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00BEMHSAIONIMI ITUPOKUIA CHEKTP TeHETHYECKHX M HEeHETHUECKHUX 3a001eBaHHM, OTINYAIOMIUXCS
110 3THOMATOTeHe3y W TOAXoAaM K Tepanmu. IIpu BBISBICHMM KaXAOTo Cirydas THHepTpodun
JIEBOTO JKENYJ0YKa HESICHOTO IeHe3a HeoOXOIMMO HPOBEIEHHE CIOXKHOro uddepeHnansHoOro
jquaraoza Mexay I'KMIT — Gonesneto  capkomepa u ¢deroxommsasvu 'KMII. B mocobun
MPOAHANM3UPOBAHBl OCOOEGHHOCTH KIMHHUYECKMX U MOP(OJOrHYECKHX XapaKTEPUCTHK TIpU
pazmuuHbIX Gopmax I'KMIL. TIpuBeneHs! OapOOHBIH aHAIH3 COBPEMEHHBIX METO/IOB AUATHOCTUKH
U KIMHHYecKas KiacCH(HKalus, alrOpuTMbl JMArHOCTHKH M BpadeOHas Taktuka npu ['KMII-
OoJIe3HN capKoMepa, a TaKKe ONWcaHWs Haumboiee pacnpocTpaHeHHbIX ¢eHokormit I'KMIL
IpencraBiensl MOCNEAHNE JOCTHKEHHS B 0077aCTH M3ydEHHUs TEeHETUYECKHUX (opM 3a0oneBanus U

COBPEMEHHBIC IIPEACTABICHUA O Bpaqe6H017[ TaKTHUKE.

VuyebHoe mocobue npeaAHasHaYeHO JIs1 CTYACHTOB CTapUIUX KYpCOB, HHTEPHOB, KIMHUYECKUX

OPIMHATOPOB, a TAKXKE Clymarteneil (akyIbTeTa IOCTIUILIOMHOTO 00pa30BaHU
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Cnucok coKpameHuit

AAC — amepHuKaHCKast aCCONUAIMS KapAHOJIOTrOB
A-B — aTpH0-BEeHTpUKYIIIpHAs

AT — aprepuanbpHas TUIEPTEH3UA

A]l - apTepuanbHOe JaBIICHUE

AJIC - apuTMOTreHHast AUCILIa3Us CepAra
BJIHIIL - 6rokana jieBoit HOXkM Iyuka ['mca

BITHIII" - 6nokazna mpaBoii HOXKH ITydka ['ica
BTJIX - BbIXOIHOH TpaKT JIEBOTO KelyJouKa
BCC - BHe3anHas ceplieyHast cMepTh

I'KMII - runeprpodudeckast KapIHOMHONATHS
I'JIX - runepTpodust J€BOTO IKeIrymodKka
I'TIX - runeptpoduss MpaBOro Kemymaodka
JIKMII - qunatanuoHHas KapJuOMHAONATUS
EAK — eBponeiickas acconuarnys KapIuoyoroB

JKHP — xeny104KoBble HAPYIICHUS pUTMA

KT - xenynoukoBasi TaXUKapaAus

UBC — nmemuyeckas 00Jie3Hb cepAala

UK]I - uMIutaHTHpyeMBblii - KapAnoBepTep AUGUOPUILIITOP
KJIO - xoHe4HbI# HAcTONUYECKUl 00beM

KMII — kapruomuonaTtus

JIK - neBblit xemynouex

JIIT - neBoe npencepaue

MIXII - MexoKeny1oukoBasl  Ieperopojaxa

MK - MuTpanbHBIA  KJanaH

MPT - MarHUTHO-pe30HaHCHAsE TOMOTpadus

TTBITHIIT — monHast Grokana npaBoit HOXKKH ITy4dka ['mca
IDX - mpaBslit sxenmynouex

IIIT - npaBoe mpencepaue

TITKMIT - nepunapTanbHas KapIHOMHONATHS

TILP - nonumMepasHas enHasi peakiuus

PKMII - pecTpuKTHBHAS KapJIUOMHOIATUS

C-A — cuHO-aTpHanbHas

CK® - ckopocTb KITyOO4KOBO# (HIbTpALU
CH — cepaeyHast HEOCTATOYHOCTD

CCC - cepeuHo-cocyqucTas cucrema

TP — TpukycnuaaabHas peryprutanus

TTP - TpancTupeTus

OB — ¢paxnus BerOpoca

DK — dubprIAIMS KeTyT0IKOB

OK — pyHKIMOHANBHBIH KIacc

OIT - pubpmmsnms npeacepauit

XM- xonreposckoe MoHuTopupoBanue DKI'
XCH - xpoHuueckasi cep/ieyHasi HeIOCTaTOYHOCTb
OKT - anekTpokapanorpaMma

OMB - sHIOMHCKapANaTbHAs OHOIICHS
DXOKT - axokapauorpamma
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Ap - TpaJIHeHT JTaBIICHUSI
AL — aMWIION 103 JIETKUX LIETIENH

ATTRWL - TpaHCTUPETUHOBBIIT aMUIIOMI03 TUKOTO THIIA

ATTRmMt - TpaHCTUPETHHOBBII AMIJIONI03 MyTaHTHOTO THIIA
BNP, NT-proBNP — M03roBbie HATpHilypeTHIESCKHE e THIb

NYHA
SD — cranzapTHOE OTKJIOHEHHUE

Tc-DPD — texneumii-nukapookcunponan audocdonar (3,3-diphos-phono-1,2- propanodi-
carboxylic acid

WPW - Bonbda-IlapkuHcona-Yaiita



I'mneprpoduyeckass kKapauoMuonaTus

Koo no MKK-10:

142.1. O6cmpyxkmuenan zunepmpogpuueckasn KapoOuoMuonamus.

| 42.2. /lpyzasn cunepmpoguueckan kapouomuonamus

Onpenenenne

Cuneptpodudeckas kapauomuonatust (CKMII) —  HeoObscHuMas
runeptpodust JOK w/mnm 1K npu HOpManbHOM WM YMEHBIIEHHOM pa3Mepe
MOJIOCTeH cepala U OTCYTCTBHUHM JAPYTUX KApAUOJOTHUECKUX WM CHUCTEMHBIX
3a00JIeBaHNi, KOTOPBIE MOTYT BBI3BaTh IMOJOOHYIO BEJIMYMHY Tuneprpoduu (>
15 mM) mo pganabeiM OxoKI. Tommuua ctenku 13-14 MM sBiseTcs
MOTPaHUYHOM, OCOOCHHO B TPHCYTCTBHU JPYruX (akTopoB (HampuMep,
cemelinblii anamHe3 I'KMIT).

B coorBercTBMM ¢ KIMHMYECKMMHU pPEKOMEHJauusMu EBponeiickoro
obmecTBa Kapanoioros no auarHoctuke u yedeHuro ['KMII ot 2014 rona, B
ctpykrype ['KMII, Tounee ['JIXK HesicHOro reHesa, Tonbko 40-60% npuxoautcst
Ha  uauomatmueckyro ['KMII, oOycinoBieHHY0  MyTalUsIMH  T'€HOB,
KOAUPYIOIIMX capkomepbie Oenku. B 20-30% ciiyuaeB reHeTHYECKUH Me(eKT
ocraerca HeusBecTHBIM. Ha ¢penokonuu TKMII 1npu MHOXKXECTBEHHBIX
HACJIEJICTBEHHBIX CHHAPOMAax W IOPOKaxX pa3BUTHS, HWHOWIBTPATHBHBIX
3a00JIeBaHMAX MHUOKapAa (HacleJCTBEHHble M NpUOOpeTeHHble (HOPMBI
aMHJIOM]I032 C TOPWKEHHWEM cepjla), OOJIe3HAX HaKOIUIEHHs TJIMKOTeHa
(6one3ur Dabpwu), capkoHI03e U reMOXpoMarode u T.A. mpuxomutcs 5-10%
Bcex cinydaeB ['JIXK wHescHoro renesa. Takum oOpazom, 'KMII cerogns, 3to
cobuparenbHblii  TepmMuH  (mamonarumdeckas [KMII  +  ¢enokonun),
OOBEAMHSIONMI  IMUPOKMH  CHEKTp  3a00JieBaHUM  I'CHETHYEeCKOW |
HETeHETHYECKOH MPUPOABI, OTINYAIOIINXCS 3THONIATOT€HE30M M MOAXOJaMH K
Teparum.

Pacnpoctpanennocts (enotuna 'KMIT cocrasmser 0,2% (1:500) B
o01elt momynsnuy.

Kimnuko-reneruyeckue conocrasiaenuss F'KMII

Bonesns capkomepa win unuonaruyeckas ['KMII aBnsieTcss reHeTHYECKH
00yCIIOBICHHBIM 3a00JI€BaHHEM MHOKap/a C ayTOCOMHO-JIOMHHAHTHBIM THIIOM
HaCJIeI0BaHMS.

WNnmonatnueckas ['KMII — rereporeHHoe 3aboneBaHHEe MHOKapia C
pa3sHOOOPa3HBIMH KIMHHYECKUMH TPOSBICHUSAMH M OTCYTCTBHEM TaKOBBIX,
60J1€I0T MY>KYHHBI ¥ )KSHIIIMHBI BCEX BO3PACTHBIX TPYII OT MJIAJCHIIEB [0 JIUI]
MOYKHJIOTO BO3pacTa. Ba)kHO OTMETHTH, YTO MAIEHTH C TEHOTHUIIOM (+) MOTYT
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uMeTs peHotun (—), T.e. 0eCCUMITOMHOE HOCUTENILCTBO MIIH «CYOKJIMHHUYECKAas
'KMII». W3BectHo ©Oonee 1400 wmyrtamuid, KOJUPYIOIIMX BHIPaOOTKY
pa3nuuHbIX OenkoB Muokapnaa. K HUM OTHOCATCS TsbKenas Lelb [-MHO3HMHA
(MYH7), wmuosun-cBsaspiBatommit  6eoxk  (C MYBPC), merkas uemb
perymsitoproro muosuHa (MYL2), ocHoBHas nerkas uems muosuna (MYL3),
tporiornH T (TNNT2), o-tpomomuosun (TPMI1), cepaeunsiii Tporonun |
(TNNI3), aktur (ACTC) u ap. [IpoaeMOHCTPUPOBAHO, YTO JBE CAPKOMEPHBIC
¢dopmer 'KMIT (Bcnencrteue myTtaruii reHOB, KOAUPYIOIIUX BHIPAOOTKY OENKOB
TSDKENBIX Leneld B-Muo3MHa W MHO3MH-CBsI3bIBatoIiero Oenka-C) KIMHUYECKH
He pasnuuumbl. [Ipu ['KMII, o0ycnoBieHHOI MyTanusMu B STHX TeHax,
Ha0JII0JaeTCss MaKCUMalbHasi CTEIIeHb THIEPTPO(GUH JIEBOTO JKEJTy104YKa, B TOM
yHpcle AacUMMeTpUYHas. AHaJM3 B3aUMOCBA3M TIEHOTHNA M KIMHUYECKHX
NpOsIBJICHUIT 3a00J1eBaHKs MMOKa3al, YTO MyTalMyd B TeHe TponoHuHa T MoryT
OBbITh ACCOLIMMPOBAHBI C OTCYTCTBHEM MM HE3HAYUTENHLHOH TUHepTpoduei
MHOKapAa, Ipu 3ToM c BbelcokuM puckoM BCC. Ilpum Myramusax resa,
KOJIMPYIOUIEro BbIpabOTKy Oejka JecMHHA, KapAWaJIbHBIH (EHOTUI MOXET
obiTh mpenctasiaen ['KMII, JIKMII, PKMII. Dkcnpeccus reHa oTMEdaeTcs B
KJIETKaX IJIaJKOW W CKEJIETHOW MYCKYJATyphl M IPUBOJUT K CyOKIMHUYECKOM
MuonaTtud. Ilpu cemeliHoM oOcnemOBaHUM CeroAHs oOpalaroT BHUMaHHE Ha
Ha0Op «MaJbIX» MPU3HAKOB y YWICHOB CEMbU MPOOaH/a:

e morpaHuyYHas TomuuHa creHok JDK wnu HavanbHas auacTonMdeckas
mucoynkius, C-A, A-B-0nokanel, BHyTprkenynoukossie (BJIHIIL,
BITHIII"), ’)KHP;

o otkionenus Ha DK (BombpTaxkHbie Iokazatenu ['JIK npu HOpMaibpHOM
tommute crerok JIXK mo 3XOKT);

e aHOM&JIMM  KJANaHHOrO  ammapara  (arommsi,  HOBBIIICHHAS
TpaOeKyIAPHOCTh, YUIMHEHHbIE, MUKCOMATO3HbIE CTBOPKH, KPHIITHI B
MHUOKapJe 1 T.1.).

Hannume Mmamnslx aHOManuii cepia y PpOJICTBEHHHKOB IE€PBOM JIMHHUU
pPOJCTBa MOXET B psAle CIy4aeB INPEACKA3bIBATh HOCHUTEIHCTBO MYTAI[HH.
I'eHeTHuecKoe TeCTUPOBaHUE MPOBOJUTCS AJIST YCTAHOBJICHUSI OKOHYATEIHHOTO
IUarHo3a M HCHOJB3YeTCsl JUIS BBISIBICHHS 3a00JEBIINX POJCTBEHHHKOB B
cembsiax ¢ wm3BecTHoH ['KMII (kmacc |, ypoBeHb mgokazaTenbHOCTH B).
I'enernueckoe TtectupoBanne Ha I'KMII wim Ha Jpyrue IpUYMHBL
HeoObscHuMoM ['JDDK pexkoMeHI0OBaHO MAIMEeHTaM C aTHIUYHOW KIMHHYECKOH
kaptuHOoii I'KMII m B cimywasx, Korja JOpyroe reHeTHdecKoe 3aboJieBaHHe
MOXeT ObITh mpuuuHOH (kiacc |, ypoBeHb mokasarensHOCTH B). B3pocisie
narueaTsl ¢ ['KMII u ycTaHOBIEHHOW MAaTOTEHHOW MyTaleidl MMeroT OoJee
BBICOKHH PHUCK HEOJAarompHATHBIX HCXOA0B (He(haTalbHBIX WHCYJIBTOB,
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UH(DAPKTOB, IPOrPECCUH XPOHUIECKOI cepaeuHoit Henoctarounoctr (XCH) mo
1w 1V OK, BHe3anHOM cepJeyHOi CMEPTH) 10 CPAaBHEHHIO C ALMEHTaMU C
I'KMII, y xoTopsIx MyTaius He oOHapyxeHa. ViccienqoBaHus MOKa3bIBajM, YTO
MPUCYTCTBHE OoJiee OHON MyTaluu capkoMepa (1Be, Tpu u 6onee) npu 'KMIIT
YBEIMYHMBACT TSDKECTh TEUCHMsl 3a00JeBaHHMS M PUCK BHE3AIHOW CepICYHOM
cmeptu (BCC).

@u3uKaIbHbIC TaHHbIE

IIpu ocMoTpe manueHTa NPU3HAKOB, XapaKTEpHBIX I MAUONAaTHYECKON

I'KMII, He ompenensercs. BepxylmiedHslil TOM4OK pacmoyiaraercss B 5-M
MexxpeOepbe U MHOTIa CMEIIEH BJIEBO, ONpPeNenseTcsl Kak BBICOKUH, pa3IuTOM.
[Tpu nepkyccuu rpaHuibl aOCOMIOTHON U OTHOCHUTENBHOM CEpACYHON TYIIOCTH
MOTYT OBITh B MpeJesiaX HOPMaJbHBIX 3HaueHU. OCHOBHON MTUATHOCTHUCCKHUI
npusHak oOcTpykruBHoii ['KMII — rpyOblii cucTONMuYEeCKHi IIyM BBIOpOCa,
KOTOPBII BBISBIIAIOT Y BEPXYLIKU U B 4-M Mexkpebephe ciieBa oT rpyauHsl. [lym
oTian4aeTcs OOJBIION M3MEHYMBOCTHIO. MIHOT/]a BBICITYIIMBAIOT MPEPBIBUCTHIM
HIyM, UMEIOLIMI BTOPYIO (a3y. MI3MEeHUYNBOCTh CHCTOJIMYECKOTO IlIyMa CBsI3aHa
C M3MEHEHHEM IpaJileHTa HaBJICHUA B BBIXOJHOM TpaKTe JICBOI'O JKeTydOouKa
(BTJIX). Co cTopoHBI APYTUX CHCTEM U OPraHOB — 6€3 KIMHUYECKH 3HAaUUMBIX
OTKJIOHEHUH.

Bapuanmor cumnmomnoeo meuenuss u npoepeccuu I'KMII — 6onesnu

capkomepa.

e BHesamHas cepliedHas CMEPTb MOXKET OBITh NMEPBBIM M €HMHCTBEHHBIM
CUMIITOMOM, B TIEPBYI0 OdYepeab y MOJOABIX OECCHMMIITOMHBIX
marreHToB 10 35 jet (BKIr0Yasi CHIOPTCMEHOB).

e CuMnToMHOE TeyeHWe: OONM B TPYAHOW KIETKE, CHHKONAJIbHBIE U
MIPECUHKOMAIbHBIE COCTOSHMS, HapyIICHUS PUTMa U NPOBOIUMOCTH,
ofbllIKa TpH (u3NYeckod Harpy3ke W B mnokoe. [Ipu dusnueckoit
Harpy3ke okoio 25% mamumentoB ¢ ['KMII umeror aHOManbHYIO
peakmuo AJl, koTopas omnpenessieTcs MO0 Kak MOBBIIEHUE, TH00 KaK
noHrkenue AJl 6onee ueM Ha 20 MM PT. CT. DTOT MOKA3aTeNb SIBISETCS
HeOnaronpusTHeIM nporuoctuueckum ¢axkropom. Tsokenas XCH 11-
IV ®K NYHA BHe nunarannoHHOHN (a3bl BCTpEYaeTCs PEAKO.

o  @ubpummsanus npexncepanii (PI1), napokcu3ManbHast WK MOCTOSHHAS,
ACCOIIMMPOBAHA C PA3JIMYHON CTENEHBIO CEPICYHOI HEIOCTATOYHOCTH,
CIOCOOCTBYET YBEIIMUCHHUIO PUCKA CHCTEMHBIX SMOOJHi, QaTaabHBIX U
He(aTaIbHBIX HHCYIHFTOB.

e V mexotopbix mnamueHToB ¢ I'KMII mnpoucxomuT crnoHTaHHOE
YMEHBIICHNE TONIIMHEI cTeHOK u mwnatanns JDK, cHibkenne ¢paxipm
BEIOpOCA, YTO COMPOBOXKAAETCS PAa3BUTHEM 3aCTOWHOW CepAedHON
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HEJJOCTaTOYHOCTH U CBHUJETENBCTBYET O Hayaje JUIaTallMOHHON a3kl
3a0oneBaHus. B HacTosmee BpeMs yCTaHOBJIEHO, YTO AWJIATallMOHHAS
¢daza I'KMII — Hepenkoe cocrosHue. OHa HaOmomaercs y 12%
nanuentoB ¢ 'KMII. Haubonee wacto nunaranuonnas ¢asza ['KMII
BCTpEYaeTcsi NpU MYTalUUsX MHO3HMH-CBs3bIBatomiero Oeiaka C. B
MOXKMJIOM BO3pacTe yactora 3Toro ¢geHomena moxer gocrurarb 40%.
MyTanuu reHa O-TPONOMHO3MHA TaKXe MOTYT COIpPOBOXAATHCS
HapyIICHUEM THACTOIMYECKON U CUCTOIMYECKON (DYHKIIMH MHOKapAa C
MOCIIEAYIONINM TIEPEXOIOM B JUIIATalMOHHYIO (pasy 3aboneBaHMs, UTO
COTIPOBOXMIAETCsI ~ CHIDKeHHWeM  ¢pakumu  Beiopoca JDK m
nporpeccupoBanreM XCH.

e [lpu obGcrpykTuBHO# (opme cpenHexenygoukoBod ['KMII wmoxer
pa3BUTbCA BepxyileuHas aHeBpuszma JIDK — oOTHOcCHTENbHO penkuii
BapHUaHT TedeHHs 3aboneBaHMA. TOUHBIE MEXaHU3MBI, OTBETCTBEHHBIE
3a pa3BuTHe BepxymeuHoi aHeBpusmbl JDK y OGonbHBIX cO
cpeaHexenynoukoBoi 0ocTpykruBHOM ['KMII, He yCTaHOBJICHBI.

e Heycroitunsyto sxemynoukoByro Ttaxukapamto (OKT) oOHapyxuBaroT
npubmmsurensio 'y 20% oO6ompubix ['KMIL. HaoGoport, ycroitunBas
KT — Oonee penxuil BapuaHT, a €€ CYIIECTBOBAHUE II03BOJISET
3aro03pUTh BepXylleunyto aHeBpusMy JIK.

I'emonunamuyecku I'KMII MoxeT MpoSBIATECA OTCYTCTBHEM, JTATEHTHOM

WIN 3HauuTeNbHOU oOcTpykuued mytu orroka u3 JOK w/mmm TIK. Yacrtora
oOHapy»eHHs MOBbIIIEHHOTo rpaauenTa nasinenus B BTJIK cocrasnsier 25%,
KOTOPBIII MOXET OBITh JIOKQJIN30BAaH Ha YPOBHE BBIXOJHOTO M CPEAWHHOTO
ornenoB JOK. Y Tperm mamumentoB ¢ I'KMII ompenensercss 6a3anpHas
oboctpykuus B BTJDK — Ap>30 mm pr. cr. B jgpyroii tperu ciyuaes
PETUCTPUPYIOT CKPBITYIO 0OCTpyKIHio (Ap<30 MM pT. cT. B mokoe u Ap>30 MM
PT. cT. Ipu (PU3NIECKOH Harpy3ke) M y OCTaBIIMXCS MAlMEHTOB UMEET MECTO
HeoOcTpykTUBHass (Gopma 3aboneBanus (Ap<30 MM pT. CT. B IIOKOE W MpH
Harpy3ke). OOCTpYKIUs IPUBOAUT K YBETUYECHUIO CHCTOIMYECKOTO JABICHUS B
JDK, yanuneHnuto pacciabieHHs >KeJTyTOYKOB, HOBBIIICHUIO AUACTOIMYECKOTO
nasinenus B JOK, nmeMun Muokapaa, MUTPaJIbHOM PETYPrUTALIMUA U CHUXKEHUIO
cepaedHoro BbeIOpoca. BripaxeHHas rumepTpodus H - AHACTOJHMYECKast
TUCHYHKINS SIBISIOTCS OCHOBHBIMHM TTaTO()HM3MOJIIOTHYECKUMH HAPYIICHUSIMHU
mpu I'KMII. MHWmemuns wMwuokapna d9acto oOyCIOBICHA IOpaXKCHHEM
MHUKPOIPKYJIATOPHOTO pyciia. HapymeHune cTpyKTypsl MHUTPaJbHOTO KiIaraHa
BCJIEICTBHE AaHOMAJIBHOTO CHCTOJIMYECKOTO JBHXKCHHS €T0 TepenHEeH CTBOPKHU
HEPEIKO COMPOBOXKAACTCS PAa3BUTHEM MHTPAJIBHON PETypPrUTAlMH, TAKECTh
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KOTOpOH 3aBHCHUT OT creneHn obctpykumn BTJDK wu  cmocobcrByer
nporpeccupoBanuo XCH.

I'KMII u ciopt

I'KMII 3anumaer mnepBoe Mecto cpeau mnpuunH BCC y Momonbix
npodeccroHaNBHBIX cropTcMeHoB. [lokazan moBblneHHBIH puck BCC y
6eccumnromubix Hocutened I'KMII-acconuunpoBanneix Mytanuil. bonee 75%
cnyqaee BCC cnopTcMEHOB MpPOHCXOOUT BO BpeMs WIM cpa3y Iocie
(usnyecKoil Harpy3KH.

Hduddepennnansuas auarnoctuka 'KMII u «cnoptuBHOTO cepiia» Ha
OCHOBAaHHMHU TOJBHKO KIMHMYECKUX JAHHBIX YacTO HEBO3MOXKHA, HEOOXOIHMO
reHeTH4YecKoe wuccienoBanue. llenmecooOpasHO co3laHHE HAIMOHAIBHOTO
(Bcemupnoro) 6anka JIHK cioprcmeHos.

HNHcTpyMeHTaNBbHBIE METOAbI HCCIEI0OBAHUS

OKT-pexomenoayuu. DKI' B 12 o0TBeAGHUSIX pEKOMEHIOBaHAa Kak
nepBUYHBIN MeTon obcnenoBanus manueHtoB ¢ ['KMII (Kmacc |, ypoBenn
nokaszarenbHocTH C). 24-gacoBoe MonutopupoBanue OKI' pexoMeHm0oBaHO
JUIA BBISIBIICHHS JKEJIyTOYKOBBIX TaXWKapAWd M 0TOOpa MalMeHTOB, KOTOPHIM
moxet norpedosarscst UK/ (Kinace |, ypoBens nokazarensHoctu B) (' Tabm.1).

Tabnuma 1
KT -anomaauu, no3BoJIsIIOLIUE NPEANOJI0KUTH KOHKPETHBIH auaruos”

Ocobennoctu JKI' KommenTapuii
Boipaxxennas ['JIK I'KMII — 6one3nb capkomepa, 60Ie3HN
(6am1 mo Cokosioy > 50) HakoruieHus (ITommne, JlanoH)
l'uranTckuii HeraTuBHBIM 3yOer T I'KMII — 6one3Hp capkoMepa (anuKaIbHbIA
(>10 mm) BapUaHT)

Huskwuit BonbTax QRS Awmunonnos (AL-amunonnos mgo 50%,
(WM HOPMANBHBIA BONBTAXK, TTP-ammnonno3 1o 20%). IIpu T'KMII 3a
HECMOTPSI Ha BBIPa)KEHHOE CUeT dKCTpaKapIHalbHBIX TPUINH

yBenrueHue ToamuHsl creHku JIK) | (mepukapauanbHbINA BRIIOT, 0XKUPEHUE,
00JIC3HN JIETKHX) WJIM B CTAANU

JIEKOMITCHCAIIIH
Kopotkuit PR-unTepBan/pannee Bosnesnn nakorutenus (ITomre, /lanona,
BO30YKICHUE PRKAG2), MUTOXOHIpHATIbHBIE OOJIE3HN
(MELAS, MERFF)
AB-0Ookxazna JlecMMHONIATHH, aMHJIOW103, OOJIE3HU

HaKOTIUICHHSI, MUTOXOHIPHAIbHBIE O0JIe3HU

* — Apanruposano u3 Elliott Perry M. et al. ESC Guidelines on diagnosis and
management ofhypertrophic cardiomyopathy // Eur. Heart. J. 2014. Vol. 35. P. 273-277.
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OxoKI-pexomendayuu. IxoKI[' pekoMeHIyeTcsl B Ka4ecTBE HAYAIBHOTO
MeTojIa 00cenoBanus maueHTo ¢ nogo3penueM Ha [’ KMIT (Kinace |, ypoBenb
nokazarensHocTH B). DxoKI' pekoMeHIOBaHO Kak KOMIIOHEHT CKPUHHUHTA
JUI WieHOB ceMbH Tpobanma ¢ 'KMII, ecnu uneH ceMbu mmeer reHoTHmn (+)
(Kmacc |, ypoBenp nokazatenpHocTH B). HeobOxomumo mpoBOIUTH
MPOBOKAIIMOHHBIC MPOOBI JUIS BBISBICHHUS CKPBHITOW OOCTpyKnuu (mpody
BanbcansBel). Harpysounas DOxoKIT MokeT OBITh UCIONB30BaHA IS
BBISIBJICHUS KOJMYECTBCHHBIX MOKa3aTelei nuHammdeckoi ooctpykiun BTJIK
mpu oTcyTcTBUM 00cTpyKIuu B okoe (Kiace Ila, yposens nokaszarensHoctu B)
(Tabmn.2).

Tabnuma 2
Ixoxapauorpagpuyeckue 0CO0eHHOCTH,

MO3BOJSIIOIIHE NMPEANIOJIO0KUTH KOHerTHl)Iﬁ }IﬂaFHOS*

IXOKTI ocodennocTH

KommenTapmii

VTonmeHne MexIpencepIHon
HEePEropoIKU

Amunoungos

VYTomienue cTBOPOK MUTPAIBHOIO
KJIamaHa

Awmmunionsio3, 6one3np ®adpu

Vrommenne cBo6oaH0# crenku DK

AMHUIIONI03, MUOKapaIuT, 6ose3Hs Padpu,
cunapom HyHaH 1 cBsi3aHHBIE C HUM
3a00JI€BaHUS

OT HEOOJIBIIIOTO J0 CPEAHETO
TNEPpUKapaAUaJIbHOI'O BbIIIOTA

AMI/IJ’[OI/II[O?;, MUOKapAUT, MUOTICPUKAPAUT

«ITonupoBaHHBII1» MHOKap.
JKEeIyI04KoB Ha 2D
9X0oKapauorpaduu

Amunoungos

Konnenrpuueckmit JOK (TKMIT-
Gone3Hb capkoMepa Bcero 5%)

MuroxoHapHanbHbIe O0JIE3HH,
TTP-amunonnos, 6onezns Pabpu,
myTtanuu B reie PRKAG2

DKCTpeMaJIbHO KOHIIEHTPUYECKHI
JIK (tonmuHa cTeHok > 30 Mm)

Bonesus JJanona, 6onesns [Tomrie

['mo6anpHas runokunesus JIDK
C HAJTMYHMEM WITH OTCYTCTBHEM
nunararuu JIK)

MuTtoxoHApUalbHbIe O0IE3HH,
TTP-amunon03, MyTaliu B reHe
PRKAG?2, 6011e3Hb [laHOHA, MHOKApAHUT,
naneko 3amieqmas capkomepnas I'KMII,
6one3np Padbpu

O6cTpykuus BeIBOJHOTO Tpakta [DK

Cunnpom HyHan n accouunpoBaHHbIe
CHUHAPOMBI

—-12 —



* — Ananruposado u3 Elliott Perry M. et al. ESC Guidelines on diagnosis and
management ofhypertrophic cardiomyopathy // Eur. Heart. J. 2014. Vol. 35. P. 273-277.

MPT-pexomenoayuu. MPT mokazana:

— mnanuedtam c¢ mnopo3peHueM Ha I'KMII, xorma OxoKI' He maer
TpeOyeMbIX pe3ynsTaroB sl IocraHoBkM jauarno3a (Kmace |, ypoBeHb
JoKa3aresibHOCTH B);

— TauuMeHTaM C  ycTaHOBIeHHbIM  auarHozom ['KMII, xorma
JIOTIOJTHUTENbHAsT UHQOpMaLHst He MokeT ObiTh obecrieueHa OxoKI™ u moxer
NOBIMATE HAa TaKTUKy BEJCHUS MAalMeHTa, HalpuMep, BO3MOXKHOCTh
nHBa3uBHBIX BMerarenseTs (Knace |, ypoBens nokasarensHoctu B);

— nanuerTtaM ¢ ['KMII ans onpeneneHus BBIPaXXCHHOCTH BEPXYyLICYHON
runeprpodun u/wnu aHeBpusmbl, eciu OxoKI Hemndopmarusra (Knacc lla,
YPOBEHb J0Ka3aTeIbHOCTH B).

MPT  wmoxer wucnomb3oBarbcs y  mammeHtoB ¢ IJDK  moa
muddepeHInanbHON IHArHOCTUKH C JPYrMMHU 3a00J€BaHUAMH (aMHJIOUI03,
reMoXpoMaro3, capkoujao3, Oonesub @Dabpu) (Kmacc Ilb, ypoBens
nokazatenbHocTH C).

Juarno3 u nuddepeHunanbHbIi AUATHO3

JuddepeHnunanbHblii AUArHO3 JIO0JDKEH MPOBOIUTHCS KaK BHYTPU TPYIIIIBI
I'JIX nescuoro renesa (KMII — Gone3ns capkomepa U (SHOKOIHH), TaK U C
JPYTUMH 3a00JIeBaHUAMHU CepIeYHO-COCYIUCTOI CHCTEMHI,
compoBoxaatomumMucss IJDK, B TomM dncne co «CHOPTHBHBIM CEPALIEM.
3aHATHS CHOPTOM MOTYT SABIATBCA Tpurrepom g passutus [TDK, T'TDK,
qunaranuu JIIT u I, runeprpodun MOKII, mpu oTCyTCTBUM MyTalui reHOB
OenkoB capkomepa miu cemeiiHoro anamuesa 'KMII( Ta6mn.3).

Tabnumna 3
IIpu3HaKky 1 CHMITOMBI,
MO03BOJISIIOLIME TPEANOJIOKATL ONPeaeIeHHbII THArHO03"
JKCcTpaKkapauajibHble KommenTapuii
MPOsIBJIEHHUS
TpynnocTn B 00y4eHnH, MuToxoHApHANEHEIE 00TE3HH.
HHTEJUICKTYallbHas 3aJepiKKa Cungpowmsl Hynan/LEOPARD/Koctento
bonesns [lanona
Heiipocencopras riryxora MuToxoHApHaNBHEIE 60Te3HH
(ocobenno B couetanuu ¢ CJ1).
bonesnp Pabpu, cungpom LEOPARD
Hapymenue 3penust MuToXoHipHaIbHBIE O0JIE3HN
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(3aboneBanus CeTYaTKH, aTpodus
3pUTENBHBIX  HEPBOB), 0Ooie3Hp JlaHOHA
(nIMrMeHTHBIA  peTuHHT), Oone3Hp Dadbpu
(xaTrapakTta, IOMyTHEHHUE POTOBUIIBI).

TTP (mt+wt)-orocpe10BaHHbI aMUIIOH 03
(BaTtooOpa3HbIi TUI [IOMYTHEHUS
CTEKJIOBHIHOTO Tella)

Oxonuanue maobauyvt 3

JKcTpaKapauaibHble .
KommenTapmii
HPOsiBJICHHUS
I'nasnoit nro3 MuTtoxoHapuanbHbIe O0IE3HI
Cunnpomsl Hynan/LEOPARD
MuoTtoHnYecKast IUCTPOPHs
Jlenturo/msaTHa «cafe au laity Cunapomsl Hynan/LEOPARD
AHTHOKepaToOMBl, TUIIOTHAPO3 bonesnp Padbpu
MpImeynas cnadbocTb MuToxoHApHaIBHEIE 00Ie3HH
Bone3Hy HaKOIUICHHUS TIIMKOTeHA
Artaxcus @punpeiixa
Hapymenue noxoaxu Artaxcus @puapeiixa
ITapecte3un/cencopusie TpanctupeTnHOBEIH (ML) aMHION103
aHoMaymu/Helponatnueckue 6o | bonesns ®abpu
CHHIpOM KapraJbHOTO KaHaja TTP-(mt+wt)onocpenoBaHHbIi aMUIOUI03
(ocobeHHO TpH GHIIATEPaIEHOM ITOPAKEHUH Y
MYXXUYHUH)

* — Ananruposano u3 Elliott Perry M. et al. ESC Guidelines on diagnosis and
management ofhypertrophic cardiomyopathy // Eur. Heart. J. 2014. Vol. 35. P. 273-277.

B coorBercTBHMM ¢ mocnmeaHed kiaccuukanuel, TNpemToKeHHOM
MexayHapoIHBIM OOIIECTBOM IO H3ydeHHWI0 ammionzosa (2016), mpuHAT
TEPMUH «TPAHCTHPETUHOBBIA amMuiono3 aukoro tuma» (ATTR wt) mams
OTpaXXEHUsI OMOXUMUYECKON TIPHPOIBI AMHUIIOMIHBIX JICTIO3UTOB.

Huarnocruxa (henoxommit 'KMIT TpeOyeT HCIIOJIb30BaHUS
MEXAUCIMIUIMHAPHOTO MOAX0/a, YHIOMHOKapauanbHoi Omoncuum (Kmace |la,
ypoBeHb JiokazarensHocT C). Cuuaturpadus muokapaa (ocodeHno ¢ 99m Te-
DPD u nupodocdarom) noinkHa paccMaTpuBaThCs IS MAIMEHTOB, UMEIOIINX
CHUMIITOMBI ¥ HEMHBA3UBHBIE MapKephl HACJIEJICTBEHHOTO M BO3PACT-CBSI3aHHOTO
TTP-ammonnoza (Knacc lla, yposenp nokasarensHocTH B). denoxorms
I'KMII, oOycnoBieHHasi TpaHCTHPETHHOBBIM amuiionozoM (WEIATTR), panee
N3BECTHBIM KaK CHCTEMHBIH CTapYeCKUil aMUIION103, SIBISIETCS] HEI0OLIEHEHHON
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NPUYUHOM 3200€Ba€MOCTH U CMEPTHOCTH, OCOOCHHO B cTaplieil BO3pacTHOM
rpymrme.

Jleuenue npnonaruyeckoii I'KMII

Beccumnmomnoie nayuenmor. IlonesHoe BiusHue OeTa-OJI0KaTOpPOB H
0J0KaTOpPOB KaJbIMEBBIX KaHAIOB (BepanaMuil) Ha KIMHUYECKUIl pe3ynbrar y
nanueHToB ¢ OeccumnrtoMHbiM TedeHuneM ['KMII He nokasano (kmacc lla,
ypOBeHb JokazaTensHocTH C).

ConytcrByromiue 3aboneBaHus (HampuMmep, apTepHaibHas TUICPTCH3US,
caxapHblii qua0eT, THUIEPIMIUICMHUs, OXHUPEHHUE) JOJDKHBI JICUUTHCS B
COOTBETCTBMM C cymliecTByrommMu pexomennaumsamu (Kiace |, ypoBenb
nokazatenbHOCTH C).

Cumnmomusvle nayuenmsl. bera-010Karopsl PEKOMEHIOBAHBI  JUIS
JICYCHHUs CHUMITOMOB (CTEHOKapIWHM WM OABIINIKH) y B3POCIBIX MAallUEHTOB C
oOcTpykTHBHON M HeobcTpykTuBHOM 'KMII, HO uX ciexyeT UCIoIb30BaTh C
OCTOPOXKHOCTBIO IIPM HAJMYUM CUHYCOBOM OpaguKapIuy WM TKEIbIX
HapymeHuax npoBogumoctu (Kmacc |, ypoBeHs JnokaszarenpHocTH B).
Ha3znauyeHnue BepanaMuia (M3Ha4aJIbHO B HU3KUX J[03aX, BO3MOXKHA TUTPALUA A0
480 Mr/cyT.) peKOMEHJOBAHO IS JICYEHUsI CHMIITOMOB (CTEHOKap/usl, OJbIIIKA)
y HalUeHTOB ¢ OOCTpyKTHBHOW win HeoOcTpyktiBHOM ['KMII, xotopble He
OTBEYAIOT Ha Tepanuio OeTa-0I0KaTOpaMH WK UMEIOT oOo4HbIe () (EKTH HiIn
MPOTHUBOMOKAa3aHust K  Oera-agpeHoOmokatopam  (Kmace |, ypoBenb
JI0Ka3aTenbHOCTH B).

Y manmeHToB, HE OTBEYAIOIIMX HAa MOHOTEpanuio Oera-6J0KaTopamMu WiIn
BepamnammioM, lenecoobpazHa kKoMOWHAIuUsl nu3onupamuya ¢ Oeta-OaokaTo-
pamu WM BepamaMmioM ais jedeHus oOctpyktuBHOM I'KMII (Kiace lla
YPOBEHb JOKa3aTeNbHOCTH B).

Xupypeuueckue u Hexupypzuueckue Memoowl PpeoyKyuu
2UNEPMPOPUPOBAHHO20 OMOENA MEIHCIHCETYOOUKOBOU NEPe2oPOOKU

Penykuus neperopoiki JOJXKHA BBITOIHSTHCS Y MAIUEHTOB C TSDKEIBIMU
cumnroMamu u obcrpyknueit BTJDK, pedpaxrepHbiMM kK MeTUKaMEHTO3HOM
tepanuu (Kiacc |, ypoBens noxaszarensHoctu C).

llokasanus:

1. Knmangeckue: BbIpakeHHas opplnka (kak mpaswio, |-V ®K mo
NYHA) wm napyrue cuMOTOMBI (CHHKONAJIbHBIE U MPECHHKOMAIBHBIC
COCTOSHHUS, 0OJh B TPYIHOH KIETKE), KOTOPHIE MEIIAIOT ITOBCETHEBHOM
JIESITETPHOCTH W YXYAIIAIOT Ka4deCTBO JKU3HH, HECMOTPS HAa ONTHMAJIbHYIO
MEINKaMEHTO3HYIO TEPAIHIO.
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2. T'emopnmHamMuuecKue: JWHAMUYECKWH TpagueHT nasieHus B BTJIK
B TIOKO€ M IPU (PU3HOJIOTMIECKON POBOKAIMK >50 MM PT. CT., CBSI3aHHBIH C TH-
neprpoducii MXKII u nepemHe-cucTOMNUESCKUM IBHKCHUEM CTBOpKH MK.

Pexomenoayuu no npogunaxmuxe BCC:

1. TMarmuenram ¢ TI'KMII mnpoTuBomokasaH COpeBHOBATEIbHBIH CHOPT
(Knacc |, ypoens nokaszaresnsHocTa C).

2. Nmmnanranus MK/l pexomeHayeTcs manyeHTaM, BBDKHMBIIMM MOCIE
ocraHoBkM cepaua BeneactBue KT wmm XK, wim tem, y koro Obuia
cronTaHHas ycroiumBas JKT c morepeil co3HaHMS WM TeMOJMHAMHUUYECKUMU
HapylmCHUSIMH, M HUMEIOIUM MPEIIONOKUTEIbHYI0 POJOIKUTEILHOCTh
xwu3uu 6osee 1 roma (Kmace |, yposens mokasarenproct B).

3. Hlkama «HCM Risk — SCD» pexkomeHIyeTcss B KauecTBE MeToJa
oueHku pucka BCC B TeueHue 5 ner Juisl manueHToB > 16 ser 0e3 ciiydaes
peanumanu nocie snuzonoB KT/PXK wim cnonranHod ycroiumsoit KT ¢
noTepeit CO3HaHUs WM reMoAuHamMuueckumu Hapymenusmu (Knace |, ypoBeHb
JI0Ka3aTensHOCTH B)

4. PexomeHnnyercs, 4toObl S-netHuil puck BCC oneHuBaicst BO BpeMs
MEpBUYHOTO OOCIIEIOBaHUsI U B JajibHEHIIEM NepeolleHUBaICS Kaxziple 1-2
roja WIH TpH H3MEHEHMAX KiumHudeckoro cratyca (Kmacc |, ypoBeHs
JI0Ka3aTeabHOCTH B)

5. UK/l nomxHa paccMaTpHBaThCS A HMALUEHTOB C MPOTHO3UPYEMBIM
5-netium puckom BCC > 6% u mnporHo3upyeMoi NpOJOIDKHTENLHOCTHIO
XKHU3HM > | rofa, mocie MeTaabHOTO KIMHUYECKOTO 0OCIIeIOBaHMS, MPHHUMAs
BO BHHMaHME MOXXM3HEHHBIH pHCK ocnokHeHWH u BiusHue WMK]] Ha o6pa3
KHU3HH, COIIMO-3KOHOMHUYECKOTO CTaTyC M Icuxosiorudeckoe 3mopoBee (Kimace
Ila, ypoBeHb mokazatensHOCTH B).

6. UK/l moxer paccMaTpHBaThCs JIsl MAILMEHTOB C IPOTHO3MPYEMBIM
S5-netium  puckom BCC > 4% wu  <6% w  mnporHosupyemoi
MIPOAOJDKUTEIBHOCTBIO JKM3HM > 1 roja, mocie JeTalbHOTO KIMHHYECKOTO
oOclieoBaHus, U PUHUMAsi BO BHUMaHHUE TI0)KU3HEHHBIH PUCK OCJIOKHEHUH U
pnussaue UWKJ[ Ha o00pa3 IKM3HHM, COIMO-DKOHOMHYECKHHA CTaTyc |
ncuxonoruueckoe 3a0posbe (Kimace 11b, yposens nokaszatensnoctu B)

Tpancnnanmayusa cepouya. IlanueHTHl ¢ MPOTPECCUPYIONMIECH CEepIeYHON
HEIOCTaTOYHOCTBIO  BCHeACTBHE MwiaTannoHHOW ¢assr KMIT wm ¢
HeobcTpykruBHOM ['KMIT 6e3 addekra oT APYyrux METOMOB JEUSHUS JOJDKHBI
paccMaTpuBaThCsl KaK KaHAMOATHI Ha TpaHculaHtanuio cepama (Kmace |
YpOBEHb J0Ka3aTeIbHOCTH B).

IIpocno3 BappupyeT B KpailHe IHUPOKUX Ipezesax. boJbIIMHCTBO Cily4yaes
nauonatnaeckor I'KMII xapakrepusyrorcss HOOpOKaYeCTBEHHBIM TEUEHHEM.
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370Ka4eCTBEHHOE €€ TeueHHEe, MPOrpecCUpOoBaHUE CUMNTOMOB, ciydan BCC
ACCOLIMMPOBAHbI C TEHETHUECKMMHU MOKAa3aTeNsiIMH PUCKa, (akTopamMH Cpenpl,
COMYTCTBYIOIIEH MAaTOIOTUEN.

[Ipu cBOEBpEMEHHOH AMArHOCTHKE TaKUX PaCIpPOCTPAHEHHBIX (HhEHOKOIHH
I'KMII, kak cucremHbie (GOpPMBI aMHION103a (TPAaHCTUPETHHOBBIH Mt n Wt) u
AL-amuion03 (MOATHIIEI Kamnma u J1siM0/a), a Takke 6one3Hn Pabdpu, Tporo3
OTHOCHUTENBHO ONaronpusITHBINA, O3THONATOTCHETHYECKas Tepamus MOXKET
MPOJUIUTH JKU3Hb TALIUCHTaM Ha TOIbI.
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Tabnuma 4

Pexomenaanuu no JiaGopaTopHbIM HCCJIEI0BAHUAM
y mauuentos ¢ I'JIJK nesicnoro renesa”

HccaenoBanne

KommenTapuii

Temormobun

IIpn n3MeHeHNN CUMITOMATHKH (YCHIIEHHE 00N
B TPYJHOH KJICTKE M OJBIIIKH) CIIEAYeT NCKII0YaTh
AHEMHUIO

DyHKLHUSA TOYEK

|CK® u npoTeuHypus MOKET HaOII0AATHCS MIPH
CHCTEMHBIX (popMax aMHION103a, OOJIEC3HI
Dabpu, MUTOXOHIPUATBHBIX 00JIE3HIX

TpchaMI/IHaSLI NCYCHU

ITeyeHOUHBIE TECTHI MOTYT OBITH H3MEHEHHBIMU
npu Goste3rn JlaHOHA, MUTOXOHAPHAIBHBIX
00JIe3HAX

KOK, JIIT, nakrat

1IpHU CIETYIONIMX 3a001CBaHHSX:
MHUTOXOHJpHUaNbHBIE 00e3HH, Oone3Hs JlaHoHa,
T'KMII (necMuHOIIATHH, TAMHUHOTIATHH)

AKTUBHOCTD albda-
rajakTo3uaa3sl A B
1a3Me/IeiiKomuTax

| akTHBHOCTH (hepMeHTa anb(a-raJakTo3uAa3sl A
npu 6ose3un Pabpu

VY MyX4MH: onpezieneHne akTHBHOCTH (pepMeHTa
(<10% ot HOpMANEHOTO YPOBH)

V KEHIUMH: ONpe/eNeHNe aKTHBHOCTH (hepMeHTa
(dacTo B mpenenax HOPMBI) + IMPOBeIEeHUE
TeHETHYECKOT0 aHalk3a (IIOMCK MyTalii B TeHe
GLA)

OmnpeneneHue Jerkux menen
UMMYHOTJIO0YJIHHOB,
3MeKTpodope3 MIa3Mbl H MOYH

IIpu nopo3penuu Ha AL-amMunonnos.
[MoaTBeprxaeHUE AUarHo3a 00bIYHO TPeOyeT
MPOBEICHNUST IMMYHOTHCTOXHMUYECKOTO
HccllefoBaHus U uckmodenus TTP-amunongos3a

I'miokxo3a HaTomIaK

1 IPH MUTOXOHIPHAIIBHBIX OOJIE3HSIX,
| mpu 6oJIe3HAX 0OMEHA KUPHBIX KUCIOT 1
KapHUTHHA

BNP, NT-proBNP, tpononun T

OnpeneneHue pucka BOSHUKHOBEHUS CepIeuHO-
COCY/IUCTBIX OCJIOKHEHHUI 1 MOHUTOPHHT Ha (oHe
JIeYeHHs1, B yacTHOCTH AL-amumono3a

OrneHka QYHKIMA ITATOBUIHON
JKenesbl

I[OJ'DKH& OBITH ornpenesieHa B MOMEHT NOCTAaHOBKU
JAUarHo3a 1 MOHUTOPUPOBATHCA KayKbIC 6
MECAILICB Y 60.III)HI)IX, TNOoJy4aronix aMruogJapoH

* — Anantuposano u3 Elliott Perry M. et al. ESC Guidelines on diagnosis and
management ofhypertrophic cardiomyopathy // Eur. Heart. J. 2014. Vol. 35. P. 273-277.
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HacaencrBeHHble CHHAPOMBI
¢ runepTpoduyeckoil kKapauoMuonaTuei

Hacnencrennsle cungpomel ¢ I'KMII 3aHMMarOT BakHOE MECTO,
cocTaBisist 10 1/3 cirydaeB cpeny MareHToB IIEPBOTO Tofa KH3HU U Y4 CIIydaeB
cpenu Bcex nauueHToB ot 0 1o 18 ner.

boje3ns Jlanon

Hacnencreennsie cunapomsl ¢ I'KMII y nereit 1 mOoAPOCTKOB Yallle BCETO
CBSI3aHBI C MyTalUsAMH B TeHaX: TAM®-akTHBHPOBAaHHOW HPOTEHHKUHA3HI-Y2
(PRKAG2) u B reHe 1am30COM-aCCOIMUPOBAHHOTO MEMOPAaHHOTO MPOTEHHA 2
(LAMP2)/ -

Knunuuecxkoe meuenue. KnmHn4eckuMy NpU3HAKAaMH KapIAOMHOTIATHH,
cBsi3aHHOH c nedekramu TreHa LAMP2 (1 Gomesnp JlaHOH), SBIISIOTCS:
BBIDOKEHHAs THIEPTpodus MHOKapia W CHHAPOM TIPEXICBPEMEHHOTO
BO30YXK/IEHUS JKeIryaoukoB. B ommmume ot mmodmmamentHor [KMII, mns
Oomesnn  JlamoH  xapakTtepHo  OpicTpoe  mporpeccupoanme — XCH.
OTHOmaTOreHeTHYEeCKOe  JledeHHne He paspaborano. [Iporpeccupyromee
MOpaXEHHE NPOBOJSIICH CHCTEMBI M ONACHBIC OIS KHU3HU JKEITyTOYKOBBHIC
HapymieHus cepaeuHoro putma (OKHCP) B psime  ciydaeB  sIBISIIOTCS
OCHOBaHMEM K IIOCTAaHOBKE HCKYCCTBEHHOTO BOIWTENS pPHUTMA H/WIA
kapauoBeprepa nedudpmmuatopa (MKI). [pu sTomM 3aboineBaHHM BBICOKHI
puck BHe3anmHoM cmeptd. llpu ycmoBum  mporpeccupoBanust XCH
TpaHCITAHTALMsl CepAlla SBISAETCS EIMHCTBEHHO BO3MOXKHBIM —METOIOM
JedeHus. B IpOTHBOMOIOKHOCTh KapI{HOMHOINATHH, BBI3BAHHON MYyTalMsIMHU
rera LAMP2, TedeHme ® TPOTHO3 KapIUOMHOMNATHH, OOYCIOBICHHON
myTarusivu B reHe PRKAG2 oTHOCHTETBHO ONaronpusTeH.

Jleuenwue, xak u rpu Oone3nn JJaHOH, CHMIITOMaTHIECKOE.

luneprpoduyeckuii GeHOTHIT HEPEOKO SBISETCS OXHUM W3 TPOSBICHUI
BDPOACOEHHBIX NOAUOP2AHHBIX CUHOPOMOG (9%), IPUYEM B psifie CIIydacB MOXKET
CTaThb MEPBBIM, Hauboyiee SPKUM, a HHOTAA EJUHCTBEHHBIM MPU3HAKOM
3a00JIeBaHMsL, YTO CTAHOBUTCS MPEAIOCHIIKOH K runepanarHoctike 'KMII. TTo
JIAaHHBIM BBIIEYIIOMsIHyTOTO Perucrpa kapanomuonaruii y nereit (2007), cpean
BPOJK/ICHHBIX TTOJIMOPTaHHBIX CHHJPOMOB Han0oJee YacThIM SIBISIETCSI CHHIIPOM
Hynan ¢ 'KMII (77,9% cny4aes).

Cunapom Hynan (Noonan) ¢ TKMIT

Yactora BcTpeuaemoctu cuHapoma Hynman ¢ I'KMII B nonymsuun
omeHuBaercs kak 1 ciydair Ha 1000-2500 HOBOpOXICHHBIX. 3aboieBaHUE
HacJIeayeTcsi MO ayTOCOMHO-JOMHMHAHTHOMY THITY, TUIIMYHAsh COBOKYHNHOCTB
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KJIMHUYECKUX MPOSIBICHUI CHHIpOMA ONKMCaHa MPH HAJTMYUH MYTaluii 0JJHOTO
n3 9 cnenyrommux reroB: PTPN11, SOS1, KRAS, NRAS, RAF1, BRAF,
SHOC2, MEK1 u CBL, xomupyromux OenkH, y4acTBYIOIIUE B CHUTHAJIBHBIX
nyTsix RAS-MHUTOreH-aKTHBUPYEMBIX IIPOTEHHKHUHA3HBIX KaCKaJIOB.

Knunuueckoe meuenue. Knunuueckue mnposiBieHus cuHiapoma Hynan
MOTYT 3HAUUTENIbHO BapbupoBaTb. OCHOBHBIMH IIpHU3HaKaMu 3a00JeBaHMs
SIBJISIFOTCSI:

e BPOXIICHHBIC TOPOKU cepaua (MPEenMyIIECTBEHHO MPaBOCTOPOHHUE)

n/vwn T'KMIT,

e mneBoi nu3Mop¢du3M (NTO3, HU3KO MOCAKEHHBIE YIIHbIE PAKOBUHBI,

MHUKpPOTHAaTHA);

® HHM3KOPOCJIOCTb, U3BMEHEHHS I'PYAHON KIETKH, HINPOKas e,

e 33/IepXKKa IICUXUYECKOTO Pa3BHUTHS PAa3HOU CTENEHH;

e KPHUITOPXH3M, TUAPOHEDHPO3.

KapauanpHasi maTonoruss MrpaeT BaXHEHIIYIO POJib B IPOTHO3E Y TaKHX
narrienToB. Onucanbl cnydan BCC, a Takke MO3MHEro Ae00Ta KIMHUYCCKUX
MIPOSIBIIEHUI CO CTOPOHBI CEPACYHO-COCYAUCTOM CUCTEMBI. DTO TOAUYEPKUBAET
BOXHOCTh  PErYJISPHOTO  KapJHOJOTMYeCKOro oOCHeNOBaHMs MAIMEHTOB
cunapoma Hynan ¢ 'KMIL

LEOPARD-cunapom siBisieTcst ajielbHbIM BapUaHTOM cuHapoMa HyHan
mpu Mmytanusx rera PTNN11. LEOPARD-cunmpom — penkoe ayToCOMHO-II0-
MHUHAHTHOE 3a00JieBaHUE C BBICOKOW TIEHETPAHTHOCTHIO U Ppa3sHOOOpa3HOM
9KCIIPECCUBHOCTBIO.

Knunuuecxkoe meuenue. LEOPARD — akpoHHMM, OTpakaroliiii OCHOBHbIE
MIPOSIBJICHUS 3200JI€BaHUS:

L — lentigines (JieHTHro — MSATHA Ha KOXeE L(BeTa KOGE C MOJIIOKOM H/WIH
TEMHO-KOPUYHEBbIE «KO(EHHbIe» MATHA),

E — electrocardiographic abnormalities (13meHenust Ha OKI, kak nmpaBuiio
— HapyUIeHUsI POBOIUMOCTH),

O — ocular hypertelorism (r1a3Hoii runepreaopusm),

P — pulmonary stenosis or HCM (myapMoHanbsHbI# cTeno3 wiu ['KMIT),

A — abnormalities of genitalia (n3menenus renuranmii),

R — retardation of growth (3axepskka pocra),

D — deafness (riyxora).

Juacno3 u  ougppepenyuanvuotii.  ouacnos.  JIMarHoCTUYECKUMHU
kpurepusimu cunzpoma LEOPARD sBisitoTCs: MHOXKECTBEHHOE JISHTUTO + 2
JPYrUX MpHU3HAKA WIM HaJu4he MHOKECTBEHHOTO JICHTHIO Y POJICTBEHHHKA |
JIMHUM POJICTBA + 3 NPYrux Mpu3HaKa 3a00JieBaHUs y TAIIUEHTA. YCTaHOBIEHBI
HEKOTOpPbIe OTINYUTEIHBIE 0COOEHHOCTH THIEpTpodudeckoro (GpeHoTuma npu
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KOHKPETHBIX BPOXJICHHBIX IIOJMOPTaHHBIX 3a00JICBaHUSIX B CPaBHEHUH C
capkomepnoit [KMIL.

CpaBuutenbublil aHanu3 AaHHblXx OXOKI manueHTOB ¢ cHHIpoMamu
LEOPARD wu Hynan c¢ aHaJOrMYHBIMH IIOKa3aTeIIMU MAIMEHTOB C
unnonaruueckoir 'KMII mokazan crnenyromue pasnuuus: Ooliee BbIpaKeHHas
runepTpodusi MHOKapja >KeIy[JOYKOB, B OOblIeil cTerneHH ObUla M3MEHEHa
JquacToimyeckas (QYHKIMS MHOKapia, 4darie HaOmoaanach OOCTPYKIHS
BBIXOJIHOTO TpaKTa JIEBOTO KEIyAOouKa, IBYXXKEIYyJOUKOBas OOCTPYKLHS H
Jutataius kopoHapHeix aprepuii (Cerrato F., et al., 2008). Takum oGpasom,
BBUIY JTHOJIOTUYECKONH TIe€TE€POreHHOCTH, BBISABICHHE KapAUOMHUONATHH C
rUnepTpopUUecKUM  (EHOTHIIOM  JUKTYeT HEOOXOAMMOCTh  IPOBEACHHMS
muddepenunansHoro nuarsoza Mexay ['KMII — GonesHbio capkomepa u
(eHoxonuAMH 'KMII, 00YCIJIOBIICHHBIMU MHO)KECTBEHHBIMU
HacleICTBeHHBIMU cuHapoMamu ¢ 'KMIT.

Jeuenue. Ha cerogusiiHuil JeHb 3THONATOI€HETUYECKOIO JICUCHUS UL
MaIMeHTOB He pa3paboraHo. OmyONHMKOBaHBI IKCIEPUMEHTANBLHBIC JTaHHbBIC,
CBHUJIETENBCTBYOLIHE 00 3((PEKTUBHOCTH MPUMEHEHHUS pallaMUIMHA B JICUCHHH
runeprpodun MHuokapra y Mbimeid ¢ myraumeit Y279C B reme PTPNI11,
SBIISIFOIEMCSL OJIHUM M3 TE€HOB, OTBETCTBCHHBIX 3a pPa3BUTHUE CHHIPOMOB
LEOPARD wu Hynan. Takke omucaHbl OCOOCHHOCTH XHPYPTHUCCKOU
koppekimu I'KMIT npu cunapome LEOPARD (Formigari R., Michielon G. et
al., 2009).

Ilpozno3. OnpenemnsieTcss CTENEHBIO IEHETPAHTHOCTH U 3KCIIPECCUBHOCTHU
3a00JeBaHus.

DeHOKONMHU TMIePTPOPUUECKOil KAPANOMHUONIATHHI

BoJiesup ®adpu-Annepcona (koa no MKB-10 — E75.2)

bonesnr ®abpu-Annepcona (P-A) — 3To BpOXIEHHOE HapyllIeHHE
MeTaboM3Ma, XapakTepusyromieecss AeQUIMTOM aKTUBHOCTH (QEepMEeHTa O-
ramaktasumassl A (a-Gal  A),  BOBIEYEHHOTO B METabOIH3M
chuHrorukonunuaoB. bonesns ®-A oOyciosneHa myranusimMu B reHe GLA,
KomupytomeM (epMeHT o-Tamakro3uaasy A. Omucano Gonee 400 myraruii B
JaHHOM TC€HEC, MHOTHC M3 KOTOPLIX IPUBOJAAT K 3HAYUTCIbHOMY CHUXXCHHIO
aKTUBHOCTH (pepMeHTa.

Pacnpocmpanennocms. T1o HEKOTOPBIM JTaHHBIM, PACHPOCTPAHEHHOCTh
6osieznn ®-A cocrasisier 1:40 000 u cymecTByeT MHEHHE, 4TO 3Ta OOJIE3HD
BCTpeuaercst 4yaiie, 4eM e€ nuarHoctupytor. CpeqHuil BO3pacT MpOsBICHHS
MOYEYHON MATONOTHH — 38 JeT, 1epeOdpoBacKyIIpHBIX MOopakeHu — 43 roxa,
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KapIuajbHBIX CHUMNTOMOB — 47 user. [ns sxeHumH c Oonesnpio @-A
XapakTepHO Oosiee mo3nHee Havyano. VcenenoBanus mokasany, 94T1o ot 3 10 12%
narueHToB ¢ HeoObsichumon ['JIK crpamanu Gonesnpto ®@-A. YcTaHoBIEHO,
yto npu Aebrote [ KMII B Bo3pacte mo 40 net mons 6one3nn @-A cocrasisier
1-4% cpenn Bcex manueHToB M 10 6% cpeau myxumH. [Ipu ne6rore I'KMII
nocie 40 et — 9% cpean myxunH, 12% cpeau sxeHIMH.
Knunuueckoe meuenue. Jlebuunut pepMeHTa NPUBOAUT K CHCTEMHOMY
OTJIOKEHHIO C(UHTOTIIMKOJIUIIH/IOB U INTIUKONPOTEHIOB B MOPAXKEHHBIX TKAHSIX.
Haxkorutenne rnoGotpuaosuinepamuaa  (globotriaosylceramide (Gb-3) wu
rajgaduosmiepamusa (galabiosylceramide) B nM3ocomax KJIETOK OOHApYKEHO
B:
e HEpBHOW TKaHM (MEJKHE MHEIMHOBBIE M HEMHUEIHMHOBHIE BOJIOKHA,
TaHTJINH 33 THUX KOPEIIKOB, TUIOTAJIaMYC, THIITIOKaMII);

e  CepJCUHO-COCYUCTOI cUcTeMe (3HOOTENHANBHBIC KIICTKH,
KapJMOMHOLIUTHI, I1aJKOMBbIIIEUHbIE KIETKH, (GHOPOOIACTHI KIIaaHOB
U KJIETKU IPOBOASIICH CUCTEMBI ceplia);

e [IOYCYHOW TKaHU (TIOAOLMTHI, ME3aHIMaJbHbIC KIETKH, IHIOTEIHH
KI1yOOUYKOB, HHTEPCTUIMAIbHAS TKaHb);

e JIETOYHOH TKaHU (MTHEBMOHUTHI, SIIUTEIHATIbHbIE KICTKH);

e KOXe (9HI0TENUANIbHBIC KIETKH, IEPULUTHL, (PHOPOOIIACTSI).

Knuauyeckue NposBIGHUS Yy JKCHIIMH BO3HUKAIOT B 0Oojee MO3IHEM
BO3pacTe, 4eM Yy MYXXYMH W MOTYT BapbuUpOBaTh OT OECCHMITOMHBIX M0
Tsokenbix  GopMm.  KapnuanbHele M OKCTpakapAualbHbIe — MPOSIBICHUS
MOSIBIIIFOTCST paHbIIE M MPOTPECCHPYIOT OBICTpEe Yy MYXKUYWH, 1T0 CPABHEHHUIO C
KEHIIMHAMHU. TunuaHbIMH u Haunboee pactpoCcTpaHEeHHBIMU
9KCTpaKapIHAIbHBIMU MPOSBICHUSIMH SIBISIOTCS HapyIIEHUs, 00YCIOBIEHHBIC
I Gy3HBIM TMOPAKEHUEM MHEIMHU3UPOBAHHBIX M HEMHEIMHU3HUPOBAHHBIX
BOJIOKOH, a TaK)Ke€ MEJIKUX HEHPOHOB, KOTOPBIE MOTYT OBITh NIPE/ICTABIICHEI:

— aKpomapecTe3usiMu (¥OKEHHE WM SMH30]6l MHTEHCHBHBIX Oonel B
JAJOHSIX M CTYMHAX). Omu301bl Oojeil («xpusbl @abpu») MOTYT AJIUTHCSA OT
HECKOJIbKUX JHEH 0 HECKOJIBKHX HENeTIb M CONPOBOXKIATHCA JHUXOPATKOH U
noseimeHneM COD. «Kpuzsr @adpm» TpoBOIUPYIOTCS HU3NIECKON HATPy3KOH,
CTPECcCOM, MepernagaMu TeMIepaTypsl,

— mnepudepuyeckoil MOJWHEHpONAaTHEeW: THUNOTHIPO3 W  aHTHAPO3,
opTocTaTH4ecKasi THIOTeH3H, HapylieHne GyHKINN KumevyHnka. Hapymenne
BHOPAIIOHHOHN M TEMIIePaTypHONH TyBCTBUTEIBHOCTH,

— HMIIEMHYECKIMH M T'eMOPParudecKUMHU HHCYIbTaMHU, TPaH3UTOPHBIMU
umemudeckumu atakamu (TUA), mopaxeHneM 6eoro BEmecTBa ¢ Pa3BUTHEM
TeMH- WIM MOHOIIAPe30B, AaTaKCHH, TOJOBOKPYXEHHSIMH W BTOPHYHBIMHU
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COCYIUCTBIMH HAPYNICHUAMH (HAIIPUMEp, TUILIONUS, AM3apTPHUsS, HHCTArM,
TEeMHATAKCHsI, HAPYIICHUS TAMSITH).

Hopaorcenue xoorcu:

e [lopaxeHnue koxu (KPaCHOBaTO-KOPUYHEBHIC BBHICHIIAHKS Pa3MEPOM C
OyJTaBOUHYIO TOJIOBKY) MOXET OBITh BIIEPBBIC BBISBICHO B JCTCTBE
(Manp4MKky) WM TOJIPOCTKOBOM BO3pacTe (IEBOYKH), OOBIYHO B
00J1aCTH MEX/TY IMTYIIKOM ¥ KOJICHSIMHU.

e C BO3pacTOM YHUCIIO M pa3Mepbl KPACHOBATO IypPIypPHBIX BBICHITAHUN
MIOCTETICHHO YBEJINYMBAIOTCS. Boiockl MoryT crath Tojme u rpyodee.

e XOTA aHTMOKEpaTOMa 4acTO PacCMaTPUBAETCS KaK CHHOHHMM OO0JIE3HH
®abpy, oOHa TaKKe MOXET OBbITh Yy OONBHBIX C JAPYTHMH
(epMEHTATUBHBIMU HAPYIICHUSIMH, HAmpUMEp, Y TMAIUCHTOB C
(byKo311030M.

Topaoicenue nouex:

® HauunHaercss B JETCKOM IJIM TOAPOCTKOBOM BO3pacTe, BKIIOYACT B
ceOsi:  MUKpoalbOyMUHYpHIO,  HapylleHHe  KOHICHTPALlMOHHON
CHOCOOHOCTH MOYEK, JIUMUAYPHIO.

o Jloxspu3anioHHass MUKPOCKOINHS MOYEBOI'O OCajKa MOXKET MOKa3aTh
XapaKTepHYI0 KapTUHY IBYJIYYENPEIOMIISIOINX JIHIUAHBIX TII00YI
(«MaNbTHICKUM KPECT») U IECKBAMUPOBAHHBIX TPYOUYATHIX KJIETOK.

o Jlpu mNOBpPEeKAECHHM KPUTHYECKOTO 4YHCia HePpPOHOB  OBICTPO
pa3BUBaeTCs MOYeyHast HEAOCTaTOUYHOCTb.

® [Iporpeccupyroliee CHIKEHHE PYHKIUU MOYEK MPOSBISIETCS B 3-M UITH
4-M JiecATHIETHH XU3HM U SBISETCS cliecTBHeM HakoruteHus GL-3
B DHJIOTEJIMH COCYJIOB U KJIETOK MOYeK (HapuMep, HHTEPCTUIIMATbHBIH
pyo0elt, TIIOMEPYIIOCKIIEPO3, TPyOUaThie aTpodhuu).

Juacnos u ougghepenyuanvuoltii ouazno3. JJnarHocTuka: KIMHUYECKAs,
OGuoxumueckas, MonekyisipHas. Onpenenenue aktupHocTH a-Gal-A B miasme
KPOBH, JIEMKOIMTAX, KyJIbTHBHPOBAHHBIX (HUOpoOIacTax, B CyXHX MATHAX
KpoBH Ha GIIbTpOBaNLHOM Oymare. Onpenenenne Gb-3 B Moue. ['enetnueckoe
HCCIIeI0OBaHMUE.

Juddepennmanbupiii  auarHo3 npoBoautcs ¢ [KMII, BwI3BaHHON
MYTaIisIMA T€HOB, KOAMPYIOUINX BBIPAOOTKY OEIKOB capKoMepa, C IPpYTUMHU
COUHTOMUNHI03aMH,  TJIHKOTEHO3aMH, a  TakXKe  HacJIeJICTBEHHBIMHU
noJimopranubiMu cuaapomamu ¢ KMILL

Knunuueckue ocobennocmu u OUaZHOCMUKA NOPAMNCEHUA CEPOCUHO-
cocyoucmoit cucmemsl npu 6one3nu O-A:

e JluchyHKIHMS CHHYCOBOTO y3j1a M MPOBOSIIIEH CUCTEMBI CepIIia.

e XemymoukoBsle HAPYIICHUS CEPACIHOTO PUTMA BEICOKUX I'paJaIlil.
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e Hamxkenry10YKOBBIE HapyLIEHUS CEpACYHOr0 puTMa, QUOpHLLIIMI U
TpeneTaHue npeacepauil.

e AprepuanbHas TUIEPTEH3Hs BCIEICTBHE IOUCUHONW HETOCTATOYHOCTH.

e CHHAPOM CTEHOKapAUH.

e HpapkT MHOKapJa ¢ y4acTHEM HEKOPOHAPOTEHHBIX MEXaHH3MOB.

e CepaevHas HEJJOCTATOYHOCTh C COXpaHHOW (hpakuue (cucToianyeckas

JUCQYHKIUS BCTPEUACTCS PEKE).

e BaesamHas cepaedHas cMepTh

Knunuko-uncmpymenmanvrvie Menmoobl OUAZHOCIMUKL

e OwusnkankHoe oOcnenoBaHue: Bec, poct, AJl, Hamuuue wH
yXy/IIeHHEe aHTMOKEPATOMBI.

® Jlouku: omeHka 24-4acoBoi MUKPOANbOYMUHYpPHUS, MPOTEUHYPHS U
KIIMpEHCa KpeaTHHHHA.

® DruektpoHeripomuorpadus: auddy3Hoe MopakeHHEe aKCOHOB, OICHKA
BHUOPAIIIOHHOM YyBCTBUTEIBHOCTH.

® AynuoMeTpu4ecKue TEeCTHI.

® PentreHonoruyeckoe obcnenosanue JKKT: 3amepixka OMOpONKHEHHUS
KeJTy/Ka, OTCYTCTBHE TaCTPOKOIUTHYECKOro pedekca, YTOJNIICHUE CTEHOK
KHIICYHHKA, TUBEPTUKYJIbI, YMEHBIICHNE IEPUCTAIBTHKI

e CnupoMeTpus: CHWKeHHEe 00bema (HOPCHPOBAHHOTO BhIIOXA 3a MeEp-
BYIO CeKyHny, yBenuuenue [DK.

¢ [luTONOrHYECKOE UCCIIEJOBAHHE MOKPOTHI

®  TUCTOJOTHUYECKOE MCCieI0OBaHNEe OPOHXHAIBHOTO 00pa3iia (JINMHTHbIE
BKJTIOYCHHUS B SMUTETHATBHBIX KJIETKaX).

Huaznocmuxa nopasicenus cepoeyno-cocyOucmon cucmembl:

1. DOKI - koporkuii PQ u anexktpodu3nogornyeckue HapyuIeHus, Jarie
BCTpEYAIOIIMeCs Yy MOJOJBIX MAaIlMeHTOB, BOJbTaxHble Kpurepuu [JDK,
nenpeccust cermenrta ST, uaepcust 3yona T, pa3nudHbie 0J0Kabl B APUTMHUH.

2. DXOKI' — konuentpuueckas [JDK ¢ auactonuyeckoil nucyHKuuei
(ame BCTpedaeTcs y MYXKYMH, 4YeM Yy OKeHIIMH) U B 5% ciy4aes
acumMerpuuHas IJDK (runmeprpodus MIKII), kotopas MOXKeT codeTarbcsi C
obcTpyknmer BbHOCsmero Ttpakta JDK (uwHOrma BeIpakeHHoi). Hammume
MUTPAJIBHOM U a0pTajbHOM PErypruTalvy, MHOTIA BEIPAKEHHON

3. MPT - ¢eHOMEH NO3HETO0 KOHTPACTUPOBAHHS B CPEIHEM CIIOE 3ajIHe-
0a3aJbHBIX CETMEHTOB ITOCIE BBEACHUS TaI0JINHIS.

4. 24-gacoBoe xoarepoBckoe MouuTOpupoBanue OKI' peroMeHIyeTcs
JUIS OIIGHKM TSDKECTH HApYIICHWH pUTMa B Hadajie MCCIIETOBAHUS U B MEPUO]
MIpoBeeHNs (PepMEHTO3aMECTHTEIbHON TePaTHH.
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[pu Oomesnn @-A runeprpodus MHOKaplIa XapaKTepH3yeTcs:
OTCYTCTBUEM JI€30praHu3andy MHUO(GUOPHIUI, HaJMYHEeM JIM30COMalbHBIX
BKIIIOYCHUH B  KapJMOMHUOIIMTAX, OJHIOTEIMU COCYIOB, (ubpodiacTax
KJIaIllaHOB; Pa3JIMYHOM CTeNeHbIo puOpo3a, 3aBUCUMOM OT CTauu 3a00IeBaHUs
Kapnuomuonatuyeckuit ¢enorun mno tumy PKMII npu OGomesnn @-A
BCTpPEYaeTCsi PEAKO, B OCHOBHOM B TEPMHHAJIBHBIX CTaausX 3a0o0JeBaHMUs,
KOTOpBIE CBSI3aHBI C BBIP@KEHHBIM (QuOpo3oM. l3MeHeHHs KIilamaHOB
OoOHapy)XMBAIOT, KaK MpaBWIO, B JIEBBIX OTHENax CEp.lad, 4YTO, BEPOSTHO,
CBsI3aHO C 0oJiee BHICOKOW IeMOJMHaMHYECKOH Harpy3koil. Pacmmpenne kopHs
aopTHI (B psizie CllyyaeB aHEeBpU3Ma aopThl) MOXKET CIIOCOOCTBOBATH KJIallaHHOW
peruprutanuy. CMepTh HacTymaeT OT IPOrPECCHpPOBAaHUS  TOYEYHOMH
HEIOCTaTOYHOCTH U CEPACYHO-COCYAUCTHIX OCIOKHEHHH.

Jleuenue: GepMeHTO3aMeCTUTENbHAS Tepanusl (Mpernaparhl: peruiarai win
(dabpazum). bezomacHocTs ¥ AGQPEKTUBHOCTE  (PEPMEHTO3aMECTHTEIBHOM
Tepamuu ObUla JOKa3aHa B pAge JAOKIMHHYECKMX U KIMHHYECKHX
UCCJICIOBAaHUM.

Cumnromarnyeckast tepanus: auyperukd, nAIlD/capranbl, GnokaTtopbl
KaJIbI[MEBBIX KaHAJIOB, OeTa-0J0KaTOpHI, JIe3arperaHThbl, aHTUKOATYJISIHTHL. [Ipu
HaJINYUU JKU3HEONACHBIX JKEeNyTOYKOBBIX apUTMUH, mporpeccupyromux A-B u
C-A Onokam, mokasanbl wuMImiaHtanus KBJI® #, COOTBETCTBEHHO,
umrntanTanust OKC st mpouIakTHKY BHE3AMHOW CepeYHOI CMepTH.

Ilpozno3: npu HEBO3MOXHOCTH MPOBEICHUS (DEPMEHTO3aMECTUTEIbHON
Tepanuy — HeOIaroNPHUSTHBIMN.

BoJesun Mommne (kog mo MKB-10 — E74.0)

DTO TeHeTH4ecKH 00ycaoBIeHHOe (TeH KapTUPOBaH Ha Xpomocome 17q23)
ayTOCOMHO-PEIIECCUBHOE  3a00JI€BaHME, IOpaXKarollee MPEeUMYIIeCTBEHHO
MBIIIEYHYI0O TKAaHb U XapaKTEpU3YIOIIEeCs OTCYTCTBHEM JIHM30COMAJIBHOMN
kucinoi anbda-1,4-rmoKo3unassl, MPUBOIAIIEH K HapacTaoIIeMy HAKOTJICHHIO
TTTUKOTEHa B JIM30COMaxX M HEOOpPaTHMBIM M3MEHEHHSM B KJIETKAaX CKEJIeTHOM,
CEpJIeYHOH U IIaJIKOd MYCKYJIATyphl.

Pacnpocmpanennocms 3aBUCUT OT OSTHHYECKOH NPUHAIICKHOCTH,
pervoHa MpoKMBaHMs U Bapbupyer B mpenenax 1 ciydait va 14 000-300 000
HaCeJICHHUS.

Knunuueckoe meuenue. B nienom 3aboneBaHue OTINIACTCS BEIPAXKEHHON
TeTePOTeHHOCTHIO, CYIIECTBYET MHOKECTBO (DOPM, Pa3IMIAIONIIXCS CKOPOCTHIO
MPOTPECCUPOBAHNUS CHUMITOMOB W IPOAOJDKUTEIBHOCTHIO JXKM3HU. Ha paHHHMX
cTanusax 3a00JeBaHMS B MBIIICYHBIX KJIETKAaX YBEIMYMBACTCS YHCIO U pa3Mep
JM30COM, HANOJHEHHBIX TJHKOTCHOM. 3aTeM TMOSBISAETCS KIMHHYECKast
CUMIITOMAaTHKa YMEPEHHOW MHUOIIATHH M MBIIIEYHOH nuchyHkunu. Ha mo3ganx
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CTafusAX MPOHCXOJUT pPa3pyLICHUE JHU30COM, INEPErPYKEHHBIX TJIHKOI€HOM,
TJIMKOTeH mnomajaeT B nurtomnasMy KMII, MbIIedyHBIX KIIETOK, pa3BHBAETCS
TsXKeasi MUOTIaTHsl, KapAUOMUOIIATHS.

Paznnuator tpu Qopmel Gone3nn [lomie: MiageHYecKyl0, IOHOIIECKYIO U
B3pOCIIYIO.

Mnadenueckast ghopma XapakTepusyeTcs: MPOTPECCHPYIOIIUM C TIEPBOTO
Mecsla Ku3HH (B CpelHeM B Bo3pacte 6-12 MecC.) CHHIKCHHEM MBILIICYHOTO
TOHYCa; HapyIIEHHEM COCAaHHUA; 3aTPyAHEHUEM [bIXaHMS; JBUTATEIbHBIM
BO30Y)K/IEHHEM; MAaKpOIJIOCCHEH; CHMW)KEHHEM WIH TIOJHBIM OTCYTCTBHEM
amnmeTuTa; 3ajepkKKoW pocra; rematomeranued. I[lopaxkeHue — Jerkux
MIPEJCTaBICHO YacThIMH OpOHXWUTAMH, T'HIIOCTaTHUYECKUMH ITHEBMOHHIMH,
aTeJIeKTa30M JIETKOT0, MpOrpeccUpyromieil IpIXxaTedbHON HEel0CTaTOYHOCTHIO.
Jnst 3a00neBaHusl XapakTepHO HajlW4YHe THUIO- U apeqeKCHH, CIIaCTUYECKHX
napanudeif. IlopaxeHue cepana MPeACTaBICHO PEMOJCIUPOBAaHHEM II0
kapauomuonaTudeckomy ¢denotuny (wame ['KMII), mnporpeccupoBannem
CepICUYHON HEJOCTaTOYHOCTH. B cnyuae omkaza om namozeHemuueckou
mepanuu 8  meuenue  NepPeO2O0  200a  JHCUSHU — peDeHKa  NpOzHO3
HeO1a2oNPUAMHBILIL

I0senunvnas ¢hopma neGroTUPyET B paHHEM U CTapIlieM JIETCKOM BO3pacTe
— or 3 go 10 umer. KiuHMueckue MPOSBICHUS XapaKTEPHU3YIOTCS
MPOTPECCUPYIOLIEH MBILICUHOH ucTpodueil M yBeNTUUCHHEM BHYTPEHHHX
OpraHoB  (TremaTtoMeranusi,  CIDICHOMETalus, KapJIHOMHUONATHs,  Yalle
runeprpoduueckas). CMepTh HACTymaeT Ha BTOPOM IECSTHICTHH XU3HH OT
pedpakTepHOi K IPOBOAMMON TEpANTUH CEPACUHO-IETOYHONH HETOCTATOYHOCTH.

YV e3pocnvix 3aboneBanre MaHu(GECTUPYET HA 2-3-M ACCATHUICTHH KU3HU
U MPOTEKaeT OTHOCHTEIHHO JOOPOKAuECTBEHHO, OHAKO, KaK M Y MIJAJICHIIEB,
B [TATOJIOTUYECKUI TIPOLIECC BOBJIEKAIOTCS JbIXaTeIbHAs CUCTEMA (JbIXaTeNbHas
HEJOCTaTOYHOCTh, 4YacThle pECIHUpaTOpHBIE  3a00NeBaHUs, HapylIeHHE
CTPYKTYpbl W (yHKIMHM nuadparManbHOM MBIIIIBI), MblledHas (c1abocTh
MBIIII] TJIEYEBOTO U Ta30BOTO IIOsCa, MBIIIEYHass OO0Jb, YacThle IMaJeHUS
TPYJHOCTH TIPH X060€) 1 XKeITyJOUHO-KUIIIeUHas (TOBBIIICHHAS YTOMIIIEMOCTb
’KEBATEIHBIX MBIIIIII, HAPYIICHHUS TJIOTAHMUA).

[Ipu sTo¥i popMe MPOMCXOTUT MEIICHHOE MPOrPECCUPOBAHUE, M CEP/Le
MOpa)kaeTcss OTHOCHUTEIIEHO PEIKO.

Juacno3 u ougpgpepenyuanvuuviii ouazno3. JInarHocTUKa MPOBOIUTCS C
y4eTOM CEMEHHOro aHaMHe3a, JaHHBIX OWOTICHHM CKEJETHBIX  MBIIIIII,
aKTUBHOCTH ()epMeHTa B oOpa3lax TKaHeH M pe3yiapTaTaX T'€HETHYECKOTO
HcclenoBaHus. BaXHO wWccienoBaHWE  YpOBHS  KpeaTnH(pochOKHUHA3H,
CBHUJIETENIBCTBYIOLIEl O MAaCCUBHOM pa3pyUIEHMM MbIIIEYHOM TKaHU. E&
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KOHLIEHTPAIMs B IEPUOJ, HOBOPOXIEHHOCTH MoxeT nocturats 2000 ME/m.
AKTHBHBII ~ MHOJIM3 MOXET  COINPOBOXKAAThCS  TOBBILIEHHEM  YPOBHS
CBIBOPOTOYHBIX (JEPMEHTOB, TAaKUX KaK JIaKTaTAETHIpOreHasa, aJlaHWH-
amMMHOTpaHc(epasa, acmnaprar-aMuHOTpaHcdepasa. JlumarHos ocHoOBaH Ha
pe3ynbTatax OMOXMMHUYECKOTO HCCIeIoBaHHs (IOBBILIEHHOE B HECKOJBKO pa3
npotuB Hopmbel — 1,0-1,5 1/% — cozxepkaHue TiHMKOTeHa), (HEPMEHTHOTO
aHanmu3a (OTCYTCTBUE WM 4YpE3BbIUAHO HU3KOE COJAEp)KaHHE KHUCIOi
MajgbTO3bl) M JIAHHBIX YJBTPACTPYKTYPHOTO HCCIEIOBaHHS OHONTATOB
(meperpy3ka IIMKOT€HOM JIN30COM U IIUTOMIIAa3MBbl).

Kpome Toro, cHmxeHHOE cojepkaHHe KUCJIOW MajbTO3bl ONPEAEISIOT B
OuornTarax NME4YEeHH W B JICHKOLMTAaX, a Takke B (GuOpobnacrax u3 KyJabTypbl
KJIeTOK KoxH. npdepeHunanbHplil AMarHo3 NpoBOJSAT € APYTUMHU OOJIE3HAMH
HAaKOIUIEHHs] TJHMKOTeHa, MYKOIOJHCAaXapua03aMy, COHUHTOIUNNUI03aMH, Ha-
CIIEZICTBEHHBIMH ITOJINOPTaHHBIMU cuHApoMamu ¢ KMIL.

Knunuueckue ocobennocmu u OuazHOCMUKA ROPANCEHUA CEPOEUHO-
cocyoucmoii cucmemst npu 6onesnu Ilomne

KapnnansHeiii ¢denotun NIPEACTaBICH KapauoMerainuei,
OMBEHTPUKYIAPHOH 3aCTOMHONW CepAeYHOW HEAOCTaTOUYHOCTBIO, JIETOYHOI
TUIIEPTEH3UEN. KapnuansHerit ¢denoTnn MOXET HMHUTUPOBATH

HEOOCTPYKTUBHYIO U 00CTpyKTUBHYIO popmbl [ KMIT.

Jluaznocmuxa nopasicenus cepoeuHo-cocyOucmou cucmemyl:

1. PenTreH — yBenu4eHue pa3MepoB cepala, npusHaku 3actoiHoi XCH.

2. OKI' — ykopouenue unHrepBana PQ, cunapom WPW, arpuo-BeHTpH-
KyJspHble OJOKagsl pa3NWYHONl CTENEeHW, YBEJIWYEHHE AaMIUTUTYABl U
MPOAOJDKUTEIbHOCTH KoMIutekca QRS, smeBaimust cermenra ST, uHBepcus
syoma T, I'VDK u I'TDK.

3. OXOKT' - yeennuenue toiuuuel crenok JOK u ITK, ymeHnbmenue
pa3mepa nostoctu JOK u IDXK (uHOTIa BBIpa)keHHOE), CTPYKTYPHBIE H3MEHEHUS
B kiamaHax. Ilpu Gone3nm Ilomme rumepTpodus MHOKapaa MOXET HOCHUTbH
KOHIEHTPUYECKUH CHMMETPUYHBII  XapakTep WJIM AaCUMMETPUYHBIM ¢
NPEeUMYLIECTBEHHON THIIEPTPOPHUN MEXKIKEIYI0UKOBOM MEPErOPOIKH.

4. MPT — ompenensioTcsi y9acTK HETOMOTEHHOH TUIOTHOCTH MHOKap/a.

5. DHIoMHOKapaANaTbHAS OUOTICHS, OMOTICHSI CKEJIETHBIX MBIIIII]

6. Ilpu ayTonCHMIHOM HCCIIEIOBAHUM MHOKapla MOXKET OINpPEACNAThCS
(hnbpoaITacTO3 FHIOKAP/A U 3HAUNTEIFHOE YBEIIMUCHHIE MAacChl CepIria.

IIpu Gomesnn Ilomme TOBBIMIEHA S3KCIpecCcHs MPEACEPIHOr0 HATpHUH
YPeTHUYECKOTO TMeNTHAa, M O3TOT IOKa3aTelb KOPPEITUPYET C THKECTHIO
TUepTPOHUN MHOKapA.
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Jleuenue. ®epmeHTHO3aMecTUTeNbHAs Tepanus. IIpemapat «Muosum».
D¢ hexTUBHOCTH Mpenapara 3aBUCUT OT CTaJHMU MaTOJOTHYECKOro Ipolecca 1
WHIUBHIYAIBHBIX OCOOEHHOCTEW opranu3Ma. CHMOTOMAaTHYecKas Tepanus
JIBIXaTEJBHOM, CepA€YHOI HeOCTATOUHOCTH.

Ilpocno3 B 1eIOM OIpeneNseTcss BO3PACTOM IOSBIEHUS IEPBBIX
CHUMIITOMOB 3a00JIEBaHMsI U NPH OTCYTCTBHU 3THONATOI€HETUUECKOH Tepanuu
HeOIaronpusTeH.

Cunjapom I'ypaepa (kox mo MKB-10 — E76.0)

Cungpowm ['ypiepa — ayTocoMHO-peniecCHBHOE 3a00JIeBaHNE, OTHOCUTCS K
MYKOIIOJIUCaxapuao3aM W OOyCJIOBIEHO  Ae(DUIIMTOM  JIM30COMAajbHOTO
¢depmenTa anbda-L-uaypoHumasel, B pe3yjibTaTe 4Yero B OpraHax M TKaHAX
OTKJIQABIBAIOTCS MYKOIOJIHCAXapU/IbI.

Pacnpocmpanennocms: dactota cuapoma I'ypiepa Bapbupyer oT
1:20000 mo 1 : 100 000

Knunuueckoe meuenue. Buemnuii Buj O0JBHOTO BecbMa CBOEOOpa3eH:
roJioBa OTHOCHUTENIHO YBENIMUeHa, HMeeT JaojuxonedanbHyo  Gopmy,
BBIP@)KEHBI JIOOHBIE OYyTphbl, LIes MOYTH OTCYTCTBYET. XapaKTepHbIC BHEIIHUE
IIPU3HAKH, 0COOEHHO CBOEOOpa3HbIC YEPTHI JINI[A, UMEIOTCS Y peOeHKa yxke Ipu
POXAGHUM WIM TOABISAIOTCS B TEPBBIE MECALBI JKM3HM, XOTA HMEETCs
CylllecTBeHHas: MHAUBHIyann3anud. CUMITOMBI MyKoToJMcaxapuao3a Tumna I-
H (cunnpoma I'yprnepa) Takke HMpPOSIBISIOTCS YK€ B IEpBbIe T'OJbI KU3HU, HO
CTETIEHb  INIPOTPECCHPOBAHUS HMX  BECbMa  pa3u4yHa. XapaKTepHBIMHU
MIPOSIBICHUSIMH CHHJIpOMa ['ypiepa SIBIASIOTCS HHU3KOPOCIOCTh, OTCTaBaHHE B
IICHXOMOTOPHOM  pa3BUTHM, TIpyOBle  dYepThl  JHIA, MaKpOIJIOCCHS;
TYTONOABWXHOCTh ~ CYCTaBOB, IIOMYTHEHHE pOTOBHIIBI; TelMaToMeranus,
CIUIeHOMeranus. PaHO BBIABISETCS YMCTBEHHAs OTCTalIOCTh, KOTOpas ¢
BO3PACTOM HEYKJIOHHO Iporpeccupyer. boibHBIE CKIOHHBI K BCEBO3MOXKHBIM
ndekuusiv  JIOP-opranoB, y HHMX IIyMHOE JbIXaHHe ([OXparbiBaHKE),
OJIBIIIIKA, BO3MOKHBI OCTAHOBKH JIBIXaHHSI BO CHE.

Muaznos u oughghepenyuanvuslii ouazne3. JInarHOCTHUECKH 3HAYUMBIM
SBIISICTCA PE3KOE IIOBBIIMICHHE JepMaTaH- M TemapaHcyib(aroB, a TaKxke
XOHJIPOUTHH-6-Cylib(paTa M XOHAPOUTHH-4-cyibdaTa B Moue; B KyJIbType
(ubpoOIACTOB KOXKHU MOXKHO OOHapyKuTh WU30BITOK JepMaTaHcyibdara.
[IpenaTanpHast TUAarHOCTHKA OCYIIECTBIIETCS METOAOM (PEPMEHTHOTO aHaJIHM3a
B KyNbType KJIETOK aMHHOTHYECKOW >XHAKOCTH, TOIy9aeMOW C IIOMOIIBIO
TpaHCAOJOMUHAIFHOTO  aMHHOIeHTe3a.  JubdepeHnnansHplii  AUarHo3
MPOBOJAT C MYKOIIOJUCAXapHUI03aMH JPYTHX THIIOB, COUHTOIUIHI03aMH,
HACJICICTBEHHBIMH  TIOJIMOPTaHHBIMU  cuHApoMamMu ¢ KMII, Gomesnsamu
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HaKOIUICHHUS! TJIMKOT€Ha, C TeHETHYECKH 00YyCIIOBICHHBIMU U HETCHETHYECKUMHU
¢opmamu PKMIT .

Knunuueckue ocobeHHocmu u OuUAZHOCMUKA ROPAICCHUA CEPOCUHO-
cocyoucmoi cucmemsl npu 6onesnu I'ypnepa

Y GONBIIMHCTBA MAILMEHTOB C CHHAPOMOM ['ypiepa BBISBISIOT MOpaKeHNE
cepana. B cBsA3u ¢ oTiIOXKEHHMEM B MHOKap/Ae MYyKOIOIHCaXapuJOB HEPEeIKO
HaOmoaeTcs MopakeHHe MUTPAIBHOTO W aopTalbHOro KiarmaHoB. HamGoiee
XapakTepHO pa3BUTHE MHUTPAIBHOW M aOpTalbHOM  HEIOCTaTOYHOCTH.
ApTrepuanbHas THUIEPTEH3US MOXET HOCHTh BTOPHYHBIH XapakTep u3-3a
MOpaskeHHsl MOYeUHBIX apTepuil. [lopaskeHre KOpoHapHBIX apTepuil MPUBOIUT K
paHHEMY BO3HHUKHOBEHHIO KOPOHAapHOI HEIOCTaTOYHOCTH U CHHApPOMA
creHokapauu. OmnucaHbl ciiydau pa3BUTHS HH(papKTa MUOKapiua y AeTei ¢
cuaapomoM ['ypraepa. Kapnuanbueiii (eHOTHII MOXET OBITh IpEACTaBlCH
Mopdo-byHknuonaababiM kiaccom ['KMIT u, B nanmekosamieaiieid craauu
cmentanubiM penotunoM ( 'KMIT +PKMIT). CmepTh HacTymaeT B Bo3pacte J0
10 7ner mpu ABIEHHUAX TOJMOPTaHHOW, B TOM UHCIE CEpACYHOH,
HEJIOCTATOYHOCTH U OJIUTOPPEHUH.

Juaznocmuxa nopasicenus cepoeuHo-cocyOucmou cucmembl:

1. PeHtres — yBenuueHne pa3MepoB cep/ia, Ipu3Haku 3actoitHoit X CH.

2. OKTI" — onpenensirorcs runeprpodus JK, ynnuaenue unrepsaios P-R
n Q-T; BompTaxk xemymoukoBoro QRS komriuiekca MoOXeT OBITh CHUXKEH,
ONPEETAThCS MPU3HAKM HWINEMMHM MHOKapja (mempeccus, WIM 3leBalusg
cermenta ST), marosorudeckuii 3yoer Q. B naiexosarieiei CTaauu BoISBISIOT
runeptpoduto JOK u TDK, yBenuuenue JIIT u III1, pacnpoctpanenusiii ¢pudpo3
SHJOKapa.

3. OXOKI' — cTpyKTypHbIE H3MEHEHHs KJIallaHOB C pPa3BHTHEM HX
JUCOYHKIMH, 4alle KIanaHHOW HeJI0CTATOYHOCTH, 4YeM cTeHo3a. I[lpu
OTCYTCTBUHM  BBIDOKCHHOM  KJIAMaHHON JUCOYHKUMM W apTepUabHOM
THIIEPTEH3UN KapIuadbHBIH (EHOTHII MOXKET UMUTHPOBATh HEOOCTPYKTHBHYIO
u o6ctpykTuBHYyI0 hopmer 'KMIT.

Jeuenue.  depMmeHTO3aMeCTUTENbHAST — Tepanus,  TPAHCIUIAHTALUA
CTBOJIOBBIX KJIETOK, CUMIITOMAaTHYECKas Tepanus MTOJTMOPTaHHOM
HEZO0CTAaTOYHOCTH. Tepanus cepAeyHOl HETOCTATOYHOCTH: HHTHOUTOPHI ATID,
MoueroHssie. 1Ipu Belpa)X€HHOH KIallaHHOW PErypruTaluu — NpOTE3UpOBaHUE.
[IpodunakTrka HHGEKIHOHHOTO SHAOKAPIUTA.

Ilpocno3. npu HEBO3MOXXHOCTH (PepMEHTO3aMECTHUTEIbHON Tepamum —
HeOIarompHsTHBIN.
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IHopa:xeHue cepae4HO-COCYAMCTONH CHCTEMBbI
NP HEPBHO-MBbIIIEYHBIX 3200/1eBAHUIX

Artakcus ®@puapeiixa (kox mo MKB-10 — G11.1)

Artakcust @punpeiixa (AD) — ayToCOMHO-PELIECCHBHOE NIeTeHEPaTHBHOE
3abosieBaHNE, MOPAXKAIOIIEe NMPEUMYIIECTBEHHO HEPBHYIO CHCTEMY M CEpALE.
I'en Oenka ¢parakcuHa, (FXN;OMIM 606829) pacmomaraercs Ha ITHHHOM
wiede 9-it xpomocomsl (stmepHoit JJHK), coctout m3 7 sx30HOB. dparakcuH
9KCTIPECCHPYETCS BCEMH KIETKAaMH, HO YPOBEHb €T0 3KCIIPECCHH Pa3lINueH B
Pa3HbIX TKaHAX B Pa3JIMUHbIC MEPHOMABL. JKcrpeccus (paTrakcmHa Hamboiee
BBICOKA B KJIETKaxX, OOTraThIX MHUTOXOHAPHAMH — KapANOMHOIMTaX U HEUPOHAX.
@Oysxnus GparakcrHa — TPAHCIOPT Kele3a U3 MUTOXOHAPHHA. XOTs 10 CHX TOp
¢GbyHKIMA ¢dpaTakcuHA SBISETCA TPEIMETOM JAWUCKYCCHH, Ha HACTOSIIMN
MOMEHT YCTaHOBJICHO Yy4YacTHE 3TOro Oelka B MOJACPKaHUM TOMEOCTa3a
’&KeJe3a B KJIIETKE U TO, YTO €r0 HEJOCTATOYHOCTH ITPUBOJHUT K MHOKECTBCHHOMY
(epMEHTHOMY NEPUIUTY, MOBBIIICHUIO COACP)KAHHS XKele3a B MHTOXOHIPUIX
U MHUTOXOHJIPHAIPHOH ANC(YHKINH, YBEINYCHHIO KOJMYECTBA CBOOOIHBIX
panvKanoB, KOTOphIEe 00IaJar0T MOBPEKAAIOIINM JEHCTBHEM HA KIIETKY.

Pacnpocmpanennocms cocrasiser 2-7 ciydaeB Ha 100 000 HacemeHwus.
HepBHo-MbIIeynbIe 32001eBanns B 7% cirydaes sBistorest mpuanHamu ['KMIT
y nmereir ot 0 go 18 ner (Wilkinson J.D. et al., 2008). B cBoto ouepenp, B
CTPYKTYpEe HEPBHO-MBIIIEYHBIX 3a00JI€BaHUI JIOJSI MAalMEHTOB JETCKOTO
Bozpacta ¢ 'KMII B 87,5% cay4aeB npeacrasneHa arakcueil @puapeiixa.

Knunuueckoe meuenue. bonesnp @puppeiixa xapakrepusyercs
HEYKJIOHHO TPOTPEcCHPYIOIINM TedeHneM. [lepBble CHUMNTOMEI (TIOSIBICHHUE
HEYBEPEHHOCTH P X0b0E 1 TU3apTPHH), KaK IPaBHIIO, MOSBISIOTCS B pailoHe
mybeprata. OnmHako Bo3pacT Hawaiga OOJNE3HM MOKET BapbUPOBATh JAXKE Y
KPOBHBIX  POJICTBEHHHKOB. B  KIMHHYECKOW  KapTHHE  IPEBAIHPYeET
HEBPOJIOTHYECKass CHMITOMATHKa, B OCHOBE KOTOPOH JIeKaT JiereHepaTUBHbIE
N3MEHEHHMS MO3KEYKOBBIX M KOPTUKOCHHMHANBHBIX IIyTeH. OcobeHHOCTH
MOpa)kKeHUsI HepPBHOM cucteMsl pu AD:

e [Iporpeccupyromas aTakcus.

e Hapymenue moxoaxu ¢ ToTepel  paBHOBecus, TpeOyromiee

MMOCTOPOHHEHN MOMOIIIH.

e VIHTEHUHOHHBIN TPEMOP.

¢ CnabocTh B KOHEYHOCTSIX.

e JlucranpHas aMHOTPOQUS.

o JluzapTpust — MeUIEHHAsI, OTPBIBUCTAs], HEPa30OpUMBasl PEyb.

—-30-



o Jlucdarus.

o CoxpaHéHHasi KOTHUTHBHAs (QYHKIHS

¢ TloTeps npoIpUOLENTUBHOTO YyBCTBA M cUMNTOM babuHcKoro.

e [I'masogBuraTenpHbIC HApYIIEHUS (HUCTArM).

o CHIWKEHHE CYXOXWIBHBIX pe(IIEKCOB, HO B HEKOTODPBIX CIydasx —

MOBBIIIEHUE CO CIACTUYECKUM KOMIIOHEHTOM.

B nosgueit cragmum  OONE3HM  TPOrPECCHUPYIOT  aMHOTpodHH U
paccTpoiicTBa IITyOOKOH YYBCTBUTEIBHOCTH, KOTOPBIE PACIPOCTPAHSIOTCS Ha
pyku. BonbHBIE mepecTaloT CaMOCTOSATEIBHO XOAMTh M OOCIYKUBATh CeOs
Ipumepro y 30% mnanueHTOB pa3BHBaeTCs aTpodus 3pUTENBLHOrO HepBa (C
HapylmeHus 3peHus wiu 0Oe3 HapymeHuil). HelfpoceHcopHas TyroyxocTh
BcTpevaercss y 20% mnanueHToB. DKCTpaHEBPAIbHBIE CHUMIITOMBI: CKEJIETHBIC
nedopmanuu — ckonmos, «cromna Opunpeiixa», negopmanus naibHeB HOT U PyK
U p. DHJIOKPUHHBIE paccTpoiicTBa npu AD mpencTaBieHbl THIIOTOHAIU3MOM,
nuHpaHTUIN3MOM, AUCYHKIMEH SUYHUKOB U caxapHbIM aunaderom (CH) Tum 2.
Cpenu 6onbpHbIX aTakcueit @puapeiixa CJI Tun 2 BcTpeuaeTcs yaiie (IpUMEpPHO
y 20-30%), uem B momynsauud. B 30% cnyuaeB HabmiomaeTcst HapylieHHast
TOJICPAHTHOCTH K TJIFOKO3€.

Knunuueckue ocobennocmu u OuazZHOCMUKA ROPAICCHUA CEPOCUHO-
cocyoucmoit cucmemsl. [lopaxxenue cepana npu AD BcTpeuaetcs 6oree yeM y
90% GounbHbIX. [Ipu aTakcun @punpeiixa kapaAuanbHBIH GEHOTUI MOXKET OBITH
npencrasieH kak ['KMII B namexoszamemmieii craguu 3abojeBaHus, HEPEIKO
munatanmonnas ¢asza ['KMII. Panusist nuarnoctuka atakcuum @puipeiixa c
I'KMII  kpaiiHe BakHa, TaK KaK [O3BOJSET  CTPAaTHQHUIIMPOBATH
WHANBUAYAJIBHBIA PUCK Pa3BUTHS CEPIEYHOM HEIOCTATOYHOCTH, OMACHBIX JJIS
JKU3HH HapymeHuH cepaeuHoro putma u BCC.

Juaznocmuxa nopasicenus cepoeuno-cocyOucmou cucmemyl:

1. Konnentpuueckas runepTpodust JIEBOro keay0uKka perucTpupyercs y
OonpImIMHCTBA TMAaIMeHToB. Kak mpaBmio, perucTpupyercs HapylIeHne
JIMaCTOJINYECKON (yHKINH.

2. Acummertpuunas runeprpodus JIK, runeprpopus MIXKII BesiBisiercs
¢ nomotpio DXOKI nmpubnus3utensHo y TpeTH NanueHToB. B psane ciyuaer
PETUCTPUPYETCS TPAJUCHT AAaBICHUS B BBIHOCAIIEM TPAKTE JICBOTO JKEITyJOUKa.

3. OKI' uMeeT OTKJIOHEHHs OT HOPMBI — BOJBTXKHBIC IPHU3HAKU
runeprpoun  JDK, nmpusHakm — acummerpuuyHod — rumeptpoduu  JDK
(runeptpodus MXKII) u naBepcust T-BoTHEL.

4. B 6ompmmucTBe cirydaeB I’ KMII npoTekaer 6eccMMITOMHO, WHOTIA
TIPOSIBIIAETCS CEpALCONEHUSIMH, TUCITHOY; MOPAKEHHE CEpAlla PEIKO SBISAETCS
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NIepBBIM IposiBJIcHUEM 3aboseBaHus, mpu 3ToM BCC MoxkeT ObITh NEpBBIM U
€IMHCTBEHHBIM IPOSIBICHHEM.

5. TKMII nporpeccupyet k aunataunoHHo# craaun 6one3nn u XCH.

6. I'mcronornuecku — GoxambHbIE HEKPO3BI U OTIIOXKEHHS JKee3a.

CmepTh OOBIYHO HacTymaeT BcieacTBHe mnporpeccupoBanus ['KMII,
pasButus qunaranuonHod ¢aser 'KMII, XCH, jxnu3HeomacHbIX HapyIIEeHHUH
CepJCUYHOr0 PUTMA BBICOKUX I'pajanuii.

Huacnos u ougpgpepenyuanvusiit ouazno3. C ueipio yBeIUYEHUS CIIy4aeB
CBOEBPEMEHHON JMarHOCTUKM M ONTUMH3alMM BpaueOHOW TaKTHKU OBLI
NIPEATI0KEH TEPMUH «KapIHMOHEBPOIATHs», KOTOPHIH JOIKEH CIOCOOCTBOBAThH
NMOHMMAHHUIO  KJIMHUYECKOW  CYIIHOCTHM  3a0oyieBaHui, TP  KOTOPBIX
HaOmoaeTcs COYCTaHHWE  KapJUOMHUONATHH M  HEBPOJOTMYECKOU
cumiTomMatukd. MP-toMorpadust mo3BoJisier yke B paHHEH cTaguu O0Jie3HH
BU3yaJIM3UPOBAaTh aTpOQHI0 CIMHHOTO MO3ra, a INpH Ooyiee UIUTEIbHOM
TEUYEHHH — YMEPEHHO BBIPAKEHHYIO aTpO(HIO MPOAOJITOBATOTO MO3ra, MOCTa ¥
Mmozxeuka. Kommbrotepras tomorpadus (KT) u snekrponeiipomuorpadus —
nHdopMaTuBHBI B NoO3aHEH cramuu. [loka3aHO TEHETHYECKOe HCCIEIOBaHUE
npoOaHa U poACTBEHHUKOB |- uHuK ponctsa. JuddepeHunansHplii Auarsos
C JpYrMMH HEWPOMBINICYHBIMH 3a00JE€BaHUSAMH U MHTOXOAPHAIbHBIMH
muronatusamu  (cuuaapom Kepuca — Ceiipa ¢ JIKMII, cunapom MELAS ¢
JKMII), a Takke C HACIEACTBEHHBIMH (DEPMEHTOMATHSIMH C ayTOCOMHO-
PEIECCUBHBIM  THIIOM HACJEIOBAHMA, XapaKTEPU3YIOIIUMHCS Ppa3BUTHEM
CIIMHOIIEPEOCIUISIPHON aTakcuy, TO3JHUM BapHaHToM Ooje3Hu Hwumanna —
INuxka.

Jleuenue. DTHONATOTEHETHYIECKOE JICUCHHE OTCYTCTBYeT. PekoMmeHmanuu
C TIO3MIIMHM  JOKA3aTeJbHOW MEIUIIMHBI He ompeneneHsl. [Ipum  ycimoBun
CBOEBPEMEHHOTO U a/IeKBaTHOT'O JICYCHUS CEPACTHON MaTOJIOTHH, ONTHMH3ALIUT
BpaueOHOM TakTHKH NpHu >xn3HeonacHbIX JKHCP (anTHapuTMHUeckas Tepamnus,
nocranoBka KB/I®), npu 3¢ dexTrBHON MpoduIakTUKe U JCYSHUH HapyIICHUH
YIJIEBOAHOTO O0OMEHa, a TakKe KOHTPOJIe W MPEJOTBPALICHUH OCIOXHEHHUI co
CTOPOHBI HEPBHOH CHCTEMBI, NPOJOJIKUTEIBHOCTh JKU3HH MOXET OBITh
yBennueHa. HaOmromeHue y SHAOKPHHONIOTAa W KOPPEKIMS SHIOKPHHHBIX
paccTpoiicTB. bonbllioe 3HaYEHHE UMEET TaKKE XUPYPrUyecKas KOPPEKLUs
nedopmaruu cTot, ededHas GU3KyIbTypa U GU3NOTEPATIHS

Ilpozno3 HeOMarompusATHBIA B CBSI3W C paHHEH WHBaIMIU3alUUMEd U
MIPEXIEBPEMEHHON cMepThIo. JIHTenpHOCTh 0OJIe3HH OOBIYHO HE NPEBBIMIACT
20 ner, cpenHss NPOIODKUTENBHOCTh JKM3HM npu AD cocTaBiseT OKOJIO
37,5 ner.
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