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ApPHUTMOreHHA KapaioMionartis nNpaBoro mJIyHO4YKAa

1. 3n0poBe cepue

Ceprie - 1e 0oCOONHMBHHA M'SI3, SIKHH pPEryJspHO i
0e31epepBHO CKOPOUY€ETHCS, NEPEKauyI09n KPOB 10
TiJla Ta JieTeHiB. BiH Mae woTmpu kamepu — ABi
BepxHi (mepencepns) 1 B HIDKHI (IIJTyHOYKH).
HacocHa ¢yHKIisS ceprst 3yMOBIICHa ITOTOKOM
CJIEKTPUYHMX CUTHAIIIB uepes cepie. Lli enexTpuuni
CUTHAJM TOBTOPIOIOTHCS. B IMKII, 1 KOXEH LMK
BiJITIOBiJ]a€ OJTHOMY CEPILICOUTTIO.

2. ApPUTMOreHHa KapaiomiomaTtis mnpasoro
mayHouka (AKIITI)

AKITIII — me 3axBOpIOBaHHS CEPIEBOTO M s3a
(xapnmiomiomnatist). BoHO B OCHOBHOMY Bpaxae
IUTYHOYKH CEpIlsl Ta BUKJIMKAE apUTMIi (TOPYIICHHS
cepueBoro putMmy). AKIIII B ocHOBHOMY Bpaxkae
MpaBU{ INDIYHOYOK, ajie TaKOX MOXKe 1 JIBUH.
3axBOPIOBaHHS TaKOXX HA3WBAIOTh APUTMOTEHHOIO
KapIioMiONaTi€ro, TaK K OCHOBHI CHMIITOMH
BukiukaHi apurmiero. AKIIII Takox Moxe
BILTUBATH Ha niepencepas cepis. Hassricts AKITII
03HaYae, 110 € mpobiemMa 3 NEeBHUMH MOJIEKYJIaMHU
(binkamu), sIKi yTPUMYIOTh pPa3oM  KJIITHHH
cepuesoro M’s3a. Y marienTiB 3 AKIIIII i 6inku He
PO3BHBAIOTECS HANCKHUM YHHOM 1 HE MOXYTh
OIIBPHO YTPUMYBAaTH KIITHHHA CEPLEBOTO M’s3a
pasom. Komm 1ie BigOyBa€eThCsl, KIITHHE CEPIIEBOTO
M’si3a BIIOKPEMITIOIOTHCS OJHA BifJl OJHOI, CTarOTh
CTa0KUMH Ta THHYTh. [10TiM B 00JIaCTh cepil, e
3arvHYJIM M’SI30Bi KIIITMHH, BUHUKA€E 3allaJieHHs], a
BTPAayYCHI  KJIITHHH  3aMIHIOIOTBCS  PYyOICBOIO
TKaHMHOI Ta XUpoM. lle BIUIMBaE Ha CTPYKTYpy
CEepLEBOro M'si3a, 1 CTIHKA IIUTyHOYKAa MOXKE CTATH
TOHKOIO 1 pO3TATHYTOO. e cnpuunHse 1Bi OCHOBHI
mpobIeMu:

1. MO’ke TOPYIIyBaTHCh MPOBEICHHS €ICKTPUIHUX
CUTHAJIIB y CepIli, sIKi BIAOBIAAIOTE 3a CEPLEOUTTS,
10 TAKOE € IPUINHOIO apUTMIT;

2. TOHKI CTIHKM IIUIyHOUKIB cepls He 37aTHi
HOPMaJIBHO TIepeKadyBaTh KPOB.

3.JlommupenicTh i ycnagkyBaHHs

AKIIII 3ycTpiva€eTses piko MOPIBHSHO 3 JSSIKUMU
IHIDUMK ~ KapAiomionaTisiMu. 3a po3paxyHKaMmHy,
6mm3bko 1 3 2000-5000 oci6 mae AKIIIL.
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Howcepeno: Ted Rogers Centre for Heart Research (adanmosatio)

AKIIII wyacto wmae reHernyHy npuuuHy. Lle
O3HaYae, Mo e COpUIUHEHO NePEeKTOM (MYTAIEr0)
reHa, SIKUid MO)Ke TepeaaBaTUCs CIaJKoBo. ['eH —
me yactuHa Hamoi JIHK, sika mictuth koa st
YTBOPEHHS MOJIEKYJIU (Oinka). AKITIII
BUKIIUKAETHCSA MYTAIliEF0 B TeHAX, SKi MICTATh
TeHETHYHI KO JUIs crieu(ivHnX MOJIeKy (O1IKIB)
y cepui. KoxkHa JroquHa Mae IBi KOTIl KOXKHOTO
TeHa, IKi MOXKyTb OyTH noB’s13ani 3 AKIIIL. Myramii
TUTLKH B OJTHIH 3 IBOX KOITii OJTHOTO 3 WX TeHIB (Bif
O6aTpka abo BiJ Marepi) JOCTaTHBO TSI PO3BUTKY
AKIIII. I1e Ha3uBa€THCSA ayTOCOMHO-IOMIHAHTHIM
TUTIOM yCIIaJKyBaHHS, 1 0aThKO, SIKH € HOTO HOCiEM,
Mae 50 BimcotkiB (1 i3 2) mIaHCIiB epegaT MyTaliro
KOXKHI AWTHHI. IMOBIpHICTH TOTO, IO AWUTHHA HE
yCHajKy€e MyTOBaHMM T€H, TaKOXX CTaHOBUTH 50
BigcotkiB. Inomai AKIIII moxxe OyTH ayTOCOMHO-
periecuBHUM 3axBoproBaHHsAM. [{e o3Hauae, 110 st
po3utky AKIII HeoOxinHa NPHUCYTHICTH ABOX
MmyTaii 000x komii reHa (i Bix 6atbKa, 1 Bix MaTepi).
Uu € AKITIII ayTOCOMHO-/IOMiHAHTHUM
3aXBOPIOBAaHHAM  YH  ayTOCOMHO-PCIICCHBHIM
3aXBOPIOBAHHAM, 3QJICXKHUTH BiJl TeHa Ta MyTamii. ¥
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ZesIKUX BUMaakax HoBa (de novo) myTamiss Moxe
BUHHMKHYTH B AHIEKIITHHI a00 criepMaTo30iai abo B
eMOpioHi. Y IMX BHUMAJKaX OaTbKH JTUTHHU HE
Maroth MyTarii Ta AKIIIII, ane quruaa mae AKIIIII
1 MOXe TIepeaTH MyTOBAaHHUHA I'eH CBOIM JiTSM.
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AyTOCOMHO-/IOMIHAaHTHHUI THUIIOM yCIaJIKyBaHHS

4. CuMmnToMu

AKIIII 3 yacom Mosxe moripuryBaTics. CuMnroMu
3YMOBJICHI €NIEKTPUYHOIO AaKTHBHICTIO ceps, a
TaKOXX CTPYKTYpPOIO CEepIls Ta THM, HACKUIBKHU T00pe
MpaIoe cepleBuii M’s3. AHOMaJIbHA EJNeKTpUIHA
aktuBHICTh B AKIIII Moke CIIpHYWHUTH apUTMIl,
0 TPHU3BOMATH 10 TIOCHJICHOTO CEepLEOUTTS,
3allaMOPOYCHHS Ta HEMPUTOMHICTh. 3MCHIICHHS
HACOCHOI 3JIaTHOCTI CEpIeBOro M’s3a (0COOMBO
MIPaBOro MUIYHOYKA) MPU3BECTU 10 HAKOMWYCHHS
PIZIMHY B OpraHi3Mmi, 110 IPU3BOAUTH 10 HAOPSKAHHS
IIUKOJIOTOK, HIT 1 )KHBOTA, & TAKOXK 3aUIIIKH.

5. Jliarno3

Haii0inpil  MOIIMPEHMMH  IHCTPYMEHTaMH IS
BcraHoBieHHs niarHo3y AKIII e menuunmii Ta
ciMeiiHuii aHaMmHe3, (i3WKaTbHE OOCTCIKCHHS,
eJIEKTpUYHE JIOCITIIPKCHHS cepus
(emexTpokapmiorpama abo EKI'), ymbrpa3BykoBe
CKaHyBaHHS cepIll (eXoKapniorpaMa), MarHiTHE
CKaHyBaHHS cepist (MaraiTHO-pe30HaHCHA
tomorpadis abo MPT), ¢ismune HaBaHTa)XeHHS,
MOHITOp CcepIeBoro putMy (Xonrep) i eleKTpudIHe
JIOCTIIKSHHS ceprs (emexTpodizionoriune

nmocimxenns abo EDJ]) (nuB. HIDKYE).

5.1. EKT (enekTpokapaiorpama)

Le naitnpocrimmii TecT. MaseHbKi JUIKI IIaCTHPI
(emekTposn) HaKIanalOTh HA TPYIH, a 1HOAI i Ha
pyku Ta Horu. BoHU 3’€HaHi 1poTamMy 3 MaIIMHOIO
st 3anucy EKT, sika mpoTsrom KiTbKOX CEKyHI
(biKcye eJNeKTpHUYHY AaKTHBHICTb, SKa BHUKJIUKA€E
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cepueOutTa. I[HOmI HeoOXimHi momaTkoBi abo
nostopHi EKI-Tect.

5.2. YabTpa3BykoBe pociimkenHs cepus (Y31
cepus, exokapaiorpama, ExoKT')
Exokapmiorpama  BHKOPHCTOBYE  yIBTPa3BYKOBi
XBWII  JUI1  BHUBYEHHS  CTPYKTYp  CepIi.
Exokapaiorpama MoOXe BHSBHTH PIi3HI  THIH
CTPYKTYpPHHX 3MIiH y  ceplli, HaIpHUKIaJg
3aXBOPIOBaHHA ceprieBoro M’s3a, Taki sk AKIIII ra
aHoMaJtii CepIeBHX KiamaHiB. MOXHa BH3HAYUTH
TUISSHKH CTOHIIICHHS CEPIIEBOTO M 5134,

5.3. MPT

MPT ckaHyBaHHSI BHKOPHCTOBY€ MarHiTHe 10JIe ISt
CTBOpEHHsI 300pakeHb cepus. CaMm cKaHep SBIsIE
c000F0 BeNHKY TPyOy 31 CTOIHMKOM MOCEPEIHi, 10
JIO3BOJISIE TIAIIIEHTY KOB3aTH B TyHENb. TecT 3aiimae
ommszpko romman. MPT  myxke moOpe mokasye
CTPYKTYpPY BaIIOrO CepIsl Ta KPOBOHOCHHUX CYAMH,
Bi3yalli3ye CTaH BallOrO CEpLEBOrO M’s3a Ta
BH3HaYae Oynb-sKi pyoui (¢pidpo3) y Bamomy cepiii.

5.4. TecT HaBaHTa:KeHHS (CTPec-TeCT)

Tecrt i3 pisuuHUM HaBaHTaXECHHAM cxoxuii Ha EKT,
OMHKCAHE BHIIE, aJIe 3alIUCYEThCS 0, i Yac 1 micyst
TpeHyBaHHA Ha OIrOBil JOPIXKII YK BEJIOTPEHAXKEPI.
BiH peectpye OyIb-sKi 3MIiHH EICKTPUIHUX
CUTHANIB  CepIls, SKi BHHUKAIOTh IiJ  dYac
TPCHYBaHH.

5.5. XoarepiBcbke MOHITOPYBAHHS

XonrepiBCchke MOHITOPYBaHHS nependayae
HEBENMKUH [MGPOBUI TPUCTPiH, SKUH MOXKHA
HOCUTH Ha Tosci Ha Tamii. Yotupm abo mricTh
enektpoaie EKI Bim amapaty NpUKICIOIOTH [0
rpyzeii. [loTim BiH 3ammuCye eNeKTPUIHY aKTUBHICTD
cepirst poTsarom 24-48 romuH a60 HABITH MPOTIATOM
cemu mHiB. Ilig gac MOHITOpHHTY BCS aKTHBHICTP
3aIHCY€THCSI OKPEMO Y IIOAECHHUK.

5.6. Eaextpodiszionoriune gocaimxenns (ED/)
Lleii Tect momysirae B TOMy, IO JOBIY TPYOKy, siKa
Ha3MBAETHCS KATETEPOM, BBOIATH Yy CyAWHY Ta
HaNpaBISIOTh 10 cepi. Yepes kaTerep 10 ceprist
HAJIXOJATh €JIEKTPUYHI CUTHAJH, IO CTUMYJIIOIOTH
Horo CKOpodyBaTHCh 3 pi3HOIO IBHAKICTIO. Lle
3aIUCY€EThCI 1 MOXKe OYTH BHKOPHCTaHO, MI00
BU3HAYHTH, SIKa AISTHKA CEpPL BUKINKAE apUTMiIo,
110 JoroMarae y BUOOp1 TaKTHUKH JIIKYBaHHS.

5.7. I'eHeTHYHE TeCTyBaHHSA

Maiixe B nosioBuHi cimeii 3 AKIIIL MokHa BUSIBUTH
MYTallil0 B OJIHOMY 3 T€HIB, 1110 MOXKE BUKJIHMKATH 1€
3axBoproBanHs. OCKiTbKH BiZIOMi HE BCi T'€HH, sIKi
MoxyTb  cinpuuuHuTd  AKIIII,  HeratuBHMit
pe3ysbTaT TeHEeTHYHOTO TECTyBaHHS (KO MyTaril
HE BHSBJICHO) HE BHKIIOYAE CIAIKOBOI NMPUYMHHU
AKIIII.

Binbwe iHbopmauii:: https://guardheart.ern-net.eu
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6. Tepamnist

Xoda 1 HeMOXxuBO ycyHyTH nipuanay AKIIII,
JIKyBaHHS J0IIOMarae KOHTPOJIIOBATH
CHUMIITOMH Ta MOKPAIIUTH MPOrHo3. JlikyBaHHs
30CepeKeHO Ha MOKpPAIIEHHI pobOTH cepIrd,
KOHTPOJI apuTMili 1 3HWKEHHI pHU3HUKY
HEOE3MeUHUX Ui JKUTTSA apUTMii (Takux sK
3yIAHKA cepIpl). SIKImo TarieHTH MaroTh
BHUCOKHI PH3HMK PanTOBOI CMEPTi (HaNpHKIAM,
3a HasBHOCTI 3yNHUHKH CEPLS y aHaMHe31) abo
SKILO CHMITOMH HEMOXJIMBO KOHTPOJIIOBATH 32
JOTIOMOTOI0  JIKiB, MOXHa  PO3TJSIHYTH
MOJJIMBICTh BHKOPHCTAHHS IMILJIAHTOBAHOTO
kapaioseptepa-gediopunsaropa (IKH). 1K
MOCTIHO KOHTPOJIOE EJCKTPUYHY aKTUBHICTH
cepl 1 MOXKe PO3Mi3HABATH JKUTTE3ArPOKYyI0Ul
aputmii. IKJ[ MoxHa  3amporpamyBatu
IHAMBIAyaJIbHO Ha KOXXHOrO mailieHta. Bin
MOJKE JIIKYBaTH BaXKKi Ta PpamnToBi apuTMii,
HQ/ICWIIAIOYHM  €JIEKTPUYHI  IMIyJnbcH  abo
HAaHOCUThH ENEeKTPUYHUN “IIOK’, MOBEpPTaro4u
HopManbHe cepreoutts. 1Kl cxmamaerbes 3 2
yacTuH: Oatapel (IPUCTPOIO) Ta ENEKTPUIHOTO
NPOBOJY, SKHH KOHTPOJIOE  EJIEKTPUUHY
aKTHBHICTh cepllsl Ta 3abe3ledye eneKTpUdHi
IMIYJIbCH 200 €JICKTPUYHHUN yJap JUIsS CepIs.
[poein IKJ[ MoxHAa pO3MICTUTH B TpaBii
KaMepi cepist (depe3 KpOBOHOCHI CyIMHH) abo
M IMKipy B OONAcTi TPyAHOI KIITKH Hax
CepLeM.

7. Cnocio XuTTH Ta CIOPT
IcHYIOTE KITIOUOBI pEKOMEHAAIIIT JJIs MMAIli€HTIB
(1 cimeit), y sxux miarnocroBano AKIIII, mms
npoQiIaKTUKH apUTMiii:
® VHHWKHEHHS BHCHKIUBUX (Pi3HIHUX
HaBaHTaXXEHb - OCOOJIMBO IHTEHCUBHUX
3MarajJibHUAX BHJIB CHOPTY Ta MiTHOMY
BaykKoOi Baru;
® 1S OLIBIIOCTI HOCITB MyTallii BAXKITUBO
YHHUKATH 3aHATTS CIIOPTOM;
® [POXOJUTH PETYJSPHI OTISAIU IS
BIJICTEXKEHHS Oy Ib-SIKMX 3MIH
3aXBOPIOBAHHS;
® 320XOYCHHS POJIUYiB 10 OOCTEIKECHHSI.
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Hiarno3 AKIIII 1 3paTHiCTh ycHmaaKyBaTH
3aXBOPIOBAaHHA MOXKE€ BUKIHMKATH TPUBOTY Ta
0ararto MMUTaHb. Menuuni colLiaJIbHI
MPAIiBHAKH 200 TICHXOJIOTH MAarOTh JOCBIJI 13
UM 1 MOXKYTbh OYTH KOPUCHHMH JUIS MAIli€HTA

Ta 4YJIeHIB ciM’1.

8. Hopanbmi gii

Joktop, mio Jikye cepre  (Kapaionor)
MOPaJNTh, SIK 4acTo HEOOXIIHO
CIIOCTEPITraTHCh, 3aJI€KHO BiJ] CHMIITOMIB, BIiKY

Ta JIIKyBaHHS.

9. CimeiiHMI CKPUHIHT

Axmo y mnamienta 3  AKIII BuseieHO
TeHETHUHY  MyTamito  (auB. [ enemuune
obcmedicents), WIEHA CIiM'1 IIbOTO TaIlieHTa
(moyatu 3 WIEHIB CiM’i MEPIIOr0 CTYIICHS:
MaTH, 0aThKO, OpaTh, CeCTpH Ta JTITH) MOXYTh
HPOUTH TeHETHYHE 00CTEe)KECHHS y
CHelliali30BaHOMY BiJIIiIEHHI TeHETUIHHUX 200
CEpLEBUX 3aXBOPIOBaHb. UJIEHU pOIUHH, Y
SIKMX BHSIBJICHO TaKy CaMy F€HETHYHY MYTAIifo
(cimeiiHy), Ha3MBAIOTHCS HOCIAMH MYTaIlii, 1 ix
OyJe crioctepiraTd Kapaioyior. YeHu poaunu,
y SIKUX HE BHUSIBIIEHO CIMEIHOT MyTaIlii, MOXXYyTb
OyTu criokiitHi. Skmo y mamienta 3 AKIIII we
BUSIBJIGHO MyTalii, ujeHam ciM’1 LbOTO
marieHTa (IIoYaTé 3 UIeHIB CiM’1 TMepHIoro
CTYTICHS) PEKOMEHTyE€ThCSI BiJIBiIaTH
Kapmionora mius mociimkeHds ceprsa. AKIILI
3a3BUYAil  PO3BHBAETHCS IICNISA  CTATEBOTO
JI03piBaHHS, KOJIU JIITH MOpociiiarTs. OmHaK
y JAeSKUX JiTell CHMITOMH 3aXBOPIOBAHHSI
MPOSIBJISIIOTECS. B OUTBII paHHBOMY Bimi. Tomy
JITSIM PEKOMEH/I0BaHO MPOXOIUTH TECTYBAaHHS
3 IECATH POKIB.

10. AKIIII i BariTHicTD

Iepm Hixk 3aBariTHITH, BaXKJIMBO OOTOBOPUTH
OyIb-AKi TOTEHINIHHI PW3WKH, 3MIiHH JIKIB 1
JOTJISA, HeOOXIMHHUH IMiJ Yac BariTHOCTI.

Binbwe iHbopmauii:: https://guardheart.ern-net.eu


Daria
I am not sure if there is "a specialist genetic heart clinic" so I changed it to "a specialized department of genetic or heart diseases"
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