNIBHOTO
cekBeHnpoBaHusa - NextGen 21.
YHUKaNbHbIN TeCT - pe3ynbTtar paboThbl
KnMHnKn NGC n komnaHumn ParSeq Lab
(CaHkT-TMNeTepbypr), n paspaboTtaH ans
Hawel nonynaunn. AHann3 nossonset
onpeaennTb KIMHUYECKN 3Ha4YnMble
BapuaHTbl B FeHax - CaMbIX HacTbIX/TAXenNbIX,
NPUBOAALLMX K paHHel cmepTu/yxyaLleHunto
KavecTBa XXU3HMW.

TecT NextGen - TexHoMorns m
BO3MOXXHOCTHU

pa3paboTaH Ha OCHOBE BbICOKOMPOU3BOAUTENLHOTO
@ cexeHvpoanus (NGS)

,  BbIABNAET KaK U3BECTHbIE, TaK N paHee HeonncaHHble
MyTaulun, B TOM 4Yucne BreHax B BbICOKOWA I'IOI'nyIFILJ,MOHHOVI
reTeporeHHoCTbH - CeMeliHble cnyyan

06/1a/1a€T BbICOKUMU aHATUTUUECKMMUN XapaKTePUCTUKaMMU
® (uyBcTBUTENBHOCTL 99% U CNELMBUUHOCTL 99%)

NO3BO/AET C 60MbLUIOK TOUHOCTHHO onpenenntb
reHeTn4eckunii cTaTtyc no nccnegyemblM reHam

Ha3Ha4aeTcs OaMH pa3 1 paboTaeT Npu Kaxkaol
6epeMEeHHOCTY 1 Ha KaX4oro noTomka

B 60/bLUMHCTBE C/lyYaeB NO3BONSIET CEMbE YOeanThCs B
HM3KOI BEPOSTHOCTU POXAEHWS AETEN C TSHKENOM
0 HacnefCTBEHHOI MaTonorven

Ha ocHOBe mnccnefgoBaHMs Bpay-reHeTuK
paccunTbiBaeT PenpoayKTUBHLIA PUCK U
pa3pabartbiBaeT oTAeNbHbIe PeKoMeHaaLunmn
NS KaKA0A CEMbMN.

NextGen: vccnegyemble reHol

Tun
leH 3abonesaHue HacnefioBaHus
CFTR MykoBurcumao3 AP
PAH PeHNNKeTOHypUA AP
SMNL CnvHanbHO-MblILLEeYHasA AP
SMN2 arpogms AP
DMPK MwoToHnuyeckas guctpodms | Tuna AP
DMD Mvoauctpodma [rolieHHa X-cLienneHHoe
HTT bonesHb XaHTUHITOHa AL
F8 Femodmnusa A X-cuenneHHoe
HBB Beta-Tanaccemus AP
HBB CeprnoBnAHOKIETOUHAA aHEMUS AP
APC CemeliHbI aieHOMATO3HbI AL
MUTYH nonvnos | v ll tmna AP
IDUA Mykononucaxapugos | mna AP
PKD1 AyTOCOMHO-A0OMVNHAHTHb IV Aﬂ,
PKD2 NnosnkKmncTo3 novek | u ll tmna Al
PMP22 BonesHb Lapko-Mapu-Tyta AL
VHL bonesHb Mvinnens-/inHpay AL
ATP7B Bone3Hb BunbcoHa-KoHoBas10Ba AP
GBA bonesHb Mowwe AP
HEXA bonesHb Tes-Cakca AP
BRCAL HacnefcTBeHHbI pak MOMOYHON A
BRCA2 »Xenesbl Y ANYHUKOB | 1 Il Tvna Al

*AP mRYTOCOMHO-peLeccuBHbIli ALl - ay TOCOMHO-AOMUHAH T Hblii

Komy pekomeHpgoBaH TecT NextGen?
Bcem. OcobeHHo:
® Tem, KTO NnaHMpyeT poxxaeHne pebeHka

® ecnu B ceMbe BbinM CNyyan HacneCTBEHHbIX
3aboneBaHui

® ecnn cemeliHbI aHaMHe3 Mo HacneacTtBeHHbIM
3a60/1eBaHNSIM HEN3BECTEH

® BcCc/y4Yae KPOBHOPO/ACTBEHHOTO 6paka
@ 3THUYECKMM TPYMNaM C MOBbILLEHHbLIM PUCKOM

NextGen - nepBbli War K 340P0BbIM
netam B Bawein cembe!
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MeToanka, Nno3BONAKOLWAA MOBbICUTb
3(heKTMBHOCTb Nporpamm BPT

3a cyeT cenekunm aMmopruoHOB

6e3 XpOMOCOMHOW Natosiormn

B reHeTnyeckux nabopatopumax KaMHUK NGC
4ns aHanM3a XpOMOCOMHbIX aHOMasui B
3MOpPMOHaX NCNOMb3YeTCs CaMbliii
coBpeMeHHbIi meToa-NGS (Next Genera-
tion Sequencing -
BbICOKOMPOW3BOANTENILHOE
CEKBEHMPOBaHeE), NO3BONAIOLLNIA
pacwmngpoBaTb reHeTUYECKY0 UHOPMALINIO,
3aKoamposaHHyto B IHK ambpunoHa.

Mpeumyutectea NGS

AHaNN3 YNCNEHHbIX U CTPYKTYPHbIX
aHoMannin Bcex 46 XpOMOCOM (MOJHbIA
XPOMOCOMHbIA HAbop KNETKN)

AHann3 MO3anyHbIX (POPM XPOMOCOMHbIX
aHomanuii (NGS 60nee 4yBCTBUTENEH MO
cpaBHeHUO ¢ aCGH n no3BonseT BbIABAATL
20% mo3anupam)

MoBbILLIEHWE LWaHca HaCcTynaeHns
6epemMeHHOCTM B Lmknax SKO/NKCU c MrC
MepeHOC TOIbKO O4HOro aMGpUoHa ¢
BbICOKMM LLIAQHCOM HacTyM/eHus
6epeMeHHOCTH

VicknoueHne pucka poXKaeHns nnm
BblHALLIMBaHUA pebeHKa ¢ XPOMOCOMHbIMMN
CUHApPOMamMu

CHWMKXeHMe 4acToTbl NpepbiBaHUA
6epemMeHHOCTH

EomHcTBEHHasa KnvHuKa Ha CeBepo-3anage
Poccum, B KOTOopoii MIFC npoBogMTCA B
COOGCTBEHHOI reHeTUYeckoii nabopaTopun
Ha cekseHaTope lllumina MisegDxTm

3ayem nposoautb MNIMC NGS?

% 3[,0POBbIX IM6PMOHOB MO BO3PACTHLIM Fpymnnam

Bo3pacTt % 300pPOBbLIX 3MOPUOHOB

<35 53,6%
36-39 42%
>40  21%
AALIEKNETIA 66%

*[laHHble NGC Research Lab

Kak nposogutca NMMrC NGS?

Buoncusi am6proHa Ha 5-6 cyTkn (3abop
HECKOJ/IbKUX KNeTOK TPO(aKTOAePMbl) U
nocneayroLLas KpMOKOHCcepBaLmsa amoproHa

©

AHann3 6UoNTaTtoB Ha Ha/Myme
XPOMOCOMHbIX aHOMannii MmetogoM NGS

©

Bbi60p 300Pp0OBbIX 3SMOPUOHOB A5 NMepeHoca



