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KomnaHusi Health in Code cneumanuavpyeTcs Ha reHeTu4eckoi
[NarHocTuke KapAnMoBacKyNspHbIX 3ab6oneBanunii n
MHTEprpeTauumn pesynbTaToB reHeTUYeCKoro aHamnsa.

Pa6oTa B COTPYAHWNYECTBE C UCC/Ief0BATEIbCKAMM TpYNnamii U3
pa3INYHbLIX PETUOHOB MUPA N MEXAYHAPOAHOM CETbIO IKCNepToB
MNo3BO/ISIET Npe//iaraTh HALMM NapTHepaMm AMarHoCTUHECKYHO
MHCPOPMALIMIO, OCHOBAHHYIO Ha MOC/EAHNX 3HAHNSAX B 06/1aCTV
KapAyonorum, reHeTUKA 1 6UOUHDOPMATUKM.

Hawwvm napTHepoM B Poccuiickoli ®epepaunu aBnsietcst
3KCMEepTHbIN LIeHTP, HaxoasLwmiica Ha 6a3e FopopacKoi
KNMHUYecKoii 60nbHULbI Ne51 r. MockBbI. B Hem pa6oTatot
COTPYAHWKN KapAMonoruyeckunx nogpasaenenuii 60nbHULbI,
cneuvanvavpyoLwmxca B 061acT AMarHoCTUKN U fieveHuns
CNOXHbIX 3a60/1eBaHNii MMoKapAaa 1 Cocy0B, a Takke
npodheccopa u npenogasaresnn kageapbl Tepanuu, KapAanonorum
1 hyHKLMOHANBbHON AnarHocTukun ®IrBY «YyebHo-HayuHbIi
ueHTp» Y[ Mpe3ungeHta P®. Cneunannctbl 60/1bHMLBI NPOBOASAT
[AnarHocTuyeckune obcnefoBaHns, He06XoAVMble AN NPUHATUS
peLueHns No NoBofAy Lies1ecoobpasHoCTV NPpoBeAeHNS
reHeTU4YeCcKoro aHasmsa, ero 06bema, a Takke oCyLLeCTBAAT
3a6op 6romartepuana npu HeobxoaumocTu. ns xutenei
MOCKBbI 1 6IXKaNLINX PETMOHOB aHa/IM3 MOXHO CAaThb B
3KCMEPTHOM LieHTpe.

[ns Bpayeli ocyllecTenseTcs Heobxoanmasn UHhopMaLyoHHas
noaaepxka n obyyeHue.

Health in Code umeeT akkpefuTOBaHHY0 NaboPaTOPMIO BbICLLETO
Ka4yecTBa, MMetLLYyH BCe He0bX0ANMOe ANS NoNyYeHns
BbICOKOKA4YECTBEHHbIX PE3Y/IbTaTOB UCCNef0BaHus. Mocne BbINOSHEHNS
akcTpakumu AHK, reHeTuueckue nccnefoBaqus MoryT 6biTb NpOBeeHb!
60 TPaAULIMOHHBIM METOAOM Sanger (C nccnefoBaHUEM HECKObKMX
rEHOB WM CEMENHBIX NCCNeoBaHuii), Uau ¢ MOMOLLI0 MHHOBALIOHHOTO
meTtoga Next Generation Sequencing (NGS).

Mccneposanns NGS npoBoguTcs ¢ nomolubio npubopa lllumina HiSeq,
BbINOJHSIOLLET0 CEKBEHNPOBAHME N0 BbICOKOI((HEKTUBHON TEXHONOTUY,
KoTOpas MOXeT npoaHasm3upoBatb A0 300 6 faHHbIX 33 04HO
uccnefoBaHve. Pe3ynbTaTbl CHUTbIBAHUSA UMEIOT BblAaloLmecs
nokasarenn kayecTsa 1 0xsara, 06ecneynsaroLLe BbICOKYI0 CTeNeHb
TOYHOCTMW Ha YPOBHE cekBeHcopa. Halum MeguLyHCKIE KONNeKTUBbI
CMOr/IM MOATBEPAUTBL KA4YECTBO M TOYHOCTb 1ccneaoBaHnsa NGS nytem
CpaBHeHVs C 06pasLiamm NauneHToB, KOTopble paHee bbian
nccnefioBaHbl ¢ NoMoLLbo MeToda Sanger. Mbl nonyunnmn 100%
UyBCTBUTE/BHOCTb M CNELMGUUHOCTb OT TaKoi NPOBEPKM.



Hatlum naHenm BK/IOYAKOT BCE FeHbl, ONMCaHHbIE K HACTOSILLEMY MOMEHTY
(kapavomuonaTum, kaHanonaTum, rMnepaUNUAEMUN 1 apyrie
CepLeYHO-COCYANCTbIE CUHAPOMBI). [Py 3TOM U3y4atoTCS Kak OCHOBHbIE,
TaK U BTOPUYHbIE TEHbI, KOTOPbIE MOTYT UMETb OTHOLLEHME K 3TON
rpynne 6onesHeii.

Komnanua Health in Code pa3pabotana yHukasibHyto 6a3y faHHbIX,
KoTOpas BkMtouaeT B ce6s ony6/NKOBaHHbIE KIMHUYECKE AaHHbIe U3
CyLLeCTBYIOLLEN NUTepaTypbl N0 HACNEACTBEHHbBIM
KapAnoBackyNspHbIM 3a601eBaHINAM, a Takke
Hay4Ho-/cCneioBaTeNbCkne AaHHble, NoyyYeHHbIe B pesynbTaTe
Haluero coTpyaHuyecTBa (6onee yem 78000 chnamyeckmx nuu). 3ta
MHhopMaLmMs MeeT peLualoLLee 3HaueHne Ans noayyeHns npaBuibHO
VHTepnpeTaLmm 06HapyXEHHbIX BApUaHTOB C NoMoLLpo metofa NGS,
4TO NO3BO/ISIET BPAYy COCPEAOTOUNTLCS HA KMHUYECKN 3HAUUMDIX.
HIC npegnaraeT noApo6HbIA OTHET CO BCEMM KNMMHUYECKUMU JaHHbIMI
06 06HapYXeHHbIX MyTaLusXx. ATa MHHOPMAaLIUS OLeHNBaeTCs
cneLynanv3MpoBaHHbIMI Ha X UHTepnpeTaLumn kapanonoramm u
BK/OYaET B cebs Nogpo6HOE onucaHne Bcex cemeil ¢
0ny61MKOBaHHBIMW KNMHUYECKUMY CyqasiMin AN KaxKAOoW MyTaLmm, a
Takke laHHble Hallero CO6CTBEHHOrO UCCNe0BaHus, BKIoYas
UCCMes0BaHMS iNVitro 1 AOCTYNHbIE MOAEMN Ha XUBOTHbIX.

B nto6oe Bpems Bpaum MoryT 06paTuTbCs B Hally 1abopaTopuio, Halum
OMbITHbIE KAPANOOTN ABNAIOLLMECA BeAYLLMMM CreLmaimcTamMmn B
061acTV MHTEpNpeTaLuy AaHHbIX FreHeTUYECKOro UCCeA0BaHNA
HacnefCTBEHHbIX kapAnoBackyspHbIX 3a60/1eBaHuii, MOMOryT peLunTb
Batuu Bonpocel.

CBSXKMTECH C HAMM MO 3/IEKTPOHHOI noyTe
clinicalteam@healthincode.com unu
natalia.sonicheva@healthincode.com

1K no TenedoHam

+34 697 600 659; +34 683 183 411; +7 903 7814581

BonbHuua Ne51 Aapec: 121309, Mocksa, yn. Ansibbesa 7/33
Be6-caiit: http://gkb51.msk.ru

Ten +7 (499) 146-4151

[JocTtaBka 06pa3LoB (CBSHKUTECH C HAMW MO LieHaM)
KuTbl ans 3a60pa COHbI (CBSXUTECH C HAMW MO LieHam)
KOHTpO/b KayecTBa 1 MOHUTOPUHT NPo6.

Health in Code npegnaraeT Haw ONbIT 1 CTPEMUTCSA K COTPYAHNYECTBY
B Hay4HO-/CCNeoBaTeNbCKIX NpoekTax, NybamkaLmsax, Hay HbIx
CECCUAIX U APYriX COOTBETCTBYHOLLUX MH(OPMALMOHHBIX MpOrpamMmmax
[N9 MeNLIMHCKIX pabOTHNKOB.



FMMNEPTPOPUYHECKAA KAPONOMUNONATUA

[16 OCHOBHbLIX reHoB]

« [laHenb BkIOYaeT B ce65 9 KPYNHbIX FeHOB
6eKkoB capkomepa 1 7 OCHOBHbIX F€HOB,
OTBETCTBEHHbIX 3a TKMI reHoTvn (TKMI
dheHOTUN, He BbI3BaHHbLIN MyTauyvell B reHax
6enkoB capkomepa) .

e Bonee 80% myTaumii, oTHocsiLmxcst K TKMIT,
6bIN 06HAPYXEHbI B pe3ysibTaTe usyvyeHus
3TKX 16 reHos.

« BeposATHOCTb HaxoXAeHVsa MyTauuun y nauveHTa ¢ runepTpodmyeckon
KapAyomuonaTuneld Npy n3y4eHnn faHHbIX TeHOB COCTaBseT nprmepHo 60%.

FMNEPTPOPUNYHECKAA KAPANOMUOIMATUA
[90 reHoB]
« Brtouaet B cebsi BCe reHbl [j0 CUX Nop accoLympyemble ¢ rmnepTpouyeckoit

kapavomuonatueli (BepoATHOCTb HAXOXAEHNA MyTaLui NPK U3y4ernn AaHHbIX
reHOB HaxoAnTcs B Anana3oHe oT 60-70%).

« Brtoyaet B cebs Bce u3BecTHble TKMIT reHoTunbl (TKMIT deHoTvn, He
BbI3BaHHbI MyTaLMeii B reHax 6e/koB capkomepa).

« B TOM Ccnyvae, ecnu pe3ynbtatom naHesnn 16 0CHOBHbIX FeHOB OKasaslChb
oTpuLaTenbHbIMK, 3Ta NaHesb B 90 reHOB MOXET HaiiTu MyTaLuu B Apyrnx
BTOPUYHbBIX reHax, cBsA3aHHbIX ¢ FTKMI.

» 3710 Hanbonee NonHoe ucciefoBaHne, JOCTYMHOe CErofHA B Mupe 4N
60/bHBIX TMNEPTPOUUECKON KapAroMuonaTuei.

['] PekomeHayeTcs ansi ciyyaes ¢ 60/1ee TkebIMU eHoTUNaMM,
CUHAPOMaNbHBIMU heHoTUNaMM 1 T.4.

NMAHE/Ib FEHOB MMEPTPO®UYECKOW

KAPAVIOMUOMATMM (90 reHoB)

MYH7, MYBPC3, TNNT2, TNNI3, TPM1, TNNC1, MYL2,
MYL3, ACTC1, PRKAG2, LAMP2, PTPN11, GLA, DES,
TTR, FLNC, AARS2, ACADY9, ACADVL, ACTA1, ACTNZ2,
AGK, AGL, AGPAT2, ANK2, ANKRD1, ATPAF2, BRAF,
BSCL2, CALR3, CAV3, COQ2, COX15, COX6B1, CRYAB,
CSRP3, DLD, FAH, FHL1, FHL2, FHOD3, GAA, GFM1,
GLB1, GNPTAB, GUSB, HRAS, JPH2, KRAS, LDB3, LIAS,
MAP2K1, MAP2K2, MLYCD, MRPL3, MRPS22, MTO1,
MYH6, MYOZ2, MYPN, NEXN, NRAS, PDHA1l, PHKAI1,
PLN, PMM2, RAF1, SHOC2, SLC22A5, SLC25A4, SOS1,
SURF1, TAZ, TCAP, TMEM70, TRIM63, TSFM, TTN, VCL,
BAG3* CASQ2* CTF1* KCNJ8* KLF10* LMNA* MURC*,
MYLK2* OBSL1* PDLIM3* RYR2*

KNACCU®VIKALIVIA: ocHOBHbIE 2€HbI: 3TV TeHbl BKIoYaoT> 70% MyTauuii,
paHee CcBsi3aHHbIX C pa3BUTUEM rMNepTpodMyeckoii kapanomuonaTum v / nnm
peKkoMeHA0BaHHbIX B KIIMHUYECKUX PEKOMEHAALIMAX. BTOPUYHbIE FeHbI:
[ApYrvie reHbl, CBA3aHHble C 60/1e3HbI0. *reHbl-kaHaAnAATbI: FeHbl, He MetoLLme
[oKa3aTe/bCTB, HO BEPOSITHO, CBSi3aHHbIE C (heHOTUNOM.




AWNATAUNOHHAA KAPANOMUNOMNATUA
[81 reH]

» [MaHenb BkOYaET B cebsi BCe reHbl,
accoLuMMpoBaHHble ¢ AunaTalyioHHO
KapavomMmuonaTueii.

o BepoATHOCTb HaxoXaeHVs MyTaLum npm
N3YYEHUN 3TUX TEHOB Y GOJIbHBIX C
navonaTnyeckoin aunataunoHHo
KapauomMumonatumn coctasnseT okosio 50%.

[w] Navens BrntouaeT B ce6st Bee rewbl, kKoTOpbIe
MOI/IN Gbl BbITb CBSA3aHbI C AUnaTaLMOHHON
Kapavomuonatveli ¢ unn 6e3 yyactus
npoBofsLLeli cuctemMbl cepaua u / nnm
nepucepuyeckM BOB/IEYEHVNEM MbILLEYHON
CUCTEMbI C KNIMHUYECKMU UMK
CYOKIMHUYECKMY NPOSIBIIEHUSMM
(gucTpodhHonaTu, nammHonaTum u T.4.).

Maxenb reHos AUNATALMOHHOWM
KAPANOMUOMATUA

ACTC1, BAG3, DES, DMD, DSP, FLNC, LMNA, MYBPC3,
MYH?7, PKP2, PLN, RBM20, TAZ, TNNC1, TNNI3, TNNT2,
TPM1, TTN, ABCC9, ACTA1, ACTN2, ALMS1, ANKRDI1,
CAV3, CRYAB, CSRP3, DNAJC19, DOLK, DSC2, DSG2,
EMD, EYA4, FHL2, FHOD3, FKRP, FKTN, FOXD4, GAA,
GATA4, GATA6, GATADI1, GLB1, HFE, JUP, LAMA2,
LAMA4, LAMPZ2, LDB3, MURC, MYH6, MYL2, MYLS3,
MYOT, MYPN, NEBL, NEXN, PRDM16, PSEN1, PSENZ2,
RAF1, RYR2, SCN5A, SGCD, SLC22A5, TBX20, TCAP,
TMEM43, TMPO, TTR, TXNRD2, VCL, BRAF* CTF1%
GLA*, KCNJ2* KCNJ8* NKX2-5* PDLIM3* PTPNI11*,
SGCA*, SGCB*

KNACCUDPUNKALINA: ocHOBHBbIE 2eHbI: 3TN reHbl BKoYaoT> 70%
MyTaLuii, paHee CBA3aHHbIX C Pa3BUTUEM AunaTaLVOHHON
Kapauomuonatum 1 / U pekoMeHA0BaHHbIX B KIIMHUYECKNX
pekoMeHAauuAX. BTOPUYHbIE FeHbl: APYr1e reHbl, CB3aHHble C 60/1e3HbI0.
*reHbl-kaHAWAATbI: TeHbI, HE UMeloLLMe AoKa3aTe IbCTB, HO BO3MOXHO,
CBfA3aHHble C DEHOTUMNOM.



APUTMOIEHHAS KAPAVOMUOMATUSA
(AMCNNA3MSA MPABOIO XENYA0UKA)

[17 reHoB]

« [MaHenb BKNOYaET B cebA BCE reHbl,
CBSA3aHHbIE C apUTMOreHHOI
KapavomMuonaTueli ( gucniasuein npaBoro
Xenyaouka).

» Bkouaet B ce6sl reHbl, aCCOLMMPOBAHHbIE C
NEBOXENY04YKOBOI apUTMOrEHHO
Kapavomuonarmeil.

o BepoATHOCTb 06HapyXeHus MyTauum npu
nccnefoBaHnn AaHHbIX FeHOB HaxoanTces B
[AmnanasoHe oT 50 go 60%, npuH1masi Bo
BHVMMaHWe To, YTO Y nauueHTa c
apuTMOreHHol kapavomuonaTveii
(avcnnasveii NpaBoro xenyaouka) ectb
BEPOATHOCTb HAXOXAEHNsA 6osiee YeM OHOTo
naToreHHoro BapuaHTa.

['] PekomeHgyeTca Ana ucnosb3oBaHus y
60/1bHbIX C MOATBEPXKAEHHBIM AAarHO30M
(oTBEYAIOLLMX ANATHOCTUYECKUM KpUTEPUN
NS apUTMOTEHHO KapAvomMuonaTum
(aucnnasuu NpaBoro xenyaouka) Takum Kak
Task Force Criteria, Eur Heart J 2010) gns
nocneytoLero BbiBNEHNS cpeaun
POACTBEHHVKOB /UL, NOTEHLMAIbHO
MMEIOLLMX PUCK BHE3AMHON CMEPTH B
MO/I00M BO3pacTe.

['] PekomeHzyeTcs 415 UCNOb30BaHUs B
60/1bHBIX € "MOrpaHnYHbLIM" NN "BO3MOXHbIM"
[IMarHo30M, B KOTOPOM HaxXOXAeHve
naToreHHoN MyTaLym, accoLMpoBaHHOM
WK, BO3MOXHO acCoLMMPOBaHHOM ¢
3a60/1€BaHNEM, COCTABSAIOT eLLe OANH
OCHOBHOI1 KpUTEPUIA.

MaHenb reHoB APUTMOIEHHOW

KAPANOMUNOMNMATUN

DSC2, DSG2, DSP, FLNC, JUP, PKP2, PLN, TMEMA43,
CTNNA3, DES, LMNA, RYR2, TGFB3, TTN, CASQZ2*
LDB3* SCN5A*

KNACCUDPUNKALINA: OcHoBHbIE eHbI: 3TV TeHbl BkovaroT> 70%
MyTauuii, paHee CBA3aHHbIX C pasBUTVEM apUTMOreHHO kapanomonaTum
1 / NN yKka3aHHbIX B KIMHUYECKNX peKOMEeHAauuaX. BTopuyHble MeHbl:
[pyrue reHbl, cBA3aHHble ¢ 601e3Hbl0. * MeHbl-KaHanaaTtbl: FeHbl, He
nMeroLLve fokasaTesbCTB, HO, CKOpee BCEro, CBA3aHHbIe C (DEHOTUMOM.



HEKOMMAKTHBbI NEBBI XENYAOYEK
[36 reHoB]

« BkntouaeT B cebs BCe reHsbl,
accouumMpoBaHHble C HEKOMMNaKTHbLIM JIEBbIM
ey LouKoM.

o HeKkoMnakTHbII NeBbI Xenyaouek- aTo
3a60/1eBaHNe C BbICOKOI reHeTn4YecKoi
pasHOPOLHOCTbLIO, B KOTOPOM MOXHO
onpesenuTb NOCTPaAaBLUKX POACTBEHHUKOB

| | 60nee yem Ha 50%.BepoATHOCTb HaXOXAeHUS

NaToreHHoi MyTauumn Npy U3y4eHun faHHoO! NaHenn CocTaBseT Bbllle

50% npy COBMECTHOM aHasIM3e NauueHToB C TSHXKE0M Un ceMeiHoi

KMHWUYECKON CUMMNTOMATUKON.

e ®deHoTUN YacTo nepecekaeTca C gpyrumMmm KapgnommonaTmsamm.

MNMaHenb reHoB HEKOMIMTAKTHOIO JIEBOIO

XXENYAO4YKA

ACTC1, MYBPC3, MYH7, TAZ, ACTN2, DMD, DNAJC19,
DTNA, FHL1, HCN4, LDB3, LMNA, MIB1, MYH6, MYL2,
NKX2-5, PLN, PRDM16, RYR2, TNNT2, TPM1, ANKRD1*,
BAG3*, CASQ2* CSRP3* DSP* FLNC* KCNH2*,
KCNQ1* MLYCD* MYL3* NOTCHI1* PTPN11* TNNCI1*,
TNNI3*, TTN*

KNACCUPUKALINA: ocHOBHbIE 2eHbI: 3TN reHbl BkoYaT> 70%
MyTauuii, paHee CBA3aHHbIX C pa3BUTUEM HEKOMMNAKTHOrO IEBOrO
Xenygouka n / Unn ykasaHHbIX B KTMHUYECKNX PEKOMEHAALMAX. BTOPUYHbIE
reHbl: Apyrue rexHbl, CBA3aHHble C 60/1E3HbI0. *reHbl-kaHaNAAaTbI: reHbl, He
MMeroLLve foka3aTenbCTB, HO, CKOpee BCEero, CBA3aHHble C (DeHOTUMOM.

PECTPUKTUBHAA KAPAVNOMWNONATUNA
[20 reHoB]

o BkoyaeT B cebs BCe reHbl, CBA3aHHbIE C PECTPUKTUBHOM
KapgviomuonaTveit unmn Te, KoTopble MOryT GbITb CBSi3aHbl C
orpaHnymnTesIbHON Natohusnoorveit B cnyyae apyrix kapayommonaruii
(amnnongos, remoxpomaros, 6one3Hb dabpu u T.4.).

MNaHenb reHoB PECTPUKTUBHOW

KAPANOMUOINATNI 20 TEHOB

ACTC1, DES, GLA, MYBPC3, MYH7, MYL2, MYL3, TNNI3,
TNNT2, TPM1, TTR, ACTN2, FHL1, HFE, MYPN, TNNCI1,
TTN, BAG3*, FLNC*, LMNA*

KNACCU®UKALINA: oCHOBHbIE 2€HbI: 3T reHbl BKovaT> 70%
MyTaLuii, paHee CBSI3aHHbIX C Pa3BUTUEM PECTPUKTUBHOM
KapAvoM1onaTum 1 / AN ONUCaHHbLIX B KTMHUYECKUX PeKOMEHAALNAX.
BTOPUYHbIE FEHbI: fPYr1e reHbl, CBA3aHHbIE C 60/1e3HbI0. *Hbl-KaHAMAATbI:
reHbl, He UMetoLLIe JoKka3aTeNlbCTB, HO, CKOpee BCEro, CBA3aHHble C
EeHOTMNOM.



PACOIMNATWW (HyHaH, leonapa, Koctenno)
[12 reHoB]

e BTOpUYHbIE CUHAPOMbI, BbI3BaHHbIE MyTaLMii B pa3/INyHbIX reHax
nposogsiero nytn RAS / MAPK.

o VX KNMHUYEcKMe NPOsIB/IEHNSI BKIHOYAKOT B ce6s1 pas3ninyHble
KOMBUHALMN CEPAEUHbIX U KOXHbIX NPOSIBNIEHUI, AUCMOPN3M NnLa,
TPYAHOCTY B 06YYEHWI 1 NPeAPaCcnofoOXEHHOCTN K Pa3BUTUIO OMYXOJIN.

« COOTBETCTBYOLLME KapAvonaTuy BKIKYalT B cebs heHoTun
rMnepTpogMyYeckoin kapamoMmonaTm, cTeHo3a Iero4Hon apTepun,
KOapKTaLymn aopTbl U APYTMX BPOXAEHHBIX KapauonaTtuu.

MaHenb reHoB PAConatuii

BRAF, KRAS, PTPN11, RAF1, SOS1, CBL, HRAS, MAP2K1,
MAP2K2, NRAS, SHOC2, SPRED1

KNACCUPUKALINA: OcHOBHBbIE MeHbI: 3TN reHbl BKYaT> 70%
MyTauuii, paHee CBA3aHHbIX C pa3suTveM PAConaTwii 1 / unm ykasaHHbIX B
KIMHUYECKMX pekoMeHaauunsax. BTopuuHble MeHbl: [Ipyrue retbl, cBa3aHHble
c 60ne3Hbi0. *I'eHbl-KaHanaaTbl: [eHbl, HE UMeloLLMe A0oKa3aTeNbCTB, HO,
cKopee BCero, cBsi3aHHble C (DEHOTUNOM.

BPOXAEHHbLIE MOPOKWN CEPALUA
[38 reHoB]

o BK/I0uaeT B cebsi reHbl, KOTOPbIE YACTO aCCOLMUPOBaHbI C HANINYMEM
BPOXAEHHOTO MOpOKa CEepALA, BKIOUAs: AEEKT MEXKEYA0UKOBO
neperoposku, AedhekT MEXNpeCcepaHOi neperopoaku, TeTpaga ®annio
nT.Ag.

MaHenb reHoB BPOXXAEHHbIX

NMOPOKOB CEPJLA

ELN, GATA4, JAG1, NKX2-5, ACTA2, ACTC1, BRAF,
CRELD1, DTNA, FLNA, GATA6, GJA1l, GJA5, HRAS,
KRAS, MAP2K1, MAP2K2, MYBPC3, MYH6, MYH7,
NOTCH1, NRAS, PITX2, PTPN11, RAF1, SHOC2, SOS1,
TBX1, TBX20, TBX5, ANKRD1* EYA4* KCNJ8* MYH11*
NEXN*, SMAD3*, TNNI3*, TTN*

KNACCUDPUNKALIVIA: ocHOBHBbIE 2eHblI: 3TV reHbl BKNoYaT> 70%
MyTauwii, paHee CBA3aHHbIX C Pa3BUTNEM BPOXAEHHbIX MOPOKOB cepaua 1
/ Vnn ykasaHHbIX B KIIMHUYECKMX PeKOMeHAaLMsaX. BTOPUYHbIE FeHbl:
[OpYrve reHbl, CBsi3aHHble C 60M1E3HbI0. *reHbl-kaHANAATbI: FeHbl, He
MMeroLLme foKa3aTenbCTB, HO, CKOpee BCEro, CBA3aHHbIe C (DeHOTUMOM.



NEro4YHAA APTEPUANIbHAA TMMNEPTEH3UA
[12 reHoB]
o Bk/lOYEHbI reHbl, Yalle cBA3aHHble C IErOYHON runepTeHaneli n

HeKOoTOpble reHbl-kaHAMAAaTbI, YHKLMA KOTOPbIX MOXET 6bITb CBSi3aHa C
3aboneBaHvem.

o [eHbl, KOppenupyoLLme C HaceACTBEHHOW reMopparnyeckon
TeNeaHrnakTasmei, Takke BKIOYEHbI B 3Ty NaHeslb.

MNaHenb reHoB IEFTOYHOW APTEPUA/IbHOW

TMNEPTEH3UNN

ACVRL1, BMPR2, ENG, BMPR1B, CAV1, KCNAS5, KCNK3,
NOTCH3, SMAD1, SMAD4, SMAD9, GDF2*

KNACCUDPUKALINA: OcHOBHbIe eHbI: 3TV reHbl BkIo4vaoT> 70%
MyTauwii, paHee CBA3aHHbIX C Pa3BUTVEM JIEFOYHOW TMNepTeH3n 1 / nam
yKa3aHHbIX B K/IMHUYECKUX pekomeHaaumnax. BropuuHele 'exbl: Apyrue
reHbl, CBA3aHHble ¢ 60M1e3HbI0. *MeHbl-KaHanaaTtbl: FeHbl, He UMmetoLye
[AoKasaTesibCTB, HO, CKOpee BCero, CBsi3aHHble C (PeHOTUMOM.

HACNEACTBEHHAA TEMOPPAITMYECKASA
TENEAHITMO9KTA3UA
(Panpgto-Ocnepa-Be6epa CUHAPOM) [6 reHos]

e B KauecTBe OCHOBHbIX FEHOB BK/IlOYAET B CE6S reHbl, OTBETCTBEHHbIE 3a
mnln2n (*)OprI, CBsAA3aHHbIe C OBEHW/1bHbIM NMO/INMO30M.

« [leHeTuyeckoe nccnegoBaHne MOXeET NOATBEPAUTL KIMHUYECKUI
avarHos (B COOTBETCTBUM C KpuTepusim Curagao), Takum o6pasom
obecrneynBas paHHIO CeMEHY0 ANarHOCTUKY.

Naxens renos HACNEACTBEHHON

FEMOPPAIMYECKOW TENEAHTMO3KTA3NN

[ ACVRL1, ENG, SMAD4, GDF2, SMAD1, BMPR2* ]

KNACCUPUKALINA: ocHOBHbIE 2€HbI: 3TV TeHbl BKoYaoT> 70%
MyTaLWii, paHee CBA3aHHbIX C Pa3BUTNEM HACNELCTBEHHO
remopparnyeckol TeNleaHrmnoaKTasnum v / N ykasaHHbIX B KIIMHUYECKUX
pekoMeHAaumnaX. BTOpUYHbIE reHbl: Apyrie reHbl, CBA3aHHble ¢ 60/1e3HbH0.
*reHbl-KaHAUAATbI: TeHbl, He UMetoLLMe joKa3aTeNbeTs, HO, CKOpee BCero,
CBfI3aHHble C (DEHOTUMNOM.



CMHAPOM YATMHEHHOIO MHTEPBA/A QT
[9 reHoB]

« Bxntouaet naHenb 13 9 OCHOBHbLIX FEHOB,
accoLMMPOBaHHbBIX C YA/IMHEHHBIM
vHTepsanom QT.

o BeposiTHOCTb HAXOXAEHWSI MyTaLuy npu

M3yUYeHUW JaHHO NaHe I reHoB cocTaB/sfeT
80%.

CAHAPOM YANUHEHHOIO MHTEPBANA QT
[25 reHoB]

o ButouaeT B cebs BCE reHbl, MMetoLLyie OTHOLEHWE K CUHAPOMY
yAMHeHHoro niTepsana QT.

['] CneumanbHO PEKOMEH0BaH /151 MPUMEHEHNS B KIIMHUKE [ETCKUX
3a601eBaHunii U/ UM Co CNOXHLIM (DEHOTUMOM.

MaHenb reHos CUHAPOMA YATMHEHHOIO
MHTEPBANA QT

KCNQ1, KCNH2, SCN5A, KCNE1l, KCNE2, KCNJ2,
CACNAI1C, AKAPY9, ANK2, CALM1, CALM2, CAV3, KCNJ5,
RYR2, SCN4B, SNTA1, FHL2*, HCN4* KCNA5* KCND3*,
KCNE1L* KCNE3* SCN1B*

KNACCUDPUKALINA: ocHOBHbIE 2€HblI: 3TV TeHbl BKoYatT> 70%
MyTauuii, paHee CBA3aHHbIX C Pa3BUTUEM CUHAPOMA YA/TMHEHHOTO
nHTepsana QT u / AN ykasaHHbIX B K/IMHUYECKUX PEKOMEHAaLMsAX.
BTOPUYHbIE FeHbl: JPYTVe reHbl, CBA3aHHbIe C 60/1e3HbH0.
*reHbl-KaHAMAATbI: FeHbl, He UMetoLLMe foKa3aTenbeTB, HO, CKOpee BCero,
CBsi3aHHble C PEHOTUMOM.

CNHAPOM YKOPOYEHHOIO MHTEPBANA QT
[7 reHoB]

« [MaHenb BKNOYaET B Ceb6A BCE reHbl,
accoLMMpoBaHHble C CUHAPOMOM YKOPOYEHHOr0
nHTepBana QT

MaHenb reHoe CUHAPOMA
YKOPOYEHHOIO MHTEPBA/IA QT

KCNH2, KCNJ2, KCNQ1, CACNA1C, CACNA2D1, CACNB2,
CACNA1D*

KNACCUDPUKALINA: ocHOBHbIE 2€HblI: 3TV TeHbl BKoYatT> 70%
MyTaLWii, paHee CBA3aHHbIX C Pa3BUTVEM CMHAPOMA YKOPOYEHHOro
nHTepsana QT 1/ nnun ykasaHHbIX B KITMHUYECKUX PEKOMEHAALMNAX.
BTOPWYHbIE TEHbI: ApYyrue reHbl, CBA3aHHble C 60/1e3HbI0.
*reHbl-kaHAUAATbI: reHbl, He MeloLLMe foKas3aTenbeTB, HO, CKOpee BCero,
CBsi3aHHble C (heHoTnnoM.



KATEXO/TAMUHEPTYECKAS
MONMMMOP®HAS XXENYOUKOBAS
TAXVKAPIWS [8 revos]

« [MaHesnb BKIOUAET B CE6S BCE rEHbl,
accouyuvpoBaHHble ¢ KIMKT. BeposiTHOCTb
HaXOXAEHWs MAaTOreHHo MyTaLuy npu
U3YYeHUW JaHHOI NaHesIM reHoB cocTaBseT
70-80%.

Maxensb reHoB KATEXO/IAMUHEPITMYECKOM
NOJIMMOP®HOUW XXE/TYAOYKOBOU TAXUKAPLAUN
[ RYR2, CASQ2, KCNJ2, ANK2, CALM1, CALM2, TRDN, SCN5A*]

KNACCUPUKALINA: oCcHOBHbIE 2€HbI: 3TV TeHbl BKNOYaoT> 70%
MyTauwii, paHee cBa3aHHbIX ¢ pa3sutnem KIMXKT 1 / nnm ykasaHHbIX B
KMHNYECKMX PeKOMeHaLMsX. BTOPUYHbIE FeHbl: APYrve reHbl, CBA3aHHble
C 60/1€3HbI0. *reHbl-KaHANAATbI: TeHbI, HE UMeloLLMe AoKa3aTeNbCTs, HO,
cKopee BCero, cBsi3aHHble C (DEHOTUNOM.

CNHAPOM BPYIrAAbl
[23 reHa]
o [laHesnb BK/IOYAET BCE FEHbI,
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MaHenb reHoB
CNHAPOMA BPYIAAbl

SCN5A, SCN10A, ABCC9, ANK2, CACNAIC, CACNA2D1,
CACNB2, GPDI1L, HCN4, KCND3, KCNEIL, KCNES3,
KCNJ8, PKP2, RANGRF, SCN1B, SCN2B, SCN3B, SLMAP,
TRPM4, ANK3*, CACNA1D*, KCNH2*

KNACCUPUKALINA: oCHOBHbIE 2€HbI: 3TV TeHbI BKNOYaoT> 70%
MyTauuii, paHee CBA3aHHbIX C pa3BuUTMeM cuHapoma bpyragbl u / nnm
yKa3aHHbIX B K/IMHUYECKNX PEKOMEHAALMSX. BTOPUYHbIE TeHbl: Apyrie
reHbl, CBA3aHHbIE C 60M1E3HbI0. *reHbl-kaHAUAATbI: FeHbI, He UMetoLLe
[loKa3aTeNbCTB, HO, CKOpPee BCero, CBA3aHHble C PEHOTUMOM.



BO/E3HW NPOBOASALLEN CUCTEMbI
CEPALA [28 reHoB]

['] Bk/toyaeT B ce6s1 Te reHbl, KOTopble CBA3aHbl C HApyLIEeHNSIMA B
NPOBOZASILLEN crcTEME cepaLia B pamMmkax OCHOBHbIX KaHasonaTuii u
KapauoMuonaTuii ( HorAa HeaMarHoCTUpPoOBaHHbIE B CEACTBIE
He3HauUTe NbHbIX NPOSBAEHNIA).

eHbl, aKoYeHHbIe B NaHe b BONE3HEN
NnPOBOAALLEN CUCTEMbI CEPALA
DES, EMD, GLA, LAMP2, LMNA, PRKAG2, SCN5A,
CACNAID, GAA, GJA5, HCN4, HFE, MURC, NKX2-5,

SCN10A, SCNi1B, TBX5, TRPM4, TTR, ACTC* KCNEZ2%
KCNHZ2*, KCNQ1* LDB3* MYH6* MYH7* NPPA* SCN4B*

KNACCUNDPUNKALIVIA: oCHOBHBbIE 2eHblI: 3TV reHbl BKNoYarT> 70%
MyTauwii, paHee CBA3aHHbIX C pa3BuTeM 60/1e3Hel NpoBoasLLel
cucTembl cepaua u / U yKasaHHbIX B KIMHUYECKUX pEKOMEHAALMAX.
BTOpUWYHbIE reHbl: ApYrve reHbl, CBA3aHHble C 60N1e3HbIO.
*reHbl-kaHanAaTbl: TeHbl, HE UMetoLLMe AoKa3aTeNbCTB, HO, CKOpee BCero,
CBsi3aHHble C (heHoTUNoM.

OUBPUNNALUNSA NPENCEPIWN [34 rewa]

« [aHenb BKIOYAET B cebsi reHbl, acCoLMMpOBaHHbIe ¢ hmbpunnsumeit
npeacepauii.

« B HacToswee Bpems 370 uccrnefoBaHne pekomeHA0BaHo TONbKO B
KayecTtse VICCI'Ie,qOBaTeﬂbCKOI‘/‘I OeATENNIbHOCTU B YETKUX ceMeiHbIX
cny4asx.

MaHenb reHoB PUBPUNNALUN MPEACEPAVIA

ABCC9, EMD, GATA4, GATA6, GJAl, GJA5, HCN4,
KCNA5, KCND3, KCNE1, KCNEI1L, KCNE2, KCNES3,
KCNJ2, KCNQ1, LMNA, NKX2-5, NPPA, PITX2, RYR2,
SCN10A, SCN1B, SCN2B, SCN3B, SCN4B, SCN5A, TBXS5,
TTR, CACNB2* JPH2* KCNHZ2* KCNJ5* KCNJ8* KCNK3

KNACCV®UKALNSA: BmopuyHbie 2eHbI: Apyrue reHbl, OTHoCSLLMecs K
PUBPUNNIALUM NPEACEPANIA. *TeHbI- KAHAVAATbI: FeHbI, HE MMetoLLe
[lokaszaTesnibCTB, HO, CKOPEe BCET0, CBA3aHHbIE C (DEHOTUMOM.



CVIHAPOM PAHHEI PENONAPU3ALN
YKENYLOYKOB [23 rema]

o Cuapom paHHei penosnsipusauum xenynoukos sisnisietca KM Mapkepom
[N151 HECKOJIbKMX K/IMHUYECKUX CUHAPOMOB, BK/THOHasA CUHAPOM bpyragpbl,
NAMONaTUYECKYH XenyL04KoBY0 hnopunnauuio (CMHAPOM BHE3AMHO
OCTaHOBKM CepALa BO CHE) U CUHAPOM paHHel penonspusauymm.

Maxenb reHoB CUHAPOMA PAHHEN
PEMNONAPU3ALUN XXENYAOUYKOB
CACNAIC, CACNA2D1, CACNB2, KCNJ8, SCN1B, SCN5A,
ABCCY9, ANK2, GPD1L, HCN4, KCND3, KCNE1L, KCNES,

PKP2, RANGRF, SCN10A, SCN2B, SCN3B, SLMAP, TRPM4,
ANK3*, CACNA1D* KCNHZ2*

KNACCUDPUKALINA: ocHOBHbIE 2€HbI: 3TV TeHbl BKoYatoT> 70%
MyTaLUWii, paHee CBA3aHHbIX C CUHAPOMOM paHHel penonspusaumm
XENYAOUKOB U / NN yKa3aHHbIX B KIMHNYECKUX PEKOMEHAaLMAX.
BTOPUYHbIE TEHbI: ApYrue reHbl, CBA3aHHble C 60/1e3HbI0.
*reHbl-kaHAUAATbI: TeHbl, He MeloLLMe foKa3aTenbeT, HO, CKOpee BCero,
CBsi3aHHble C heHoTUnoM.

CKENETHBIE MAOTMATIW [46 retos]

o BksitoyaloT B ce6si BCe reHbl, KOTOpble MOryT UMETb OTHOLLEHMUE K
Ha/IMYMIO KIMHUYECKUX WU CYBKIMHUYECKUX MyonaTuid nnm
accoLnMpoBaHHON C HAMW KapMoBacKyNsipHOl naTtonoruei.

MaHenb reHOB CKeNEeTHbIX MuonaTuin

ACTAL, AGK, AGL, BAG3, CAPN3, CAV3, COQ2, CRYAB,
DES, DMD, EMD, FHL1, FKRP, FKTN, FLNC, GAA, HRAS,
KCNES3, KCNJ2, LAMAZ2, LAMP2, LDB3, LMNA, MURC,
MYH7, MYL2, MYL3, MYOT, PHKA1, PRKAG2, SGCA, SGCB,
SGCD, SLC22A5, SLC25A4, SURF1, TAZ, TCAP, TNNI3,
TTN, BSCL2* CACNA1C* DLD* DOLK* PMMZ2* TMEM43*

KNACCUDPUKALINA: BmopuyHbie 2eHbl: fpyrye reHbl, OTHOCAWMecs K
CKeNeTHbIM MUOMAaTUAM. *reHbl- KaHAWAATbI: FeHbl, HE UMetoLLVe
[oKkasaTenbCTB, HO, CKOpee BCEro, CBA3aHHble C PeHOTUMOM.



AOPTA/IbHbIE BACKYNAPHBIE
3ABOJIEBAHUA (CuHgpombl MapdpaHa,
Noiica-AuTtua, ditnepca-AaHno u 14.) [30 reHos]

¢ B naHesb BK/IKOUEHbI BCE TeHbl, aCCOLUMPOBAHHbIE C 3TUMU
CYHApPOMaMU.

o BeposiTHOCTb HaxoXAeHWs NaToreHHoV MyTaLmy Npu nccnefoBaHnm
nauveHToB ¢ cuHapoMomM MapdhaHa coctasnsieT 60bLue yem 80%.

['] 3JTa naHesb BbIIBMIAET KpynHble geneunn B reHe FBN1 , koTopble
MOTYT BbI3BaTb CMHAPOM MapaHa (He BblABAsAeTCA METOA0M
CeKBeHMpoBaHua Sanger).

['] [JanHas naHesnb No3BOSET NPOBOAUTL ANepeHLnanbHY0
OVarHocTvKy ¢ ApYrMMun aopTasibHbIMK cuHapoMamn (TGFBR1,
TGFBR2, COL3A1) npu uccneaoBaHuy naumeHTa ¢ CUHLPOMOM
MapdpaHa (cornacHo kputepusam Ghent, Med Genet 2010).

MaHenb reHoB AOPTA/IbHbBIX BACKYNAPHbIX
3ABOJIEBAHUI

FBN1, TGFBR1, TGFBR2, ACTA2, COL3A1, ADAMTSL4,
CBS, COL1A1, COL1A2, COL5A1, COL5A2, ELN, FBN2,
FLNA, GAA, HRAS, MYH11, MYLK, NOTCHI1, PLODI,
PRKG1, SKI, SLC2A10, SMAD3, SMAD4, TGFB2, TGFB3,
KCNJ8*, NKX2-5* PTPN11*

KNACCUDPUNKALINA: ocHOBHBbIE 2eHbI: 3TN reHbl BKtoYaoT> 70%
MyTaUWii, paHee CBA3aHHbIX C a0pPTaslbHbIMU BACKYISAPHLIMU
3a60n1eBaHUAMY 1 / UK yKa3aHHbIX B KNIMHUYECKNX PeKOMeHAaLmnsX.
BTOpWYHbIE reHbl: ApYrie reHbl, CBA3aHHbIe C 60N1e3HbI0.
*reHbl-kaHAWAATbI: TEHbI, HE UMeloLLIMe foKa3aTenbCTB, HO, CKopee BCero,
CBA3aHHble C PEHOTUMOM.



OBLASA NMAHE/Ib TEHOB KAP,IJ,I/IOMI/IOI'IATI/II‘/‘I
[149 reHoB]

PAConatun
m KM
u KM
BpoxgeHHble = PKMN
m HMDK
m AKIMK

= BpoxaeHHble

m PAConatun

« lMaHenb BKIOYaeT B cebs BCe reHbl, OTHOCALLMECH K
KapavomMmuonaTusam (runeptpoduyeckas, gunaraymoHHas,
HEKOMNaKTHbI NEBbIN Xenyfo4ek, pecTpUKTUBHASA, apUTMOreHHas,
PAConatuum) n BpoxaeHHble Nopoku cepaLa.

['] MokasaHa naumeHTam ¢ nepekpecTHbIMU dheHoTunamm (Korga nauueHT
MMEeT MPU3HaKN PasINYHbIX KapanomvonaTuii) unu y naumeHToB ¢
4eTKO He onpefenieHHoNn KapanomuonaTuen.

ACTC1, BAG3, BRAF, DES, DMD, DSC2, DSG2, DSP, EMD,
FLNC, GLA, JUP, KRAS, LAMP2, LMNA, MYBPC3, MYH?,
MYL2, MYL3, PKP2, PLN, PRKAG2, PTPN11, RAF1, RBM20,
SOS1, TAZ, TMEM43, TNNC1, TNNI3, TNNT2, TPM1, TTN,
TTR, AARS2, ABCCY9, ACAD9, ACADVL, ACTA1, ACTA2,
ACTN2, AGK, AGL, AGPAT2, ALMSI1, ANK2, ANKRDI,
ATPAF2, BSCL2, CALR3, CAV3, CBL, COQ2, COX15,
COX6B1, CRELD1, CRYAB, CSRP3, CTNNA3, DLD,
DNAJC19, DOLK, DTNA, ELN, EYA4, FAH, FHL1, FHL2,
FHOD3, FKRP, FKTN, FLNA, FOXD4, GAA, GATA4, GATAG,
GATAD1, GFM1, GJA1, GJA5, GLB1, GNPTAB, GUSB, HCN4,
HFE, HRAS, JAG1, JPH2, LAMA2, LAMA4, LDB3, LIAS,
MAP2K1, MAP2K2, MIB1, MLYCD, MRPL3, MRPS22, MTO1,
MURC, MYH6, MYOT, MYOZ2, MYPN, NEBL, NEXN, NKX2-5,
NOTCH1, NRAS, PDHA1, PHKA1, PITX2, PMM2, PRDM16,
PSEN1, PSEN2, RYR2, SCN5A, SGCD, SHOC2, SLC22A5,
SLC25A4, SPRED1, SURF1, TBX1, TBX20, TBX5, TCAP,
TGFB3, TMEM70, TMPO, TRIM63, TSFM, TXNRD2, VCL,
CASQ2* CTF1* KCNH2* KCNJ2* KCNJ8* KCNQI*,
KLF10*% MYH11* MYLK2* OBSL1* PDLIM3* SGCA*,
SGCB*, SMAD3*

KNACCUNDPUNKALIIA: oCHOBHBbIE 2eHbI: 3TV reHbl BKNoYaoT> 70%
MyTaLuii, paHee CBA3aHHbIX C Pa3/IMYHbIMU KapAavoMuonaTuamu v/ unu
yKa3aHHbIX B KIMHUYECKMX PEKOMEHAALMAX. BTOPUYHbIE TEHbI: Apyrue
reHbl, CBA3aHHble C 60/1e3HbI0. *reHbl-kaHAMAATbI: FeHbl, HEe UMeloLLme
[okasatesibCTB, HO, CKOpee BCero, CBsi3aHHble C (PeHOTUNOM.



XENYAOYKOBAS APUTMUA&BHE3AMHASA
CEPAEYHAA CMEPTb C BbIAB/TIEHHOW

CEPp,E‘-IHOI7I MATONOINMHM
[135 reHoB]

u CYQT
m CKQT
B AKIMK
| BrS

m KIMKT

= Kapauomuionarin

Kapavuomuonatun

= [KMM
® KM

« BkntouaeT B cebsi BCE reHbl, OTHOCALMECS K XKe/yA0UKOBOA apuTMum
& BHe3arnHoi CMepTn y NauyeHTOoB C BbISIB/IEHHON cepaeyHoit
naTonorvei.

['] PekomeHf0BaHa B Cly4asx BHe3anHoii CMepTu y nauyeHToB ¢
BbISIB/IEHHOV CepAeYHOI naTonornei, Ho 6e3 YeTKo BbIPaXKEHHOr0
heHOTVNA, a Takke TeM INLAM, Y KOTOPbIX UMeeTCA ceMeliHblIii
aHamHe3 BHe3anHoi cMepTy B B Bo3pacTe A0 55 neT (6e3 ABHOM
conyTcTBYytOLLEel naTonorum).

ACTC1, CACNAI1C, CALM1, CALM2, CASQ2, DES, DSC2,
DSG2, DSP, FLNC, GLA, JUP, KCNE1, KCNE2, KCNH2,
KCNJ2, KCNQ1, LAMP2, LMNA, MYBPC3, MYH7, MYL2,
MYL3, PKP2, PLOD1, PRKAG2, PTPN11, RYR2, SCN10A,
SCN5A, TMEM43, TNNC1, TNNI3, TNNT2, TPM1, AARS2,
ABCC9, ACAD9, ACADVL, ACTA1, ACTN2, AGK, AGL,
AGPAT2, AKAPY, ANK2, ANKRD1, ATPAF2, BRAF, BSCL2,
CACNA1D, CACNA2D1, CACNB2, CALR3, CAV3, COQ2,
COX15, COX6B1, CRYAB, CSRP3, CTNNA3, DLD, EMD,
FAH, FHL1, FHL2, FHOD3, GAA, GFM1, GJA5, GLBI,
GNPTAB, GPDI1L, GUSB, HCN4, HFE, HRAS, JPH2,
KCNEI1L, KCNE3, KCNJ5, KCNJ8, KRAS, LDB3, LIAS,
MAP2K1, MAP2K2, MLYCD, MRPL3, MRPS22, MTO1, MURC,
MYH6, MYOZzZ2, MYPN, NEXN, NKX2-5, NRAS, PDHAI,
PHKA1, PMM2, RAF1, RANGRF, SCN1B, SCN2B, SCN3B,
SCN4B, SHOC2, SLC22A5, SLC25A4, SLMAP, SNTAI,
SOS1, SURF1, TAZ, TBX5, TCAP, TGFB3, TMEM70, TRDN,
TRIM63, TRPM4, TSFM, TTN, TTR, VCL, ANK3* BAG3*
CTF1* KLF10* MYLK2* NPPA* OBSL1* PDLIM3*

KNACCUPUKALINA: ocHOBHBIE 2eHbI: 3TV reHbl BKNoYaT> 70%
MyTauuii, paHee CBA3AHHbIX C Pa3BUTUEM XEYA0UKOBbIX apUTMUIA &
BHE3amnHow cepAeyvHoin cMepTy 1 / NN yKa3aHHbIX B KIIMHUYECKUX
pekoMeHAaumnax. BTopuyHble reHbl: Apyrue reHbl, CBA3aHHble ¢ 601e3HbH0.
* [eHbl-kaHAMAATLI: TEeHbI, HE UMeloLLMe [oKa3aTesbCTB, HO, CKOpee BCero,
cBSA3aHHbIe C (DEHOTUNOM.



XENYAOYKOBASI APUTMUA&BHE3AMNHASA
CEPAEYHAA CMEPTb BE3 BbIAB/IEHHOW

CEP,CI,E‘-IHOI7I NMATONOINn
[53 reHa]

Kapanomuonatun

m CYQT
m CKQT
u BrS

m KIMXKT

= Kapgviomvonarum

« Br/louaeT B cebst Bce reHbl, OTHOCALLMECS K XKey[04KOBON apuTmMmm
& BHE3anHoit CMepTu y nauyeHToB 6e3 BbisIBIEHHO cepaeyHol
naTonoruu.

o BK/IOYAIOT reHbl, CBSA3aHHbIE C KAPAMOMMONATUSMU, KOTOPbLIE MOTYT
MPUBECTY K BHE3AMNHO CMEPTU [0 PA3BUTHSI MUKPOCKOMUUYECKIX
CTPYKTYPHBIX U3MEHEHNIA.

CACNAI1C, CASQ2, DSC2, DSG2, DSP, FLNC, JUP, KCNE1,

KCNE2, KCNH2, KCNJ2, KCNQ1, LMNA, PKP2, PLN, RYR2,

SCN10A, SCN5A, TMEM43, TNNC1, TNNI3, TNNT2, ABCC9,

ACADM, AKAP9, ANK2, CACNA1D, CACNA2D1, CACNB2,

CALM1, CALM2, CAV3, CTNNA3, DES, GPDI1L, HCN4,

KCNEI1L, KCND3, KCNE3, KCNJ5, KCNJ8, LAMP2, PRKAG2,

RANGRF, SCN1B, SCN2B, SCN3B, SCN4B, SLMAP, SNTA1,

TRDN, TRPM4, ANK3*

KNACCUPUKALINA: ocHOBHbIE 2€HbI: 3TV TeHbl BKNOYaoT> 70%
MyTauuii, paHee CBA3AHHbIX C Pa3BUTUEM XesyL04HKOBbIX apUTMUIA &
BHe3anHol cepaeyvHoi cMepTy 6e3 BbISIB/IEHHO cepAeyHol naTtonorum u /
U YKa3aHHbIX B KIMHUYECKUX PEKOMEHJALMAX. BTOPUYHBIE TEHbI: Apyrue
reHbl, CBA3aHHblE C 60/1E3HbI0. *reHbl-KaHANAATbI: FeHbl, He UMetoLLe
[l0Ka3aTenbCTB, HO, CKOpPee BCEro, CBA3aHHbIe C (PeHOTMMOM.



HACNEACTBEHHbIE KAPANONOIMMYECKUE
3ABOJIEBAHNA & BHE3AMNHAA CMEPTb
[214 reHa]

Kananonarum Kapgmomuonaruu

m Kapavomvonaruu

B ceMeliHbIMU
[AUCMNUAEMUSIMU

B BpOX/EHHbIE

cemeiiHbIMM

Mwuonatun AvcnunuaemmusMn
m AopTasibHble
CUHAPOMBI

u JlerouHasn
FvnepTeHsus

IECREE m Muonatum
TunepteHsus BpOXAeHHble
m KaHanonatun

AopTasibHble
CUHAPOMBI

o B/to4aeT B ce6sl BCe reHbl, CBA3aHHbIE C KapaMoMMonaTmsmm,
KaHasionaTUsiMK, BPOKAEHHBIMW NMOPOKamMi cepaua, CUHApoMamm
a0pThl, CKENIETHBLIMY MUONATUSMU, SIETOUHON TMNEPTEH3NEN 1
cemeiiHbIMU AUCMNNAEMUSIMA.

['] PeKoMeHyeTCs Ai/1s N3yyeHnst BHe3arHoi cMepTu 6e3 onpeseneHHoi
MPUYNHBI.

['] Takke pekoMeHAyeTcsl, Korga naumeHT UMeeT KapAvoMUonaTuio 1
[aHHble 3a BO3MOXHO CBA3aHHYI0 KaHaus10naTuio nam Hao6opoT.



ACTA2, ACTC1, ACVRL1, APOB, BAG3, BMPR2, BRAF,
CACNAIC, CALM1, CALM2, CASQ2, COL3A1, DES, DMD,
DSC2, DSG2, DSP, EMD, ENG, FBN1, FLNC, GLA, JUP,
KCNE1, KCNE2, KCNH2, KCNJ2, KCNQ1, KRAS, LDLR,
LMNA, MYBPC3, MYH7, MYL2, MYL3, NKX2-5, PKP2, PLN,
PRKAG2, PTPN11, RAF1, RBM20, RYR2, SCN10A, SCN5A,
S0S1, TAZ, TGFBR1, TGFBR2, TMEMA43, TNNC1, TNNI3,
TNNT2, TPM1, TTN, TTR, AARS2, ABCC9, ACAD9, ACADM,
ACADVL, ACTA1, ACTN2, ADAMTSL4, AGK, AGL, AGPAT2,
AKAP9, ALMS1, ANK2, ANKRD1, APOA5, APOC3, ATPAF2,
BMPR1B, BSCL2, CACNA1D, CACNA2D1, CACNB2, CALR3,
CAPN3, CAV1, CAV3, CBL, CBS, CETP, COL1A1, COL1A2,
COL5A1, COL5A2, COQ2, COX15 COX6B1, CRELDI,
CRYAB, CSRP3, CTNNA3, DLD, DNAJC19, DOLK, DTNA,
ELN, EYA4, FAH, FBN2, FHL1, FHL2, FHOD3, FKRP, FKTN,
FLNA, FOXD4, GAA, GATA4, GATA6, GATAD1, GDF2, GFM,
GJA1, GJA5, GLB1, GNPTAB, GPDIL, GUSB, HCN4, HFE,
HRAS, JAG1, JPH2, KCNA5, KCND3, KCNEIL, KCNES3,
KCNJ5, KCNJS, KCNK3, LAMA2, LAMA4, LAMP2, LDBS3,
LIAS, LRP6, MAP2K1, MAP2K2, MIB1, MLYCD, MRPL3,
MRPS22, MTO1, MURC, MYH11, MYH6, MYLK, MYOT,
MYOZ2, MYPN, NEBL, NEXN, NOTCH1, NOTCH3, NPPA,
NRAS, PCSK9, PDHA1, PHKA1, PITX2, PLOD1, PMM2,
PRDM16, PRKG1, PSENI, PSEN2, RANGRF, SCNIB,
SCN2B, SCN3B, SCN4B, SGCA, SGCB, SGCD, SHOC2, SKI,
SLC22A5, SLC25A4, SLC2A10, SLMAP, SMAD1, SMADS3,
SMAD4, SMAD9, SNTA1, SPRED1, SRY, SURF1, TBXI,
TBX20, TBX5, TCAP, TGFB2, TGFB3, TMEM70, TMPO,
TRDN, TRIM63, TRPM4, TSFM, TNXRD2, VCL, ANK3*,
CTF1* KLF10* MYLK2* OBSL1* PDLIM3*

KNACCUPUKALINA: ocHOBHbIE 2eHblI: 3TV reHbl BKNoYatT> 70%
MyTaLWii, paHee CBA3aHHbIX C Pa3BUTUEM XesyLOHKOBbIX apUTMUA &
BHe3anHoli cepaeyHoi cMepTy 6e3 BbISBNEHHOV cepAeyYHOi naTonorum
/ VNN yKa3aHHbIX B KNMHUYECKUX PEKOMEHAALMAX. BTOPUYHbIE reHbl:
[pyrvie reHbl, CBA3aHHble C 60N1e3HbI0. *reHbl-kaHANAATbI: FeHbl, He
MMeLLMe AoKa3aTeNbCTB, HO, CKOpee BCEro, CBA3aHHbIE C (DEHOTUMOM.

=



[' HEALTH IN CODE
HOBbIE YCNYT & LIEHBI 2015

MAHEIN TEHOB

ImnepTpodmueckas kapamomuonaTus
= [unepTpodnyeckas Kapavommonatus [16 0CHOBHbIX reHOB]
= [uneptpodomyeckas Kapamommonatus [90 reHos]
[OunataunonHas Kapgmomnonatus [81 reH]
ApuTMoreHHas Kapanomuonatus [17 reHos]
HekomnakTHbIN JleBbiIi xenynoyek [36 reHos]
PectpukTuBHas Kapanomvonatis [20 reHoB]
Paconatuu (CuHapombl HyHaH, Jleonapa, Koctenno) [12 reHos]
BpoxaeHHble Mopoku CepAua [38 reHos]
Nerounas 'vneptensms [12 reHos]
HacnencteeHHan Memopparuueckas TeneaHrmoaktasna
(CvHppom Penpy-ocnepa Bebepa) [6 reHoB]
CuHapom YanuHeHHoro WHTepsana QT
= CyHApOM YAnvnHeHHoro VHTepsaia QT [9 reHos]
= CUHAPOM yannHeHHoro VinTepeana QT [23 reHos]
CuHApom YKopoueHHoro WHTepsana QT [7 reHos]

KarexonamuHepryeckas MonumopchHas Xenyaoukosas Taxukapaus [8 reHos]

Brugada Syndrome / Cungpom Bpyragpl [23 genes/23 reHa)
Bonesnu Mposogasiueil Cuctembl Cepauia [28 reHos]
dnepunnaums Npeacepauii [34 rexa)

CuHgpom PaHHeil Penonsipusauun XKenygoukos [23 reHa)
Muonatuu [46 reHos]

AopTabHble BackynspHble 3a6oneBaHus(CuHapomsl MapdhaHa, floiica-AnTua,

Jiinepca-fano, u 1.7, [30 reHos]
PaclumpeHHoe ViccnesfoBatue

OBLAA NMAHENN TEHOB

950 €
1450€
1450 €
1.150€
1.250€
1.150€
1.150€
1.250€

950 €

950 €

950 €
1.250€
950 €
1.150€
950 €
1.250€
1.250€
1.250€
1.250€

1.150€

YmouHums yeHy

O6wwas MaHenb M'eHos Kapavomuonatum [149 reHos)

MaHenb M'eHoB XenyAoukoBbIX ApuTMUii& BHesanHoi CepaeyHoii
CwmepTu Bes BoisiBneHHoii CepaeyHoii Matonorum [135 reHos)
MaHenb M'eHoB YKenyao4koBbIX ApUTMUAi&BHE3aNHo CepagyHoit
CwmepTu Bes BoisiBneHHol CepaeyHoii Matonorim [53 reHal
O61Las naHenb MeHoB HacneacTBeHHbIX Kapanonornieckux
3abonesaHnii&BHe3anHas CmepTb [214 reHa)

NCCNEOOBAHUVE

ANS POACTBEHHVIKOB _juarvoctposanmsi caysair __avarocrmn
OfVvH BapuaHT 170 €

[lBa BapnaHTa 255€

Tpu BapuaHTa 340€

YeTbipe BapuaHTa 425€

{#) 3RE3004KA 0IHAUAET, HTO FarHiIl Cnyualh Shin paree AuarHocTIPoRaH Health in Code

/[ ] CBSXUTECH C HaMW
Z MO 3/1EKTPOHHOM nouTe '

clinicalteam@healthincode.com hea'thj/ypode

X

natalia.sonicheva@healthincode.com

0 +34697 600 659 —
+34 683 183 411 Q
+7 903 7814581 2 C l,J-

o

[\

Edificio O Fortin / Maritimo de Oza / As Xubias, s/n. / 15006 - A Corufia (Spain)
T.: +34 881 600 003 / F.: +34 981 167 093 / info@healthincode.com / www.healthincode.com



