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B HacTosIeld HHCTPYKIMU 110 IPUMEHEHUIO ([ajee — HHCTPYKLHUSA) U3JI0KEHBI
METO/Ibl OTIPEIeTICHUSI BEpOSITHOCTH BHEe3anmHou cepaeunoi cmeptu (BCC) y nanueHToB
¢ runeprpoduueckort kapauomuomnarueir (I'KMII) u uxX poJICTBEHHHUKOB, KOTOpHIC
MOTYT OBITh HCIOJB30BaHbI B KOMILIEKCE MEIUIIMHCKHUX YCJIYT, HalpaBJIEHHBIX Ha
MeauiuHCeKyto npodunaktuky BCC.

Mertoa, U3JI0KEHHBI B HACTOSIIEN WHCTPYKUWHU, MPEAHA3ZHAUYECHBI [JI1 Bpadeci-
KapJIMOJIOTOB, Bpayel-TEparieBTOB, Bpadyel-KapAUOXUPYPrOB W HHBIX Bpadeul-
CIEHUAJINCTOB OPTraHU3alNN 3PAaBOOXPAHEHUS, OKa3bIBAIOIINX MEIUIIMHCKYIO ITOMOIIb
narerTam ¢ [’ KMII B aMOynaTOpHBIX U CTallMOHAPHBIX YCIOBUSIX.

INEPEYEHb HEOBXOAUMOI'O OBOPYAOBAHUS, PEAKTHUBOB,
CPEJICTB, U31EJINMA MEJJUIIMHCKOM TEXHUKH

1. Oxokapauorpad.

2. Dnektpokapauorpad.

3. Amnmapar Jyisi CyTOYHOTO MOHUTOpPUpOBaHUs ekTpokaparorpaduu (CM DKI).

4. O0opynoBaHue JJIsi TEHETUYECKUX HCCIEAOBAHHI: TEPMOCTAT, MOPO3UJIbHAs
kamepa Ha -20 °C, MenuimHcKas neHTpudyra, MUKporeHTpudyra, cnekrpohoToMeTp,
amMIuiupukarop (TEpMOIMKIEp), Kamepa s TOPU3OHTAJIBLHOTO 3JeKTpodopesa,
TPaHCUJUTIOMUHATOP, aBTOMATUYECKHE MTUTIETKH MEePEMEHHOTO o0beMa;
ABTOMATUYECKUN TEHETUYECKUNM aHaIU3aTOp; CEKBEHATOpP HOBOTO IOKOJICHMUS,
npeIHa3HAYCHHBIN JIJI1 BBICOKOIIPOU3BOIUTEIIbLHOTO cekBeHnpoBanus (NGS).

5. PeakTuBBI 171 TpOBENEHUS TEHETHYECCKUX HWCCICAOBAHWM: Ui BBIICICHUS
JHK (tpuc-rugpoxnopun, Tris-HCI), xnopun Hatpus (NaCl), nurunpatr quHATpUEBOR
comu (NaEDTA), runpoxcun Hatpus (NaOH), HemoHHOE MOBEPXHOCTHO-aKTUBHOE
BemectBo Triton X-100, xmopux wmarnus (MgCly), caxaposa, pactBop SDS,
npotenHasa K, cMech (GeHOIXJI0poPOpMU30aMUIIOBBIN CIIUPT, XJIOPOGOPM, ITUIIOBBIN
CIUPT, JCHMOHU3UPOBAHHAS BOJA;, HAOOpP PEareHTOB i U3MEPEHUS KOHIIEHTpaIluu
JIHK; nabGop peareHTOB uisi MpOOOMOATOTOBKA W CEKBEHUPOBAHMSI, BKIFOYAIONTUIN
nmpaiMepbl I8 BCEX KOAMPYIOIMX IocieaoBaTenbHocTelt renoB MYH7, MYBPC3,
ACTCI, MYL3, MYL2, TNNCI u TPM1; nns snextpodopesa (arapo3a, OpOMUCTHII
STUANM, KPACUTENb I HAHECEHHSI POAYKTa Ha Telb).

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

IMPOTUBOIIOKA3AHWUS JIJISI IPUMEHEHMUS
OcTtpsiii uH(papkT muokapaa (121).

Octpoe HapyllleHHEe MO3rOBOTO KpoBooOpatieHus (163).
TpombosMO0Ms erounoit aprepuu (126).
31okavecTBeHHBIC HOBoOOpa3zoBanus (C00-C97).

OIIMCAHME TEXHOJIOT'MX UCITOJIB3OBAHUA METOA

|. Onpenenenne BepostHocTy BCC y manmenTos ¢ 'KMII

1-ii sTam — perucTtpauus 3NIEKTPOKAPAUOTPAMMBI JUIUTENBHOCTBIO 5 MHUH C
aBTOMATUYECKUM aHAIM30M CIEAYIOUINX MOKa3aTeaei 3IeKTPUIeCKO HeCTaOMIbHOCTH



MHUOKapaa: koppurupoanHoro uHtepBana QT (QTC) m MUKPOBOIHOBOH aNbTEpHAITUH
syoma T (MTWA).

2-11 atann — onpenenenue BepostHocT BCC no dopmyie:
Beposmnocmv=0,1132 x QTc+0,0766 xmTWA — 54.

e  QTc — 3HA4YCHHE MPOJOJDKUTEIbHOCTH nHTepBasia QTc (Mc);
mTWA — 3padenue mokaszareiass mTWA (mkB).

3-if aTan — MPHUHATHE pelIeHus O BeposaTHOCTH pa3BuTus BCC y manueHToB ¢
['KMII:

- mpu paccuntanHoM 3HaueHuu <0 BepostTHocTh BCC HU3Kas;

- Ipu paccuntanHoM 3HaueHuu >0 BepossTHocTh BCC BbICcOKas.

Il. Onpenenenue BepostHocTu pa3BuTusi BCC y poacTBEeHHUMKOB MAIlMEHTOB C
BbICOKUM puckoM BCC

1-#i 3Tan — TEHOTUIUPOBAHKWE C HCIIOJIH30BAHMEM BBICOKOTIPOU3BOIUTEIHLHOTO
cexkBennpoBanus (NGS-TexHoorus):

- 3a00p BEHO3HOW KpoBU B 0o0beMe 2,0 MJ B BaKyTalHEp WJIM B CTEPUIbHYIO
POOUPKY, CoAep X aIiue uTpaT HaTpus. Ha 3ThkeTke AOKHBI OBITh yKa3aHBI MTHUQP
nalueHTa u aara 3adopa;

- Beienenne JJHK ¢enonxnopopopmMHbIM METOIOM € MOCHIEAYIONIEH OYMCTKON
JIHK cnmpramu uinv Jr00BIM APYTUM CIIOCOOOM C MCIIOJIB30BAHMEM T'OTOBBIX HAOOPOB
peareHToB 11 Boiaenenus JJHK;

- u3MepeHne KoHIlleHTpauun 2-tmernodedHort JIHK ¢ wmcmons3oBanmem nHabopa
peareHTOB Ha (iroopumeTpe U noBeaeHue konnenTpanuu JJHK caagana 7o 10 Mxr/mi,
3aTeM — 5 MKI/MJT,

- MpoOOMOATOTOBKA C MCIOIb30BaHUEM HA0Opa peareHTOB, BKIIOUYAIOIIAS ATAIlbl
TarMeHTaIuu, oOoramieHus, aMiuiipukanuu u ounctku reHomHoi JIHK cormacHo
MPOTOKOJIy TPOU3BOJAUTENSA. BO3MOXKHO HCMOJMBb30BAHUE AHAJTOTMYHBIX HAOOpPOB
peareHToB, cojaepXamux mpaitmepsl qisi 3k30H0B TenoB MYH7, MYBPC3, ACTCL,
MYL3, MYL2, TNNCI n TPM1;

- BaJIUAAIUs TTOATOTOBJICHHON OUOIMOTEKH C UCTIOIBb30BAHUEM TOPU30HTAIIBLHOTO
anektpodopeza B 1,5-2 % arapo3HoM rejie U HU3MEPEHHE €€ KOHIIEHTpalluu Ha
baroopumMeTpe;

- pa3OaBiaeHue OWMOIMOTEKM 110 KOHIeHTpamuu 1,25 ©HM, pobapicHue
KOHTpOJbHOM Onbmotexku PhiX (2 %), moMerieHne B si9eiKy KapTpHHKa ¢ peareHTaMu
JUTsI CCKBEHUPOBAHUS;

- YCTAaHOBKA KapTpUJKa B TIOJHOTCHOMHBIN CEKBEHATOp, 3arpy3ka BCEX JaHHBIX
00 o0Opa3max B TMpOrpaMMHOE OOECTIeUeHHE CEKBEHaTopa U 3allyCcK MpOToHa
CEKBCHUPOBAHUS;

- aHHOTUPOBAHUE TIOJIYYCHHBIX PE3YJIHTATOB CEKBEHUPOBAHUSI C UCIIOJIH30BAHUEM
CIEIUAIBHOTO MPOrPAaMMHOI0 OOECIIeUEHHUsI, MO3BOJISIONIETO OLICHUTh MAaTOr€HHOCTh
BBISIBJICHHOTO TE€HETHYECKOI0 BapruaHTa Ha ocHoBe 0a3 manHbix dbSNP, 1000 genomes,



GWAS, HGMD u npenckazarensubix moayneir Polyphen 2, SIFT u Mutation Taster;
YCTAaHOBJICHHME  MYyTallud, OTBETCTBEHHOM 3a  pa3BUTHE  TuUIepTpodUuecKon
KapIHOMHOIIATHH.

2-1 aTan — MPUHATUE pelieHus 0 BeposiTHOCTH pa3BuTusi BCC y poacTBEeHHUKOB
0 pe3yJibTaTaM F€HETUYECKOT0 TECTUPOBAHUS:

-B ClIy4ya€ BBIBJICHUS Yy PpOJCTBEHHUKA AacCCOIMMPOBAHHOM C BBICOKOU
BepossTHOCThI0O BCC myrtanuu unu coderanust mytauuid B reHax MYH7 u MYBPC3
(npunosxenue), BeposTHOCTh pa3BuThs BCC y Hero BeicOKas;

- B CJIy4ae OTCYTCTBHS y POJCTBEHHUKA MAaTOreHHOM MyTauuu B reHax MYH7 u
MYBPC3 BepositHocTh pazButust BCC y Hero Huskasl.

NEPEYEHh BO3MOJKHBIX OCJIOJKHEHUM WJM OIIUBOK IIPH
BBIIIOJIHEHUU U ITYTU UX YCTPAHEHMU S
OTCyTCTBYIOT.



IIpunoxenue

Ilepeyenb MmyTanmii, acCONMUPOBAHHBIX ¢ BLICOKMM puckom BCC,
B renax MYH7 u MYBPC3

MyTauuu B rese

CoueTaHne HECKOJIBLKUX MYTaHI/Iﬁl p-

MYH7: p.* MYBPC3: p.

Vall86Leu Arg346His Trpl1007fs+Val896Met (MYBPC3)
Arg403Trp GIn401Term Glul265Val+Cys1266Arg (MYBPC3)
Lys450GIlu | Asn515del Arg502GIn (MYBPC3)+Argl712Trp (MYH7)
Val606Met | Ser871Alafs Asp610Asn+Pro1066Arg (MYBPC3)
Glu924Lys | Arg943Term
Glul356Lys | Tyrl043Term

Arg1138fs

Trpl214Arg

GIn1233Term




