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CTPYKTYPHbIX U (PYHKLUMNOHANbHbIX HApPYyLWEeHUU B MnoKapae

XKenyano4vuKoB, KOTOpPble He CBsi3aHbl C OrpaHU4YeHneM KPpOBOTOKa
BC A

Ha KAPIUOMUOTTATHS

A

AVUNATALUOHHAS PECTPUKTHBHAS
FMTTEPTPOZUYECKAS CHCTOMMYECKAS
f IMCEYHKLIMA
C;:S}‘MB;'%HSEL‘IX PACLIMPEHME ORI AMACTONMYECKAS
OUACTONUYECKAS CTIOPTCMEHOB BCEX KAMEP 7\ ) - PACTIPOCTP AHEHHBIN OUCEYHKUMA
ARl CEPAUA (e ™ :
/ \ \ .
% / 7 | ._\ ‘ KECTKVE
r YTOMUEHME [N ‘ . S CTEHK
CTEHKA NEBOTO [N AN \ HAMMEHEE SR Xenynoukos
xenvaouka (RSN BCTP@%TEMbIM = {




Knaccudomkauma KMIT (AmepukaHckas accouunaums cepaua)

|. MepBun4yHbIe KMI1: nsonupoBaHHoe (M1 npesanupytoLlee) noBpexaeHue
Muokapaa

Il. BropuyHbie KMI1: MmmokapgmansHoe noBpexaeHne sBnaeTcs 4acTbio
reHepann3oBaHHbIX CUCTEMHbLIX (MYNLTUOPraHHbIX) 3aboneBaHni

Cpeaun nepBunYHbIX KMI1 pasnuyator:

I. [eHeTn4YyeckKkue:

1) N'mnepTtpodunyeckaa KMIT (IF'KMI);

2) AputmoreHHas gucnnasus npasoro xenygodka (AQMX);

3) HEKOMMNAKTHbIN MUOKapA NEBOro Xenyao4ka;

4) HapyLLleHns OenoHUPOBaHNSA MMUKOreHa:

a) PRKAG2 (protein kinase, AMP-activated, gamma 2 non-catalytic subunit);

0) 6one3Hb [1aHoHa (Danon disease)

5) oedekTbl NpoBeaeHUs;

6) MUTOXOHApPWAaNbHbIE MMONAaTUY;

7) HApyLWEHUS1 MOHHbIX KaHanoB (CUHAPOM YAMHEHHOro MHTepBana QST (LQTS);
cnHapom bpyraga; cuHApPOM YKOPOYEHHOro nHTepeana QST (SQTS); cuHapoM
JleHerpe (Lenegre); KaTexonaMunHaprmyeckasa nonmmopdoHas xenygovkosas
Taxukapaus (CPVT); cMHOPOM HEOOBSACHMMOM BHE3ANMHOW HOYHOW CMepPTHU (Asian
SUNDS)



Il. CmewaHHsble: KMl n pectpuktueHasa KMI'1 (PKMIT)

Ill. MpnobpeTeHHbIe:

1) BOCNanutenbHasa (MMoKapauT);

2) cTpecc-nHayumpoBaHHag (takotsubo);

3) nepunopTanbHas;

4) Taxukapgma-nHayumupoBaHHag;

5) y Aeteun, poxXaeHHbIX MaTepsiMn C MHCYITMH-3aBUCUMbIM CaxapHbIM

anadceTom



TMMNEPTPOPUHECKAA
KAPOUOMUOIIATUA

3abonesaemocTtb KM
cocTtaBndeT 2-5 YyenoBek Ha 100 TbicAY
HaceneHus unu 2-3 cny4vas Ha

1000 4yenoBeK Moyiogoro Bo3pacrta
(20-35 nerT).

NMpeobnanaroT HEOOGCTPYKTUBHDbIE
¢dopmbl NKMI, yacTtoTa oOHapyxeHuUs
KOTOPbLIX NPpUMepHOo B 2-3 pas3a
Gornblue YeM OOCTPYKTUBHbBIX.

My>X4uHbI 3a00neBaroT YaLle XXeHLLUH.

lNMepBble KNUHUYECKNe NPOoSABNEeHUNA
Oone3Hun, Kak NnpaBuUo, BO3HUKAIOT
B Monogom BospacTte (20-35 nerT).




['mneprpoduueckas
KapANOMMONATHSI

Hopmasnsnoe cepaue

Afch of aorta
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Right ventricle

MEe3OKeTyI0UKOBOM
neperopojaKu

Mexoxenynouxosas
neperopoaxa

'MnepTpodunyeckasn
Kapaunomumonartus
(FTKMN)
AVWarHocTupyeTcs npu
yBefIM4YeHUM TOSLWMUHDI
CTEHKU nneBoro
xenyaouka (J12K),
KOoTopas usHavaribHO He
AABNAETCA crieAcTBUEM
NOBbILWEHHOW Harpy3Ku
Ha Hero AaBrieHneMm.



bnarogapsa AOCTMXEHUAM COBPEMEHHOU NFeHEeTUKN YCTAaHOBIIEHO, YTO B OCHOBE
Bo3HuUKHoBeHuA 'KMI1 nexxaTt reHeTu4yeckue hakTtopbl, a UMEHHO: nepeAaroLwmecs
no HacneacTBy aHOMariMm UM CNOHTaHHbIe MyTalun B NTOKyCcaxX HeCKONMbKUX
reHoB, KOHTPOJIUPYHOLLUX CTPYKTYPY U (DYHKLIUIO COKpaTUTESIbHbLIX OerkoB
Muokapaa. NeHbl pacnonaraloTcs B Xpomocomax 1, 2, 7, 11, 14 n 15. leHHbIN
AedeKT 3aKn4vyaeTcsa B USMEHEeHUM nocrneaoBaTesibHOCTU aMUHOKUCHIOT.

B 6onbLlWMHCTBE Cry4yaeB N3BeCTHbIe MyTaLuu reHOB NPUBOAAT K CUHTE3Y
aHOManbLHOMN TAXErIOU Lenu MMO3uHa, pexe — TPonoHnHa T U TPONOMUO3UHA.
AHOManbHble 6esiKM 3anycKaloT npouecc Ae3opraHnsayum capkomepa

U NPUBOAAT K HAPYLUEHUIO ero CTPYKTYpbl U hyHKUMKN. Takum obGpa3om,
npumepHo B nonioBuHe cny4aeB FKMI1 HocuUT cemeluHbIl xapakmep,

W HacnegoBaHMe aHOMasrium reHoB NPoOMUCXoauT NO aymoCcoOMHO-OOMUHaHMHOMY
muny. puMepHO Y NONOBUHbI GFIU3KNX POACTBEHHUKOB OONbHbLIX CEMEeUHOMN
FKMI (poauTtenen, poaHbix 6paTtbeB u cecTep) BbiaBnATcA IXOKI-npusHaku
runeptpodumn MXTI.

B apyrux crny4vasix He yaaeTcs AoKa3aTb ceMeuHbIn xapaktep KM

n 3aboneBaHune CBA3bLIBAKOT CO CITOHMAaHHbLIMU MymauyusiMu Ha38aHHbIX 2eHO8,
BO3MOXXHO, NPOUCXOAALLMUMM NOA AeUCTBNEM HeOnaronpuAaTHbIX (pakTopos
cpeabl (cnopadu4veckue ¢hopmbl FTKMIT).

OuddepeHumnauma cemenHbix u cnopagu4veckux copm NKMI 3aTpyaHeHa.



N'unepTtpodmyeckana kapauomumonarua (FKMIT) - ato nepeuyHoe nopaxeHue
MUOKapAaa, Xxapakrtepusyrlleecsi BbipaxeHHou runeptpodumen mmokapaa JIXK (pexe
M), HopmanbHbIMU UNN YMEHbLUEHHbIMU pa3mepamu nonoctu JIK, 3HaYuTenbHbIM
HapyLeHueM auacTtonuyeckon pyHKLMM Xenyaodka (ero paccnabneHus) u 4YacTbiMuU
HapyLweHUAMN cepaevyHoro puTma.

Pasnun4yarot acuMMeTprUUHyr0 u cummeTpudHyro coopmebl 'KMI. Yawe BcTpeyaeTcs
acumMmmeTpuyHasa coopma Cc npenmyLecTBEHHOU runepTpoduren BepxHen, cpeagHen
unu HxHeun tpetn MXKI, TonwmHa kotopon MoxeT ObITb B 1,5-3 pa3a 6onbLue
TOmNWMUHbI 3aaHen cteHku JK n npeBbiwaeTt 15 mm.

CxemaTu4deckoe nsobpaxeHune pasnnyHbIX
dopm acummeTpuyHoM (6—-4) 1
cummeTpuyHon (e) FKMI: a — Hopma; 6 —
npenmMyLLecTBeHHaAda rmnepTpodunsa BepxHen
yactn MXTT; B — runeptpocus BepxHen,
cpeaHen n HmxHen Yacten MXKTT; r—
rmnepTpodna HmxHen yactn MXKI n
Bepxywku JIX; o — npenmyulectseHHas
rmnepTpona BEPXYLLKN C NepeXoaoM Ha
nepenHo CTeHky JDK; e — cnmmeTpuyHas
dopma KMT.

KpacHbiMm LBeTOM 0603Ha4YeHbl Y4aCTKU
NpenuMyLLECTBEHHOWN rMnepTpodum
MuoKapaa




UHoraa TonwmHa MXI gocturaet 50-60 mm. B yactu cnyyaeB runeptpodcusa MXKI
co4yeTaeTcsl C yBesiM4eHneM Mbie4yHOU Macchl nepeaHen unm nepegHe60KoBOU
cTteHku JIXK, Toraa Kak TonuwuHa 3agHen CTeHKU OCTaeTcsl NOYTU HOPMaribHOMN.
HakoHeL, B HEKOTOpPbIX criy4yasix npeob6nagaet runeptpodunsa BepXyLLKN (anuMkKarnbHas
copma NKMIT) c BO3MOXHbIM rnepexoaom Ha HMXKHIo Yactb MXKI unu nepegHioro
cTteHKy JIX.

Ona cummetpuyHoun chopmbl FKMI xapakTtepHO novyTn oagnHaKoBoOe yToJsIWeHue
nepeaHen, 3agHeun cteHkn JIK n MXT1 (= koHueHTpnyeckasa runeptpodusa J1XK).

B HekoTOpbIX criyyasnx, Hapaay c JIXK, moxeTt runeptpocduposarsca mmokapg XK.

Macca cepaua pe3ko yBennimBaeTcs, JOCTUrasa B OTAeNbHbIX cryyasax 800-1000 r.
Monoctb JTX 06bI4HO cyxeHa. Ocobbin MHTepecC NpeacTaBnAIOT Clly4yaun Tak
Ha3biBaemMon o6cmpykmueHou chopmbl F'KMITc acUMMETPUYHbIM (MNN TOTaNbHbLIM)
nopaxeHuem MXXI n o6cTpykuuen BbixogHoro Tpakrta JIXK. B aTux cny4yasix roBopsit o
Hanu4um y 6onbHoro uduonamu4yecko20 cyb6aopmasibHO20 (= NodKs1anaHHoO20
MbIWEYHO020) cmeHo3a, KOTOPbIA NPUBOAUT K Haubonee BbipaXeHHbIM U3MEHEHUAM
BHYTpUcepae4Homn reMmoamMHaMmKu.
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Mpu 2ucmosiocu4yeckom uccriedoeaHuu Muokapoa 6onbHbIX TKMM

OOHapyXMBaKT HECKONMbLKO cneundpUYHbIX ANA 3Toro 3abonesaHns

NPU3HaKOB:

* [OEe30pPUEeHTUPOBaAHHOE XaOTUYHOEe pacrnosioXeHue KapanoMUOLUTOB;
¢dnbpo3 mnokapaa B Buae anccysHoro unm o4aroBoro pasBuTus
COeAUHUTESIbHOW TKaHU B cepAevyHOMn MbliLuue, NpuyYemM BO MHOIMX

crny4asax ¢ oopasoBaHMeM OOLLIMPHLIX U AaXe TPaHCMYypanbHbIX
pyoLOBbLIX Noneu;

* YTOHLI.I,GHVIG CTeHOK MeJlKux KOpOHa[—‘& b ohers “?"

w..




NMaToreHe3 nameHeHuu

remoanHaMummkKum
1. AmnacTtonuueckasa ancohyHkuumsa JIXK coctaBnsieT 0CHOBY reMOAUHAMUYECKNX

HapyweHun npu noodbix dopmax NKMIT (06CTPYKTUBHBLIX U HEOOBCTPYKTUBHBLIX). OHa
CBfi3aHa C yBefIMYeHNeM PUrMAHOCTU rMNepTpocpMpoBaHHON N CKNEPO3NPOBaAHHOWN
cepAevYHoOU MbIWLbI U HApYLUEeHUeM npoLlecca AuacTonM4ecKoro paccnabneHus
XernyaovukoB, CrieACTBMEM KOTOPOro SABNSIOTCA:

e BO3pacTaHMe KOHeYHo-aguacTonmnyeckoro aasneHus B J1XK;

* noBbliWweHue aasneHus B J11 1 B BeHax manoro Kpyra KpoBoobpalieHus;

e pacwupeHue JiI (npn otcytcTtBuu aunatauum J1XK);

* 3aCTOM KPOBU B MarioM Kpyre KpoBoooOpaweHus (amacronuyeckas coopma XCH);
* yMEeHbLUeHMe cepaevyHoro Bbiopoca (Ha 6onee No3gHUX CTaanUAX pa3BUTUSA
3aboneBaHusA) B pe3yrnbraTte YMeHbLlueHus nonoctu JIK

2. Cuctonunyeckas pyHKUMA xenyaouka y 6onbHbix 'KMI, kak npaBuno, He
HapylweHa unuv gaxe noBbllleHa: cura cokpaiweHua runeptpodupoBsaHHoro JHXK
M CKOPOCTb U3rHaHUA KPOBU B aOPTY OObLIYHO pe3KO Bo3pacTaloT. YBenmumBaeTcs
n ®B. OgHaKo 3TO BOBCE He NPOTUBOPEYNT OTMEYEHHOMY BbIlLe CHUXEHUIO
yAapHoro o6bema 1 cepaevyHoro Bblopoca, NOCKOsbKY U BbiICOKMe 3HavYeHusa PB,
M HU3KMe 3Ha4yeHuna YO obbscHAKTCA pe3kum ymeHblieHuem KOO n KCO.
BcnoMHuTe: ®B =YO / KOO x 100% n YO = KOO — KCO

NMoatomy npu cHmxeHuun KO yBennuuBaetca ®B un ymeHbluaetca YO

CM Huxe



3. OTHOCUTENbHas KOPpOHapHasaA HeJOCTAaTOYHOCThL - OAUH U3 XapaKTepPHbIX MPU3HAKOB
FKMIN.
HapyLweHusa kopoHapHOro KpoBOTOKa OOYCJIOBMEHbI:

* CYXeHueM MeJIKUX KOPOHapPHbIX apTepun 3a cHeT rmnepTpodum rnagKkomMbiLLeYHbIX
KJIeTOK U pa3BUTUA COeAUHUTENIbHOU TKaHN B CTEHKe apTepui (“0orne3Hb MernKnx
KOpPOHapHbIX apTepun”)

* nosbiweHnem KO B JIXK, 4yTo npnBoAUT K NageHUIo rpagueHTa gaBneHus mexay
aoptoun u nonoctbio JIK U, CooTBETCTBEHHO, YMEHbLLUEHNIO KOPOHAPHOI0 KPOBOTOKA

* BbICOKMM BHYTPUMMOKapAUanbHbIM HanpsiXkeHUeM CTEHKU cepAaua, 4Tto
cnoco6CcTBYeT cAaBMEHUIO MeNKUX Cy63aHaoKapAnanbHbIX KOPOHAPHbIX COCYAOB

* HEeCOOTBETCTBMEM 3HAYUTENbHO YBESIMYEHHOMN Mbille4yHoU Maccbl JIXK
W KanurJiipHoOro pycrna cepaua

° noBblWeHMeM NOTPEeOHOCTU MUOKapaa B Kucnopoae Ha ¢poHe
rMMNEepPKOHTPaAKTUNBHOCTU CepAeYHOUN MbILULbI

4. BbICOKMM PUCK XeJyAO4YKOBbIX U HAAXKeNyA04YKOBbIX apUTMUN, a TaKXKe PUCK
BHe3anHou cMmepTn, o6ycrnoBrieH NpemMmMmyLLeCTBEHHO BbIPaXKeHHOMN 3N1IeKTPUYECKOMN
HEeroMoreHHOCTbI0 U HeCTaOUITbHOCTLIO MMOKApAA Xenyao4uKoB U npeacepaun,
KoTopble y 6onbHbIX FKMI Bo3HMKalOT B pe3ynbrate o4aroBoro Mo3am4Horo
pacnonoXxeHnsa y4acTKOB MMoOKapAaa, oonagarowmx pasnmyHbIiMU
anekTpodgunanonornyeckumm cBomcTesamm (runeprtpodus, ouarosbin hndpos,
nokanbHas nwemus). OnpegeneHHoe 3Ha4eHUe B BO3BHUKHOBEHUN apUTMUN nmeet
pacTsaXeHue cTeHKU aunatupoBaHHoro JI1, a Takxke ToOKcu4yeckoe Bo3gencreme
KaTexonamMmmHOB Ha MMOKapA, XXenyao4vKkoB.



Y 6onbHbIX ¢ 06cTpykTBHOU chopmon TKMIT npenmyLecTBeHHO npu
acummeTpudHou runeptpocdumn MXKI n ngnonatuyeckom cybaopraribHOM
MbILLEYHOM CTEHO3€e pa3BUBaeTCA AMHaMU4yecKas o0CTPYKLUMA BbIHOCSLLEro TpakTa
JX.

Kak ussectHo, BbiHOCsAWMN TpakT JI)K obpa3zoBaH npokcumarnbHbIM otaenom MXKI
U nepegHen CTBOPKOU MUTpanbHOro knanaHa. lNpuv BbipaxxeHHOU runeptpodumn
npokcumanbHon Yactu MXKI npouncxoauT cykeHne BbIHOCSILLEro TpakTa, B obnactu
KOTOpPOro obpa3syeTcs 30Ha HU3KOro AaBnNeHus, KoTopasa oKa3blBaeT
npucacbiBaroLlee AeMCTBUE Ha NepeaHIo CTBOPKY MUTpPanbHOro KnanaHa
(agpgpekm Hacoca Benmypu). dta ctBopka conumxaercsa ¢ VDKI u B TeyeHune
HEeKOTOpPOro BpeMeHu fgaxe NofIHOCTbLI0 CMbIKaeTCA C HeU, co3aaBasi NpPensaATCTBMe
Ha NyTU U3rHaHUA KPOBU B aopTy. Takoe NpensaTCTBUE MOXET COXPaHATbLCS

B TedyeHue 60-80 mc, T.e. Ha NPOTAXKEHNUN NPOAOCIIKUTENBLHOCTN BCEro nepuoaa
U3rHaHus.

Bo3HukHo8eHuUe QuHamu4ecKoU
o6cmpyKuuu ebIHOCSIW,E20 MpaKkma
J)K npu acummempu4Hou
o6cmpykmueHou ¢hopme 'KMIT: a -
namoJsioc2u4yeckoe deuxxeHue rnepedHeu
CMeEOopPKU MUmpasibHo20 KslarnaHa e
CMOPOHY 2urnepmpogupoeaHHoOU
eepxHel yacmu MXXTI (aghghekm
Benmypu);

6 - cMbIKaHUe nepedHel CME8OPKU
mMumpasnbHo20 knanaHa u MXXI1 u
KpamkoepeMeHHOe rnpeKpauwieHue
U32HaHUst Knoau 8 aopmy




MaTonornyeckoe ABMXxeHue nepegHen CTBOPKM MUTPaAribHOro KrarnaHa
HaBcTpe4vy MXKI1 ycyrybnsercsa npm aHoMmaribHOM pPacrnosioXXeHUun
NanUMNAPHbIX MbILLL, HECMTOCOOHbIX yAepPXMUBaTb CTBOPKU MUTParibHOIro
KrnanaHa B COMKHYTOM COCTOSIHUU. B pe3ynbrate OTHOCUTESIbHO
NpPOoAOMKNTENIbHOro cMbiKaHus nepeagHen ctBopku MXKI1 co3pgaeTtca
8Hympuxxesiydo4ykoebil epadueHm dassieHus], BeJIM4UHa KOTOPOro
XapaKkTepusyeT cTeneHb o6CcTpyKUnn BblHOcALWero Tpakta JIXK. B Taxenbix
crlyyasix BHYTPMXenyao4YKOBbIN rPpagueHT AaBrieHUs MOXeT AOCTUraThb

&W&M&”rﬂfeﬁﬁaapysku NPUBOAMT K AanbHelleMy YMeHbLUeHUIo o6bLemMa
Xernyaoyka U, COOTBETCTBEHHO, pa3MepoB BbIHOCSILLEro TpakTa U conpoBoXaaeTcs
ycyryoneHuem ero o6cTpykumun. Moatomy cmerneHb o6cmpykyuu eo3pacmaem rpu
eHe3arHomM rnepexode 60J/IbHO20 U3 20PU30HMasIbHO20 8 8ePMUKaJIbHOEe
rnoJsioxeHue, npu rnpobe Banbcanbebl, NpuemMe HUMpamos, npu maxukapouu.

HaoGopoT, ropusoHTanbHoOe nosoxeHne 6onbHOro, fwbdoe ysenmyeHne
OLK ymeHbLwaKOT cTeneHb O6CTPYKLMMK.

HakoHel, ymeHbLIeHe nocmHazpy3ku (Hanpumep, cCHUXxeHme ALl npu npueme
apTepuanbHbIX BasogurataTtopoB) NPUBOAUT K YBENTMYEHUIO OOCTPYKLMK
BblHOcsiWero TpakTta JIXK, Toraa kak ee yBennyeHuve (noabem All, aAnutenbHas
cTaTu4yeckasi Harpy3ka, Bo3feucTBue xoroaa, BBegeHue Me3aToHa, HopaapeHanuHa
M T.N.) cCNOCOOCTBYET YMEHbLUEHUIO BHYTPMXENYyAO04YKOBOIro rpagueHTa AaBreHus

M cTeneHn o6CTPYKLUN.



daKTopbl, yBenuunBarLwme cteneHb
ob6CTpYyKUUN

U3meHeHusi cokpamumocmu
Pusnyeckas Harpyska

NMcuxoamoumnoHanbHoe HanpsxeHue

BBeageHne MHOTPONHLIX JIEKAPCTBEHHbIX CPEACTB

ﬂpueM cumMmnamomMumMemuKos

Taxukapaus

U3meHeHue npedHazpy3Ku

lNMepexon B BepTUKasIbHOE NMONOXeHue
NMpo6a BanbcanbBbl

Mpuem HuTpaToB

M'MnoBonemusa

UA3meHeHUe nocmHazpy3Ku
CHuxenune OMNCC u A

daKkTopbl, YMeHbLuawlme cTeneHb
o6CTpyKLUU

BeeneHue b-agpeHobnokatopoB

BBeaeHue 6NoKaToOpoB MeAneHHbIX KanbuueBbIX
KaHanoB (6e3 pe3koro cHmxeHusa A[l)

BBegeHue ausonnpamupa

FopusoHTanbHOE NonoXxeHue
YBennyenue OLIK

NMoavem ALl

OnutenbHaa cTaTMyecKkasa Harpyska
Bo3peuctBue xonoaa

BBegeHne me3aTtoHa, HopagpeHarnuHa

HuHamu4veckuli xapakmep o6¢cmpyKyuu ebIHOCSW,e20 mpakma y 6osbHbix TKMIT 06BbsicHssem mom ¢hakm, Ymo
eesluMuUHa eHympuxesnny0o4ykoeo20 epadueHma OaesieHuUs1 MOCMOSIHHO MeHsiemcsi y 0OHO20 U mo2o xe 60s1bHo20,
@ mom yuciie noo delicmeueM nepeyvucsieHHbIX ebiwe ¢haKmopoe



NMPUHUNHDI

MpumepHo y 60% nodpdEN@E h B3pocnbix ¢ TKMM 3a6onesanue
nMeeT ayTOCOMHO-AOMUHAHTHbLIN TUN HacnegoBaHUA U BbI3BaHO
MyTaUuUAMMU B reHax, KOOUPYHKOLWNX CapKOMEepPHble 6enku
Muokappaa.

'KMI moryT conpoBoXpaTtb nNepBnYHbLIe DONIe3HU MUTOXOHAPUN
(MuTOXOHApPUMaANbHBLIE OONe3HMN).

'KMI moxeT ObITbL accoummnpoBaHa ¢ MeTabosrinyecknmm
3aboneBaHnaMun, HaNpumep, oone3Hbo AHOepcoHa-®abpu
(BcTpe4vaeTca c yacTtoTom 0,5-1% y 60nbHbIX cTapLlue 35-40 neT),
6one3Hblo [laHoHa (4acTtoTa 0,7-2,7%). Y petem u noaApOCTKOB 3TU
3aboneBaHuA BCTpe4valoTCA valye.

'KMI1 moxeT aABNATLCA MaHUdecTaumen HepBHO-MbILLEYHbLIX
3aboneBaHuu, Hanpumep, atakcum Opungpenxa.

'KMI mopeT ObITb accoummnpoBaHa C HEKOTOPbLIMU CUMHOPOMaMM
manbcgopmaumin, Hanpumep cuHapomom HyHaH (CTeHO3 nero4yHoun
apTepuun, HU3KOPOCIOCTb, MepenoHYyaTas LWes, LULMPOKO
paccTaBrieHHble rnasa, nTo3, HU3KOpPacrnosoXeHHble YlWHbIe
pakoBUHbI), LEOPARD (neHturo, AKI-HapyweHus, rnasHoun
rmnepTenopusMm, NyfibMOHapHbIN CTEHO3, aHOMasiuM reHuTanum,






Cunpapom Koctenno -

rpy6oBaToCTb YepT nN1ua, Makpouedanus, CKnagkm annKaHTa, onyLeHHble
BHELLHME YINbl rna3s, HU3KonocaXeHHble POTUPOBaHHbIE K3aAu YLK ¢ 60nbLUMMKU
KO3enKamMu 1 TONCTbIMU MOYKaMUn, MHOTrAa TONCThIe ryobl, BbICOKasA YacTtoTa
cepae4Hbix aHomanum (FKMI1, aHomanuin knanaHHoro annapara, ge¢geKkroB
MeXXOKenyao4KkoBOM U MeXnpeacepaHon neperopoaok, HapyLeHUU puTma),
oTcTaBaHue B (hp3N4ECKOM pa3BUTUU, MATKaA TOHKas KOXa C NOBbILEHHOMN
CKnaa4aToCcTbio, 0OCOOEHHO Ha ThINIbHOW CTOPOHE JfTafjlOHEeN M cTon, rMybokue
NnafoHHbIe CKINaaKuy, NnpeapacnonioXeHHOCTb K NanmunnomMaTo3y KOXNU U onyxoneBbIM
3aboneBaHusAM (CaMble YacTble U3 HUX - pabgoMnocapkoma, HempobracTtoma u
KapLUUHOMbI nepexop,l-loro anuTenus (qau.l,e BCEro Mo4eBoro nysblpﬂ)




CuHapom LEOPARD

neHTuro, KI-HapyLweHuns, rmasHon runepTenopusm,
NyfbMOHAPHbIXA CTEHO3, aHOMarNn reHUTanunmn, 3agepxKa pocrtau
HeMpoCceHCOopHas rnyxora




AmMunouaos cepaua npUMBOoAUT K YTONLWEHUIO MUOKapAa NeBoro u
NpaBoro XXenyaoyka, mexnpeancepaHom neperopoakm,
aTPUOBEHTPUKYIAPHbLIX KManaHoB

TpaH3uTOpHas xenyaovkoBas runeptpocdna moxet HadbnogaTbca y
aeTen marepen, ctpagarowmx amabetom, gaxe npu ycrnosum
YAOBJIeTBOPUTENBLHOIO KOHTPONSA AnabeTa BO BpeMsa 6epeMeHHOCTH

Y B3pocnbix runeptpodua nesoro xenyaouka (I'X) perncrtpupyetcs npu
cheoxpomoumTOME U aKpomMeranumm, Ho nevYeHme nepBUYHbIX

ARARERIHERPHFARSIABREILRAE KR PRURAIT X REERSHFI4 %Bniouasn

5\45188]%@&% cTepouabl, TAKPONMUMYC, TMAPOKCUXITOPOXUH, MOXET
ObITb Npu4nHoOn INXK, XOTA OHN peaKo MPUBOAAT (et imar A an "*"'""‘ﬁ
FNieBOro xenyaodka 21.5 cm
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OunarHocTnyeckue Kputepmm

B3pocnble

Y B3pocnbix TKMI anarHocTupyeTtca npu yBesinyeHUn TonwmnHbl cTeHKku JIK
2 15 Mm oagHoro unu bornee cermeHToB Mmmokappga JIK no pesynbratam nrooon
BU3yanu3npyroLwen MeToaukm (axokapguorpadus, MarHUTHO-pe3oHaHCHas
Tomorpadgpua (MPT) unmn komnbrotepHast Tomorpadums (KT) cepaua). NMpu atom
runepTpodus He OO bACHAETCA UCKITIOUYNUTENBbHO YBENTMYEHHOWN Harpy3koun
AaBrieHueMm.

eHemuyeckue 3abosieeaHusi Mo2ym rnposiesiimbCs1 MEHbUWeU
8bIPaKeHHOCMbIO YMOJIW,eHUs1 CmeHKU (13-14 mm). B amux cniy4yasix Oua2Ho3
IF'KMIT mpebyem u3y4yeHusi ceMelUHO020 aHaMHe3a, 3KcmpakapouasibHbIX
CUMNMMOMO8, OaHHbIX 3JIeKMpoKapouo2paMmbl, 1TabopamopHbIX
uccriedosaHull u pe3ysibmamoe MysibmumoodasibHOU eu3yanu3sayuu cepoua

YacTtble 3aTpyaHeHus npu anarHoctuke 'KMI umeroT mecTto B crneayrowmx
crniyyasx:

e Ha no3gHeun chase 3aboneBaHunsA, conpoBoXxaaroLwenca gunartauuen n/vinum
r’MNOKMHEe3uen NeBoro Xxeryao4vyka U UICTOHYeHueM cTeHKu JTXK

e [pu dbusmnonornyeckon runeptpodumn JIXK B pesynbrate MHTEHCUBHbIX
CMOPTUBHbIX TPEHUPOBOK

e [pn Hann4nn conyTcTByOLWMNX 3aboneBaHnn (All, KnanaHHbIX MOPOKOB
cepaua)



OeTtn

Kak u y B3pocnbix, anarHo3 'KMI
TpedyeT Hannuma ytonweHuna cteHkm JHK
Oonee, YeM Ha ABa CTaHOAPTHbLIX
OTKJZIOHEeHUS OT npeanosfiaraemMoro
cpenHero (z-paktop

>2, rae z-chakTop onpeaenseTcs Kak Yncno
CTaHOAPTHbLIX OTKNOHEHUN OT

nonynAuMoHHELQ CREAHNRN Ok

KnvuHnyeckumn gnardos F’KMI y poacTtBeHHUKOB NepBOM CTENEeHU
poAcTBa naumMeHToB ¢ beccnopHbIM 3aboneBaHuem (MK 215 mm)
Ga3upyeTcs Ha HaNM4YMM HeEOOBLACHUMOro NHaye yTOorsLWeHUsA
CTEeHKM 2 13 MM B O4HOM Unun 6onee cermeHTax Mmokapaa,
U3MepeHHOM nbbIM MEeTOAOM BMU3yanusauum cepaua
(axokapauorpadus, mMarHUTHO-pe3oHaHCcHas Tomorpacua (MPT)
nnu KT).

B cembsix ¢ reHeTnyeckumm chopmamu N'KMI1 HocuTenn myTtauun
MOryT UMeTb HeAMarHoCTUYeCKU 3Ha4YumMble mopdornornyeckume
aHOMarnuu, KOTopble NOPON CoYeTarTCA C U3aMeHeHnAMU Ha KT .
XoTa cneunPUYHOCTb ITUX HAXOAOK HU3Kas, B KOHTEKCTe
ceMenHoro 3aboneBaHuUsi OHM MOTYT CBUAETENMbCTBOBATb O
MSAFKOW UITU paHHeW BbipaXXeHHOCTU 3aboneBaHus, a Hann4ue
HeCKONbKNX NPU3HAKOB yBerimimBaeT 4OCTOBEPHOCTb
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AHaMHe3 n pusmnkanbHoe

Bo6cne oBaHMe
03pac — 3TO OOAUH N3 CaMbIX BAXHbIX (baKTOpOB, KOTOpbIe OOJTXHbI 6bITb

NPUHATbI BO BHUMaHUE NPU PAaCCMOTPEHUU BO3MOXHbIX npuyuuH FKMII.
Hanpumep, HacneacTBeHHbIe MeTabonuyeckue 3aboneBaHus m
BPOXAEeHHble CUHAPOMbI ropa3fo Yalle BCTpevarTcs cpeaum
HOBOPOXAEHHbIX 1 MNadeHUeB, Y4eM cpean CTapLuMx AeTen unu B3pocChblX,
Torga Kak TT-onocpeaoBaHHbIM aMMNONA03 - 3TO 60ne3Hb, B OCHOBHOM,
MY>X4YUH cTapLue 65 neT.

CocTaBrneHune poaoCciOBHOWU, cogepXxawen nHdopmaumio o TPeéx-
YeTbIPEX NOKONIEHNSIX CEMbM NOMOraeT Noa-TBepaAnTb FeHEeTUYECKYHO
NPUYUHY 3a00neBaHUA U BbISIBNAET APYIMX YIEHOB CEMbM, Y KOTOPbIX €CTb
PUCK pa3BUTUSA

6one3Hun. CneynanbHoe BHMMaHMe crneayeTt yaensaTb TaKUM OCOGEHHOCTAM,
KaK eHe3arHasi cepOeYyHasi cMepmb, Heob6bsicHUMasi cepodeYyHasi
Hedocmamo4YHOCMb, MpaHcnaHmMauyusi cepoua, umrnsaHmayuu eooumerisi
pumma unu de¢phubpunnssmopa, UHghopmMayusi 0 cucmemMHbIx 3abosiegaHusix
(MHCyNnbT B MONOAOM BO3pacTe, cnabocTb CKeneTHbIX Mbiwl, ANChYHKUUA
noyek, AMadeT, TYroyxoctb 1 ap.).



AHanuns poaocrioBHOM MOXET TaKXe MO3BOSNINTb NPeAnoNoOXUTb TUN
HacrnepoBaHusA. bonblwMHcTBO reHeTn4vyecknx copm NKMI HacnepyroTca
ayTOCOMHO-AOMMWHAHTHO U XapaKTepu3yrTcAa Hann4imem OOsbHbIX B
Ka)XOOM NOKOJIEHUM, C nepenpavyen ot poautenen ooonx nosnos (BKro4vasn
nepeaady ot oTua K CbiHY) U 50%-HbIN PUCK AJ151 NTOTOMKOB.

X-cuenfieHHoOe HaclriegoBaHMe AOOMMXHO npeAanonaraTtbCA, ecrun
MYX4YUHbI ABNAKOTCA €eANHCTBEHHbIM UITN Oonee TAXeno I'IOpa)KéHHbIM
nosyiomM, U HeT nepenayun oT oTua K CbliHY.

Koraa XeHLWUHbl — HO He MYXX4YMHbI — nNepeaaroT 3aboneBaHue AeTAM
obGoux nonos, crieayeT yYUTbiBaTb BO3MOXHOCTb MyTaLuu B
MmutoxoHapuanbHon OHK.



Muorune moau ¢ F’KMIM He nmetloT Xaroob unu oHU He3HaunTenbHbI. B Takux
Ccrlyyasix AnarHo3 MOXeT CTaBUTbCA CIly4YauHO UMK KakK pe3yribTaT CKPUHUHrA.
Opyrnx 6ecnokosT &
¥ CcTeHoKapauTu4yeckue ooni
¥ opAablLlKa,

v ceppuebueHue,

¥ OOMOpPOKM

Ooo6wumun chmsnyecknimn ocmor |
Y nauumeHTOB € 06CTpyKLuUuen BblBo,quro Tpakta JI)K moryT BbISsBNATLCA:
v HeyCTOM‘-II/IBOCTb apTepuvaribHoOro nyribca
v/ CUCTONNYECKUNU WYyM U3rHaHnA no nneBoMy Kpako rpyavHbl, KOTOprI7I
npoBoAUTCA A0 NpaBoro BepxHero CtepHasribHOro Kpass U BepxyLwkKu cepaLua
¢/ VHTEHCUBHOCTb wyMa ycunmnBaeTcsHa npm CHUXXeHuun )KenynquOBoﬁ
npeaHarpy3kv Ui noCTHarpy3kKkun, HanpummMmep, npm BCtaBaHUN U3
nosyioxXeHnA cnasd NN HaTyXxnBaHMU NpuU 3aKpbiTbIX AbIXaTeJIbHLE
(npob6a BanbcanbBbl)
¢/ BO3MOXHO Hanun4yue NMPU3HAKOB MUTP« |




(€c) Patrick J.Lynch, 2006



IxoKapauorpadus - rnaBHbIn MeToA ANArHOCTUKMN U
moHuTopuHra NKMI.

Y 6onblUIMHCTBA NauueHToB runepTpodpunpyetTca npemMmyLLecTBeHHO
MeXxKernyaodykoBas neperopopka




CyuwiectByeT 6onbLUOe YNCIOo IXOoKapanorpacpmnyecknx UHAEKCOB, KOTOpble
NO3BONAIOT NPOBOANTL KonnyectBeHHYH oueHKy K, Ho ana
ANarHoOCTUYeCKnxX uesriem eAVMHCTBEHHbIN Hanbdornee LOCTOBEPHbLIU
napameTp - MakcumarnibHaa TonwuHa cteHku JIXK Ha nroGom ypoBHe.

Y nauueHTOB ¢ n3sectHou unu npeanonaraemon N'KMIN Heo6xoanMmoO
nccnenoBaHue Bcex cermeHToB JIXK, oT 6a3anbHbLIX OTAENOB A0 BEPXYLUKU, C
06si3aTeribHOMN OLLeHKOW TOSILWMHbI CTEHKN Ha YPOBHAX MUTParibHOro
KnanaHa, cpeaHero otaena JIXX n BepxyLuku.

Ecnu cermeHT agekBaTHO He BU3yarimsupyeTcs, cne.qyeT paccMmoTpeTb
BO3MOXHOCTb KOHTpacTupoBaHusa J1XK c
KOHTpacTHbIX BewectB unu MPT cepaua.

O6GcTpyKumnsa BbiBogHOro Tpakta JIXK
(OBTJTX) - 3T0 MrHOBEHHO
BO3HUKaKOLWMN AONNSIEPOBCKUM NOABLEM
AaBneHus B BbiBogHOM otaene JIXK ¢
2padueHmom 2 30 MM pm cm B NOKOEe Unun
npuv donamonorn4yecKkomn NpoBoKaLum,
TaKon, Kak npob6a BanbcanbBbl,
BCTaBaHue unum ousnyeckasl Harpyska.
'padueHm 2 50 MM pm cm O6bI4YHO
cyMTaeTCcH NOpPoOrom, nocrie KOToporo
OBTJ1)K cTaHOBUTCS remoAMHaMUN4YeCKHN

ALILIIARE MR




OueHKa naTeHTHON OOCTPYKUMMN

BbisBrneHne OBTJIXK BaxxHO Ansa neyeHusn
CUMIMTOMOB U OLEHKU pPUCKa BHEe3arnHowu
cepaeYyHoUu cmepTu. 2D M gonnsiepoBCcKan
axoKapauorpacpus Bo BpemMmsi npoobl
BanbcanbBbl CUAA U NOMNYNEXa, a 3aTeM CToA,
€CIin He NOABIAETCA rpagueHT - peKoMeHAayeTcs
BCEM NnauueHTam.

CTtpecc-axokapauorpacdpunsa pekomeHayeTcs

el CUMMTOMHbLIM NauueHTaMm, ecfivi U3MepPeHUs nexa

He nHayumpyrot OBT|

JleBoe npepcepauve (J1) npyn T’KMIT yacTo
yBeJrIu4eHo, U ero pasmep npenocrtaBnseT
Ba)XXHYHO MPOrHOCTUYECKYI0 MH(popMaLUuio.
NMpnunHbl yBenuyeHnuna Jll pa3Hoobpa3sHbl,
HO HaMbonee 4YacTbiIM MeXaHU3MOM
ABNAETCA NOBbILIEHNe AaBrieHns
3anonHeHus J1)K ns-za MmutpanbHOM
peryprutauum, BbiaBaHHOMN nepegHum
cucTonn4yeckmum asmxeHnem cteopok MK.



HangeHHble 0cobeHHOCTH KommMmeHTapum

YTonuweHune mexnpeacepaHou Amunnounpos

neperopoaku

YTonuweHne CTBOPOK MUTPasribHOro Amunonaos, bonesHb AHaepcoHa-®abpu
KnanaHa

YTonuweHne cBoooaHou cteHku MK AmMunouaos, MmMokapauT, bonesHb

AHpepcoHa-®abpu, cmHapom HyHaH n
cBA3aHHble C HUM 3aboneBaHus

OT HebonbLIOro Ao cpeaHero AmMunonnos, MMokapaouT
nepukapavanbHoOro BbinoTta

“MonupoBaHHbIN” MNOKapA XenyaovykoB Ha Amunounaos

2D X0 KI'

KoHueHTpuyeckum JHXK MuTtoxoHapuanbHble 6one3uun, TT-
amunounos, bonesHb AHaepcoHa-Pabpwu,
MyTauum B reHe PRKAG2

AKCTpemMaribHO KOHUueHTpuieckum JIXK Bone3Hb [1aHOH, bone3Hb NMomMmne

(TonwunHa cteHoK 2 30 Mm)

MmobanbHasa runokuHesus JIXK (c Hanuunem MuTtoxoHapuanbHble 6onesHu, TT-

unu otcytcremem gaunartauum J1XK) amunounaos, Mmytauum B reHe PRKAG2,
6one3Hb [JaHOH, MNOKapAUT, AAaNeKo
3awepnwasn capkomepHas 'KMI1, bonesHb
AHpepcoHa-®abpum

O6CTpyKUMA BbIBOAHOIO TPpaKTa NpaBoro CuHpapom HyHaH n accoumnpoBaHHble



PekomeHpauum no TpaHCNULWEBOAHOMU
axoKappuorpadpum

PekomeHpauus YpoB
€Hb

NMepuonepatnBHaa TIN-AxoKIl pekomeHaoBaHa nayueHTamMm,

KOTOPbIM BbIMOJIHAETCH cenTanbHast MUO3KTOMUSA, ANA | C
yTouHeHUAa mexaHnama OBTIK, ans KoHTpons Xxupypruyeckomn

cTpaTerum, ons oueHKM NOCT-XMPYPruyecKnux oCrioXKHeHUU n

AnA BbISIBJIEHUA OCTaTOYHOM OOCTPYKLUU BbIBOAHOIO TPpaKTa

X

TMN-3xoKI cneayet paccmaTpuBaTth ANA NAUUEHTOB, Y

KOTOpPbIX HesiceH mexaHuam ODTITK, unu ana oueHkKun A C
MUTpPanbHOro KnanaHa go npoueaypbl centanbHOU abnauum,

UNn ecnu npepgnoriaraeTcs BbipaXXeHHaa MUTparibHas

peryprutaums, BbiaBaHHass COOCTBEHHbIMU aHOMaNUAMM

KrnanaHa

TM-3x0KI ¢ MHTpakopoHapHOM UHBEKLMEeN KOHTpacTa B

KaHAWAATHYI apTepuio cenTaribHbI nepdopaTop AOMMKHA A C
paccMaTpuBaTbCA AN KOHTPOSA cenTaribHOW anKororibHOwM

abnauuum, ecnu TpaHCTOpaKarbHbIM pPaKypc BU3yanusauum

HeJoCTaToOuYeH ANA KOPPEKTHOMN BU3yariu3auum 3Xo-KoOHTpacTa



MarHnTHO-pe3oHaHcHasi Tomorpacdus cepaua u cocyaoB

Ecnu no3BonsaroT pecypcbl u onbIT, MPT cepaua agomkHa paccMmaTpmMBaTbCA
ansa naumeHToB ¢ FKMI1 B kayecTBe 6a30BOro metoga uccrie4oBaHus.

Y naumeHTOB C Ka4yeCTBEeHHbIM 3XoKapauorpadgpuyecknm nsoodpaxeHmem MPT
cepAaua npeaocTaBnseT CXoaHY nHopmauumio o hyHKLUKU U Mmopdornornm
Xenyao4ykoB, HO OHa nosfne3Ha npu nocraHoBke auarHosa FKMI1 y nauyueHTOB
C MJIOXUM aKyCTUYECKUM N300paXeHMeM, UM Korga HeKoTopble obractu
JTX nnoxo BU3yanusnpyroTcs - Takme, Kak nepegHeboKoBasi CTeHKa, BepXylLuKa
JTX n npaBbIu Xxenyao4ek.

Ceppe4yHo-cocyamucTas MarHUTHO-pe3oHaHCHaAa ToMmorpacdpua numeer
npenmyLecTBo nepea

TPpaHCTOpaKanbHOM 3axokapauorpaduen B uamepeHmnmn maccol J1XK, Ho cama no
cebe macca JI)K cnabo koppenupyeT ¢ MakCuMaribHOM TONLWMUHOWU CTEHKN U
MOXeT ObITb HOpMaanOVI y nauneHToB ¢ acummeTpuyHou F’KMI1, ocobeHHO




JHAOMUOKapauanbHasa ononcus

MHorune reHeTU4eckme n HereHeTudeckme npuunHbl FKMI1 nmeroT xapakrtepHble
rmcrosriornyeckume nposisneHus, Ho anarHo3 N’KMI1 aBnseTcA KNMHUYECKUM, U B
nepByro oyepeab OCHOBbIBAaeTCA Ha HEMHBAa3UBHbIX UCCrle4OBaHUSX.

Tak KakK aTuonorusa 3aborneBaHUA MOXeET ObITb YCTaHOBJIEHA HA OCHOBaHUU
pe3ynsLraToB KIIMHU4YeCKoro oocrnenoBaHus, aHanmsa pogocroBHON, HEMHBa3NBHOMU
BU3yanusauum cepaua, nabopaTtopHbIX

U reHeTU4YeCKMUX nccnenoBaHUUKN, IHAOMMOKapAManbHasa buoncusa He ABNAETCA
YacTbl0 PYTUHHOM npoueaypbl 06creaoBaHUA, HO €€ BbINOSITHEHUE MOXeT ObITb
pacCcMOTpPeHO B CUTyauusX, Korga nogospeBaroTcs MHPUNbLTPAaTUBHLIE 3ab6oneBaHus
unu G6one3HM HakonsieHus, Bcnea 3a ApYyrMMu cneuqmanmn3vpoBaHHbLIMM TeCTaMu
(Bkrroyas Guoncuio Apyrux, 6onee AOCTyI'IHb=X TKaHewn).

KapanomuouuTbl FwnepTochpOBéHH' | ¢M6p03 npu FKMI‘I
B HOpMe ble KApANOMUOLIUTDI



JlTabopaTopHble nccnegoBaHus

PyTnHHOoe nabopaTtopHoe obcrneanoBaHWe NMOMOraeT BbISBUTb
3KCTpaKapauaribHble COCTOSIHUA, KOTOpPbIe MOTYT BbI3BaTb UNKU
YXYALWUTb XenyaodykoByr AUcKYHKUUIO (Hanpumep, 3aboneBaHus
LUMTOBUAOHOMN Xene3bl, NOYe4YHY AUCHPYHKLUUIO U CaXapHbIU
AnadeT) 1 BTOPUYHYHO AUCHYHKLIUIO OPraHOB Y OOSIbHbIX C TSXKENOWN
cepaevyHOM HeAOCTaTOYHOCTbIO.

BbICOKMM YypOBEHb MO3roBOIro HaTpuuypeTnyeckoro nentuaa, N-
TepMUHaNbLHOro NPOMO3roBOro HaTpMuypeTu4yeckoro nentuaa
(NTproBNP) 1 BbICOKOYYBCTBUTENbHbIU cepaeYvHbIA TPOMOHUH T
(hs-cTnT) accounmnpoBaHbl C OCTPLIMU CepaAEYHO-COCYANCTbIMMU

ObITUAMU, CEPAEYHON HEOOCTATOYHOCTLIO U CMe
ﬁ%CMOT Ha CBQBHVIM O TOJILLMNHY CTeHKU )Kenyp,(PqKa ypOBeHb nnasmeHHoro BNP B

3-5 pa3 Bbllle Yy NaLMEeHTOB C aMUITIONA030M cepAaLa, YeM y 60nbHbIX C APYrMMun
npuyunHamm FKMI1.

lNMepBoo4epeaHble nabopaTopHble 06crneaoBaHUA y AeTen CXOAHbl C TEMU, KOTOpPble
BbIMOJTHAKOTCS

B3POCJSibIM, U AOMXKHbI BKITIOYaTb reMaToNiorM4eckum aHanuns, ypoBeHb MHKO3bI,
KapauanbHble dhepMmeHTbl (KpeaTuHkuHasa, ACT, ANIT, J14I), no4yeyHble ¥ Ne4YEHOUYHbIe
¢pyHKLUMOHaNbHbIE TeCcTbl, pH, aNeKTpPoNUTbLI U MOYEBYHO KUCIOTY.

Bcnep 3a KOHCYNbTaLuUMAMM CNeumanucToB, YacTo TPebyrTCA AONOSNTHUTENbHbIE TECTbl,
BKJ1IOYas onpeaeneHue flakrara, nmpyBaTta, aMMOHMUS, KETOHOB, CBOOOAHBLIX XUPHbIX
KMCNOT, KAPHUTUHOBOIO Npodounsi, opraHNYeCKNX ¥ aMMHOKUCIIOT MOYM.




UccnepoBaHue

Femorno6uH

PYHKLUMA NoYekK

TpchaMMHa3bI nevyeHu

KpeaTtnHdoccokmHasa

AKTUBHOCTbL anbda-
ranakrosmaasbl AB
nnasme/ nemkouuTax (y
MY>K4MH > 30 neT)

OnpepeneHune Nérknx
uenen Ig-HOB,
anekTpocpopes 6enkoB
nnasmbli U MOYM

nioko3a HaToLak

Mo3sroson
HaTpUnNypeTu4ecknmn
nenTua v TPONOHUH T

OueHka pyHKUMKU
LUMTOBMAOHOM Xenes3bl

JlakTaTt nnasmsbl

KommeHTapumn

Mpw aHeMumn ycunmeatoTcst 60nn B rpyaHOM KNeTke M oablLIKa, NO3TOMY €€ CreayeT yuuTbiBaTb

e Y NauMeEHTOB C TAXXEeNon HegoCcTaTouYHOCTbIO JIXK MOXeT ObITb HapyLLueHa YHKLUMS NoYeK
e YxyguweHue YK® 1 npotenHypus moryt Habnogatbcsa npu amunongose, 6onesHn AHgepcoHa-
dabpu 1 6bonesHax mutoxoHapuansHon JHK

MoryT 6bITb UBMEHEHHBIMM NPY MUTOXOHAPUANbHbLIX 6onesHsax, 6onesHn aHoH 1 gedektax R-
OKUCNEHWS

BospacTtaeT npu metabonunyeckux sabonesaHusx (6onesHb [JaHoHa, MUTOXOHAPUaIbHbIE
©onesHn)

» Hu3skas (< 10% oT HOpMarnbHOro YpOBHS) UNKN Heonpeaenaemas anbda ranakrosvgasa A
ObIBaeT y My>X4uH ¢ 6onesHbo AHgepcoHa-Pabpu

* YpoBeHb hepMeHTa B Nna3me 1 nenkoumTax y 60MnbHbIX XXEHLLMH YacTo B nepeaernax HopMbl,
NO3TOMY, MPU KITMHUYECKOM NOL03PEHMUN, MOXET ObITb NPEANOXEHO reHeTU4eckoe
nccnegosaHue

e JOITKHO BbITb PACCMOTPEHO NPU NOAO03PEHUN HA aMUNOMA03 HA OCHOBAHUW aHaMHe3a K
HEWHBa3MBHbIX UCCeAoBaHW (NOATBEPXKAEHME AMarHo3a obbI4HO TpebyeT rmcTonorn4yecKoro
nccnegoBaHus)

* MOXET ObITb MOBLILLEHA MPU HEKOTOPbLIX 6ONE3HAX MUTOXOHAPWaneHon JHK
* MOXET ObITb HU3KOM NPKU BoNe3HAX 0BMeHa XMPHbIX KUCITOT U KAPHUTMHA

MoBbILIEHHbIV Na3MeHHbI ypoBeHb bNp, NT-probNp 1 TponoHuHa T accoLuumnpoBaH
C NMOBbILLEHHbLIM YPOBHEM CEepPAEYHO-COCYANCTbIX CODLITUI, CEpAEYHON HeAOCTaTOYHOCTU U
cMepTU

AOSMKHA ObITb onpegeneHa B MOMEHT MOCTaHOBKU AuarHo3a U MOHUTOPUPOBATLCA KaXkable 6
mMecsaueB y BOMbHbIX, nony4yarLwmnx ammoaapoH

YBenuyeH Y HEKOTOPbIX BOrbHbIX C MUTOXOHApPWaribHbIMA 3aboneBaHnaMM



eHeTnYyeckoe TecTUpoBaHMe U ob6criefoBaHMe CeMen C
O4YeBUAHO NAaTOreHHbLIMU MyTauuaMun

Korga y nauueHTa BbIsiBNsieTCA OMeBUAHO NaToreHHas MyTauus, ero
pPOACTBEHHUKN JOMXKHbI ObITb FreHEeTUYECKU TeCTUpPOBaHbI, a 3aTeM
ob6cnenoBaHbl KIIMHUYECKU, eCNu OyaeT BbIIBJIEHO HOCUTENbCTBO TOM Xe
MyTauum.

Ecnu myTauum He BbISIBJIeHO, POACTBEHHUKN [OMKHbI ObITb CHATLI C
perynsipHoro ouHaMu4ecKkoro HaonaeHus, HO UM crnepyeT
pekoMeHAoBaTb 0OpaTUTbLCA 3a KIIMHMYEeCKUM obcrnegoBaHUEM, ecriny
HUX Pa3oBbLIOTCA CUMIMTOMbI.

Mo OTHOLWEHUIO K AeTAM No 3anpocy QT% .

poauTenen Nnu 3aKkoOHHbIX
npeancraBuTenen KNMHU4YecKoe
obGcnengoBaHUe MOXET NpeaLlecTBOBaTh
WU 3aMeHUTb COOOU reHeTu4YecKoe
TeCTUpoBaHMe, eCriv 3TO HausyyLInUMm
oOpa3om corrnacyeTcs C UHTepecamu
pebeHKa.




Cembu 6e3 04eBUOHO NAaTOreHHbIX MyTauun

PooctBeHHMKam nepBOU CTENEeHU poACcTBa AOMMKHO ObITb NpeasioXKeHo
KnnHun4yeckoe tectupoBaHue ¢ AKI u X0 KI', ecnu reHeTuyeckoe
TeCTUpoBaHUe He ObINOo BbINOSIHEHO NpobaHAay, NMOO ecrnn reHeTUYeCKUm
aHanums

He BbISIBUJ1 FreHETUYECKOM NPUYUNHDbI 3a005eBaHuA.

BaXXHO NOMHUTbL, YTO BO3MOXHa BO3pacT-3aBUCUMaA NEHETPAHTHOCTb. ITO
O3Ha4yaeT, YTO HOpMalibHble pe3ynbTaTbl KIIMHUYECKOro nccrnegoBaHUA He
UCKIIOYarT BO3MOXHOCTU pa3BUTUA 3aboneBaHnsa B bvaviuem.
PoaocrBeHHMKamM nepBOM CTeNeHU poacTBa OOJIKE

Ao SHIME GBEHEHEEEHMH, He3HAUMMbBIMY @ @ :

KIMIMHNYEeCKNUMUN NPU3HAKaMMm,

cornacyrLwmMmncs ¢ paHHeu ctaguen \ /
3aboneBaHus, OMKHbI ObITb BHavane
obcnepgoBaHbl C UHTEpPBarioMm B 6-12 mecsueB, |

U 3aTeM pexe, ecrnu He byaet

BRe Wgﬁg@em npeabaABRsAOLWMe

’KanoObl Ha BHOBb NOSIBIIAIOLLYIOCS
cepaevyHo-cocyaucTyro CUMNTOMATUKY,
OOMKHbI ObITbL 06CcneaoBaHbI
©e3oTnararenbHoO.




PekomeHgauum no reHetTn4eCKomy " KnmmHN4eCKOMYy

PekomeHpauus

YpoB

€eHb

B oTHOLWIEHNN aeTen NaUNEHTOB C ABHOW NaToreHHOM MyTaunen JOMKHO BbITb lla
paccMOTPEHO NpeauKTUBHOE reHeTUYeCKoe TECTMPOBaHUE — criegytoLlee 3a
npenBapuTesibHbIM KOHCYNBTUPOBaHNEM CEMbU — B Bo3pacTe 10 neT u ctaplue,

N 3TO AOSTKHO ObITb BbINOMHEHO

B COOTBETCTBUN C MEeXOYyHapoaHbIMU PYKOBOACTBAMM MO rEeHETUYECKOMY
TECTUPOBAHUIO OETEN.

Y poAcTBEHHUKOB NEPBOU CTENEHN POACTBA AETCKOro Bo3pacTta B Bo3pacTte 10 lla
NneT 1 cTapLle, y KOTOPbIX FreHETUYECKUIN CTaTyC HEU3BECTEH, KITMHUYECKoe
obcnenoBaHme ¢ IKIM n 3XO KI™ AomMKHO BbINOSTHATLCA Kaxable 1-2 roga mexay

10 n 20 rogamu, 1 3aTeM Kaxable 2-5 net

nocne 20 net

Mo 3anpocy poauTens(en) unu neranbHoro(bIx) npeagcrasuTens(en), IiB
knuHndeckoe obenepoBanme ¢ KM n 3XO KIT moxeT npeawectsoBaTb UK
3aMeHsATb reHeTn4Yeckoe obcnegoBaHMe NOCe KOHCYNbTaumm € OnbITHbIM
Bpa4yoM, 1 eCnu 3TO COrnacyeTcs ¢ MHTepecamu pebeHka

Ecnun umeetcsa 3nokadecTBeHHas cemeinHas UCTopus ¢ Havanom 3abonesaHus
B IETCTBE UIN paHHEeM BO3pacTe, Unu Koraa y pebéHka ecTb kapauarnbHble
CUMNTOMbI UMW OH BOBMEYEH B aKTUBHYIO (DU3NYECKYH0 aKTUBHOCTb, MOXET ObIThb
PacCMOTPEHO KNMHMUYECKoe Unm

reHeTM4yeckoe obcrneaoBaHue geTel NepBoli CTeNeHn poacTBa 4o Bo3pacTta 10
ner

C




BepneHue naumeHToB € 0OMeBUAHLIMU MyTaunUsaAMN 6e3 KIMMHNYECKNX
NpPosiBNIeHUN

PekomMeHayeTCA NpeBeHTUBHOE ANUTEeNbHOe HabnwaeHue 3a 340pOBbLIMU
HOCUTENAMM MyTauun.

Hocutenu myTtauumn 6e3 npossneHmnn 3aboneBaHusa Ha OKI mnmn 3XO KI, koTopble
XOTAT 3aHMMATbCA COpPEBHOBATENIbHbLIM CNOPTOM, AOMKHbI ObITb
NPOKOHCYNbLTUPOBaHbI UHAUBUAYANBLHO C YY4ETOM MECTHOrO NpaBoBOro
perynupoBaHus, Xxapaktepa MyTauum 1 Buga cnopra.

OueHka cuMmnToMoOB

BonbwuHcTBO noaen ¢ F’KMI acuMNTOMHbI U UMEOT HOPMasibHYHO
NMPOAOIMKNUTENbHOCTb XXU3HMU,

HO Y HEKOTOPbIX pa3BUBaeTCs KNMHUYECKaa CUMNTOMATHKA, 4aCcCTo CNyCTS roabl
nocne noasneHus npusHakos T Ha SKI unu axokapanorpacpun.

Y poeten CMMNTOMbI U MPU3HAKN cepaAevYHON He4O0CTAaTOYHOCTU BKITHOYAKOT TaXUMNHOJ,
NfOXOW anmneTuT, Ype3MepHyIo NOTIMBOCTb U 3aAepPXKKY (hn3n4ecKoro pasBuTus.
Crapwue getTn, NoAPOCTKU U B3POCIbIe XaNyrTCAA Ha YTOMIIAEMOCTb U OAbILLKY,
TaKXe Kak u Ha 6onu B rpyaHoOM KneTke, cepauedmeHns n cCUMHKone.

PerynsapHblie 2D- 1 gonnnepoBcKasa 3xokapauorpadgpua v anutenbHbin JKI -
MOHUTOPUHI OObLIYHO AOCTaTOUYHbI ANSA onpeaeneHns Hambonee BePOSATHOMN
npuYnHbI cumnTomoB. OueHka OBTITXK gonxHa ObITb YacTbI PYTUHHOIO
ob6cnepoBaHMA BCeX CAMNTOMHbIX NAaLMEeHTOB.



PekomeHaaLmm no KOpoHapHOM aHrmorpacdpum npm
KM
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MHBa3uBHasa KopoHapHasi aHrmorpadgpus
pekomMmeHAayeTcs: | C

¥ B3pOCIibIM, KTO BbDKUIT NOCSIe OCTaHOBKU cepAaua,
¥ nauueHTam C YCTOMYMNBOM XKeJyao4YKOBOU TaxmKapavueu
¥ nauyueHTaMm C TSHKErnom ctabunbHOM cTeHoKapanen

(KaHaackoe CepaevHo-Cocyaucrtoe O6uectBo (CCS) Knacc
23)

UHBasuBHasa nnu KT kopoHapHasa aHruorpadma oormkHa
paccmaTtpuBaTbCA ANS NALUEHTOB C TUMUYHLIMU InA C
Harpy3o4HbIMuU 6onsimMu B rpyaHomn knetke (CCS Knacc <3), y
KOTOPbIX €CThb:
¥ BEpPOATHOCTb aTePOCKIepPOTUYECKOMN ULLEMUYECKON
Gone3Hu cepaua Nnpu y4éTe Bo3pacTa, nosa un hakropos
pUCcKa aTepocKreposa
¥ ceppeyHas peBacKynspusaumsa B aHamMHese

Ona Bcex naumeHTOB cTaplue 40 neT AOoJMKHa ObITb
paccmoTpeHa niBasmBHas unu KT Kopouapl-laﬂ aHrMorpa(bvm A C

Aol
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PekoMmeHaauuu
Mo KapauonysibMOHapPHOMY Harpy3o4HOMYy TeCTUPOBaHUIO

m
Hb

KaguonynbMoHapHoOe Harpy3o4yHoe TeCTUpoBaHue c

OOHOBPEMEHHbIM N3MEPEHMEM PeCcnMpPaTOPHbIX ra3oB I B
pekomMmeHayeTcsA naumeHTam ¢ BblpaXXeHHOM CUMNTOMaTUKOMN

c cuctonunyeckoun n/unu guacrtonmnyeckon JIXK aucdyHkumen,

KoTopble obcneayroTcs

ANA TPaHCcnIaHTauMm cepaua nnm MexaHn4eckom noanepXxku

He3aBucumo ot cumnTomMaTukm, KagmonyrnbMoOHapHOe Harpy3o4Hoe

TecTUpoBaHUe C OA4HOBPEMEHHbLIM U3MEPEHNEM PeCcnUpPaToOpPHbIX lla B
rasoB (MNy CTaHAAPTHLIV TPeAMUN-TECT UNKU BeNno3promMeTpusi npu

ero oTCyTCTBMM) crieQyeT paccMaTpmuBaTh ANS OLEHKN TSXKECTU U

MeXaHu3Ma HenepeHOCMMOCTU PU3NYECKON Harpy3KuU U U3MEHEHUN

CUCTONINYECKOro KpOBAIHOIO AaBreHUsA

KapavonynbMoHapHoe Harpy3o4Hoe TeCTMpoBaHue C

OAHOBpPEeMEeHHbIM U3MepPEHNEM pecnUpPaTOPHbLIX ra3oB (MNnun lla C
CTaHAApPTHbLIN TPeaAMUN UNTU BENTO3ProMeTPUIO NPU ero OTCYyTCTBUN),

clieayeT paccMaTpyMBaTb CUMNTOMHbLIM NauMeHTaMm, KOTOPbIM

nnaHupyeTtcs

cenTanbHasi MUOIKTOMMUA ANA onpenesieHUs TAXeCTU orpaHNYeHnn

Nno Harpyske



CuHKonarnbHble COCTOSAHUSA

NMpuuynHamu obmopokoB npu FKMIT moryT 6bITb runoBosieMus, NosiHasa nonepevyHas
6rnokapa, AMchyHKLMA CUHYCOBOIO y3ra, yCTOM4YMBas XenyaoykoBas TaxmKapaus,
OBTITXK, aHoManbHble cocyaucTtble pednekcsoi.

MoryT ObITb COYeTaHUA HECKOSNTbKUX MPUYUH TOro, YTto nauueHtbl ¢ FKMI TepstoT
CO3HaHue, BKIIOYasA Takue conyTcTByHLWMe 3a0oneBaHUs, Kak anunencusa unu
Anaber.

CuHKone nocrie ANUTENbHOro HaXoXAeHUs B AYLWHOW UIU XXapKoW cpepne, nocre
npMeémMa nuLLM NO3BONSET NPEeANOoSIOXNUTb HEMPOreHHbIe (pehrieKTopHbIe) CUHKONe,
OCOOBEHHO ecri OHU acCoLMUPOBaHbI C TOLULHOTOM U PBOTOM.

CuHKone BO BpeMs Harpyskm unu cpasy Bcrep 3a cepauebueHnem unm 6onbio B
rpPyaHoOM KneTke UMeloT, NpeanosioXUTeNbHO, KapauoreHHy npupoay.

NMpoBounpyemas 06CTPYKUUS AOMKHA ObITb NCKIKOYEHA, ecnn y 605bHOro
pa3BuUBalOTCA NOBTOPHbIE CUHKONME NPU Harpy3ke B CXOAHbIX
obcToATeNnbCTBaX — Hanpumep, Npy NnoabEMeE MO JNIeCTHULLE UK
HanpsHKeHUM.

Xenyoo4ykoBbie apuMTMUM HEYaCcTO ObIBAOT NPUYMHON OOMOPOKOB, HO TaKXe
AOMKHbI ObITb NPUHATbLI BO BHUMaHUSA, eCfiu 0OMOPOK pa3BuBaeTcCs
BHe3anHo, 0COGEHHO B NOKOe Unun Nnpu MMHUMarbHOW Harpys3ke.



BOrnbHbLIM C 06MOpOKaMVI OOJTXHbI ObITb BbINOJIHEHbI:

v 12-kaHanbHaa IKIr,
¥ CcTaHOApPTHbIA BepPTUKaNbHbIU HAarpy304HbIU TECT
¥ 48-4yacoBoe HenpepbiBHOEe MOHUTOpUpoBaHue JKI
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Ecnu OyneTt BbisBNeHa 6paaukapaus, oHa AOMKHa ObITb fieyeHa B
cooTBeTCTBUMU ¢ PykoBoacTBOM ESC NO KapAUOCTUMYNSALUMN.

[ ormnxHa ObITb pacCMOTpPeHa BO3MOXHOCTb Harpy3o4Hou axokapauorpacgpunm, oco6eHHo y
nauuMeHTOB CO CTPECCOBbLIMU UMU NOCTYpanbHbIMM OOMOpPOKaMU, AnS BbISABNEHUSA
nposouunpyemoun OBTITX.

Y 60sbHbIX C NOBTOPHbLIMAU HEOOBACHUMbIMU CUHKOMNANbHLIMU COCTOAHUAMMU C HU3KUM
puckom BCC cnegyet pac-cMoTpeTb MMMNaHTaUuuIlo annapara ans onurtenbHoun
perncrtpauumn IKI.



KnnHunyeckas KapTuHa
'’KMI

OpbiwKa BHavane nosiBnsieTcs Nnpu ousnyeckon Harpyske, a 3aTemMm

u B nokoe. OHa ob6ycnoBneHa noBbiweHnem KOO JTXK, naBnexHuns B JIN

U NTIeroyHbIX BeHaXx, YTO ABJIAETCA CreacTBMEM AMaCTOSNTMYECKOMN
anchyHkumum JTXK. B HeKOTOpbIX criyyasixX oAblllKa MOXeT YCUNMBaTbCA Nnpu
nepexoae 60nbLHOro B BepTUKaribHoOe nonoXxeHue, o0CO0eHHO y NauueHToB
c ob6cTpyktuBHou chopmon 'KMI1, yTo cBA3aHO C yMEeHbLUeHUEeM BEHO3HOro
NMPUTOKa KPOBU K cepauy u eLle 60nblunM CHUXXeHUueM HanonHeHus J1XK.

ONoBOKpPYXeHUS 1 0OMOPOKU 0O BACHAIOTCA NPEeXoasALUM HapyLleHnem
nepdy3nm rorioBHOro Mo3ra u ooycrnoBJrieHbl CHUXXEHUeM cepaevyHoro
BbIOpoca U Hann4ynem o6CTpyKLUUM BblHOCSALLEero Tpakta JIXK.
FonoBOKpYyXXeHns1 1 0OMOPOKU BO3MOXHbI NPU ObICTPOM nepexoae 60sIbHOro
M3 rOpU3OHTarNIbHOro B BEpPTUKaNbHOE NOSNIOXKEeHUEe, YTO CHUXKaeT BeNIMUYNHY
npeaHarpy3ku 1 Takke yBenmumBaeT OOCTPYKLUIO BbIHOCSALLEro TpakTa.
O6MOpOoKM NPOBOLUPYHOTCA TaKKe PU3NYEeCKOU Harpy3Kou, HaTy>KuBaHUem

n gaxe npuemMmom nuwn. B nocnegHem cny4vyae HepeaKko BO3HUKaeT
BasoaunaTtauus, CHUXKeHue NoCTHarpy3ku 1 yBernimdieHne oocTpykumm
BbIHOCSILLEro TpakTa.



lMpuctynbl cTeHOKapann y 6onbHbix TKMIT BO3HUKaOT B pe3ynbTaTe
CYXXeHMUS MeJNIKUX KOPOHaPHbIX apTepun U U3SMEeHEeHNN BHYTpucepae4yHou
reMoguHaMMKN, ONUCaHHbIX Bbiwe. Yalle ctTeHoKapAaua NosiBnsieTcA

y 60bHbIX BO BpeMs1 BbINOSTHEHUSA (hN3N4YEeCKOU Harpy3Ku unu
NCUXO3IMOLMOHANbLHOIro HanpsxxeHus. lpuem HUMpamoe He Kyrnupyem
cmeHoKapaouro, a, Haobopom, Moxxem yxyouwiumb cocmosiHue 60s/1bHO20,
MOCKOJILKY ycunueaem cmerneHb o6cmpykyuu

CepauebueHuna v nepedbou B paboTe cepaua MoryT 6bITb CBAI3aHbI
C BO3HMKHOBeHUueM hmbpunnaumm npeacepaun, HapKenyao4KoBowu
M XXenyao4KOBOM 3KCTPACMUCTONMU N NAaPOKCU3MaNbHOMN Taxukapaum.

Cnep,yeT noaAYvYepPKHYTb, YTO UHOrAa nepBbiM N NoCneaHNM nNposaBJrieHNem
FKMI moxeT 6bITL BHE3aNHadA cepgevyHas cCMepThb.

OcHoOBHbIMU npedukmopamu eHe3arnHou cmepmu npwu FKMI1 cuuTator:
v/ MOonoaoun Bo3pacT O0SbHbIX;
¢/ cCcrlyyau BHe3anHoMm CMepTu y Onmxanwmx poactTBeHHUKOB;
¢/ Hanuune y 60fbHOro NapoKCM3MOB XeJlya4Oo4KOBOW Taxukapaum (B Tom
yucne Kopotkue “npoobexkun” XXT), BbisBnsAeMble Npu XorTepPOBCKOM
MoOHUuTOopupoBaHmnn IKIr



dusnkKkanbHoe

Y OOnbHbIX C HEO cn%?xjr;l‘lgégbg E(%II;IIOMM ﬁ(MI‘I 00 BbEKTUBHbLIE NPU3HAKU
3aboneBaHNA MOryT OTCYTCTBOBaTb B TeYEHUE ANUTENbHOro BpeMeHHU, NokKa
He pa30BbeTCS BbIPaXXeHHbIN 3aCTOU KPOBU B MariomM Kpyre
KpoBOOOpaLieHus.

Y 6onbHbIX ¢ 06cmpykmueHot 'KMIT o6 beKTUBHbIE NPU3HaKU 3aboneBaHus
BbISABNIAKOTCA AOCTAaTOYHO paHo npu obcnenoBaHnn cepaevyHo-cocyanucTomn
CUCTEMbI.

Manbnauua v nepkyccus cepaua

v/ BepxyLleyHbI TONMYOK B OONbLLUUMHCTBE Crly4yaeB YCUSEH 3a cYeT
runeptpocum JIXK. Hepeako nanbnupyeTcs Tak Ha3biBaeMbi 080UHOU
eepxXyuwleYHbIlU mOoJ14OK, YTO CBA3aHO C YCUIIeHHbIM cokpalleHuem J1I1,
a 3atem J1XK. B bonee peakux cny4yasax MOXXHO nponanbnMpoBaTb MPouUHoU
eepxyuwe4YHbIlU mos140K, OOyCrNOBNEeHHbIN HarIM4YneM yCUNeHHOro
cokpaweHus JIN (“BonHa a”), a 3aTemM - BpeMeHHbIM npeKpaLweHnem
U3rHaHUs KpOBMU B aOpPTYy BCreACTBME NONMTHOIo CMbIKaHUA nepeaHen
CTBOPKKU muTpanbHoro knanaHa n MXT1, yto co3paet cBoeoOpa3HbIN
“npoBan” Ha OCHOBHOW CUCTOJIUYECKOMN BOJTHE BEepPXyLUeYHOM
KapanorpamMmmbl

v WHorpa BAONb NeBoOro Kpas rpyauHbl onpeaenseTcsa CMCcTonimyeckoe
ApoXaHue



AycKkynbTauusa cepaua

v
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OcHOBHbIe TOHbI cepALla 4YacTo He U3MEeHEeHbl, BO3MOXHO pacLuenneHue |
TOHa B CBA3U C HECMHXPOHHbIM COKpalLleHUeM JfieBOro u npaBoro
XernyaoykoB

AkueHm Il moHa Ha f1e2o04HoOU apmepuu NOABNAETCA NPU 3HAYUTESTbHOM
NoBbILEHNN AaBNEeHNs B Nero4yHon aptepum

YacTo Ha BepXylLUuKe BbICIYLWMBAETCA rpecucmosiudeckul pumm 2asiona
3a cyeT nosiBNeHund nartonornyeckoro IV ToHa cepgua

Y yactu 60nbHbIX OTMe4YaeTca rnapadokcasibHoe pacuiernsieHue Il moHa Ha
aopme

Cucmornuyeckuu wyM ABRNSAETCA OCHOBHbIM ayCKyJIbTaTUBHbIM
npusHakom ooctpyktuBHou ' KMI1 n oTpaxaeT BO3SHUKHOBEHME
AWHaMuyeckoro rpaaueHTa pasneHua mexay JXK v aopton. LLlym rpomkun,
rpyobin, BbicnylMBaeTcs OObIYHO BAOMb JIeBOro Kpasi rpyaAuHbI U He
NPOBOAUTCA Ha cocyAbl Wen. XapakTep lWyma — HapacTaloLe-
yoObiBaowmm (pomooBmaHon opmbl), NpUYEeM LLYM OObIYHO OTCTOUT OT |
TOHa Ha 3HAYUTESTbHOM PacCTOAHUU. ITO OOBLACHAETCA TEeM, YTO B Havane
c¢ha3bl U3rHaHMA TOK KPOBU B aOpPTy 6ecnpensaTCTBEHHbIN, U TONbLKO

B cepeAVuHe N KOHLe CUCTONbl BO3HMKaeT AMHaMuU4yecKasi ooCTpyKLus
BblHOcsLwWero Tpakta JI)XK n TypOyneHTHbIN TOK KpOBU



CucTonuyeckum Wym, Tak Xxe Kak

U camMa OOCTPYKUMSA BbIHOCSALLEro
TpakKTa, ycunmBaeTtcsi npu dusnvyeckomn
Harpy3ke, CHMxeHuun A[l, yMeHblUeHUN
BEHO3HOrO NMPUTOKa KPOBU K cepauy
(Hanpumep, nog aencTremem
HUTpaToOB).

OcnabneHue CUCTONMUYECKOro Wyma
HabngaeTcs NpM yMeHbLUeHUN
COKpaTUMOCTU MUOKapAa (npuem b-
aapeHobOnokartopoB), noBbieHue A[l,
Y HEKOTOPbIX 60NMBbHBLIX CUCTONNYECKUN IOMBOINEIESINRa CFOTIOMHSKROCTIe
domsanyeckom HarpysKu. GonbHoOro.

Ha sepxywke yacmo ebicsiywiugaemcsi cucmoJsiu4eckulli wym mumpasibHou
peaypaumayuu. OH 6oJiee Msi2KuUll, HEXXHbIU, Ha4YUHaemcs cpasy rnocJsie | moHa,
HOCum 20J/10cUCMOoJIUYecKull xapaKkmep u nposooumcsi 8 MNOOMbIWEYHY IO
obnacme.

ApTtepuanbHbin nynbc n A

B Taxenbix cny4vasax o6ctpyktuBHon FKMI onpepnensierca dukpomu4veckuu
nynbc.

ALl He umeeT cneuncpunyecknx ocobeHHocten. Hepeako y 6onbHbIx TKMI
nmeetcsa conytcrteytowan All, u ALl y HUX NOBbILIEHO.



PeHTreHorpadus

PeHTreHonorn4yeckoe nccriegoBaHue He umeet
pewarwero 3Ha4yeHus ana anarHoctuku FKMI1.
YacTo KOHTYpbI cepaua oKa3blBalOTCS
HopManbHbIMU. [1py BbipakeHHOU MUTpanbLHOU
peryprutauunm onpegensaeTca paclumpeHue TeHu,
nn.

lNMpu BbipaXXeHHOU JIero4YHOU rMNepPTeH3nmn
BbISABNSIETCA BbIOyXaHWue BTOPOU Ayru neBoro
KOHTYpa ceppgua (Conus pulmonalis), paclumpeHue
KOPHEMU JNIerkux u peHTreHosIormyeckue

PeHTreHorpamma npm
BblpaXXeHHOM
OBTIJIX




SKI npu
CranpaptHasa 12-kaHarnbHas JKI B Hauane 3a6oneBaHus Nrm”b

HOpPMarnbHON, HO Yalle BbIABNAITCA pa3finiyHble KOMOUHaUUKn oB M1,
aHoManum cermeHTa ST 1 3ybua T, naTonoru4yecknm Q-3ybew,. ATU NPU3HaAKMN MOTYT
yKa3sblBaTb Ha Apyrue COCTOAHUS, TaKMe, KaK UeMua Mmokapaa unmv nHgapkT, HO
npyv NHTepnpeTauMm COBMEeCTHO C HaxoaKamMm Ha axokapauorpadumu n MPT,
conocTtaBfieHUU C BO3pacTOM yCTaHOBIIEHMA AnarHo3a, TMNoOM HacrnenoBaHUA U
accouMnpoBaHHbLIMU KNMNHNYECKUMU NPOABIIEHUAMM OHU MOTYT
cBUAeTeNnbLCTBOBATb O HANNM4YMM NEePBUYHOIo 3aboneBaHuUsA MMoKapAaa.

YacTtoTta apuUTMUMN, BbiBNAeMbIX Npu anutenbHoMm KN MOHUTOPUHTre, 3aBUCUT OT
Bo3pacTta. ACUMNTOMHasi HeyCToOM4YMBas XKenyaodYkoBas Taxukapaus ¢ 4acToTomn
120-200 ya/MuH pa3BuBaeTcsl y 25% B3pocnbix ¢ FKMI1.

NMapokcnamanbHble HagXKenyao4YKkoBbie apuTMUN PErucTpUpyroTca noutn y 40%
naumMeHToB.

AdnumenbHbiti MOHUMopuH2 Kl peKkomeHAyeTcs B KayecTBe NepBUYHOro
Y S e \©€HKU pUCK T




| XXenypoukosas
- TaxuKapama

1 EMEDU

%e:
=t
s s




-~ " r”—\_/
' -I- ;' ‘. avi ‘ | Y 'r
\ - \ \ "a' '
l. -
’ - |
™ N S |
- I,—/\”——\_‘”‘,..'HH H.l o "/-\\-_ °_.J. .
¥ \ ' ' oN
- : l '\".1 \
|
\ \
J ;
’ ’ | A
.\v‘}h\’j!\\J ;_.\/-_.,40‘ y— /\'\ = B
‘| “ | .'I:) .'l / ey

-~ . s« Sotd
j N ~' '....\/\'—'-‘ —— \.___/\\__ — | -

B cBA3K ¢ runepTpocdumen
neperopoao4yHon o6aactu Ha IKI
(vawe Il, 1ll, avF, V4- V6)
noABAAeTCA ryboKkun (6onee 2 MM)
3y6el, Q HOpMa/IbHOM LUMPUHDI.
M'MnepTpodua MMOKapga OCHOBaHMA
cepaua NpUBOAUT K CYXKEHMUIO
BbIXO4HOI0 OoTAeN1a 1eBOro
Xenynodka, ero runeptpopum,
CUCTO/IMYECKOM NeperpysKe U
KOPOHApHOMU HeA0CTaTOYHOCTM.
KanHu4ecku y 60/1bHOr0 BO3MOXKHbI
TUMUYHDbIE NMPUCTYNbI 3arpyAUHHbBIX
60/1eM U, yYuTbiBas U3SMEHEeHUA Ha
JKI, 60/1bHbIE rOCNUTANIM3UPYIOTCA
HepeaKo C AMarHo30M MH@apKTa
MHOKappaa.
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B 60% n 6onee cnyyaeB 'KMI Ha
IKI BMAHbI OObIYHbIE
nposiBrieHna rmnepTpocdhun

JieBOro Xernyaouka c
XapaKTepHbIMU ONnA Hee
KONM4YeCTBEHHbIMU KPUTEPUAMU U
N3MEeHEeHUsIMN KOHEeYHOM YacTu
XKenyao4yKoBOro KoMmnrekca:

* "aTUNM4HbIe 3yOLbl Q - rNy6okue 1 y3kue (B oTnM4umne ot MHPapPKTHbIX 3y6L0B Q) B
oTBeaeHusXx ll, lll, aVF, V4 u V5 — OHU OTpaxarT pe3Kyl runeptpocuio MMokapaa

MeXOKenya04KoBOM Neperopoaku

* B HMXHEOOKOBbIX FPyAHbLIX OTBeAeHUAX 3a rMy6oKkMMu 3ybuamm Q cnegyroT HU3Kue

3youbl R M nonoxurtenbHble 3youbl T

e Yy 40% GONbHbIX B CpeaHUX rpyAHbIX OTBeAEeHUAX OTMeYaeTcs MHBepcust 3youos Ty
50% 60NbHbLIX OTMeYaeTcs pacwumpeHme 3youos P, uHorga c npusHakamu
MeXnpeacepaHou 6rnokaabl

e Yy 10% 6onbHbIX ¢ TKMI1 umerotcsa npusHakm cuigpoma WPW (y 23% G0SIbHbIX 3TON
rpynnbi B MOKoe onpeaenssica 3Ha4uTerNbHbIA rpaaueHT AaBfeHUs B NyTU OTTOKa U3

NieBOro Xxenyaouka)
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OOGCTpPYKUMA BLIBOOAHOIO TPaKTa JIeBOro Xesryaodka

Mo onpepenexunto, OBTITXK onpepensiercs Kak MrHOBEHHO BO3HUKAKOLWUN
AonnsiepoBCKUMN NoABLEM AaBneHns BBbiIBogHOM otaerne JIXK ¢ rpagueHToOM
230 MM pPT CT, HO MOPOIrom AJsiIA MHBA3MBHOIO JIe4eHUA OObIYHO
cYMTaeTcH rpagueHT 2 50 MM pT CT.

BonbLWMHCTBO NaUUMEHTOB C MaKCUMarnbHbIM rPaAUEeHTOM < 50 MM pPT CT B
NMOKOE UMK Npu Harpy3kKe AOSMKHbI Nosly4YaThb Jie4eHue B COOTBETCTBUMN C
pekomeHaauuamMm anst HeooctpykrusHon FKMI.

Bce nauueHTbl ¢ OBTJIXK gonxHbl:

U3beraTb aermapartaumm m npuéma 6onbLIOoro KorivyecTea ankorosns
BopoTbCcs C NIULLHUM BECOM

U3beratb npuema npenaparoB, pacLLUUPAIOLWMNX apTEePUN U BEHbI

Tak KaKk BnepBble NosiBUBLLUAACSH UIU NJTIOX0 KOHTponupyemasa Pl moxeT
yxyawatb cumntomaTtuky OBTITXK, To oHa fomkHa ObITb Npore4vyeHa
NyTEéM ObICTPOro BOCCTaHOBJIEHUSA CUHYCOBOIO PUTMa U KOHTPONSA
XKenyao4vykoBOro putma

Cnepyet nsberatb Npnéma AUroKkCMHa B CBSA3U C €ro NosfioXXuUTesribHbIM
MHOTPOMHLIM 3P PeKToM



Mo o6wemMy MHeHMI0, naLmeHToB ¢ cumntomaTtuvyeckom OBTITK crneayet
BHayane ne4ynTb HeBasogunaTupyrowmmm R-onokatopamm ¢ nogoopom
MaKcuMMaribHOu NnepeHocuMoun Ao3bl.

HekoTopble uccnegoBatenu otaaroT npeanodYTeHne npornpadorsnony, gpyrue —
coTarnony.

Ecnun moHoTepanus B-6rnokatopamu HeadpeKkTnBHA, MOXET ObITb AO0OaBreH
ausonupaMu — aHTUapUTMUYeCKUM npenapar la rpynnbl (eCnyv OH AO0CTYNEH).
Ou3onupamug HazHavyaeTcs B MaKCMManbHO NepeHoOCMMON AO03UPOBKe
(06bI4HO 400-600 Mr/cyT). OH yCTpaHSAeT rpaAveHTbl AaBrneHns B 6a3anbHbIX
otaenax JTX, yny4ywaeT TonepaHTHOCTb K Harpy3kam u (pyHKUMOHaNbHbIN
pe3epB 6e3 npoaputTMmuyeckoro achdekra nnm NoBbILLEHHOIO pUCKa BHe3arnHoOwu
cepaevyHoOu CMepTu.

B npouecce npuema gusonupamumpa Hago MMeTb B BUAY, YTO OH UMeeT
A0303aBMCUMbIE aHTUXONTIMHEpPruyeckme nodoyHble appeKTbl - CYXOCTb rna3 u
pPOTOBOM NOJIOCTU, 3aAEPXKKY MOYY U 3anopbl. Hago KOHTponupoBaThb
NpPoAOMKNTENbHOCTb MHTepBana QT (ecnu oHa npeBbiwaeT 480 Mmc, Ao03a
npenaparta AOMMKHA ObITb CHUXEHaA).

Ousonupamua He Ha3Ha4YaloT NaLuMeHTaM C rmaykoMou, NpoCcTaTUTOM U TeM, KTO
NPUHUMaET npenapaTbl, KOTopble YANMHAIOT MHTepBan QT, Hanpumep,
aMmuopapoH u cotanon. lusonnpamma MOXXHO KOMOUMHUPOBATL C
BepanamMusriom.
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Bepanamun (ctapToBas go3a 40 Mr X 3 pa3a B AeHb 40 MaKCMMaribHOU A03bl
480 Mr/aeHb) MOXXHO UCNONMb30BaTb B CUTyaLuu, Korga R-6rnokartopbl
NnpoTMBonoKasaHbl Nnun HeadheKTUBHLI, OAHAKO HeOOXO0AUM TLLATEeNbHbIN
KOHTPOJSIb 3a NauueHTaMun C BbipaXeHHOU 00CcTpyKumen (2 100 MM pPT CT) UNun
NOBbILWEHHbIM CUCTONIUYECKUM AaBNIeHUEM B JIEFOYHOU apTepPUU, TaK KakK OH
MOXeT CrpPOBOLMPOBaTbL OTEK NErkKunXx.

CxoaHbIn nonoxutenbHbin 3ddeKkT HabngaeTcsa npu npueme
aunTuasema (HavyanbHasa go3a 60 Mr x 3 pasa B AeHb A0 MaKcumaribHou 360
MrI B IeHb), KOTOPbIX AOMMKEeH paccMaTpuBaTbCA ANA NauueHToB, He
nepeHocALWnX NM60 MerLnX NPOTUBONOKa3aHUSA K R-OrnokaTopamu

Bepanamuny.
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Hu3skono3oBbie neTneBble UMK TUasnaHble ANYPETUKN MOTYT C
OCTOPOXHOCTbI UCMNOMb30BaTbLCA ANSA 00ner4eHns oabILLKM,
accouumnpoBaHHou ¢ OBTJIXK, HO BaXXHO He AonyCcKaTb FMNOBONIEMUMN.

Pedko nayueHmsbi ¢ msixkénou npoesoyupyemot OBTII)XK mocym
MaHugecmupoeamb 2uriomeH3ueu usiu OMEKOM J1E2KUX, KOmopblie Mo2ym
umMumupoeambs OCMPYI0 UWEMUIO MUOKapOa. Ba)kHo pacrno3Hasamb 3amom
eapuaHm pa3zeumusi cobbimuu, mak KakK ucrnoJsib308aHue eazodusiamamopoe
u npernapamoe ¢ NnoJsioxXxumesibHbIM UHOMPOINHbIM 3¢h¢heKkmom 8 amoll
cumyayuu Mmoxem 6bImb XXU3Hey2poXxarou,uM. BMmecmo amozo siedeHue
QOJKHO cocmosimb U3 f3-6510kamopoe (opasibHO Usiu HYMPUBEHHO) U
8a30KOHCMpPUKMOpPOoeE (Hanp., ¢heHuneppuH, MemapamMuHOJ1 U aOpPeHasluH).




INleyeHune 6onbHbLIX TKMI1 ¢ conyTcTBytowen UBC

PacnpoctpaHeHHOCTb codeTtaHusa FKMI n UBC y 6onbHbIX cTapLue 60 net
MOXeT gocTturatb 50-75%.

MNpu o6cTpykTBHON hopme 3aboneBaHUA KpanHe OrpaHU4YeHo Unu gaxe
NPOTUBOMNOKa3aHO NpUMeHeHue npenaparoB, odonagarowmx
nepudepnyiecKuMmn BasogunaTupyrowmmMmm CBoOMCcTBaMn: HUTpPaThbI,
MHrnounTopbl AN, aurnaponupuanHbl. ATU OrpaHNYeHns TpeodyroT
npoBeAeHNUs1 CBOeBpPEMEHHOW KOpOHapoaHruorpadgum n peBackynsapusauumu.

TakTuka ne4eOHbIX meponpuaTum rpu HeobecTpykTuBHou NKMI n
conyTtcrTByroweun UBC He oTnn4yaeTca ot ctaHaapTHou (B-Ab, aHTaroHUcTbI
KanbuMeBbIX KaHarnoB, aHTUarperaHTbl, CTaTUHbI, UHIMOUTOpPbLI AMN®P) 1 npwu
HanM4um NoKasaHUM TaKxe npeagycmartpusaet nposeaeHne ThKA co
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OTcyTCTBYIOT AaHHbIE B NOSiIb3y UHBA3UBHOIO JIeYeHUA OOCTPYKLUN
BbIBOAHOIO TPaKTa y aCUMNTOMHbIX OONbHbLIX, HE3aBUCUMO OT CTENeHU
OGCTpYKUUMN.

MHBa3nBHOe neyvyeHue c uenbto cHxeHuna OBTITK aomxHo
paccmaTtpuBaTbCs AN naumMeHToB ¢ rpaaneHToMm OBTITXK 2 50 MM pT CcT CO
cpeAHe UMK TAXXENOo BblpaXeHHbIMU cumnTomMamu (l1-IVpYHKLMOHANbHbLIN
Krnacc no NYHA) n/vnm noBTOpHbLIMM CUHKONE, MHAYLUPOBaHHbLIMMU
don3nyeckom Harpy3Kom, KOTopble COXPaHSAKTCSH, He CMOTPA Ha
MaKCUMaribHY NepeHOCUMYHO JfieKapCTBEHHYIO Tepanuio.

Xupypruyeckoe ne4yeHume

Hanbonee 4acTo BbINOMHAEMOMN XUPYpPruyeckomn npoueanypomn ans neyvyeHus
OBTITX saiBnsieTca xxenyao4ykoBas centanbHasgs MMO3KTOMMUA (npoueaypa
Moppoy), npu kotopoun hopMUpyeTcAa NPAMOYronibHoe yrinyoneHune, Kotopoe
npoaonkKaeTcs AUCTarlbHO 3a npeaesibl KOHTaKTa MeXay MUTparbHOM
CTBOPKOM U NeperopoaKkoun HMXxe aoptaribHOro KrnarnaHa. 3tTo yonpaet unu
CYLLeCTBEHHO CHMXaeT rpaaveHT AaBneHunsa B BbiBogHoM oTtaene JIXK 6onee,
yeM B 90% cny4vaeB, CHUXxaet SAM-onocpeaoBaHHYIO MUTPaNibHYIO
peryprutaumio v yriydliaeT TONIepPaHTHOCTb K PU3NYECKOU Harpy3ke u
cuMnTomMaTuky. InutenbHbIU cuMnToMaTu4vyecknm acpcpekt pocturaercs y
70-80%NaLUEeHTOB, C OTAANIEHHON BbDKMBAaeMOCTbLI0, CPaBHUMOM C ooLLen
nonynsauueun. NpegonepaynoHHbIe NPeauKTOpPbl XopoLuero ucxoga —
BO3pPacCT < 50 neT, pa3Mep neBoro npeacepaus < 46 Mmm, otTcyTcreue



Incision line
through hypertrophied
basal septum




Upe3koxxHas TpaHCIIOMUHaNbHas arkorosibHas cenTtasibHas
abnauuna B neyeHumn ooctpykTtusHou N'KMI

MeToauka npeanonaraeTt uHy3unro Yepes GansfioHHbIN KaTeTep B
nepdopaHTHYIO cenTaribHY BeTBb 1-3 MJ1 96% cnupTa, BCneacTtBue 4ero
BO3HUMKaeT nHcapKT runeptpodupoBaHHoro 6asanbHoro oraena MXI n
30HbI ee KOHTaKTa ¢ nepeaHeun cteopkon MK, saxBatbiBaowwmm ot 3 Ao 10%
mMaccbl Mmokappaa J1X (ao 20% maccel MXI1). 3To npuBoAUT K 3HAYMMOMY
YMEHbLUEHUIO BbIPaXXeHHOCTU OOCTPYKLUMUN BbIXOAHOIO TPaKTa U MUTParibHOWM
HeaoCTaTOYHOCTU B CUNY CNpoBOLUpPOBaHHOro pemoaenupoBaHusa JHXK n
perpeccum runeptTpocunn, 4To ConpoBOXAaETCA yny4leHneM 06 LeKTUBHOM

—~ _ _ _ _ _

N CyObEKTUBHON CUMNTOMATUKMU 3 X o
Y 6onbHbIX 6onbHbLIX TKMI ¢

TsXKernoun pedpakTepHoOM K
MeAUKaMEeHTO3HOMY JIe4YeHUIo
CUMMNTOMATUKOMN N OOCTPYKLINEN
BT J1)XX ata onepauusn
paccMmaTtpuBaeTCcsl B KayecTBe
anbTepHaTUBbI XUPYPru4ecKomy
rie4yeHuro, Korga nocne
o0cyXaeHns nayueHT cam
BblpaxaeT npeanoyYTeHne B
OTHOLLUEHUU ITOU Npoueaypbl.

b Mocna




JTa onepauus nporuBonokasaHa y 6onbHbix FKMI1 ¢ conyTcTByOWEN
cepAaevyHo-cocyamcTomn nartonoruen, Tpeodyruwem nposeaeHUs
XUPYPrnvyeckomn KoppeKkumm (aopTo-KopoHapHoe wyHTuposaHue npu UBC,
PEKOHCTPYKLMS NPU OTPbIBE XOPA MUTParibHOro KrarmnaHa), korga
cenTanbHasi MUAKTOMUA MOXET ObITb YaCcTbIo OOSbLLLUOW onepauunu.

OTa onepauusa He NokasaHa MornoAbIM nauueHTam (Bo3pacT < 21 roaa) u He
peKkoMeHAoBaHa B3pOChbIM 605bHbLIM B Bo3pacTe A0 40 neT. B naHHOM

KaTeropmm naumeHToB npeaAnoyYTuTesibHO npoBeaeHne XMpyprmyeckoro
nauaHua [canTankHAaa Munw-rnumq)_

e

YNABLUMU OYXOM
TMBHET PAHBLLUE
CPOKA!

s
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OAUNATAUUMOHHAA
KAPOUOMUOIIATUA



AunataunoHasa kapguomuonatusa (QKMI) — 3aboneBaHue
MUoOKapAaa, XxapakrtepusyrLieecs paclimpeHueM Kamep cepgua,
HapyLweHneM ero cokpaTtutesribHou (hyHKLUKN U Nporpeccupytolleu
XPOHMYECKOU cepaevyHon HeagocTtaTtouyHocTbIo (XCH).

Ona OKMI xapakTtepHO pa3BuTue nporpeccupyroLien cepaevyHou
He4OCTaTOYHOCTU, HapYyLIeHUNn cepaeyHoro puTma u
NpPoBOoANMMOCTU, TPOMOOIMOONNIN, BHE3aNHOU CMEPTMU.

Normal Heart

Dilated Cardiomyopathy

sy

Dilated
ventricle

© medmovie.com

Kputepuem 3aboneBaHus
CYUTAETCA CHMXKEHMe
¢dpakumm BbIOpOCaA NeBoro
Xenyaouka HUxXxe 45 % u
yBennyeHue pa3mepa
NosriocTu! fieBoro
xenypouka (J1XK) B
avacTony 6ornee 6 cm.



B cBA3u co 3HaunTenbHbIM oM dy3HbIM NopaXeHnemM Muokapaa CHMXxXaeTcsl ero
COKpaTuTesibHas CNOCOOHOCTL. YMeHbLLEeHNe cepae4Horo Bbibpoca npmBoanT
K YBESIMYEHUIO OCTAaTOYHOro 06bLEMA KPOBU B XKenyao4vkax, YTo BedeT K pa3BUTUIO
3aCTOUHOM cepaevyHON Hea4OCTaTOYHOCTMN.

Y 60 % 6ONbHbIX B MOSIOCTAX XeSyao4YKOB Ha NO3OHUX CTaamnax 60e3Hu
oOpa3yrTca NPUCTEHOYHbIe TPOMOLI C NoCneayLWmnmMm passuTnemM aMoonmnm no
MarioMy unum 0onbLWOoMY Kpyry KpoBoobpalleHus.

KapavomuonaTua 3a0poBoe

OKMI1 B onpegeneHHon
CTENeHn
COMpPOBOXOaeTCs
runeptpodmen
MWoKapaa, Kotopas,
OQHAaKo, He AoCTUraeT
3HA4YUTENBHON
BENIMYUHBbI U HE
KOMMeHcupyeT
HapyLLueHne
CUCTONMMNYecKoun

YTOHUEHHbIe 1 0CnabneHHble CTeHKU PYHKLUMN XKXenyaouKoB.




dtuonorusa AKMMN

BblgensoT uamonaTtuyeckyro ( NePBUYHYIO) U MPUOOPETEHHYHO (BTOPUYHYIO)
AKMI.

[MprymHbl npnobpeTteHHbIX AKMI1 pasnuyHbl:

MWUOKapaAUTHI,

ankoronusm, 3HOOKPUHHbIE, anuMeHTapHble dpakTopbl (aeduuunT cenexa,
KapHUTUHA),

TaxmapuTMmuu,

MeONKaMEHTO3Hble BO3OENCTBUS (aHTPaAUUKITNHBI, OOKCOPYOULNH 1 ap.),
TSKENble MeTansbl (KObanbT, PTYTb, MbILLbSAK, CBUHEL,)

AnkKorosnbHoOe nopaxeHue cepgua cumtaeTcs oaHom n3 Hambornee 4acTbiX
npuvynH OKMI1, HO HET YETKMX OoKa3aTernbCTB, YTO B AAaHHOM Clny4ae ToNbKO
ankorosib BbI3bIBAEeT NopaxeHue cepgua. BoamoxHo, bosbluee 3Ha4eHNne MMeeT
Hedocmamo4YHOCMb MuUaMUHa, XapakTepHasi Ansi ankorosiMkos, Takke
HEeNb3s1 UCKNIYNTb U PONb FrEHETUYECKNX (PaKTOPOB.

Y 25-35% nauymeHTtoB [JKMI1 - aT0 cemenHoe 3aboneBaHue, NPpUYEM BbISIBIIEHO
bonee 20 pasnnyHbIX rEHHbIX MyTaUWi, HacregyemblX No ayTOCOMHO-
OOMWHAHTHOMY TUMy.



OcHOBHbIe KnMHn4eckue cuHgpombl OKMI:

1. XCH vnn 6eccumntomMHas aucdyHKLMSA NeBoro xenyao4ka. BHavane
NOSABNSAOTCS NPU3HAKKU NIEBO-, a 3aTEM U NPaBOXeEy404KOBOW HEQOCTATOYHOCTM,
KOTOpble yKa3blBaloT Ha Cepbe3HbIn NPOrHo3. lNpunsHakn buseHTpukynspHomn XCH
Habn4alTCsd B MOMEHT YCTAHOBIEHUS AnarHo3a y 1/3 nauneHToB.

2. APUTMMNYECKUUN CUHOPOM — NouTH y 100% GonbHbIX. BO3MOXHbI Niobble
HapyLeHNsa puTMa 1 NPOBOAMMOCTU (CUHYCOBasi Taxnkapams, SKCTpacucTonus,
dunbpunnaums npeacepanin, aTpuoBEHTPUKYNSPHbIE 6rokaabl 1 1 2 CTENEHM,
Gnokagbl HoXek nyyka 'mca).

3. Tpomboambonuyecknm cuHApPoOM. Npu ayToncum NeBoxenyno4KoBbIe
TPOMObI HaxoaAT Yy 50% OOSbHbIX.

4. boneBou KapauanbHbIN CUHOPOM (10-20% nauueHToB). Y naLnueHToB
BO3HUKAKOT ANnTeNbHbIE 6GONM B NEBOI NOSIOBUHE FPYAHOW KNETKN 1 3a rPYANHOMN,
vaLle 6e3 YeTKom CBs3N ¢ PUn3n4ecKon Harpyskon. bonu otpaxatoTt
cybaHaokapamarnbHyo UWEMMIO, CBA3AHHYIO C NOBbILLEHHOW NOTPEBHOCTLIO
MUOKapaa B Kucropoge.

5. MpusHakn OTHOCUTESTIbHOWN HEeAOCTAaTOYHOCTU MUTPANBLHOIO U
TPUKycnunaanbHOro KrnanaHos.



MeTtoabl anarHocTtuku OKMI

1. AKI-npusHakm Hecneymduieckune - pasnuyHble aputMmmnm, bnokaabl

2. IXOKTI (=Y3U cepagua) no3BonseT BbIABUTbL AnUNatauuto Kamep cepaua,
rMMNOKMHE3 CTEHOK MMOKapaa, He4OCTAaTOYHOCTb (OTHOCUTENLHYIO)
aTPUOBEHTPUKYNSAPHbIX KNanaHoB, HapyLLUeHWe CUCTONUYEeCcKon U anacTtonnyeckomn
dyHkuum JDK n K

3. PeHTreHonorn4yeckm obHapyXmBaeTcs 3Ha4NTENbHOE yBENNYEHNE TEHN
cepAua 3a CYET yBeNMYeHUs TEHN XeNyao4KoB (YacTo B COYETAHUU C YMEPEHHbLIM
yBennyeHnem neBoro npeacepauns), ycuneHme nero4Horo CocyamcToro pucyHka, a
TaKxe NnosiBneHneM TpaHccyaarta B nneBparsibHbIX NOOCTAX (Yalle B npaBon)

4. MPT v cnupanbHas KT no3BonsitoT ¢ 0osbLUen TOYHOCTbIO OLLEHUTb aHaTOMUIO
cepaua

5. KateTepusauunsa cepaua no3BosideT U3MepuTb JaBfieHNE B MOSIOCTAX cepaua u
B NerodHou aptepuu, rpaaneHT gaenenus JHK/aopta, ncknounts MbC

6. NMpmxn3HeHHaa bnoncma Mmmokapaa NpPoBOANUTCA ANt UCKITIOYEHUSA
cneumdunyecknx sabonesaHmin. OkasbiBaeT CyLLECTBEHHYIO NMOMOLLb NPU
andpdepeHunansHon anarHoctuke JKMI n 3abonesanum cepaua, npoTekatowmx
C €ro Bblpa)XXeHHbIM yBENUYEHNEM (Taxerble Andoy3Hble MMOKapAUTHI,
NnepBUYHbLIN aMnIIongos, reMoxpomartos)
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Jleyenune OKMI

Cneundunyeckom aTmonaroreHeTn4eckon tepanuu nanonatnyeckomn JKMI He
cywectByeT. Obwme NpMHUMNLI Ie4eHnst He oTnunyatoTca ot nedeHna XCH. B
cnydasix npuobpeteHHon KMl npoBoauTcs Tepanua npealecTByoWero
3aboneBaHus, a Takke NpeanpMHUMaloTCAa BCe Mepbl AN YCTPaHEHNSA NPUYMH
BO3HUKHOBEHMS OKMI.

NMNpuHunnbl Tepanumn OKMM:

1. HemegmnkameHTO3HbIe MeTOAbI: AMUETA (OrpaHUYeHne NoBapeHHOW Conu,
NCKIHOYEHWE arkorons), Pexxmum (orpaHnyeHmne TaxernbixX pusnyecknx Harpy3sok).

2. MegukameHTO3Has Tepanusa:

a) uHrnonTtopsl AP (Bcem 605bHLIM XCH BHE 3aBUCMMOCTN OT 3TUOMOIMNU,
cTaauu npouecca u Tuna gekomMmneHcauum nim aHTaroHUCTbl PeLenTopoB K
aHrMoTeH3uHy-II (Npu HenepeHocumocTu nHrIMbutopos Al B kKadecTBe cpeacTsa
nepBon NUHUK AN 6nokanbl PeHNH-aHIMOTEH3NH-anb40CTEPOHOBON CUCTEMbI Y
BONbHbIX C KIMHNYECKN Bblpa)Xe€HHOW AeKoMMNeHcauunen),

6) beTta-agpeHobrokaTopbl ( KapaMocerekTUBHbIE: KapBeausors, buconponon),
B) ANYPETUKM (KaK TMasnaHble, Tak U NeTneBble),

r) cepdeyHbie 2/IUKO3UObI - Qu20KcUH (Npy donbpunnsauum npeacepann, Ho
BO3MOXHO MX UCMOSIb30BaHME NpU CUHYCOBOM PUTME 1 HNU3KOW ppakuum Beibpoca),
[) aHTaroHUCTbl anbAoOCTEepPOHa



e) ne4yeHne n npodunakTnka apuTMmnn (NpodonnakTuka BHe3aNHOM CMepPTN):
KOp4apoH, coTason

X) npodounakTuka TpoMmo603aMOONIMUYEKUX OCIIOXKHEHUN: aHTMarperaHTbl u
HernpsMble aHTUKoarynsaHTbl
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3. Xupypruuekue u anekTpon3nonornyeckme MeToabl fedenn:: omn

Il Heobxoammo oTMeTUTb, UTO «TpolHaA» 6rnokana PAAC B
nobon komouHaumun: nurnountTop AlMN® + aHTaroHUcT

OMACHOCTb +
MWHEpPanoKOPTUKOMAHBbIX peLenTopoB + 6riokaTop

DANGER peLenTopoB anbAocTepoHa (Ui NPSAMON MHIMBUTOP
PEHWHa) NnpoTMBOMNoKa3aHa npu ne4yeHnn oonbHbix XCH n3-3a
BbICOKOIrO pUCKa pa3BuUTUS runepkanmeMmnn, yxyaLeHus
PYHKLMM NOYEK U TMMOTOHUMN.




Xupypruyeckue n anekrpodusnonormyeckme metoabl
rievyeHus

CepaeyHasi peCUMHXPOHU3UpYoLLas Tepanus

— TPEXKaMepHas CTUMYnNSauna cepaua (OAnH anNeKTpoa pacnonaraeTcs B NpaBoM
npeacepann, ABa — B XXenyaodkax)

Onepauunsa oKkyTbiIBaHUA cepAua 3J/1JaCTUYHbIM CeTYaTbIM KapKacoMm —
NacCUBHO OrpaHnYMBaoLLne cepaeyHble ycTpoucTea (MeLwok CorCap),
npensTcTBytoLme paclumnpeHuto JDK, npeporspallatot nporpeccuposaHne XCH, Ha
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MexaHun4yeckue XKernyagodkuv cepgua (B Tom 4Yucne MMkKpoHacoc Impella,
YCTaHOBINEHHbIN B MNOSIOCTU NEBOTO Xenyagoyka) MoryT UCnorib3oBaTbCs AN
BPEMEHHOW NOAAEPKKN reMOAMHaMUKKN, KPOME TOro, NMoKasaHo, YTo Yepes
HECKOITbKO MecsaLeB paboTbl annapaTa yny4waeTcs PyHKUMs COBCTBEHHOIO

Aorta
(to body)

N

Left ventricle

Pump
|
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Bce value npun Heynavax B koHcepBaTuBHou Tepanun OKMI1 peluaeTtcs Bonpoc o
TpaHcnJlaHTauuum cepaLua, BbXKMBaAaeMOCTb Mpu 3TOM BMeLLaTenbCTBe, Mo
pasnuU4HbIM JaHHbIM, cocTaBnsaeT bornee 70% vyepes 10 rner.



NMoka3aHua u NMPOTUBOMNOKAa3aHUA K TPaHCNJIaHTAUUN

NMaumeHTbI, NOAXOAALLME ANA TpaHgﬁRQH%uuw

e KoHe4vHas ctagus CH, Bblpa)keHHasa KnuHUn4Yeckasa cumntoMmaTuka,
HebnaronpuUsTHLIN NPOrHO3,

HEBO3MOXHOCTb NMPUMEHEHUS arbTepHaATUBHbIX METOA0B fNeYeHUs

e MoTuBMpoOBaHHbLIE, rPAaMOTHO MHPOPMUPOBAHHBLIE, AMOLMOHAINBHO YCTON4YNBLIE
e KoMnnaeHTHble A5 MHTEHCUBHOIO fledeHns B nocreonepaunoHHOM nepuoae

NpoTuBONOKasaHusa AnNa TpaHcnnaHTauuu

e AKTMBHaA MHJeKUnS

e Tsrkenoe nopaxxeHne MO3roBbIX UNKU Nepnudoepuyecknx apTepumn

e 3noynoTpebneHne ankoronem n npuemM HapKoTMUKOB

* JleueHne oHkonornyeckoro 3aboneBaHus 3a nocnegHue 5 net

e ObocTpeHune s13BeHHOMN 6onesHu

e HepgaBHUIM TpOMBO3IMBDONMYECKMIA aNN30.,

e 3HA4YMMOE NopakeHne no4vek (Hanpumep, KIMpEeHc KpeaTuHMHa < 50 Mr1/MUH)
e CucteMHble 3aboneBaHund

 [1pyrne conyTcTBylOLIME 3aboneBaHns C NSIOXMM MPOrHO30M

e OMOUMOHaNbLHaa HeCTabunNbHOCTb, HENTeYEHHasa ncmxmyeckasi bonesHb
e BbicOoKoe, huKkcmpoBaHHOE coCcyancToe conpoTueneHune (>45 en. Byna) u
CpeaHWn TpaHCnynbMOHanbHbIV rpagueHT (Mexay npaBbiM Xenyaoydkom m
nero4yHom aptepuen) > 15 mm pT.CT.



EcTb gaHHble 06 NCNOMb30BaHNN CMB0J108bkIX KJTeMOK (CenekTMBHaga KneToyHas
Tepanua — TpaHcnnaHTaumsa ckeneTHO-MbILLEYHbIX NI CTBOMNOBLIX KreTok). MeTtoa
OCHOBaH Ha cCnocoBHOCTU CTBOMOBbLIX KNETOK BOCCTaHaBNMMBATb YTPAYEHHYIO
nonynaunio kKapanommobnactos. BBegeHHble Me3eHXMManbHble CTBOMOBbIE
KIETKN U KapanommobnacTbl 3aMeLLatoT KIETKU COeAUHUTENBbHOW TKaHW,
HapyLuawLwen paboTy cepagevHon MblLLbl. 340poBast MblLLeYyHasi TKaHb cepaua
BO3BpaLlaeT CoKpaTUTENbHYIO YHKLUUIO cepaedHon Mmblwubl. OgHako, B
HacTosLlee BpeMA BONPOC NogobHOM Tepanum HaxoauTcs B dpase akTUBHbIX

A -.rv

lNMporHo3s npu OKMIT octaetcs ycnosHo
HebnaronpusTHbLIM — B Criy4yae
nanonatnyeckon popmbl 3aboneBaHuUs
eXerofHag rfietanbHOCTb COCTaBMAET OT 5
0o 45 %, ons oopm ¢ N3BECTHOU
9TUONOrnen CMEPTHOCTb MOXET ObITb
MeHbLLUe. Ycnexu B fle4eHnn npusenm K
CyLLEeCTBEHHOMY YBESTMYEHUIO
BbKMBaemMocTu npu aton goopme KMI'.
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MbI CTTACAEM NHOOENA, A YEM 3AHUMAELLBLCSA TbI ?



