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Mwneptpodmyeckasn kapgnommonatusa (FKMIM) — cTpykTypHoe
1 yHKUMOHANbHOE NopaxeHue Muokapaa € yBenMyeHWeM ero
TONLWWMHBI (Macchl) C U3BECTHBLIM UMW NpeanonaraemMbIM reHeTuyec-
kMM gedpektoM Benka capkoMmepa kapanMoMMOLMTOB, Hacnepye-
MO€e ayTOCOMHO-AOMWHAHTHO C PasfUyHbIMU NEeHEeTPaHTHOCTbIO
1 3KCMPECCUMBHOCTBIO NPU OTCYTCTBUM CUCTEMHOM rUnepTeHaum, 6o-
11Ie3Heln HaKonseHus, ’MNoTUPeo3a, aTepoCKNepPOTUHECKOro KOpo-
HapocKepo3a, NopOKOB KNnanaHoB, BPOXAEHHbIX MOPOKOB cepaua
1 ApYruxX COCTOSIHWN, KOTOpble Obl MOrMN 06BACHUTL YBEMUYEHNE
Maccbl Mnokapaa. CoBpeMeHHble BO3MOXHOCTH nevenmns KM ¢
ANUTENbHON NOAAEPKKON JOCTAaTOMHO BbICOKOTO KauecTBa XWU3HU
aKTyanuaupoBasnu npobnemMbl paHHe ANarHoCTUKM U aAeKBaTHOIO
BblOOpa TaKTUKM BegeHus naumeHTa [1, 2].

OTuonorna.lKMIM Hacneagyetca no 3akoHam MeHngens no
ayTOCOMHO-AOMUHAHTHOMY Tuny. ®opma 3aboneBaHust y npo-
6aHaoB 1 Mx Bnvxkanwmx poaAcTBEHHUKOB coBnaaatoT B 60% cny-
yaeB. eHbl, OTBETCTBEHHbIE 3a 3aboneBaHue, NnokanuaylTcs Ha
6 xpomocome (15 reHOB) U Ha ANUHHOM nneve 14 XpOMOCOMbI
[3]. N3ameHeHus reHoB npencTtaeneHbl 6onee yem 400 mucceHc-
MyTaLUsIMK, OTBETCTBEHHBIMU 33 PETYNSTOPHbIE, CTPYKTYPHbIE UK
(hYHKLMOHaNbHbIe XapakTEPUCTUKMN TOHKWX UMW TONCTbIX HATEN Kap-
AnanbHbIX capkoMepoB (Tshkénasi Lenb 3-MUOo3nHa, aKTUH, TUTWH,
MUWO3UH-CBA3bIBaOLLMIA NpoTenH C, TponomnoanH T v gp.). Camo no
cebe uncno myTaumii M onpeaensieT KNMHUYECKYI0 BapUaTUBHOCTb
"KMI. Bonee NonoBrHbI BCEX FEHETUYECKN NOEHTUULMPOBAHHBIX
cnyydaeB KM onpegensatotca myTaumsiMm 3 reHoB, onpeaensio-

LWMX AedEKTbI TSHKENOW Lienn B-MUo3nHa, MUO3UH-CBSI3bIBAOLLLErO
npotenHa C, kapgunanbHoro TponoHuHa T. pyrue 13 reHoB OTBET-
CTBEHHbI 3@ HeYacTble criyvan 4eddekToB TUTUHA, A-TPONOMUO3NHA,
a-aKTMHAa, KOpAManbHoOro TponoHuHa |, nérkon uenu mmosunHa. Ho
cpeav nogen ¢ KNMHUYECKM U MHCTPYMEHTArbHO ANarHoCTUMpO-
BaHHOM KM 1 noaBeprwmxca MonekynspHo-reHeTM4eckomy
TECTUPOBaHWIO, aHOManun reHoB BbiSiBMEHbl Tonbko B 50-80%
cnyyaes [4, 5]. 310 3HauuT, 4To B 20-50% MBI MMEeM Aerno C ewwé
He NAEeHTUDULMPOBAHHLIMKU MyTauusiMu. BnomnHe BeposiTHO, YTO
ONs pasHbIX Nonynsiumin ByayT xapakTepHbl CBOM MyTauuu. Tak,
BbICKa3bIBAETCSt MHEHME, YTO AN POCCUICKON MOMYNsILMN MOXET
ObITb XapakTepHa MUcceHc-myTaums B reHe B-MHC.

Monumopdunam KNMHUYECKOM KapTUHbI 06 bACHAETCA HegocTa-
TOYHO M3YYEHHBLIM B3aMMOAENCTBUEM Pas3fNYHbIX FeHOB (MyTauus
MYH?7 — BblpaxkeHHasi runepTpodusi, paHHee Hayarno v Tshkénoe
TeueHne; mytauua TNNT2 — ymepeHHas runeptpodus; mytaumsi
MYBPC3 — HenonHasi NeHeTPaHTHOCTb U OTHOCUTENbHO NO34HUIA
0e6b1oT), nona, BHELWHNX (pakTopoB.

MaTodusnonorus.

[edekT reHa NpMBOAUT K ONCKOOPAMHALMU AESATENbHOCTU
Muochunbpunn n ¢ nocnegyowmm pubposom n runeptpoduen
Mmokapaa. XaoTUYHOCTb KNETOYHOW CTPYKTYpbl BO3HWKAET YyXe
B obnacTsix 6e3 npusHakoB ruNepTpoun 1 ABNSIOLLUXCS apuT-
MOreHHbIM CyBCTpaToM >XenyaoyKoBbIX Taxukapoun n ombpun-
naunn. OQHOBPEMEHHO YTOMWAETCA WUHTMMa MHTpaMyparnb-
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HbIX KOPOHaPHbIX apTepui, HapyLLUaeTCsl TPAHCMOPT KUCNopoaa
B YTOMLIEHHbIA MUOKapA, BO3HWUKAOT uUweMusi, rubenb KneTok,
cknepo3. CTEeHKW Xenyao4KoB YTOMLLAKTCS, HO BHYTPEHHUI pa3vep
OCTaéTCsi HeM3MEHHbIM UK faxe ymeHbluaetcs. Cuctonuyeckas
OYHKUMS ANUTENbHOE BPEMsi He U3MEHSIETCS, PUrMaHOCTb MUO-
Kapaa pe3Kko NoBbILLAETCs, BO3pACTaeT KOHEYHO-AnacTonmyeckoe
AaBreHne, TOPMO3UTCS BO3BPAT KpoBuW. MMnepTpodunpoBaHHbIi
MUoKapg MOXET cyXaTb BblHOCHOW TpakT JIXK. CteneHb 06CTpyk-
UMM BapbupyeT B 3aBUCHMOCTU OT TOMLLMHBI MEXOKENYA0YKOBOM
neperopoaku, pacnonoXeHns MATPanbHOro KonbLa, nepeaHecu-
CTONMYECKOTO ABWXEHUSI CTBOPOK MUTPArbHOro KnanaHa, MHTEH-
CMBHOCTM COKpalleHust mnokapaa (MoaTomy npoTUBOMOKa3aHbl
npenapatbl gurutanuca). CteneHb o6CTpyKUMM He koppenupyeT
C puckom BHe3anHou cmepTu. Mporpeccusi GonesHn npusoguT
K ANNATaLum Xernyno4qKoB.

B akcnepuMMeHTe Ha XWMBOTHbLIX C NonoXuTenbHbIM TKMI-
reHOTUNOM, HO oTpuuaTenbHbIM (PEHOTUMOM NOKa3aHo, YTO Ha-
3HayeHue 6r1oKaTopOB KarbLMEBbIX KAHANOB 4O Pa3BUTUSA rmnep-
Tpodmm cnocobHO NpegoTBpaTUTL 3abonesaxue [6]. Takas akcne-
pvMeHTarnbHasi Tepanusi NPOBOANTCS 1 Y NoAer, MPeCUMNTOMHbIX
HocuTenen reHoTuna MKMIT.

PacnpoctpaHéHHocTe TKMIT y aeten coctaenset 3-5: 1 mnH,
MeamaHa Bo3pacTa — 7 nert, 1/3 Bcex crnyyaeB AuarHOCTMpyeT-
cs1 B Bo3pacTe go 1 roga. Y 25-58% poactBeHHUKoB 1 cteneHmn
BbIABMAOTCA axorpadudeckue npusHakm FKMIM. Yactora TKMI
npubnunanTenbLHO OAMHAKOBa B PasnUYHbIX MOMYNSLUMUAX, XOTS B
A3nn valle BcTpevalTcs atunuyHole BapuaHTtel TKMI. Cpean
aeten rengepHbIX pasnuumi B Yyactote NKMI, Ho BO B3pocnom
COCTOSsIHUK, 3aboneBaHWe Yalle BbISIBMSETCS Y MyX4uH. Pasnuuus
O6BACHSAT ropMOHanbHbIMU (HaKTOPaMK, BAUSIHUEM BHELUHEN
cpenbl, bonee sipkon cumnTomMaTUkon unu Gonbluen cTeneHbto
obcTpyKumm BblHOCHOTO TpakTa JIXK y MyxuuH. Bcé ato u obyc-
naenueaeT Bonee yacTble UCCNefoBaHUs, NPUBOASLLME K Anar-
HocTuke MKMI.

KnuHuueckas kapTuHa. XKanobbl MOryT oTCyTCTBOBaTb, M B
aTMX cnyyasax guarHoctuka FKMI aensetcs pesynstaTtom cry-
YariHbIX axokapauorpaduyeckux nccnegoBanuid. o pesynsratam
CcoBCTBEHHbIX MccnenoBaHuin (84 6onbHbIX), Yalle BCTpevarTest
ykasaHusi Ha 06MOpoKM, OAbILLKY, YyBCTBO nepeboeB B cepaue
n ap. Mo pesynbratam CyTOYHOrO MOHUTOPUPOBaHWS apTepuanb-
HOro [laBreHus, pErMCTPUPYETCSI CKITOHHOCTb K 6paaunkapamu, Bu-
ONMO, 3a CHET CHWKeHUs Bbibpoca 13 JIXK.

OgblLwka — 0gvH U3 caMblX paHHUX CUMNTOMOB M BCTpeYaeTcs
y 90% 6onbHbIX. Ofpilika 06ycnoBneHa BbICOKOW PUrMOHOCTLIO
YTOMLLEHHOro MyoKapaa, NOBbILLEHUEM KOHEYHO AUACTONUYECKOro
AaBneHusl U NepeHoCcoM AaBneHusl Ha Manbli Kpyr kKpoBoobpa-
LeHUs.

OBMOpOoKM 1 NpegodMOopPOYHbIE COCTOAHMSA TUNUYHBI Ansa FTKMIT,
0CoBeHHO Ansa geTer U NogpoCTKOB € ManbiM gnametpom JTK n xe-
1y0O4KOBOW Taxukapamemn nnm CMHAPOMOM cnabocTy CUHYCOBOIO
y3na unv AucdyHKLMen CMHYCOBOrO y3rna npyu CyTOYHOM MOHUTO-
pviHre. B Haluen rpynne naumMeHToB OHM BCTpedanuck y 27 %, Yalle
npv o6¢cTpykTMBHONM chopme M'KMIT. Hannume obmopokoB — nokasa-
Tenb BbICOKOW BEPOSITHOCTU BHE3anHon cmepTu. [NpegobmopoyHble
COCTOSIHMS1, BO3HMKAIOLLME NpY pe3koM Nepexoae B BepTUKarnbHoe
nosnoxeHue, MoryT 6biTb 06ycnoBneHbl NPEXoAALLMMU Npeacepa-
HOWM UMW Xenyao4KoBOW TaxmapuTMuen 1 paccmMaTpuBaloTcst Kak
NpeAnKTOp BHE3ArNHON CMepTy.

[onoBokpyxeHus Yacto 6ecnokosaT geten ¢ FKMI ¢ Bbicokum
rpagvMeHToM B BbIHOCHOM TpakTe JIXK 1 ycunusatoTcs npu comanye-
CKOW Harpyske unv npu runoonemumn (06unsHoe otaeneHne nota
npwu xape), 6bICTPOM Nepexofe B BepTUKanbHOE NOMOXEHUe Unm
peakuuer Banbcanbsbl Npy gedekauun. FonoBoKkpyXeHne MoxeT
6bITb NPM HaPYLLUEHUSIX PUTMA CO CHUXEHUEM nepdy3nn Moara.
KpaTkoBpeMeHHble anu3o4bl HapyLeHUs putMa NposiBsoTCA
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NPECMHKONaMU 1 ronoBOKPY>XEHUEM, B TO BPEMSI Kak YCTOMUMBbIE
HapyLleHUsi puTMa NPUBOASAT K OBMOPOKaM 1 BHe3anHon cMepTy.

AHIMHO3Hble 6onn TUNUYHbLI ans geten ¢ FKMI. Mpu atom
HeT aTepoCKNepoTNYeckoro kKopoHapockneposa. CumnTomaTuka
nweMmmn Mrokapaa obbsICHSIeTCs NOBbILEHHON NOTPEGHOCTLI0
YTOMNLLEHHOrO MUOKapaAa B KUCropoae, HYTo Npu HapyLleHnn ana-
CTOnbI NPUBOAUT K Cy63HAOKapAManbHOM FMMoKCKUmM, 0coBeHHO Npu
dusmyeckmx Harpyskax. HyBcTBo nepeboeB B cepaue 06bsAcHAeTCst
npexaeBpeMeHHbIMU NpeacepaHbIMU UK XKey404KOBbIMY COKpa-
LLIEHUSIMW, UHTEPMUTTUPYIOLLUM aTPUO-BEHTPUKYIISIPHBIM BriokoMm,
CyNpPaBEHTPUKYNAPHOW UK XXeNyao4KoBOW Taxmkapaven. Hegna-
rHOCTMPOBaHHas >eryao4KoBas Taxkapams — nokasaTterb BbICOKO-
ro pucka BHe3anHown cMepTu.

OpTOnNHO3 U NapoKcM3amarnbHasi HoYHasi OAbllKka — NpusHa-
KN CepAeqHOM HeQoCTaTOMHOCTM Npu TshkENbIX BapnaHTax MKMI
C BeHO3HbIM 3acToeM B Nérkmx. 3acTolHas cepaeyHas HegocTaTou-
HOCTb y AeTen BcTpeyvaeTcs Bcero B 10% crnyyaes (3HaunTenbHO
pexe, 4eM y B3pOChbIX) U B OCHOBHOM B Bo3pacTe Ao 1 roga. OHa
CBOWCTBEHHA NauneHTam ¢ Hanbonee BblpaXXeHHbIM yTOrLEeHNEM
Muokapaa. 3acTonHas cepaeyHas HeJOCTaTOYHOCTb SBMSETCS pe-
3ynbTaToM ABYX NOBPEXAatoLLMX (hakTOPOB: BbICOKOW PUTMAHOCTH
Muokapaa u cybaHgokapanansHon uwemmnm.

BepxyLueyHbIn TONYOK pa3nuTon, NPUNOAHUMAIOLLMIA, CMELLEH
BMeBo. TUNnYeH ABOVHOWM TONYOK, BEPXHASA YacTb KOTOPOro obpa-
30BaHa yCUIIEHHbIM CoKpalleHvueM nesoro npeacepamsi. CaMmbiM
TunnMYHbIM 4ns FTKMI sBnsieTcs TPOMHON BEPXYLUEYHbIN TOMYOK, MOo-
CneaHss YacTb KOTOPOro Bbl3BaHA M30OMETPUYECKMM COKpaLLEeHNEM
Xenygouka. Ho aToT BapuaHT BCTpeyvaeTtcsl kpaliHe pefko.

BeHO3HbIN 0rynnsipHbln NynbC — BblpaXXeHHas BOMHA «a» Ha
dneborpamme: peskoe NOBbILLEHWNE KOHEYHO AMACTONMYECKOro
AasneHus B DK ¢ noBbileHWeM AaBneHnst B Marnom Kpyre Kpo-
BOOOpaLLeHNs 1 YTOrMLIeHNe MeXOKenyao4KoBOW Neperopoaku
C YMEHbLLEHNEM MOMOCTU NPaBOro Xenyaoyka, B utore, ¢ TOPMO-
XEeHUEeM NpuUToKa K Hemy.

KapoguTHbIn Nynbc BbICOKUIA, BbICTPLIA N KOPOTKUIA, YTO OOb-
SICHSIETCS1 BbICOKOW CKOPOCTbIO NMOTOKA KPOBU Yepe3 CyXeHHbIN
BbIHOCHOM TpakT JDXK. B psige cnyyaes kapoTuAHbIN NynbC NpeacTa-
€T Kak nocnepoBaTenbHas ABOVHAs Nynbcauunsi COHHOWM apTepum:
1 MUK — KaK onucaHo paHee, 2-0M — HEBLICOKU MOABLEM apTepumn
B MO3AHeN cuctorne nocne nageHus rpagmeHTa.

AyCKynbTaTUBHO | TOH He U3MEeHEH, || — 0bBbIYHO pacLuennéH,
npu o4eHb BbICOKOM rpagueHTe — napagokcansHo. Hepeako Bbl-
cnywwusaetcs puTm ranona mnu Il ToH, Ho npu FKMI oH He nmeeT
TaKoro NMpPOrHOCTUYECKOro 3HaYeHUs1 Kak Npu KnanaHHOM CTEHO-
3e aopTbl. YacTo onpepensietcs IV TOH 3a CYET hopcrpoBaHHOM
cUCTONMbI Npefcepans, NPeoAoneBaloLLEro ConpoTMBIEHe Npu-
ToKy kpoBu B JIK. Cuctonunyeckuin wym Bbibpoca poM6oBUAHbIN
(kpecyeHOo-gekpecyeHao) Hannmy4Lwnm obpasom BbICIyLLMBaETCA
B TOYKE MEXAY BEPXYLUKOW 1 NIeBbIM KpaeM rpyavHbl, ppanamu-
pyeT HaarpyavMHHO, HO He nepefaéTcst Ha COHHble apTepun. K-
TEHCMBHOCTb LWyMa onpegensieTcs cybaopTanbHbIM rpagueHToM
B BbIHOCHOM TpakTe JIXK. Tak kak cTeneHb rpagueHTa AaBneHns
BapbMpYyeT B 3aBUCUMOCTHM OT 06CTpyKUMK, OObEMA NpUTEKAOLLIEN
KPOBW, MHTEHCMBHOCTb LWyMa HenocTosiHHa. Lym ymeHbLuaeTcs
npv yBenuyeHun npegHarpy3ku: npoba Banescanbsbl, npobda Mion-
nepa (nocne popcupoBaHHOIO BbIAOXa ABWXEHME BOOXa COBEp-
LaeTcs Npuy 3akpbITbIX pTe U Hoce (BO3HMKaeT cybaTtmocdepHoe
[AaBreHve B rpyaHoOW KneTke U Nérkux = MHBepTUpoBaHHas npoba
BanbcanbBbl), nonoxeHne Ha koptodkax. [pagveHT yBenuuusa-
eTCsa U WyM CTaHOBMUTCSI TPOMYE MPU CHUXKEHUW NpeaHarpysku
(HUTpaTbl, AMYPETUKM, B MOMOXEHUN CTOSI) UIN CHUXKEHUN mocrne
Harpy3ku (Basogunaratopbl). F0NOCUCTONUYECKNI LLYM BO3HMKAET
npu NepeaHecUCTONMYECKOM ABWXEHUN MUTpanbHOro KnanaHa
1 04eHb BbICOKOM rpagueHTe B BbiHOCHOM TpakTe JIXK. Y 10% pe-
Ten ¢ FTKMI BbicnyLunBaeTCs AUACTONNYECKNI LLYM AeKpecHeHao
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peryprutaumm Ha aopTanbHOM KranaHe, Ho npu gonneporpadum
MWHUMAarbHasi U yMepeHHasi aopTaribHas peryprutaums onpege-
naetcay 33%.

[ononHutenbHble NCCrnenoBaHus.

OnekTpokapanorpadunyecky Yalle BCero BbISBMSOTCS NPU3HaKK
runeptpodum JIK, OTKNOHeHNe aneKkTpuyeckon ocu cepgua, Ha-
pyLUeHMs NpoBOAUMOCTH, cuHycoBas bpaankapamns (33%) ¢ akTonu-
YeckUM npeacepaHbIM PUTMOM U paclumpeHnem npeacepaust. Mpu
MyTauun ageHo3anHMoHodocdat aktnsnposaHHoM PRKAG2 T'KMI
coyeTaeTcs ¢ BpOXKAEHHBIM cuHOpoMoM Bonbg-lNMapkuHcoH-Yarita
1 HapyLleHWsIMU NPOBOANMOCTH.

CpaBHUTENbLHO YacTo BeTpeyatoTest rny6okume 3y6Lbl Q B npekap-
AvanbHbIX oTBefeHusx (40%), dmbpunnaumns npeacepamn (Noxomn
NPOrHOCTUYECKUI NPU3HaK) 1 aHoManum BonHbl P. BennunHa 3ybua
Q npsiMO KoppenupyeT ¢ TOMNWWHOW M1okapaa 3agHen cteHkm K
(puc. 1). 3y6euQ B otBeaenusx Il, 1ll, aVFpernctpuposancs npe-
UMYLLECTBEHHO Y GOMNbHbLIX C YMEPEHHOM N30MMPOBAHHOW runep-
Tpochmen munokapga. MNMpu THKENOM MporpeccupyroemM TedeHun
"KM nomumo oteeaenun Il 1ll, aVF 3y6ew Q pernctpuposancs
B oTBegeHuax V4-V6, npu koMOGUHMpoBaHoOW runeptpocum M1o-
kapga JIXK v npasoro xenygodka — B otBegeHusx |, I, avl, V4-V6.
MoxHO NpeanonoXxuTb, YTo Natonorndeckun 3ybel Q senaetcsa He
TONbKO M30MMPOBaHHBLIM NPU3HAKOM FMMNEPTPOUN MEXOKENYO0UKO-
BOW NMEPEropoaku, HO Y KOCBEHHBIM NPU3HAaKOM 0COBeHHOCTEeN ru-
neptpodum JIK. TunnyHbl n3ameHeHnst npoLiecca penonsapusaunm:
CHWXeHne amnnuTyabl BonHbl T (21% obcnenoBaHHbIX), ero Bbl-
paxeHHas nHeepcus (61%) BNNOTb 40 FTMIraHTCKMX OTpULATENbHbLIX
T B otBegeHuax V1-V6. [ins 6onbHbIX ¢ 06CTPYKTUBHOWM hopmoii
"KMI xapakTepHbl aTpUOBEHTPUKYNSIPHbIE Onokazbl.

Mpu XoNTEpOBCKOM MOHUTOPUPOBAHUWM HapyLUEHUS pUTMa
1 NPOBOAUMOCTM PEFUCTPUPYIOTCS 3HAUUTENBHO Yalle, YeM npu
OiHOMOMEHTHOW 3anucu KT

CywectytoT 6onbLume n manble KM -kputepum FKMI. Bonblune
Kputepum BkntovatoT B cebs: 1) usmeHeHune BonHbl Q (>40 mcek nnu
1/3R) no MeHbLUEN Mepe B 2X OTBEAEHUSIX U 2) MIHBEPCUSA BOMHbI T
(=3 Mmm) No meHbLLEel Mepe B 2x oTBeaeHusax. Manele: 1) yBenuye-
Hue nesoro npeacepavs (P ), 2) PR<120 mcek, 3) 6riokaaa ny4ka
mca nnu remmbnok (MnNu HapyLleHne MexokenyLovKoBOW NPOBO-
anmoctun: QRS2120 mcek), 4) rmybokas BornHa S ,, 5) HapyLleHVs
peonnsipusdauunn. IKM-kputepumn ABnaTCS Hecneundunuyeckumm
1 [OMKHbI COMETATLCS C AaHHBIMU YNBTPA3BYKOBbLIX MCCNEA0BaHUMN.
[Ons B3pocnbIx axorpacuyeckme Kputepum ctabunbHbl B CUny 3a-
BEPLUEHHOCTY pa3BuTKs opraHuama. [na pebéHka NoHATUE HOPMbI
6onee pasmbiTo. [MoaToMy y AgeTen Lenecoodbpa3Ho NPUMEHSITb
COOTHOLLIEHME TOMLLMHBI MEXOKENYA0YKOBOI NEPErOpOAKU U 3adHeN
cteHkn JIXK. MocneaHsas B HOpme Bceraa TosLwe MeXoKenyao4KoBom
neperopoaKu.

Oxokapauorpadus B pexume 2D — BegyLias gnarHoctmyeckas
mMeToamka. MexokenyaodkoBas neperopofka yTonweHa OTHOCK-
TenbHO 3agHen cTeHkn JDK. BHYTpeHHU anamMeTp xenyaodka Ha
HWKHEN rpaHvLe HOpMbl NN yMeEHbLUEH (puc. 2). Yem meHblLue
anametp JDK, Tem Bbilwe BEPOSATHOCTb 0GMOPOKOB. [Npy Mutpans-
HOW peryprutauumn n/mnn Hnskom komnnarHce JIXK pacwupsercs
nonocTb NeBoro npeacepavs. TunuyHelim npusHakom MKMI aena-
eTcsl NepedHEeCUCTONMYECKOE ABMXEHNE MUTParbHOro KrnanaHa.
OHO 06bsICHSIETCS CMELLEHNEM MUTParbHOIO KoMbLa B BIHOCHOW
TpakT JIK 3a CYET yTONLEeHNs MexokenyaodukoBOW Neperopoaku
1 COBWIOM CTBOPOK KrarnaHa K neperopofke (AaBneHne 3a COMKHY-
TbIMW CTBOPKamMy MUTPAIIbHOrO KrnarnaHa BbICOKOe, a nepes HUMU
B BbIHOCHOM TpakTe Mo 3akoHy BepHynnu gasneHue B 6bICTPOM
NOTOKE XXMOKOCTW HN3KOE) B Neprof CUCTOrbI (axorpadhmdeckmn ce-
HoMeH BeHTypn). Jonneprpadus ncnonb3yeTcs Ans onpeaeneHunst
ckopocTu Bblibpoca kKpoBu B BbIHOCHOM TpakTe JIXK nnu ckopoctu
npuToKa KpoBW B AMACTONYy Yepe3 NeBOe aTPUOBEHTPUKYNSPHOE

oTBepcTue. B nocnenHem crnyyae ckopocTb B hady GbICTporo Ha-
nonHeHus (V) CHMXeHa, NK CKOPOCTK B dhasy CUCTOMbI NEBOTo
npencepoms (V,) OTHOCUTENLHO V. NOBbILLEH. 3TO NaToNormyeckoe
COOTHOLLEHVE OBHaPYXUBAETCSI U Y FEHOTUMUNYECKM NMO3UTUBHBIX,
HO 6eCCUMMNTOMHBIX NaLUEHTOB.

PeHTreHonornyeckasi kapTHa BapbMpyeT OT HEU3MEHEHHON [0
paclumpeHus TeHu cepaua. [lyra neBoro npeacepauns Bolibyxaet npu
BbICOKOW purnaHocTu JIXK n mutpaneHow peryprutaumu.

MarHuTope3oHaHcHasi ToMmorpacusi MO3BOMSET YyTOYHUTL CTe-
neHb 0BCTPYKLMM 1 aHATOMMIO CTPYKTYP CEpALa, BbisiBNSET pnbpo3
Muokapaa, pacnpoCTpaHEHHOCTb KOTOPOro NpsiMo Koppenvpyet
C PVICKOM BHE3arHoW CMepTU.

KaTeTepusauusi cepgua npoBoanTCs C LiENbio YTOYHEHUS CTe-
neHn o6CTPyKLUM, COCTOSIHUS AMACTONUYECKO DYHKLMK, MexoKe-
1yOO4KOBOW Neperopoaku U KOPOHaPHbIX apTepuii.

JlabopatopHble nccrnegoBaHns HecneunduydHbl 1 TpebytoTca
TOMBbKO MPY UCKIOYEHNN BTOPUYHBIX (DOPM YTOMLEHUS MUOKap-
na. MNpu reHeTuyeckom nccnegoBaHum yawe Bcero (80% cnyya-
eB KMIM) BbisBnsitoT myTaumm B 9 reHax capkomepoB MYH?7,
MYBPC3, TNNT2, TNNI3, TNNC1, TPM1, ACTC, MYL2, andMYL3
n B reHe perynatope CAV3.

McTonormyeckn Muokapa rmnepTpocmMpoBaH, MUOKapAMOLM-
Tbl 1 MMOUBPUNILI pacrnonoxeHbl 6ecnopsaoyHo, BUAHbI NOSS
dunbposa. Y 80% naumeHToB CTEHKM MHTPaMyparnbHbIX BETOYEK
KOPOHapHbIX apTepuii yTOMNLLEHbI, MPOCBET HEPABHOMEPHO CYXEH.
YkasaHHble U3MeHeHMWs Yalle pervcTpupyloTcsl B MEXOKENYA0YKO-
BOW Neperopogke v conposoxaatotcs nonsmu punbposa. Hapsgy
C NepeYvncrieHHbIMU U3MEeHEeHNSIMU Aaxe B SKOObl He MU3MEHEHHBIX
yyacTkax Mvokapaa obHapyuBaroTcs AedekTbl TpaHcnopTa Kanb-
uusl, HapyLLeHus obMeHa rmukoreHa n apyrvue TpaHcgopmaumu, Ko-
Topble HebnaronpuaTHO ckasbiBalOTCS Ha NPorHo3e 3abonesaHusi.
B noaTeepxaeHWe 3TOM TOYKU 3pEHUSI MOXKHO MPMBECTU TOT dhakT,
410 Y 60% normbumx ot F'KMI no AaHHBIM CBETOBOM MUKPOCKONUU
nameHeHbl 10-15% maccel MMokapaa, Torga Kak ans daranbHoro
ucxoga npu MHapkTe MMoKapaa Unm NocTUHapKTHOM Kapauo-
cknepo3se TpebyeTtcsa nopaxeHne He meHee 50% macchbl Mrmokapaa
[7, 8].

TakTuka Bpaya. Nocre BbISIBNeHNs YTOMNLWEHUS M1oKapaa He-
06x04MMO NPoBeCTU AnddepeHUManbHYO AMAarHOCTUKY C BTOPUY-
HbIMW NPUYMHAMM TUNEPTPOMUM MbILULbI CepaLa:

* «cepaue atnetay». [nuTernbHble 3aHATUS CNOPTOM MOTYT Npu-
BECTM K rMnepTpommn Mrokapaa, Ho Npu COOTBETCTBYIOLLIEM aHaM-
He3 oBHapyXMBaeTCs KOHLEeHTpUYeckasi rmnepTpodusi MMokapaa
¢ pacwumpeHvneM nonoctu JIK, yto He TunuuHo anga FKMIT,

* CTEHO3 a0pTbl aopTanbHbIf, CyOKnanaHHbIi, KoapkTauusi aop-
Thl;

* PECTPUKTUBHAS KapAMOMMONaTUsS;

» 6one3Hn HakonneHust (FMMKOreHo3bl, MyKomnonmcaxapuaos,
amunonaos u ap.);

* apTepuarbHas rMnepTeH3us (B TOM YMCIe HeOHaTanbHas);

* BPOXXOEHHBIV TMNOTUPEO3, HOBOPOXAEHHKIN OT MaTepu C ca-
XapHbIM gnabeTom;

* HeMpoMbILLEeYHble 3aboneBaHus;

* mBPUNNALNSA KenyaouKoB.

Ob6wme pekomeHgauumn, KOHTPONb PU3NYECKON aKTUBHOCTHU
1 AMHaMUKU cUMNTOMOB 6onesHu. CneunanbHoW AMETbI He cyLle-
cTByeT. PognTtenu 1 naumeHTbl AOMKHbI GbITe NpeaynpexaeHsl 06
orpaHnyeHUn usnYeckoit Harpy3sku, OTMEHE aHaspOBHbIX ynpax-
HEHWIN, UCKINIOYEHUWN 3aHATUA CNOPTOM (OCOBEHHO NpY apuUTMmsIX
N CeMeNHbIX crny4vasx BHe3anHbix cmepTten). M3beratb 06e3Bo-
XKMBaHWA, KOHTPONUPOBATb Maccy Tena. B aguHamuke oueHuBaloT
TOMLWMHY MUOKapAa (Maccy muokapaa), nokasartenu guactonu-
yeckon dyHkuum JIXK, gnameTp ero BbIHOCHOIO TpakTa, rpagneHT
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PucyHok 1.

AnekTpokapanorpamma 6onbHoro H., 5 net, c o6cTpykTnBHom chopmon NKMI. OTmeyaeTcs naTonornyecku rnyo6okum 3yéeuQ
B otBegeHusx |, AVL, V5-V6. CHuxeH BonbTax 3youaR B otBeaeHusx I, 11l AVF, V6. TonwmHa mexokenyno4KoBOM Neperopoaku
no gaHHbIM IXOKT coctaBnsieT 1,5 cM, 3aAHeNn cTeHKU neBoro xenyaodka — 0,7 cm

MPAKTUYECKAA MEOULIMHA ‘J\M

[AaBreHusl, Hanuyre nepeaHeCcUCTONMYECKOro ABMXEHNS MUTParb-
HOro knanaHa, apuTMuiA. Mpu oTCYTCTBUM SKCTPEHHBIX MOKa3aHUIA
OKI BbInonHaeTcs kaxable 6 Mec., ynsTpa3ByKoBOe UCCrenoBaHne
cepaua — exerofHo, B nybepTaTHbI nepuoa — kaxable 6 mec.
Mpwn nosesneHnn cumntomoB KMIT nnu npusHakoB o6CTpyKUMmM
Tepanuio LenecoobpasHo HavaTb ¢ 6rokaTopoB KanbLMeBbIX Ka-
HanoB unu B-6nokatopos. MNpu TAKENOW 06CTPYKUMM COBMECTHO
C Xvpypramu onpegenuTb NokazaHusi 4N MMOSKTOMUU (UMK anko-
ronbHon abnauun) n MnnaHTauumn Bogutens putma. lNMpodunak-
Tuka 6akTepmanbHOro sHAokapamTa aHTMBbMoTUKaMM He NokasaHa.
MpoTrBONOKa3aHbl ANYPETUKU, MHOTPOMHbIE NPenapaTbl, HUTPaTbI
1 CUMNaTOMMUMETUKN. VCKNiounTb QUrnTanmc 3a UCKioYeHneM criy-
YaeB HEKOHTponuUpyemol dnbpunnsaumMmu npeacepaumst.

KoHTponupoBaTb hakTopbl pucka BHe3anHon cMepTu — Lenb
nobon tepanuu npu F/KMI. EguHbix pekomeHgauuin HeT. K npo-
rHOCTUYECKMM (haKTopam OTHOCSITCSl CEMEINHbIe ClyyYan CKoporo-
CTWDKHOW CMepTK, ceMelHble BapuaHTbl [KMI1, aHamHecTn4eckue
yKa3aHusi Ha Nnepuoabl acUcTonuu, HeoGbSCHUMbIE 0GMOPOKM,
rpagveHT AaBneHns (ocnapuBaeTcst), apUTMUK, TOMLLMHA MeXoKe-
1y004KOBOW Neperopoaku.

MepnunkameHTO3Has Tepanusi

lMpenapatbl Beibopa — B-6nokaTopbl 1 GnokaTopbl KanbLmMeBbiX
kaHanoB. [Mpu HapyLleHusiX pUTMa cepala HasHadalT amnoaapoH
W Apyrvue aHTMapuTMmyeckue npenaparbl. 3-6rnokaTopbl CHUXaT
rpagueHT gaBneHusi B BIHOCHOM TpakTe JIK u ontummnsupytot
komnnanHe JDK. SdpdekT oT neveHns sacpukcmposaH y 72 naumeH-
ToB. [lokasaTenbCTB CHMXeHus B-bnokatopamun pucka BHe3arnHowm
CcMepTH HeT. AnbTepHaTnBoW B-6nokaTopam ABnstoTca 6rokaTopb!
KanbumeBbIx kaHanos. OHW yny4LIaT AUAcTONMYECKYH (yHKLIMIO
W CHUXKAIOT rpagneHT AaBMNEHUst 3a CHET CHKEHNSI COKPaTUMOCTH
K.

lMponpaHonon (nHaepan) — HecenekTUBHbLIV (3-6nokaTop, Ao3y
noaduparoT No KNuHnYeckomMy acpdekTy. ATeHornon (TEHOPMUH) —
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cenekTuBHbIV BriokaTop 31-peuLenTopoB ¢ MUHUManbHbIM 3dbdek-
TOM Ha B2-peuenTtopbl. OPPEKTMBHOCTL BhILLE, YEM Y Mponpa-
Honona.

Bepanamwun (13onTuH) 6riokMpyeT MeaneHHbIe KanbLmeBble Ka-
Hanbl B MaAKOMBbILLEYHbIX KNEeTKax CoCyA0B U B MUOKapaMoLmTax.
[osa nogbupaetcs nHaMBMAyanbHO, MakcuManbHasa apdeKkTnB-
HOCTb 3aperncTpvpoBaHa npu U3NYECKUX Harpyskax.

AmunogapoH (KkopaapoH), adeKTUBHbBIA aHTUAPUTMUYECKUI
npenapart, UMeeT HECKOMbKO ToYek npunoxenus. Mpu ucknioye-
HUM cuHapomMa yanuHéHHoro QT, npenapart Bbibopa npu neve-
HUW XXM3HEYTPOXKaIoLLMX KEeNYA0UKOBbLIX apUTMUI, pedpaKkTepHbIX
K B-6nokaTtopam.

WmnnaHTaumsa Bogutenst putma [7] npuBoamT K yny4lleHuto
TeveHns FTKMI 1 ymeHbLueHnio hapmMakonormyeckon Harpysku.

MuoakTomus JIK npu BennyunHe rpagmeHta B 50 mm. pT. CT.
BHE 3aBMCUMOCTM, 3apErMCTPUPOBaH OH B MOKOE W NpuW NpPOBO-
KauMOHHbIX Npo6ax. B 6onbluMHCTBE CryvyaeB MONoXuUTeNbHas
AVHaMuKa CUMMTOMOB COXpaHsieTcsl B TedeHun 5 net. MNonHon
Koppensuum mexay yCneLHOCTb0 MMOSKTOMUM U BEPOSITHOCTLIO
BHe3anHomn cmepTu HeT. KaTeTepHas TpaHCBEHO3Hasi ankoronbHasi
abnsiumsa yyacTka MexokenynodKoBov neperopoakm 6onee onacHa,
YyeM OTKpbITOE XMpypruyeckoe BMellatenscTBo. OHa YpeBaTta He-
06paTMMOW aTPUOBEHTPUKYNSPHOM BNoKagon, MHapKTOM MUOKap-
[a, HEKPO30M MEXOKENyA04KOBOW NEPEropokn ¢ €€ STPOreHHOM
aedektom [9].

MporHo3

BHe3anHasi cMepTb MOXET BbITb NepBbIM M haTanbHbIM Npo-
aeneHnem KM y paHee 6eCCMMNTOMHbIX NauMeHTOB. Y AeTewn
1 NOAPOCTKOB BHe3arnHasi cCMepTb NPOoBOLMPYETCS hU3NYECKUMUN
Harpyskamu 1 COpTUBHBLIMU 3aHSTUAMWU. MakcumarbHas netanb-
HOCTb 3apeructpupoBaHa y geten ¢ KM, guarHoctnpoBaHHoM
B Bo3pacTte o 1 roga. B rpynne peten ctapwe 1 roga XnsHu
netanbHocTb coctaenset 1-1,4% B rog [10, 11]. B 80-85% BHe-
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PucyHok 2.

Axorpamma no gnuHHoun ocu JIXK npu acumMmeTpuyHOM rm-
neptpodumn MexckenyaouykoBoi neperopoaku. Mexokenyaou-
KOBasi NeperopoAka pe3ko yToriueHa U NOYTU Ha NONOBUHY
nepekpbiBaeT BblIHOCHOM TpakT JIXK. 1 n 2 — cTeHKa aopThl,
3 — MexxkenyaoykoBasi neperopofka, 4 — 3agHAA cteHka JIK

3anHasi cMepTb — pesynbTaT TpenetaHusi npeacepavii. Tpeneta-
HYe Xenyao4YKkoB pa3BMBAETCS Nocrne TpeneTaHus unv mepuaHus
npeacepani, XenyaoukoBoW Taxukapamu, cynpaBeHTPUKYNspHO
Taxmkapgoum B codeTaHum ¢ cuHgpomom Bonbd-MNapkuHcoH-Yanta
UM KaTacTpogryeCcKkn HU3KOro cepaeyHoro Belibpoca ¢ remoanHa-
MUYeCKUM Komnnancom. BaxHelwwee ycnosue npegynpexaeHust
BHE3arnHow cMepTu — paHHsAs guarHoctuka MKMI, yto nossonsiet
N3MeHUTb 06pa3 M3HW, PU3NHECKYIO Harpy3Ky, Ha3HaYUTb MeaNKa-
MEHTO3HOE NneveHne, onpeaenuTb NokasaHus Anst XUpypruyeckoro
T1Ie4eH1st UM UMNNaHTauum KapauoBepTepHoro Aeubpunnsatopa.
C y4éTOoM ayTOCOMHO-AOMUHAHTHOTO TWMNa HacneaoBaHuWs C LENbio
npeaynpexaneHns ceMenHbIX crydaeB BHe3anHow cmepTu Tpeby-
etcsl obcrnegoBaHve poACTBEHHUKOB.

Opyrumun ocnoxHernsimm 'KMI aBnstoTca MHEKUMOHHBIN 3H-
[0KapamT, cepaeyHas HeloCTaTO4HOCTb, apUTMuK, hMbpunnsaums
npeacepani ¢ TpPoMB6030M MHTPaMyparbHbIX COCYAOB.

Kputepusimm HeGnaronpmsTHOrO NPOrHO3a U MPOrPECCUPYHOLLETO
Tevenust TKMI y pgeten saBnstoTca:

* Crly4au BHE3anHou CMepTU B CEMENHOM aHaMHe3e;

* chopmumpoBaHue komnnekca Tuna QS n HapacTaiollee Hapy-
LLEeHMe NPOBOAUMOCTU NO NEBOW HOXKe Mnyyka Mca;

* XKenygo4KkoBasi apUTMMS BbICOKUX rpagauuii;

* MepLaTenbHas apuTMus;

* CUHAPOM cnabocTh CUHYCOBOTO Y3na;

* AVCTanbHas aTpUOBEHTPUKYNsipHas Griokaga 1-2 cteneHu;

* UICXOAHO HU3KWE NokasaTeny BapuabenbHOCTM puTMa cepaua
unun nx cHmkenne Ha 30% B npouecce HabnaeHus;

* CHUXeHWe BapuabenbHOCTV puTMa cepaua Ha doHe npuéma
B-6nokartopos.

3akntoyeHue

MnepTpodnyeckasi KapAMOMMUONATUNS — FEHETUYECKU AETEPMU-
HVUpoBaHHoe 3aboneBaHue, pegko MaHugecTupytoLlee B 4ETCKOM
BO3pacTe, Yallie BbisiBNIsieMoe Y B3pocrbIx. [MnepTpodusi Mvokapaa
4acTo aCMMMETPUYHA. XOTS MOXET nopaxaTbcs nobon cektop JDK,
HepeaKo yTonLaeTcss MexckenyaoykoBasi neperopogka ¢ o6CTpyk-
umen BblHOCHOro Tpakta JK. Cuctonuyueckne dyHKUUN ANUTENb-
HOe BpeMsi OCTaloTCsl COXPaHHbIMM, HO paHO CTpadaeT KOMMNManHC.
"'KMIT — xpoHunyeckoe 3aboneBaHune ¢ BapmabenbHOM KNMHUYECKON
KapTMHOW OT MOMHOr0 OTCYTCTBUSI KIIMHUYECKOW CUMMNTOMAaTUKK
[0 CYLLEeCTBEHHOIO OrpaHWYeHUst XM3HEHHOW aKTUBHOCTU C BHe-
3anHon cmepTbto. KM — BegyLas npyynHa BHE3anHom cMepTu
noapoCTKOB Npu dmandeckux Harpyskax. OT neguatpa Tpebyetcs
opraHusauusi MexancLUMniIMHapHOro Y MeXNpPogeccnoHanbHoOro
COMNPOBOXAEHMWS1 NauMeHToB ¢ BbIGOPOM TepaneBTUHECKON Mnu
XUPYPruYeckow TakTUKK, onpedernieHne cTerneHn pucka BHesan-
HOW CMepTU 1 eé NpedoTBpPaLLEHNE, CKPUHUHTOBbIE 06CNeaoBaHNS
pPOOCTBEHHVKOB.
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