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B HacTosIuell MHCTPYKUMH [0 NpUMEHEHHIO (Hanee — HHCTPYKIIMSA)
H3T0KeH METOJ ONpe/Ie/eHHs BePOSTHOCTH Pa3BHTHA BHE3AIHOH cepleyHOH
cveptu (BCC) [146.1] y MalHeHTOB ¢ HAMONATHYECKOH eIy J0YKOBOM
taxuaputmuein (VDKT) [147.2], koTopbiii MOXeT OBbITh MCIIO/IL30BaH B
KOMILIEKCE  MEAMLUMHCKHX  YCIIyr, HalpaBJeHHBIX Ha  MEIHIHMHCKYIO
npopunaktuky BCC.

MeTo, M3I0KEHHBIM B HACTOSMIEH MHCTPYKLWH, MpeIHasHa4yeH I
Bpaueii-KapAHOIOroB, BpaueH-apuTMOIOrOB, —Bpauei-TepaneBToB, BpadueH
oblueil TPAKTHKH, Bpaueii-kapAHOXUPYProB H HHBIX Bpaueii-CreLHanucToB
OpraHu3aluii  31paBOOXPaHEHHs, OKAa3bIBAIOIHX  MEIULHMHCKYIO IOMOILb
MALMEHTAM C HACJIeJCTBEHHBIMH apUTMUSIMH B  aMOyJaTOPHBIX W/WIH

CTAllMOHAPHBIX W/UIH B YCJIOBUSAX OTAE/ICHUs JIHEBHOTO npeObIBaHuS.

[TOKA3AHMS K TPUMEHEHHIO

MauonaTuueckas ey 104KoBas TaXuapuTMHsA (147.2).

[IPOTUBOIIOKA3AHMS K [IPUMEHEHHIO
Octpaiit uadapkr Muokapaa (121).
OcTtpoe HapylleHHe MO3roBOro kpoBooGpatenus (163).
TpoMGoaMb0Ks JIErOYHON apTepHH (126).

3nokavecTBeHHbIe HoBooGpasoBanus (C0O0 — C97).

[IEPEYEHD HEOBXOAVMMBIX MEJIUMIIMHCKHX W3JIEJIMA U
MATEPUAJIOB

- DXO-kapauorpad.
- Dnextpokapauorpad.

— AnmapaT JUld [ POBE/CHMs CYTOMHOIO MOHHTOPHPORAHIA KT (CM 3KI).
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B Hacrosiuel WHCTPYKLIMH MO IPUMEHEHHIO (Hanee — HMHCTPYKLMsA)
M3JI0XKEH METOJI OINpeJieeH sl BEPOSTHOCTH Pa3BUTHs BHE3AIHOH CepAevHOM
cmeprd (BCC) [146.1] y mauueHTOB ¢ HAMONATHYECKOH IKeyJAO0YKOBOH
traxuaputmueit (MDKT) [147.2], koropele MOryT OBITH HCIIOJIb30BaHbl B
KOMIUIEKCE  MEAMIIMHCKHUX  YCJIyr, HalpaBJeHHBIX HAa  MEJHMLIHMHCKYIO
npodunaktuky BCC.

MeToJ1, W3JI0)KEHHBIH B HACTOSLEH HHCTPYKLMH, IpeAHA3HA4YeH Ul
Bpauel-KapauOoJIOroB, Bpayei-apuTMOJIOrOB, Bpayeii-TepaneBToOB, BpaycH
obuiel NpPaKTHKM, Bpadel-KapAHOXUPYProB H HHBIX Bpauyei-CrielHalncToB
OpraHM3aliii 3ApaBOOXpAHEHMs, OKa3bIBAIOLIMX MEIULMHCKYIO IIOMOIIb
MaLUEeHTaM ¢ HACJ/IEJCTBEHHBIMU apUTMUSIMU B aMOyJIaTOPHBIX, CTALlHOHAPHBIX

YCJIOBHAX U B YCIIOBUAX OTACJ/ICHUS JIHEBHOI'O ﬂpe6BlBaHHﬂ.

[TOKA3AHU K [IPUMEHEHHWIO

M monaruyeckas xely10uKoBas Taxuaputmus (147.2).

[TPOTUBOITOKA3AHUA K [TPUMEHEHHIO
Ocrpuiii undapkt Muokapaa (121).
OcTpoe HapyllIeHHe MO3rOBOro KpoBoobpamenus (163).
Tpom6osmboust terouHoi aprepus (126).

30kavecTBeHHBIe HOBoOOpa3oBauus (C00 — C97).

[TEPEYEHb HEOBXO/ANMbIX ME/IMITMHCKHUX W3JIEJIVA U
MATEPHAIJIOB

- DXO-kapauorpad.
- Dnekrpokapauorpad.

~ Anmnapar uisi IPOBEIEHUs CyTOYHOro MOHHTOPUpOBaHUs DKI™ (CM 3KI).
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- CexBeHarop HOBOT'O MOKOJIEHHS, TnpeHa3HauYeHHbIH 1S

BbICOKOIIPOU3BOAUTENIBHOTO cekBeHupoBanus (NGS).
OINMCAHUE TEXHOJIOI'MH UCTIOJIb30OBAHU A METOIA

I ITan — onpejeieHne BepOSATHOCTH BHE3ANHOM cepaedHoii cMepTH
1.1  Hanuuue CHHKONAJIBHBIX COCTOSHHIA.
1.2 Hamuuue ycroiumBoi kenyaoukoBod Taxukapauu (y2KT) mpu
amarensHocTH KT 230 cexyna no gannsiv OKI wm CM KT
1.3 Onpenenenne BeMHUMHBI HHAEKCA KTy 1049K0BOM aKcTpacuctonnu (MKD)
nmpu cyTouHoM MoHuTOopupoBanuu DKI' no popmyne:

kommyecTBo KD 3a cyrku x 100 / obwee yucio xomrmuiekcoB QRS 3a
CYTKH.

BeposrHocts pazsutus BCC onpeznensercs no popmye (1):

1 (1)

1+e Y’

rjae P — BeposiTHOCTE;

y — paccuuThIBaeTcs 1o Gopmye:

y =-2,9621 + 1,5298 x X1 + 1,1635 x X2, + 1,5701 x X3, rue (2)

X1 — nanuuue cunkorne (1 — ectp; 0 — HeT),

X2 — nanuuue yctoiuusoii XT (1 — ects, 0 — Her),

X3 —ungexc K3 >10% (1 — ectp; 0 — HeT)

Ilpu pacyerHom 3Hauenuun 1 >P > 0,6 — BepositHOocTh pa3Butus BCC
BBICOKasl; MpH pacyeTHoM 3HauveHud P < 0,4 — BepostHocTh pazButus BCC
HU3Kasi; npu pacuyeTHoM 3HayeHun P ot 0,4 no 0,6 — 30Ha HeonpeaeIeHHOIO
pHCKa, Tpedyrolas NPOBeACHHUS MOJIEKY/ISIPHO-TEHETHYECKOT O UCCIIeJOBaHHS.

I Dran - BbisiBjJeHHe (aKTOPOB PHCKa M0 Ppe3yabTaTaMm

MOJICRKYJISIPHO-TCHCTHUYCCKOIO HCCJ/ICAOBaAHHSA
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1 = HpOBC,LleHHe FCHOTHIIMPOBAHUA C HCIOJB30BaAHUEM

BBICOKOIIPOU3BOAUTENIBHOTO  cekBeHupoBaHus  (NGS-texHomorust) s
BBISIBJIEHUS] OZHOM WJIM HECKOJIbKMX 3HAYMMBIX MYTalUWi B OJHOM HIM Oojee
F€HOB, AaCCOLMHPOBAHHBIX C 3JEKTPOPU3HONIOTHYECKHMU HapylICHHAMU
muoKkapia. HMcrmonesyercs  crieayromias  MHHMMalbHas — MaHedb  ['€HOB
(npunoxxenue): RYR2, CASQ2, KCNQI, KCNH2, SCN5A, SCN104, AKAP9Y,
ANK2, CACNAIC, CAV3, DSP, DSC2, JUP, LMNA, MYH7, JPH2, MYBPC3,
TTN v RBM20.

2 — Ilpunsrue peuienust o BepositHocTd pasButus BCC y manmeHntos ¢
WKT no pesynpraraM reHeTH4ECKOr0 TECTHPOBAHHS:

— BeposatHOcTh pazButusi BCC y mauuenta ¢ MOKT Beicokas B cityyae
BBISIBJICHUS Y Hero BapuantoB reHoB RYR2, CASQ2, KCNQI, KCNH2, SCN35A,
SCN10A4, AKAPY, ANK2 u CACNAIC,;

— B ciyyae oTcyTeTBHs y nanuenta ¢ VKT BapuaHTOB B epeYHCIICHHbIX
reHax, BepositHocTb pazButusi BCC Hu3kasi.

Ilpu BeicOKO# BepositHoctd BCC y mnaumenra ¢ MPXK HeoOxoaumo
MPOBEJICHHE  MEPONPHUATHH  MEIMLIUHCKOW  NpO(UIAKTHKH  COIJIACHO
KIMHUYECKOMY NpOTOKONy «JlMarHoctMka W JIeYEHUE [AUUEHTOB C

GuOpHIIALIHEH KeTy 10YKOB U JKeJly J0YKOBOH TaxXuKapaue.




[MTPUJIOXKEHHUE

Ta6numa — Crucok reHoB, BoBieueHHbix B passutue VDKT 'y GenopyCcCKuX
MAlUEHTOB
] Yacrora .
BCTPEYAEMOCTH
['en [Tpoteun @deHOTUN | Y TTALIMEHTOB C L
VDKT B HacJIeI0BaHMs
Benapycu
RYR2 PeRHONRBECREE. | cpyrpy | 8% AJL
peLernTop
CASO? D T2 | % AP
KCNQI Kv7.1 LQTI 1% Al
KCNH2 Kv7.2 LQT2 6% ALl
SCN5A4 Navl.5 LUT3, 4%
BrS1 aA
ANK?2 AnkupuH-B LQT4 6% ALl
CACNAIC Cavl.2 LQTS, 1% ATl
BrS3
CAV3 Kaseosnun-3 LQT9 1% ALl
AKAPY9 SAxopubiii 6enoxk | LQT11 1% &
A
A-KHHa3bl
SCN104 Navl.8 BrS17 1% ALl
DSP | [ecmoniakuH AK 1% All, AP
DSC2 JIeCMOKOJTUH AK 1% ALl
JUP [TnakornoOuH AK 1% AJl, AP
LMNA Jlamu A u C KMI1 3% Al o
TTN Tutus KMIT 2% AJl
MYH?7 B-rsoxenas uens | KMII 4%
MHO3HHA A
MYBPC3 Muo3us- KMII 2%
CBSI3bIBAIOLLAH ALl
6enok C
RBM20 RBM20 — Genox | KMII 4% AIL
CILIaHCHHIa
JPH2 HOuxropumun-2 | KMII 4% Al

[Tpumeuanue: Al — ayTOCOMHO-OMMHAHTHBI; A

P — ayTOCOMHO-PELECCHBHBIN;

LQT — cuHApOM Y/UIMHEHHOrO HHTepBaja QT; BrS — cunapom bpyrana; KMIT —
kapauomuonatus; AK — apurMorentas KapaAnoMHUonaTis
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