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Ponb meTonia NGS B noncke HapyweHun B reHe MET npun HMPJI
Image

Ponb mMmetoana NGS B noucke HapyLleHUH
B reHe MET npu HMPJ



Oko050 3% 60nbHbIX ¢ HMPJ1 numetoT myTaumio B reHe MET, noaToMy npoBeaeHue
MOJIEKYIAPHO-FreHeTu4Yeckoro TectuposaHns (MIT) aBnaeTCcs BaXXHbIM U HEOTbEMJIEMbIM
3TarnoM Ha3Ha4YeHWs TapreTHOM Tepanun — MHrMGUTOPOB Nponycka 14-ro s3K30Ha B reHe
MET.

B yem ocobeHHocTM MI'T B cnyyae geneumn 14-ro ak3oHa B reHe MET? KakoBbl HEAOCTaTKMK
nocnenoBaTeNIbHOrO TECTUPOBAHMSA N KaK MYIbTUI€HHbIN aHa M3 NO3BONSET

NX YCTpaHUTbL? OTBETblI Ha 3TU 1 ApYyrMne BONpoOChl Bbl HalAeTe BO BTOPOW YacTun BUOEO
«[1pOCTO O CNOXKHOM» C y4aCTuUeM npenctaBuTenen MexxancunnimHapHoOn KoMaHabl —
KJIMHUYECKOro OHKOJIOra N MOJIEKYJIAPHOI O reHeTuKa.

IKcnepTbl 06cynaT Hanbosiee onTuMaibHble BapuaHTbl TECTUPOBAHUSA peaoKnx
MOJIEKYNAPHbIX HapyLweHun npyu HMPJT € y4eTOM TeKyLLMX BO3MOXKHOCTEN
M NepcrneKTUBHbLIX MeTOO0B AMAarHOCTUKN, BKAao4Yaa meton NGS.



OdemunpoBa UpuHa AHaToNIbeBHA — K.M.H., 3aBeaytouwas nabopatopmen MoONeKynsapHOn
buonornm Y3 «Mrob Ne 62 3M»

XykoB Hukonau BnapuMupoBuy — pyKoOBOAUTENb OTAENa MEXANCLUMINHAPHON
oHkonoruu, ®rey «HMUL Oron nm. . Porayesa», AoUEHT Kadedpbl OHKOI0rnu,
rematofnornu u nyvyesomn tepanuu, PHUMY um. H.N. NMuporosa

TauM-KoAbl:

00:10

MpakTnyeckme acnekTbl onpeneneHns mytaumm B reHe MET
01:21

OTNMYMS B MPUHLUMAX MPOBELEHNA MOJIEKYNAPHO-FEHETUYECKOrO TECTUPOBAHWS ONs
obHapy»xeHusa MmyTauum MET no cpaBHEHWIO C APYTrUMU MONIEKYNSAPHBIMU MULLEHSMN

01:58

Noyemy TecTMpoBaTb MyTauuo B reHe MET Mo oCTaTOYHOMY MNPUHLUNY — MNJ1I0X0?
02:18

MyTauna METex14 — He Bcerga B3anMMOUCKOYaoWasa ¢ 4pyrmmMmm Mmytaumnamm
02:57

NMo4yeMy nocnenoBaTesibHOE TECTUPOBAHNE HE ABMSETCA ONTUMAIbHbLIM 018 peaKnX
MyTaumn?

03:14
Mponyck 14-ro 3k30Ha B reHe MET — He camwkoM pegkoe cobbitne
04:00

MyTauunsa METex14 scTpedaeTca vale, 4eMm TpaHcsokauma reHa ROS1



04:18

MybTUreHHOe TeCTUPOBAHNE N BbICOKONPON3BOANTEIbHOE CEKBEHMPOBAHME Kak
cnenyLluni Wwar onpeaeneHns peakmnx MytTaunin

04:40

CekBeHMpOBaHMEe HOBOIO NMOKOJIEHNS BHECEHO B KJIMHNYECKME peKoMeHaauunm

05:00

Mpn KaknX yCcnoBuUAX TeCTUpoBaHMe CTAHOBUTCSA MacCOBbIM?

05:31

MUP Kak anbTepHaTUBHbIM NOAXOA K ANArHOCTUKE

06:11

YnydlweHne cutyauum c npeaHanmTnyeckon obpaboTkon buomaTepurana npusoanT
K KpaliHe ManioMy oTceBy 06pa3LoB AJi TeCTUpPoBaHUSA No kavectsy PHK

06:50

EanHbin Tect NGS nossonseT nsbexxaTb N0OCNeA0BaTE/IbHOIr0 TECTUPOBAHNSA N YCKOPUTb
noJslyyeHune pesynbTaToB

07:45

B03MOXHOCTb BK/OYeHNS NGS-TeCTMpoBaHUA B MporpaMmy rocygapCTBEHHbIX FrapaHTuin
B 2023 roay

08:55

KnuHn4yeckmne xapakTepucTuUKM NauneHToB, KOTOPbIe NMO3BOJIAIT 3an0403PUTb Hainu4ve
MyTauum METex14

09:28



Kakne naumeHTbl ABAAKTCA MPUOPUTETHBLIMU 19 TECTUPOBAaHUA Ha MyTauuto B reHe MET
c nomMmouwibio NGS?

10:40

B nonynaunm Kypsawmx noXxXKmnabix NauneHToB C aAe€HOKapPLUMUHOMOW WaHC 0bHapyXNTb
MyTauuio METex14 Bbilwe

11:31

CTtaTuctumka BCcTpevyaemMocTn myTtaumm METex14 B pocCMNCKON NONynsaumMm NnauneHToB

12:40

MNosiBNneHne npenapaTta KanMaTuHWbG gns TapreTHonm Tepanun METex14 HMP
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