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B HacToflIeld MHCTPYKUMHU MO NPUMEHEHUIO (Janee — WHCTPYKLUS) H3JI0KEH
METO/I ONpENEICHUSI BEPOSATHOCTU PA3BUTUSA THUNEPTPOPUUYECKON KapAHMOMUONATUU
(FKMII), xoropbiii MOXeT ObITh HMCIHOJIb30BaH B KOMIUIEKCE MEIMIIMHCKUX YCIYT,
HaIpaBJICHHBIX HA MEIUIIMHCKYIO Tpoduinaktuxky I'KMII.

Metoa, W3JIOKEHHBIA B HACTOSIIIENM WHCTPYKLUMH, NPEIHA3HAYEH [JIs1 Bpadeii-
KapIHOJIOTOB, Bpayel-TEparieBTOB, Bpadyel-KapAUOXUPYPrOB H HHBIX Bpaydeiu-
CIEHHUAIINCTOB OPTraHU3alni 3[PaBOOXPAHEHUS, OKA3bIBAIOIIUX MEIUIIMHCKYIO TOMOIIb
narerTam ¢ ' KMII B aMOynaTOpHBIX U CTallHOHAPHBIX yCIOBUSIX.

IHNEPEYEHb HEOBXOAUMOI'O OBOPYAOBAHUS, PEAKTHUBOB,
CPEJICTB, U3/IEJINMA MEJJUIIMHCKOM TEXHUKH

1. Oxokapauorpad.

2. Dnektpokapauorpad.

3. Anmapart /it CyTOYHOTO MOHUTOpUpOBaHUs dekTpokapanorpaduu (CM OKT).

4. O0opynoBaHue JJIsi TEHETUYECKUX HCCICAOBAHUI: TEPMOCTAT, MOPO3UJIbHAs
kamepa Ha -20°C, MemuuuHckas ueHTpudyra, MUKpoueHTpudyra, Qiryopumerp
Quantus  (Promega, CIIA), ammnudukaTop, Kamepa [JIsi TOPU30HTAIHLHOTO
anekTpodopesa, TpaHCHILTIOMUHATOP, AaBTOMATUYECKUE MMUIETKU MTEPEMEHHOTO 00beMa;
niekep; CEKBEHATOP HOBOTO MTOKOJICHHUS], npeHa3HAYCHHBIN TUTSI
BBICOKOTIPOU3BOAUTEIbHOTO cekBeHHpoBanus (NGS).

5. PeakTuBbI JUIsi TeHeTHYeCKUX uccienoBanuil: s Beiaenenus JIHK (tpuc-
runpoxsopuna, Tris-HCI), xmopun watpus (NaCl), aurumpar IWHATPUEBOU COJU
(Na;EDTA), rtumpokcun wHatpus (NaOH), HeMOHHOE TOBEPXHOCTHO-aKTHBHOE
BemiecTBO Triton X-100, xnopua marnus (MgCl,), caxaposa, pactBop SDS, mporennaza
K, cmecy QeHomxsiopopopMU30aMUNIOBBIM CHUPT, XJIOPO(OPM, ASTHIOBBIA CIHPT,
JNEMOHU3MpOBaHHasl BoAda; Mg u3MepeHus konueHtpamuu JHK (Habop peareHToB
QuantiFluor® ONE dsDNASystem); 11t mpoOOIOATrOTOBKY M CEKBEHUPOBaHUs (HA00p
pearentoB «TruSight™ CardioSequencingPanel», [llumina, CIIIA) uin aHaaOTUYHBIH,
BKJTIOUAIOIINI MpaiiMepsl Ul BCEX KOAMPYIOIIMX TocaeaoBaTenbHocTeir reHoB MYH7,
MYBPC3, ACTCI1, MYL3, MYL2, TNNCI n TPM1; nna snekrpodope3a (araposa,
OpOMUCTBIN STUIUHN, KPACUTEND JIJIl HAHECEHUS TTPOIYKTa Ha Tellb).

IHOKA3AHUA K TIPUMEHEHHNIO
['uneprpoduueckas kapauomuonarus (142.1, 142.2).

MPOTUBOIIOKA3AHWS JIJISI IPUMEHEHMUS
OcTtpsiii uH(papkT muokapaa (121).

Octpoe HapyllleHHEe MO3rOBOTO KpoBooOpatieHus (163).
TpombosMO0Ms erounoit aprepuu (126).
3nokavecTBeHHBIe HOBOOOpa3zoBanus (C00 — C97).

OIMMCAHUE TEXHOJIOI'MA UCITOJB30OBAHUA METOJA

1-ii aTan — omnpeaeneHre TONIIMHBI CTEHKH MHOKapaa JeBoro xenynouka (JDK)
M0 PE3yJIbTaTaM BU3yIM3UPYIOMIUX METOIUK: dxokapauorpadun (3xoKI'), marautHO-
pe3onancHoi Tomorpadun (MPT) nnu komnsrotepHoit Tomorpadun cepama (KT).



2-1i aTan — ompeeneHne Mmytamnuu B ogHom u3 renoB MYH7, MYBPC3, ACTC1,
MYL3, MYL2, TNNCI n TPM1, xoaupytoumx capkoMepHble O€lIKH, KOTOpPhIE MOTYT
obITh iprarHOM ['KMII, MeTo10M BBICOKOTIpOM3BOIMTENbHOTO cekBeHHpoBaHUs (NGS-
TEXHOJIOTHA).

[TocnenoBaTenbHOCTh TEHETUYECKOTO TECTUPOBAHUS:

- 3a00p BEHO3HOW KpoBU B o0ObeMe 2,0 MJ B BaKyTailHEp WM B CTEPUIbHYIO
npoOupKy, coaepxaiirue uutpaT Hatpusi. Ha sTukeTke JOJKHBI OBITH YKa3aHbl MUGp
NalyeHTa 1 aara 3abopa KpoBH;

- Beiienienue JIHK ¢denonxmnopodhopMHBIM METOIOM € MOCHEAYIOUIEH OYMCTKON
JIHK crnimpramu coriaacHO cTaHAApTHOMY MPOTOKOJTY WJIM JIFOOBIM JPYTMM CIOCOOOM C
WCITOJIb30BAaHUEM TOTOBBIX HA0OPOB peareHToB Juisl Belenenus JJHK;

- u3Mepenue koHueHtpauuu 2-uenoueynor JHK ¢ umcnonmpzoBanmem nHabopa
pearentoB QuantiFluor® ONE dsDNASystem nHa dmoopumerpe Quantus (Promega,
CIIIA) u noBenenue konnentpanuu JJHK cnauana no 10 mxr/mi, 3atem — 5 MKT/mu,

- MpoOOMOATOTOBKA c UCIIOJIb30BaHUEM Habopa «TruSight™
CardioSequencingPanel»,  Bkirowaromias  dTambl  TarMEHTAIlMH,  OOOTaIleHUs,
ammunpukanu 1 ounctku reHomHoi JIHK cormacHo mpotokoiy mpousBoguTesns.
B03MO0KHO uCIOJIb30BaHUE aHATIOTUYHBIX HA0OPOB PEAreHTOB, COACPKAIUX MTpaitMephbl
JUTST DK30HOB redoB MYH7, MYBPC3, ACTCI1, MYL3, MYL2, TNNCI n TPM1,;

- BAJIUJAIUS TIOJITOTOBJICHHOW OMOIMOTEKH ¢ UCTIOJIb30BAaHMEM TOPU30HTAIBLHOTO
anektpodopeza B 1,5-2 % arapo3HOM Tene W HW3MEPEHHUS €€ KOHIICHTpaIuu Ha
dbmoopumerpe Quantus (Promega, CIIIA);

- pa3baBieHue OuOAMOTEKM N0 KOHIEeHTpamuu 1,25 HM, pgoOaBieHue
KOHTpOJbHOU Oubmoteku PhiX (2 %), moMerieHue B si9eiKy KapTpHUDKa C peareHTaMu
JUTSI CCKBEHUPOBAHUS;

- YCTAaHOBJICHHE KapTpHDKa B TOJHOreHOMHBIN cekBeHatop Miseq (Illumina,
CIIIA), 3arpy3ka Bcex AaHHBIX 00 00pa3iiax B MpOrpaMMHOE 0OECIIEUeHHE CEKBEHATOPa
U 3aITyCK MMPOTOHA CEKBEHUPOBAHMSI,;

- aHHOTUPOBAHME TOJIYYCHHBIX PE3YJIbTATOB CEKBEHUPOBAHUSI C UCIIOJIH30BAHUEM
crienabHOro mporpamMmuoro obecrneueHuss ANNOVAR, 1o3BoJSONIEro OICHUTH
MaTOI€HHOCTh BBISIBJICHHOTO I'EHETHMYECKOTO BapHaHTa Ha OCHOBe 0a3 jaHHbIX dbSNP,
1000 genomes, GWAS, HGMD wu mpeackazarensubix moayieid Polyphen 2, SIFT u
Mutation  Taster; ycraHOBJACHHME  MyTallMd, OTBETCTBEHHOW 3a  pa3BUTHUE
TUIEPTPOPUICCKON KapTHOMHUOTIATHH.

3-ii aTan — omnpeaeneHue BepoatHocTy pazButus ['KMII.

1. Bricokas BEpOSITHOCT:

- TOJIIIMHA CTeHKU Muokapaa JIK >15 mw;

- HaMuue MyTtauuu B ogHoM u3 renoB MYH7, MYBPC3, ACTC1, MYL3, MYL2,
TNNCI n TPM1, xonupyroumx capKkoMepHbIe OEIIKH.

2. Hu3kas BEpOSITHOCTb:

- TOJIIIMHA cTeHKU Muokapaa JDK <15 mwm;

- OTCyTCcTBHE maToreHHo myrtamuu B reHax MYH7, MYBPC3, ACTC1, MYLS,
MYL2, TNNCI v TPM1, xogupyromux capKoMepHbIe OCITKH.



NEPEYEHh BO3MOJKHBIX OCJIOJKHEHMUM WJM OIIUBOK IIPH
BBIIIOJIHEHUU U ITYTHU UX YCTPAHEHUSA
OTCYyTCTBYIOT.



