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Health in Code: mupoBou nuaep B
nccrieqoBaHNU reHeTUKU B Kapauonorum

Bonee 10 net paboTbl ¢ HacnNeaCcTBEHHLIMU KapAnNOBaCKYNSIPHbIMUA
3aboneBaHnaAMHK

HHOBaLIMOHHbIE TEXHONOMMKU: MMOHEpPLI B nccnegoBaHum NGS,
TapreTHble NaHenu

Ob6was kapguoackynspHasa naHenb 380 reHoB, oOLasa naHesnb
ancnunuaeMnum n paHHero atepockneposa 84 rexHa

YHuKaneHasa 6a3a gaHHbIx, coctasnawowas 120 000 nHanemaoyymos u
48 000 cemen

NHTepnpeTauus gaHHbIX ocyLlecTBnaeTcs buonHgpopmaTnkamm n
Kapauonoramum, aroLWwmnMMmn npakTM4yeckne pekomeHgaumm no BeAeHUo
6ONLHOro M NPOrHO3y
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[eHeTnYecKasa AgMarHocTUKa: dKTyalibHbI€
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CnoXHOCTb B AMArHoCTUKe
N KONMM4ecTBe Nony4yeHHoOU
NHpopMaLmu;

OTCyTCTBI/Ie BO3MOXHOCTHU

' PelwueHus:

* MHoronpodunbHagd
KomMaHaa

* IHdpopmaLMOHHbLIN
MEHELKMEHT

» COTpyOHMYECTBO,
rmobanbHbI NOAX0A,

NMOCTOAHHOIO OOHOBIEHUSA
NHpopMaunu;

[TocTOoaHHasA
TexHonorn4yeckas
3BOMOLUUS

OTcyTtcTBHE
BronHdpopmMaTUKK

OTcyTCTBME rOC.NOALEPXKKN
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Hawa uenb

['] BbiAaBUTb 3a60n1eBaHUA, PUCK KOTOPDbIX MOXKeT 6biTb 3HAUYUTE/IbHO
yMeHblleH bnarogapa paHHel reHeTUYECKOM ANAarHOCTUKe, 0cobeHHo
ceMeuHOM ANArHOCTUKE Ha paHHeMm 3Tane

['] PasBuBaTtb n obecneunBatb cepsuc, obaeryaowmm NnpuMeHeHue
reHeTUYEeCKOM ANarHOCTUKU B KIMHUUYECKOW NPaKTUKeE

['] ChdopmumpoBatb NOHATHLINA U NPUMEHAEMbIN B KIMHNYECKOU NPaKTUKe
oTyer
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[v] nPABUNBLHASA UHTEPIMPETALUUA OAHHbIX
ABNAETCA OCHOBOW FrEHETUYECKOIO
UCCIIEJOBAHUA

> 3000 MYTALMW 1A KAXKOOTO MALUMEHTA NPU
NCMOJIbSOBAHUWN TEXHOJTOTUU NGS

o O ®
O 9
0@ °.
o
BA3A MHOOPMALINS
e [JAHHDbIX
EO/NE3HM NEPCOHAIM3ALINA
NALUMEHTbI CEMbM 119 KAYIOTO
MYTALIUUA KOHKPETHOIO
NYBAVKALIAM NAUMEHTA

healthycode



[@] OcHOBHas LeHHOCTL: KNUHMYeCKoe 3aKkntoyeHune

Knunideckan uxTepnpetauua

BuinBnennan Myrauua Trp577Arg B rene LDLR GCCOUMMPOBAHA C PA3BHTHEM CEMEHHOM THNEPXONECTEPHHEMMM, YTO 2. BeposTHo naroreHHble MyTalyuu, SBASIOLIHECA BOSMOXKHOA NPHuMHOM 3aB0nesaHu
NOATBEPWACHD KAMHHYECKMMM [AHHGIMM W PE3YNbTaTaMM QYHHUMOHANBHBIX WCCNEZ0BAHMMA. [ETEpOIMTOTHEIE

Monomenne (hgld) |Fewornn  |en Monoxenne 3amena AR Ixzon Tpawckpunt |Yactota  |Taybuka
HOCHTENH JJ3HHOH MYTALIMK MOTYT WMETh 3HAUHTENLHOE NoBbIweHwe yposua XC NHN (g0 9 mmonk/n), 8 T0 BpemA KaK KAHK amens*  |npoutens
[OMO3HTOTHbIE Hbcmenu (40CTaTO4HO YaCTO BCTPEYENOTCA CPEAM TYPHOB) MMEIT NAOXOH NDOTHO3 C PasBHTHEM GriSUEEDOIe DR lDSC [pTwSTihg 2 WLO00T4W Ja
WWweMAueckod GoneswM cepgua, We CMOTPA WA MPOBEJEHHE WHTEHCMBHOM TMNOAMMMZEMMYECKOH TEPAnHW M
nnasmadepesa, W MHorga TPebyloT TDAHCNAGHTALMM NEYeH, MPOBEAEHHE CEMERHOTO CKPHHMMIA ¢ ONPEAENEHHEM MHTEPNPETALMA
[@HHOTD FEHETHYECKOTD BAPHAHTA PEKOMEHA0BHO AN BLIABNEHHA KLY, HAXOAALLMXCA B FPYNNE PHCKA.

PHUKOBHbBI Bbin NPoBeAeH MOWUCK NaTOreHHbIX MVTaLI,VIﬁ, ACCOLMMPOBAHHBIX €

CEMEITHOI FMHEPXOHECTEPMHEMMEH, a TaKKe C ApPYrMMW HacneacTBeHHbIMK 3abonesaHuamu co
CXOAHbIMK dDEHOTVII'IVI‘-IECKMMVI NPOABNEHUAMH.

deHoTHNb | Hocurenn {cembu) | Hexocutenu ‘ bE3 reHETMMECKOTD HCCNEA0BaHKA | Beero

. BolAB/NeHa paHee OMMCaHHas romMo3MroTHas mytauna B 12 sksowe resa LDLR (chr19:11227558T>C),
Cemeittian runepxonecreputienna_| 13 {10) 0 0 13 MPUBOSALLAS K 3aMeHe aMMHOKUCAOTeI B 577 nosuumn Genka (p.Trp577Arg, NM_000527.4). MyTauus 6
. OueHb JIeTalbHOE KIMHUYECKOE 3aKJIFOUCHHIE [ romosurotHoi dopme onucaHa y NalMeHTa ¢ cemeiHoi runepxonectepuremueir (OMIM: 143890) [1].
. CHCLII/I(I)I/I‘ICCKI/IC TeHETHYECKHE H KapAHOIOTHUECKHE TePMUHBI MyTaumMs He 3aperMcTpupoBaHa B KOHTPOMbHBIX Bbibopkax "1000 reHomos", ESPE500 W EXAC.
o ANropuTMbl NpeackasaHMA NaToOreHHOCTM PacUeHNBAT AaHHYI0 MYTALMI0 Kak BEPOSTHO NaTOreHHyo

Kn| + PacmmpenHas HHOPMALIS O HAlICHHBIX BAPHAHTaX U3 6a3 (SIFT: 0.000, Polyphen2_HDIV: 1.000, Polyphen2_HVAR: 1.000, MutationTaster: 1,000, PROVEAN: -
| AaHHBIX, JIATEPATYPBI C TOYKHU 3pCHUA KapAHOoJIora. —  13.760) nubo kak nonumopdusm (LRT: N). [ipyraa myTaum, NpUBOAAILAS K 3aMEHe aMMHOKUCAOTSI B

flat o KinuHudyeckre BO3MOXKHBIE CLIEHAPHU U OCJIOKHEHHUS 1JIs TIallMeHTa U [ Ha
* HenoapoOHoe onrcanne KITMHHYECKOTO 3HAYCHUS
Aat YJIEHOB €T0 CEMbBH Ho

o BBISIBIICHHOW MYyTalluu
(€M« TMomHonEHHOE GHOMH(OPMALIOHHOE MCCIIEI0BAHME

* Hcnonbs3oBaHue crieliu(puIecKux TEPMUHOB, HE BCETIa
* PekoMeHaanuu 1o BeJICHUIO OOJIBHOTO U €T0 CEMbH

-K n MMOHATHBIX KapAHOJIOTY

BRIABMEHE B 3ITOM Hemeukom ropoge. Gutierrez et ol (2000) onmcanu nAUMEHTHY W3 TYDELKOW CEmbi | © I[eTaJILHoe OIIMCaHHE TCHETUYECKUX aCIICKTOB
BnuskopoacTeeHHEIM Bpakom, keTopoii & Bo3pacTe NaTH NeT Buin NOCTAENEH guarHos romoskrotHod CTXC. Ee obuw| © OTCyTCTBHE OMMCAHUs KIMHUKHU, BAXKHOM Ui KapauoJiora
xonectepuH (OXC) cocTaanan 20.2 MMOAL/N W XGNECTEPHH NMNCNPOTEMA0B HU3KOI nnoTHOCTH (XC NIHM) - 19 mmane/ ®  HeT manpHEHIIMX NpakTUYECKUX PEKOMEH AN

MpM KAMHKYECKOM OBCNENOBEHMH DBINM BEIABNEHL NHMMOMOHEIE OYTW DOFOEMUBL HE CMOTDA Ha HAYano NpoueLy

nnasmatbepesa & EBOIPACTE WELTW NET, WMEND MECTO DEHHEE DAsBWTHE WWeMMYeckoll Gonessu cepaua (MBC).
YAYQWEHAE MEYEHOUHOR GyHKUMM noTpeboBano TpaHCAaHTaUMM neveHW B so3pacte 16 net. OBouM poguTenam
(reTep03UroTHBIE HOCUTENW MYTALMM Trp577Arg) Bbin BeicTaBNEH avarHo3 CTXC. Orey umen OXC 10.2 mmone/n u XC AHN

9 mmone/n, @ mate — OXC 8.5 mmons/n w XC MHN 7.2 mmone/n. ¥ ogHoi w3 cecrep npobaxga Takwe Owing healch”pOde

[MErHOCTMPOBEHE rOMO3WrOTHAA dopma CTXC W OH3 YMEDNA B BO3DACTE YETHIDEX NET W3-33 PAIBMTMA WHDADKTa

MWOKEP/AE. AKTMEHOCTs pelenTopa /IHN Gbing Mexee 5%.




[1ocTynHble naHenu

v}
[ . Obwan kapanoBacKynspHas naHesnb 380 reHoB

lI. TMaHenb XXenyao4koBble apUTMUN CO CTPYKTYPHbIMU 3a00neBaHNAMMU
cepaua 218 reHoB

lll. Be3 cTPYKTYpHbIX 3aboneBaHuun cepaua 77 reHoB
Il. KAPOUOMUONATUUN OBLLUAA 173 TEHA

* [uneptpoduyeckasn 17 reHoB ba3zoBasa naHenb U 104 reHa pacLuMpeHHas
(Npu Nnogo3peHnn Ha cnHApPoMHbie ['KMIT)

« [unaTtaunoHHasa 96 reHoB

* PecTtpuktuBHasa 20 reHoB

* AputmoreHHas 21 reH

 HekomnakTHaa 37 reHoB
. KAHAJTOMATUU

* Cwungpom yannHeHHoro nHtepBana QT 8 reHoB 6a3oBas naHenb, 28 reHa
pacLmpeHHasd

 CuHpgpom bpyragbl 25 reHoB
« KaTtexonamuHepruyeckas nonumopdHaa XT 9 reHos

- V. APYIME 3ABOJIEBAHUA

« AopTanbHOo-BacKynsipHble 60re3Hu

* Oucnnnugemmn&paHHu atepocknepos healthz'ﬂPOde



['] Pa3sHooOpa3une naHerneun no paHHemy

aTepockKreposy

ObLwas naHenb reHoB paHHero atepockneposa 84 reHa
bas3osas naHenb CI'XC 6 reHoB

Pa3BepHyTasa naHenb CI'XC 23 reHa

[lepBMYHaa cemenHas runeptpurnuuepungemMmma 12 reHos
CmelwaHHble rmnepnunugeMmumn 13 reHoB
[Mnonunuaemun 11 reHos

Nnabet MODY 23 renHa

ABCA1,ABCB1,ABCG1,ABCG5,ABCG8,AGPAT2,AKT2,AMPD1,ANGPTL3,APOA1,APOA5,APO
B,APOC2,APOC3,APOE,BLK,BSCL2,CAV1,CEL,CETP,CH25H,CIDEC,COQ2,CPT2,CYP2D6,C
YP3A4,CYP3A5,EIF2AK3,FOXP3,GATA6,GCK,GLIS3,GPD1,GPIHBP1,HNF1A,HNF1B,HNF4A,I
ER3IPL,INS,INSIG2,INSR,KCNJ11,KLF11,LCAT,LDLR,LDLRAP1,LEP,LIPA,LIPC,LMF1,LMNA,L
PA,LPL,LRP6,MEF2A,MTTP,MYLIP,NEUROD1,NEUROG3,NPC1L1,PAX4,PCDH15,PCSK9,PD
X1,PLIN1,PLTP,PNPLA2,PPARA,PPARG,PTF1A,PTRFPYGM,RFX6,RYR1,SAR1B,SCARB1,SL
C22A8,SLC25A40,SLC2A2,SL.CO1B1,TBC1D4,TRIB1,WFS1,ZMPSTE24
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['] OOwue ceBoucTBa

[ €TepOreHHOCTb KIMUHUKU

Ou4eHb CroXHO paHO AMarHOCTMPOBaTb
AccouunnpoBaHbl C BHE3aNHOU CMePTLI0
CemelnHble 3aboneBaHug
AyTOCOMHO-OOMUHAHTHbLIN TUM HacneaoBaHUS
[ eHeTn4yeckasa AMarHoCTuka o4YeHb BaXKHa

3aboneBaHue YactoTa BCcTpeyaemMocTun Konu4yectBo cnyvaeB B Poccum

FKMMN 1/500 287,000

AKMMN 1,750

PKMIT Bcero 850 000 6onbHbIx!

AKMI

oo=19,000

HekomMnakTHbIN M1oKapa 1/10.000 - 1/ 5.000 28,700

A1 4



[v]
T anyanty

ORIGINAL ARTICLE

A cost-effectiveness model of genetic testing for the
evaluation of families with
hypertrophic cardiomyopathy

Jodie Ingles,L2 Julie Mr,‘Gaughran,3'4 Paul A Scuffham,” John Atherton, ¢
Christopher Semsarian"’

SPECIAL ARTICLE

European Heart journal (2010) 31, 926-935
ruparean  doi10.1093/eurheartjehgley
SOCIETY OF
CARTHNOGY®

DNA testing for hypertrophic cardiomyopathy: a
cost-effectiveness model

Sarah Wordsworth '*, José Leal!, Edward Blair2?, Rosa Legood?, Kate Thomson5,
Anneke Seller®, Jenny Taylor$, and Hugh Watkins?

'MnepTpoduyeckan kapamomumonaTus

ba3oeast naHesnb 'KMII:
17 2ceHoe: MYHY7,
MYBPC3, TNNT2, TNNIS3,
TPM1, TNNC1, MYL2,
MYL3, ACTC1, PRKAG2Z,
LAMP2, PTPN11, GLA,
DES,

TTR, FLNC u mo

Pa3wupeHHasi naHesb:
104 2eHa: amusioudos,
bosie3HU HaKonsieHusi
(®abpu, NMomne, [JaHOH
u mo), PAConamuu,

MUMOXOHE uaJibHblie

Ingles et al. Heart 98, 625-30 (2012)
Wordsworth et al. Eur. Heart J. 31, 926-935 (2010)

ealthycode



[v] OunaTtaumnoHHas
KapauoMuonaTus

oot 96 FEHOB

CapkomMmepHble

Dystroglycan
complex

[eHbl unTOoCKeneTta

Kananonatumn
[lecmocomanbHble

MuTtoxoHgpuarnbHble

apyrve

opplasm
T ST e

4 1

— Nuclear membrane
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AputmMmoreHHasa kapagunomuonaTtusa 21 reH

HdecmocomMarnbHble
6enkun (AKopHbIe
cOoeQVHeHUs1 Mexay
KapauomMmuouuTamm)

CrnoxHasa CTpyKTypa

OCHOBHbIe 6EO0KM:
plakophilin2 (PKP2,
desmoplakin (DSP),
desmoglein2
(DSG2),
desmocollin2
(DSC2),
plakoglobina (JUP)

DSC2, DSG2, DSP, FLNC, JUP, PKP2, PLN, TMEMA43, CTNNAS, DES,
LMNA, RYR2, TGFB3, TTN, CASQ2*, LDB3*, SCN5A*

healthicode



European Heart Journal Advance Access published February 19, 2010

['] @ European Heart Journal SPECIAL REPORT

EUROPEAN doi:10.1093/eurheartj/ehq025
SOCIETY OF
CARDIGLOGY®

Diagnosis of arrhythmogenic right ventricular
cardiomyopathy/dysplasia

Proposed Modification of the Task Force Criteria

Frank I. Marcus' Chair, William ). McKenna? Co-Chair, Duane Sherrill',

Cristina Basso?, Barbara Bauce?, David A. Bluemke?, Hugh Calkins?,

Domenico Corrado?, Moniek G.P.J. Cox®, James P. Daubert’, Guy Fontaine'?,
Kathleen Gear!, Richard Hauer®, Andrea Nava3, Michael H. Picard'!,

Nikos Protonotarios'3, Jeffrey E. Saffitz'2, Danita M. Yoerger Sanborn'!,

Jonathan S. Steinberg?, Harikrishna Tandri®, Gaetano Thiene3, Jeffrey A. Towbin'4,
Adalena Tsatsopoulou'3, Thomas Wichter'>, and Wojciech Zareba®

e ARVC/D confirmed in a first-degree relative who meets current Task Fot
criteria

o ARVC/D confirmed pathologically at autopsy or surgery in a first-degree

e |dentification of a pathogenic mutation’ categorized as associated or prot
associated with ARVC/D in the patient under evaluation

healthycode



111. KAHATIOTATA
CunHOPOM YASNTMHEHHOIO

QT
healthicode



[w] CuHApPOM yanuHeHHoro QT ShEKTMBHOC

Tb

OCHOBHbI€ TeHbl: ANarHoCTn4ecCK
KCNQ1: LQTS tun 1 oro

nccnenoBaHus
« KCNQ2: LOQTS tnn 2 bonee 75%

« SCNHA: LOQTS TN 3

J

O4yeHb BaXXHO BbISICHUTb aHaMHES3:

 JlekapcTBeHHbIE NpenapaTbli(aMmuonap
PaHUTUONH U AP, KOTOPble MOryT

onpeaeneHHbl
M

KITMHN4YeCKNM
yONUHATL nHTepBan QT) OMarHo3oMm

« CemenHag ncropus BCC
* CunHKone B aHamHese

healthicode



[v] [Toka3zaHuns onsa reHeTU4YeCcKoro
nccrnegoBaHus

e[laumeHTbl C OMarHOCTUPOBAHHBLIM CUHOPOMOM yafunHeHHoro QT
(Schwartz score >3 nnm QTc >500 ms).

e[laumeHTbl NO4 NO4O3PEHNEM HA HanNM4une yarMHeHHOro CUMHApoma
QT:
= AcumnTtomaTtumdeckne naumeHTtbl ¢ cepuen IKI ¢ QTc >460
Mc (noapocTkn) nnn >480 mc (B3pocrble).

= [laumeHTbl ¢ Hannunem B poaocnosHon BCC.

= [launeHTbl C cuHKoNe wunn UOPUNNAUNEN XENyaoo4vKoB
HEesACHOM 3TUOSIOMMN B aHaMHe3e

e PoacTBEHHUKM NauueHToB ¢ Hanw cuHgpoma QT

WAEHTNOUNKALINA MYTALINA Y NPOBAHIA MO3BOJAET
[MPOBECTU KACKAOHbINN CKPUHUHIT POOCTBEHHWKOB

healthycode



[v]

CMHOPOM BPYIrAQA

NMokasaHusa onsa reHeTU4YeCcKoro

nccnegoBaHus

* [laumeHnTbl ¢ OKI npusHakamn 1 TMna cuHgpoma bpyraHa,
BbISIBMIEHHbIE CMOHTAHHO UMK CTPECC TECTOM.
« [laumneHTbl C Nogo3peHnemM Ha cuHapom bpyraga:
« [laumneHTbl c BCC y poacTBeHHUKOB
« [laumeHTbl C cUHKONE Nnn dpndpunnaumen Xenygovkos
HESACHOW 3TUOSOrMn B aHaMHe3e
* PoaocTBeHHUKM C reHeTUYECKM NoaTBePXOAEeHHBbIM CUHOPOMOM
bpyraga

» YACTOTA BCTPEYHAEMOCTM:

1:2000 B 06Wwen nonynaumm
» QOOEKTUBHOCTb UCCITEOOBAHUA:

30%
NAHEJb (23 TEHA) SCNS5A, SCN10A, ABCC9, ANK2, CACNA1C, CACNA2D1, CACNB2, GPD1L, HCN4,

KCND3, KCNEL1L, KCNE3, KCNJ8, PKP2, RANGRF, SCN1B, SCN2B, SCN3B, SLMAP,
TRPM4, ANK3*, CACNA1D*, KCNH2*

healthycode



[vAopTanbHO-BaCcKynsipHble CUHOPOMbI

CoeqnHHUTEILHO-
TKAHHBIE
paccTpoicTBa

Aopranbsubie anespusmbl [lnTua, JAunepca-[aHno,

3= =L

= 2 S N
- - TGF[!-d|mer
=28
G-k Extracellular (,C—
‘r matrix
LAP—dImer

m ~— TGF[R (activated)
= s 11 B g
O SARA :
l—(:)
Moz

Front. Physiol., 06 February 2012
http://dx.doi.org/10.3389/fphys.2012.00012

AHEBpPM3MblI  rpydgHOro otgena aopTbl  MOryT  OblTb  4acTbio
reHETUYEeCKMX CUHOPOMOB, Takux Kak cuHgpom MapdaHa, Jlonca-
TOopakanbHble aHeBpU3Mbl BOCXOOSALLEro
oTaena rpygHon aopTbl U gpyrne CUHAPOMbI.

KnnHuyeckne cMMnTOMbl 3TUX CMHAPOMOB MOFYT MNepekpbiBaTb ApYyr
apyra n CnoXxHo AMarHoCTUpOBaTbLCA

Ob6was yacToTa BCTPEY4aeMOCTM 3TUX CUHOPOMOB HEN3BECTHA
[Npegnonaraemass 4actota BCTpedaemMocTn cuHgpoma MapdhaHa
coctaBngeT: 1:5,000 - 1:10,000

AopTaribHble aHeEBPU3Mbl U pacCnoeHns ABMSATCS C*)aKTOpaMM PUCKa
BCC.

NMoka3aHus K npoeeaAeHUoO reHeTn4eckoro nccnenoBaHuA.

= [MauuneHTbl C NOA03PEeHNEM Ha CeMelHble TopaKarbHble aHEBPU3MbI
1 paccrioeHus.

* Mounck myTaumin, nogeHTNUUMpPOBaHHbIX paHee y npobaHaa

NaHenb aopTanbHO-BacKynspHbIX 3ab6oneBaHun (30 reHoB):
FBN1, TGFBR1, TGFBR2, ACTA2, COL3Al, ADAMTSL4, CBS, COL1A1L,
COL1A2, COL5A1, COL5A2, ELN, FBN2, FLNA, GAA, HRAS, MYH11, MYLK,
NOTCH1, PLOD1, PRKG1, SKI. SLC2A10, SMAD3. SMAD4, TGEB2. TGEB

healthycode



['] [Toka3zaHus K npoBeaeHUI0 reHeTU4YeCKoun
ANAarHOCTUKN NpU HacneacTBEeHHbIX
KapauoBacCKynspHbIX 3aborneBaHnNAX

1. B cnyuasx nuddepeHnuajabHON IMATHOCTHKHU U JIJIA
MOATBEPKACHUS TUATHO32

2. PanHee BbIsiBJIeHME 3200/1eBaHUS Y POJACTBEHHUKOB NMPodaHIa

IJISl PAHHEr 0
HAYAJ1a JICYeHU

3. CTrpaTudukanus pucKa U onpeaejeHue NporHo3a 3adojeBaHus

4. YcTaHoBJIeHHE 0eCCUMIITOMHBIX HOCHTEJIEH U 310POBbIX JIMII

healthycode



[v] AITTOPUTM MPOBEJEHNA CEMEVHOIO
CKPUHWHTA

Patient with unequivocal cardiomyopathy (proband)

!

Genetic testing
e ~
Not performed o »
or no mutation was identified A mutation is identified
Cardiac screening (ECG + Echo)* Predictive genetic testing
in (first-degree) relatives in (first-degree) relatives
TR - N\
A CMP is diagnosed No CMP Mutation is present No mutation
~-Complete cardiac examination ~-Complete cardiac examination
and regular FU ~Continue regular and regular FU ~Stop examination
~Propose cardiac screening cardiac FU ~Propose genetic screening and no FU
to offspring (possible delayed to offspring ~No screening
(cascade strategy) expression) (cascade strategy) to offspring

healthy/rode



[' JlaBHaA UEHHOCTb reHeTn4eCKoro TeCtmpoBaHus

Aanda CeMbU
IIpo0dann

!

I'eneTnueckoe uccjie10BaHue

\

He cnenano/ MyTanusi 00Hapy:xeHa
HeraruBHoe l

2/
v —
Kananuyeckoe HaOJII0OACHHE
BCeX POACTBEHHUKOB Tipexpatuth
HAOJIIOEeHHE
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COpr,EI,HI/I‘-IeCTBO c MmmpoebiMmm meaANLUNHCKNUMU

['Tl LeHTpamu
e Heart Hospital, UK

European Society of Cardiology Working Group on Myocardial and
Pericardial Diseases

Heartgenetic (www.heartgenetic.co.il/eng/) Cardiac Code Unit (Athens)
RECAVA (Thematic Network of Research in Cardiovascular Diseases)

VIl European Framework: INHERITANCE

Working Group on Inherited cardiovascular diseases of the Spanish Society
of Cardiology

Hospital Haima Shiba Israel and over 60 hospitals in Spain, Italy, the UK,
Finland,Greece, Israel, Argentina, Denmark and other countries

Poccusa: PKHIIK, LleHtp CCX um. bakynesa, HL3, T'HUL] M, lasll1pom,
knnHukn Col a3, MeaCwu, CkananHasus (CaHkT-lletepbypr),
Kapanonornyeckue ueHTpobl . Mocksa, KasaHnb, Camapa, Tomck,, Yda,

o CypryT, CaHkT-lleTepbypr, EkaTtepunHOypr, KpacHosipck, PocToB-
S )BOCUOUNPCK

'.'.‘l

[iA

EpaTtha
Mnoroes # K

cauT: http://www.lifemedical.ru health:mpode



http://www.heartgenetic.co.il/eng/
http://www.lifemedical.ru/

HIC TEAM

Hatanba CoHun4yeBa, MD
Natalia.Sonicheva@healthincode.com
+34 683183411
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