HFSA 2010 MNogpobHble pykoBoasLLME NPUHLUIMBLI MO CepaeYHHOM
HEeOOCTaTOYHOCTH



OueHka nHgapkta mmokapaa (M)

« OueHKa MwemMum Muokapga pekomMeHAdyemcs naumeHTam,
Yy KOTOPbIX NOABNSATCA CUMMTOMbI CUCTOSTNYECKON
oncdyHkumn JIK, ocobeHHOo B crnyvyae nogospesaemoro M
N1 Npu yxygleHnn cumMmntomoB yxe cyuwecteytowen VbBC.
Beibop BMaa TectnpoBaHus OOMKEH 3aBUCETb OT
KITMHUYECKOro npeanonioXeHns n OCHOBHbIX CepaeYdHbIX
doakTopoB pucKa.

» KopoHnapHas aHruorpadus 0o1atcHa 661me paccmompena, Korna
IIPEATECTOBAS] BEPOSITHOCTh OCHOBHOM MIIIEMHUYECKOU
KapIMOMHUONATHH BBICOKA, 1 MOYKET OBITh pAaCCMOTpPEHa
WHBAa3MBHAsl KOPOHAPHAS MHTECPBECHIHS.



Hedrapmakonormyeckoe- Harpy3o4yHoe
TecTupoBaHue

PekomeHayeTca, 4ToObl NAUNEHTLI C CEpAEYHOM
HegocTaTodHOCThO (CH) nogBepranncb Harpy3o4HOMY
TECTUPOBAHUIO AN onpeaeneHns nNpUrogHoCcTu K dmusnyeckomn
TpeHnpoBKe (y NauneHTa He NoABNSETCS 3HAaYMMON ULLEMUN NI
apntTMumn). dnsmyeckme TPEHNPOBKN, ECIIN CHUTAIOTCH
Be3onacHbIMU, HYXXHO paccMmaTtpueaTtb Ansa naumeHToB ¢ CH, 4TOoObI:

= CnocobcTBoBaTh pa3syMHOM OLIEHKE Harpysku (ananasoHbl HacToTbl
cepAeyvHoro putma, U COOTBETCTBYHOLLME YPOBHN (hU3NYECKOM
TPEHMPOBKN)

= YBENMYUTb NPOAOSTKUTESNBHOCTb N MHTEHCUBHOCTbL Harpy3ku B
ycnoBuax HabnogeHuns

= CnocobctBoBaTb JOCTMXKEHMIO 0BbIYHOM Lenn Harpy3kn: 30 MUHYT
YMEPEHHOW aKTUBHOCTU/HArpy3kun 5 gHen B Hedento ¢
pasorpeBaoLLMMnN N YyCnoKkansaroLwmMMmn ynpaxHeHUs MK

Cmpoz2ocmb dokazamesibcmea = B



brokatopbl peuentopa aHrmoteHsnHa (bPA)

[1o6aBneHne bPA ponxHo ObITb
paccMoTpeHo y nauneHToB ¢ CH
Bcrneancteue Hu3kon OB JIXK, y koTopbix
€CTb MOCTOSiHHbIE CUMNTOMbI NN
nporpeccupyroLlee yxy;uueHme
HECMOTPS Ha ONTUMaribHYO Tepanuio
nHrmoutopom Alld n 6eta-6rokaTopom.

Cmpoeaocmb Ookazameribcmea = A



KopoapoH

PyTUHHOE ncnonb3oBaHMe KopaapoHa
npn 6eCCUMMTOMHbIX apPUTMUSAX,
KoTopble He cnocobcTBytoT CH unn
XXenygovkoBou ANCYHKLUUK, He
pekoMeHOyeTCs.

Cmpoeocmsb
dokalzamesribcmea = B



[THXXK

N-3 NOfIMHEHACHILLEHHbIE XXUPHbIE
kncnotol (MNMHXK) moryT 6bITh
PAaCcCMOTPEHbI ANS YMeHbLUEHUS
cMepTHoCTM Yy nauneHToB CH ¢
cumntomamum lI-1V knacca NYHA
CHMXEHHOW (ppakLuunen BbiIbpoca neBoro
xenyaoudka (DB J1IXK).

Cmpozocmb Ookaszameriscmea = B




[ToMoLLb MPU KOHLUE XXU3HW

PekomMmeHAayeTcA, 4TO, KaK YacTb NMOMOLLN NPU KOHLIE KU3HMU,
naumeHTam n nx ceMbsim/cnaenkam Hago NpeaBuaeTb

BHE3arHyl AeKOMMNeHcaLmo, CMepTb, UNKU NporpeccupytoLlee
yXyZOLUEHNe.

NHakTMBaumMsa MMNNaHTUpPOBaHHOIo AedundbpunnsaTopa AomKkHa ObiTb
o6cyaeHa B KOHTEKCTE BO3MOXHOCTM €CTECTBEHHOW CMEPTU B KOHLIE
xn3Hn. MNMpouecc aeaktneauum AedpndbpmnnnaTopoB AOMKEH ObITb
Pa3bsCHEH BCEMY OKPY>KEHUIO, B KOTOPOM naumeHTsl ¢ CH nonyyatoT
MOMOLLb.

Cmpozocmb Ookaszameriscrmea= C



EI/IBeHTpI/IKyJ'IFIpHaFI CTUMYNALUNA

buBeHTpUKynsapasa CTUMynsayuma MOXeT ObITb
paccMoOTpeHa Yy nauneHToB ¢ mndpunnaunen
npegcepann (Pr1) c pacwumpeHHbIiM nHTEpBanom QRS
(2 120 MC) 1 TaXenom cuctonmyeckon ancdyHkumen
JOK (PB JIK < 35%), KoTOpble NMEKT MOCTOAHHYIO, OT
ymepeHHyto K Taxkernnon CH (NYHA 1), HecmoTps Ha

ONTUMalbHYIO MeONKaMEHTO3HYIO Tepanutio.
Cmpoaocmb 0oka3zameribcmea = A



bu BEHTPUKYIAPHAA CTUMYITALIUA

buBeHTpUKynspasa CTUMyNsumMa MOXeT ObITb
paccMoOTpeHa Yy nauneHToB co CHMKeHHon OB JTXK,
KOTOPbIM TPEBYyeTCs XpOHUYECKasd CTUMYNSALUUA U Y
KOTOPbIX OXXUOaeTCAa YacTasd Xenygovkosas
CTUMYNALUS

Cmpozaocmb 0okazamernibcmea = C



“Bridge to Decision”

Cnepytowye nauneHTsbl A0MKHbI ObITb paccMOTPeHbI ANl YPreHTHOW

MexaHudeckomn umpkynatopHon noaaepxkn “Bridge to Decision™

— [MauneHTbl ¢ pedpaktepHon CH 1 remogmHammnyeckon
HECTabUNbHOCTLIO

— u/unu HapyLweHHOW PyHKUMEN opraHa-MULLIEHN

— C OTHOCUTENbHLIMU NPOTMBOMNOKA3aHUAMW K TpaHCnnaHTaunm
cepaua uUnm noCToOAHHOMY MexXaHU4YeCKOMY LMPKYNSATOPHOMY
BCMNOMOXEHMUI0, Y KOTOPLIX OXXNOAETCA yny4dlleHne Co BpeMeEHeEM
NN BOCCTAHOBIEHUE YIy4LlEeHHOro remoanHamMmnyeckoro
npodouns

OTN NauneHTbl OOMMKHbI ObITb HanpaBneHbl B LEHTP KOMNETEHTHbLIN B
neyeHun naumeHToB ¢ 3anyuweHHon CH

Cmpozocmb dokazamenscmsa = C



OcTtpaga CH - BJl

icnonb3oBaHne HEMHBA3UBHOU UCKYCCTBEHHOM
BeHTUNAauun nerkmnx (MBJ1) MOXHO paccMoTpeTh Y
NaLUMEHTOB C TAXXEenou oabILLKOU C KIMUHNYECKUMUN

NPNU3HAKaMN OTEKA J1ENKUX.

Cmpozocmb dokazamerniscmea = C



OcTtpas CH — npodumnaktuka BT

[TpodpunakTnka BeHo3HOM TpomMboambonun (BT) HU3KNMU
0o3amu HedppaKUuMOHNPOBAHHOIO renapuHa,
HU3KOMOJSIEKYSIAPHOro renapuHa, unun poHganapuHykca
ON4A npegoTBpaLlleHna NPoKCcumMarbHOro rinybokoro
BEHO3HOro TpomMb03a 1 Nero4Hom amoonnu
peKkomeHAayeTcs naumeHTam, KoTopble
rocnutanusupytotca ¢ ADHF n He nonyyatot
aHTUKOArynsHTOB U HE MMEIOT NMPOTMBOMNOKA3aHUN K
aHTUKOoarynaumu.

Cmpozocmb Ookaszameriscmea = B



OcTtpas CH - npodwunaktnka BT

[TpodomnakTruka BEHO3HOMN TPOMDO3IMOONNK
MeXaHN4YeCKMMIN YCTpoMCcTBaMu (NpepbiBUCTadA
NMHEBMATUYECKA KOMMNPECCUA NN KannbdbpoBaHHbIE
KOMMPECCUOHHbIE YYIIKN) AN npeaoTBpalleHuns
NPOKCUManbHOro rnybokoro BEHO3HOro Tpomobo3a u
nero4yHon ambonum gormkHa ObITb pacCMOTPEHA Y
nauMeHToB, KOTopble rocnutanunanposaHbl ¢ ADHF, He
nony4arT aHTUKoarynsHToOB, U Y KOTOPbIX €CTb
NPOTMBOMNOKA3aHNA K aHTUKoarynsauuu.

Cmpozocmb Ookazameriscmea = C



CH y XeHLunH

BPA pekomeHayeTcA Ha3Ha4aTb CUMOTOMHbLIM U
beccnmnToMHbIM XeHwmHam ¢ OB JIXK < 40%, koTtopble
He nepeHocAaT nHrmbmntTopbl AP no Bcem npuynHam,
KpoMe runepkannemMmm nim novyeyHou
HegOoCTaTO4YHOCTM.

Cmpoaocmb Ookaszameribcmea = A

Flather MD n gp. INlaHuet 2000;
355:1575-81

14



CH y adbpoamepunkaHLEeB

KombuHauusa rugpanasnHa/nsocopbuaa anHuTparta
PEKOMEHAOYETCA KaK CTaHgapTHaa Tepanus ans
adppoamMepUKaHCKUX KEHLLUH C YMEPEHHbLIMUN A0
Tskenbix cumntomammn CH, KoTopble HaxoasTcs Ha
dooHe HENPOropMOHanNbHOU UHIMOULNN.

Cmpozaocmb Ookaszameriscmea = B

Yancy MO YACOBOW CTPEJKE 15

n gp. N Engl J Meanana 2001,
QAA-1RBR-ARR" TonmnetTaiw C 1 nn



[ eHeTn4yeckast oueHka
KapanommonaTtumn

PekxomeHaauna HFSA 2010 roaga
HoBas Cekuus



[ eHeTn4yeckast oueHka — ceEMeUHbI aHaMHE3

TwaTernbHbI CEMENHbIN aHaMHe3 Ang =3 NOKONEeHUN
peKomer,ye'rcn y BCeX MaumeHToB C KapanomMmuonaTtunen.

'MnepTpoduyeckas kapanommonaTus cmpoa2ocmb 0okaszamesis.cmea = A
— [dunaTtaumoHHas kapgmommonartms cmpoa2ocmb 0okaszamesibcmea = A
— ApuTMoOreHHasi npaBOXenyaovkoBas gucnnasma cmpoaocmes 0okaszameribcmea =A
— HekomMnakTHbIN NeBbIv Xenyago4ek cmpoaocmb Ookaszameribcmea = A
— PecTpukTuBHasa kapguommonaTtms cmpoaocmb Ookazamesiscmea =B

— KapavomuonaTtum, cBasaHHble C 3KCTpakapauanbHbIMU NPOABIEHUAMN
cmpo2ocmb dokasamerbcmea = A



[ eHeTn4Yeckasa oueHka - KnnMHUYeCcKnm CKPUHUHT

KnnHnyecknm CKpUHWHI Kapanommonatum pekomeHayeTcs

y 6eCCMMNTOMHbIX POACTBEHHUKOB NEPBOWN CTEMEHU
a. deHoTUN KapaMoMuonaTuu:

— [uneptpoduryeckada kapanommonaTmsa CtporocTb gokasatenbctBa = A
— [OunataumoHHas kapanomuonatns  CTporoctb gokasaTenbcTea = A
— AputmoreHHas DK gucnnasums CTporocTb gokasartenbcrea = A

— HekomnakmHebil nesbil xernydodek CTpoOrocTb gokasaTenbcrtBa = B
—  PecmpukmusHas kapouomuornamusi CTpOrocTb gokasaTtenbctsa = B

— Kapduomuonamuu, cesi3aHHbIe C 3KcmpakapouasibHbIMU rposierieHUsMu
CtporocTtb gokasarenbctBa = A



[eHeTn4yeckas oueHka - KnnMHUYeCKNm CKPUHUHT

b. KnnHM4Yecknn CKpUHUHI KapanommonaTtum
pekomeHAayeTcsl C MHTepBaramu y 6eCCMMnTOMHbIX
POACTBEHHUKOB B-PUCKE, O KOTOPbIX N3BECTHO, YTO
OHW HECyT Bbi3blBaloLmMe 60Ne3HbL MyTauun.

Cmpozomb 0okazameribcmea = A

C. KNMHMYeCKUN CKPUHMHI KapanomMmuonaTtum
pekomeHayeTcs Yy 0eCCUMNTOMHBIX POACTBEHHMKOB
nepBOW CTENEeHW, Korga reHeTu4yeckoe TecTMpoBaHune
He ObIf10 BbINOMHEHO UM HE MAEHTUULMPOBAno
Bbl3blBaloLLy0 OONE3Hb MyTaLUUIO.

Cmpozocmb Ookazameribcmea = A



[ eHeTn4yeckasa oueHka - KnMHU4YeCKUN CKPUHUHT

d. PekomeHayeTcs, YTOObI KITMHUYECKNN CKPUHUHI BKItOYan B ceos:

AHaMHe3 (C ocobbiM BHUMaHMEM Ha cumnTombl CH, apntmuu,
NpeaobmMopokn n 06MOpPOKM)

OcmoTp (C 0coBbIM BHUMAHMEM K CEPOAEYHON U CKENETHO-MbILLEYHOW
cucremam)

OneKkTpokapgmorpammy n axokapamorpadguio

CK-MM (morsiko npu HadaribHOU OUEHKE)

CurHan-ycpegHeHHyto anektpokapauorpammy (SAECG) Tonbko npu AINXK
Holter moHuTopuHr npmn I'KM, AMXXL

HarpysoyHoe Tpeamun-tectuposaHue npu KM

MPT npu AKX



Pexomenpamus 17.2.e. KnmHu4eCKnM CKPUHUHT KapIMOMHUONIATUN
HA/I0 PACCMATPUBATH T1OCIIEA0BATEIILHO WU YEPE3
ONpeJICICHHBIC MHTEPBAJIbI MJIM MPH MOSBICHUM JHOOBIX

CHUMIITOMOB HNJIX IIPHU3HAKOB.

deHOoTUN
Kap,EI,I/IOMI/IOI'IaTI/II/I

[MnepTpodunyeckas

JdunnartaymoHHas

AMXA/K

HekomMmnakTHbIN
JIK

PecTpuktnBHasa

NHTepBan, ecnu reHeTn4eckoe
TEeCTMpOBaHUE NN ceMenHoe
CKpUHMpOBaHMe oTpuuaTenbHbI

Kaxable 3 roga go 30-neTtHero
BO3pacTa; eXXerogHo BO BpeMS
NosioBoro co3pesanus; nocne 30 ner,

Korga eCtb CUMMNTOMbI

Kaxgble 3-5 net, Ha4nHasa ¢ geTcTea

Kaxgble 3-5 net nocne 10-neTHero

BO3pacTa

Kaxable 3 roga, HaymHasa ¢

neTcTea

Kaxgble 3-5 net, HaumMHas y B3pOCHbIX

NHTepBan
CKPUHWHra, ecrnu

€CTb MyTauund

Kaxable 3 roga < 30
neTHero Bo3pacTa;
eXerogHo Bo BpemMs
NOSIOBOr0 CO3PEBAHUS;
Kaxkgble 5 net noTom

E>xerogHo B OeTCTBE;
Kaxgble 1-3 roga y
B3POCIbIX.

E>xxerogHo ot 10 go 50
net

E>xerogHo B AeTcTBe;
Kaxgble 1-3 roga y
B3POCIbIX.

E>xerogHo B AeTcTBe;
Kaxgble 1-3 roga y
B3POCIbIX.

CtporocTtb
aokasatenbcTBa



[ eHeTn4yeckad OLUeHKa - KnnHnyeckumn CKPUHWHT
PekomernOayus 17.2.f

f. na poaCcTBEHHUKOB NEPBOW CTEMNEHU B-pUCKE C NOOLIMU
HeHopManbHbIMU KITMHNYECKUMWN CKPUHWUHIOBbLIMW TECTaMM

(HE3aBUCUMO OT reHOTMNA) HY>KHO PacCMOTPETb NOBTOPHbIN
KITMHNYECKUN CKPUHUHT Yepes 1 rog.

Cmpoaocmb Ookazamerniscmea = C



[eHeTnYecKkaqa oueHka - HanpasneHue

PekxomeHOauyust 17.3

OueHKa, reHeTU4YecKasa pekoMeHaaLUns n reHeTnyeckoe
TeCTUpPOBaHME NaLMEHTOB C KapaMoOMMONaTUEN — CIOXHbIE
npouecchl. Heo6xoaumo paccmaTpuBaThb HanpaBneHue B
crneumanm3anpoBaHHble LLieHTPbl FEHETUYECKOM OLEHKU U CEMENHOIO
yrnpaBneHus.

Cmpoaocmpb OoKkasamersiscmea = B



[ eHeTn4ecKkasa oUeHKa - TecCtnpoBaHmne

PexomeHOauyusi 17.4.a

[eHeTMYecKkoe TeCTUpoBaHNE HEOOX0AMMO paccMmaTpuBaTh AN abConTHOro
BOnbLUMHCTBA ABHO OONbHBLIX B CEMbE, YTOObI 0BNEerYnTb CEMENHbIN CKPUHUHT U
rnevyeHue.

a. deHoTtun KapanomMmonatun.

— [uneptpoduyeckasn kapanommonaTums CtporocTb gokasaTtenbctBa = A
— [OwunaraunoHHas kapanomuonatna  CTporoctb gokasaTesnibcTea = B
— AputmoreHHas DK gucnnasus CTtporocTb gokasaTenbcTea = A

— HekomnakmHebil neebit xerydodek CTporocTb AokasaTtenbcrtea = C
— PectpuktnsHas kapguomuonatna  CTporocTb gokasatennctBa = C

— Kapagmnomumonartum, cBa3aHHble C SKCTpakapauanbHbIMU NPOSIBIEHUSIMU
CTporocTb gokasatenbcrtea = A



PexomeHOayus 17.4.b. OnpedeneHHbie 2eHbl, docmyrnHbie OJis1 CKPUHUH2a,

OCHOBaHHO20 Ha KapduaJsibHoOM ¢heHomune

deHOTUN

['MnepTpodomnyeckas
(TKMIT)

OunaTtaunoHHas
(AKMM)

AMXAO/K

HekomnakTHbiv JIXK

PecTpuktneHasa

JocTynHble reHHble
TecThbl

MYH7, MYBPC7,
TNNTZ2, TNNI3, TPMI,
ACTC, MYL2, MYL3

LMNA, MYH7, TNNTZ2,
SCNbSA, AEC, YBPCS,
TNNI3, TPMI, ACTC,
PLN, LDB3, TAZ

DSP, PKP2, DSG2,
DSC2

CoMHUTErNbHbIE

COMHUTENbHbIE

NMpoueHT NoNoOXUTEerNbHbIX
pe3ynsraTtoB

MYH7, MYBPC3 = 60-80%
myTauun, TNNT2 = 10-20%.
[eHeTnyeckas npuynHa
naoeHTndpuumnpyetca B 35-45%
nosctoay. Ecnu cemenHbIn
aHaMHeE3 MONOXNTENbHbIN,

60-65%

LMNA = 5.5%, MYH7 =4.2%,
TNNT2 = 2.9%. Bce paHHble 13
nccneanoBaHHbIX KOropT

DSP = 6-16%, PKP2 = 11-43%,
DSG2 = 12-40%
COMHUTENbHbIN

COMHUTENBHbIN



[ eHeTn4ecKkasa oUeHKa - TeCTnpoBaHMNeE

GeneTests (www.genetests.org)

NIH-doHaHcupyembin pecypc,

KOTOPbIN NEPEUNCTIAET KITMHNYECKME (U
Hay4YHbIE) MOSIEKYNSIPHbIE TEHETUYECKNE
naboparopun TECTUPOBaHUA ONA
KapanomuonaTun.



[eHeTnYyecKkas oueHKa - TeCTupoBaHue
PekomeHOauyus 17.4.c
CKpUHUHT Ha boresHb Fabry pekomeHayeTcs y
BCEX MY>XYMH CO Cnopaanyeckum unm
HeayTOCOMHbIM AOMWHAHTHbLIM MPU3HAKOM
(HUKOrga oT MYXXYMHbI K MY>XXYUHE),
nepegaromMmM HEOOBSACHEHHYIO KapauanbHYH

rmnepTpoduio. Cmpozocms
dokaszameribcmea = B



[eHeTn4ecKkasa oUeHKa - KOHCYJIbTaUN4A

PekomeHOauyust 17.5

[eHeTn4ecKkaa n ceMenHasi KoHcynbeTauug
pekomMmeHAayeTcs BCEM NaUMUEHTaM U CEMbSAM C

KapgmnomMmmonaTmnen.

Cmpoaocmb dokazameribcmea = A



[eHeTu4YecKasa oueHKa - MeankamMmeHTO3Hasa Tepanus
PexkomeHOauusi 17.6

PekoMmeHAayeTCA MeaAMKaMeHTO3Has
Tepanusi, OCHOBaHHaA Ha KapaunanbHOM
doeHoTUnne

Cmpoaocmb
dokalzamernbcmea = A



[ eHeTn4yeckasa oueHka — [leBanuc Tepanus

PexkomeHOauust 17.7

PekoMeHAayeTCcA AeBanc Tepanus npu
apUTMUN N HapYLLEHUAX NPOBOAUMOCTMN,

OCHOBAHHAA HAa KapanmalsJibHOM CpeHOTl/II'Ie.

Cmpoaocmb
dokasameribcmea = B



[eHeTun4yeckasa oueHka - ICDs

PekxomeHOayusi 17.8

Y nauneHToB C KapanomMmuonaTtmen n cyLecTtBeHHou
apuTMmen nnn anarHoCTUPoOBaHHBLIM PUCKOM apUTMUK
MOXXHO paccmoTpeTb ICD (nannaHTpupyembin
KapanoBepTtep aedpumbpunnartop) Ao cHmxkeHusa OB JDK
HxKe 35%.

Cmpoeaocmsb
dokalzamernibcmea = C



