[nasa 1

WcTOpHYecKHe CBEfEHMS

C MOMeHTa BBEeIEeHUs B MPAKTUKY TEPMUHA «KapAMOMUO-
matus» (KMII) oo HacTosiero BpeMeHN B MEIULIMHCKOM CO-
o011IecTBe BeJeTCsl aKTWBHAS TTOJIEMUKA 10 BOIIpocaM Haubo-
Jiee TIOJTHOTO OTIpeNeIeHUs U CUCTeMaTU3alliy TeTepOreHHOMN
IpynIbl 32001€BaHMI, TI0 OTHOIIEHUIO K KOTOPOW NMTPUMEHUM
3TOT TEPMUH.

KoHnemnius MbIlmedHbIx 3a0o0ieBaHUil cepalia Havasa
dbopmupoBarecst B Hauane XIX B. @PpaHiry3ckuii maTosior
J.N. Corvisart (1806) ymoMuHaJ, 4To IMOCTOSHHOE BOCIIaJIeHUE
cepilia BeleT K MPOTPEeCCUPYIONIeil CcepledHOl HemocTaTod-
Hoctu (CH) n cmeptu. Benennsniit I.F. Soberheim B 1837 r.
TEPMUH «MHOKApAWT», 0003HAYABIINI BOCMAIUTETHHOE I0-
paxeHWe MUOKap/a, T0JITOe BPEMSI OCTaBaJICsI €MUHCTBEHHBIM
TPU3HABABIIMMCS 3a00JIeBAHUEM CEepAlia.

B 1900 r. A. Fiedler omucan Tsokenoe mavomaTU4YecKoe
MopaxeHrne MUoKapma M, Mo CyTH, OOOCHOBAJ KOHIIEIIUIO
nepBUYHOrO 3abosneBaHust cepana. Co BpeMeHEM JMarHo3
MMOKAapAUTa TIPUOOpes BechbMa IIMPOKOE PaclpoCTpaHEeHUe,
u 10 1930-x rr. XX B. ero MCHoJIb30BaAJIN JOBOJIBHO JTUOEpaTh-
HO, B TOM YHCJI€ 7151 0003HAYEHUS TATOJIOTUYECKHUX TIPOIIECCOB
B MUOKap/ie, BOZHUKAIOIIUX MPY UIIEMUYECKON 00JIE3HU Cep/I-
ua (MBC) u aprepuanvHoii runiepronuu (Al).

B nameit ctpane B cepenuHe 1930-x rr. XX B. mmpokoe
pacmpocTpaHeHUE TOJYyYUS TEePMUH <«IUCTPOUST MUOKAp-
na», npemioxeHHbin .M. Jlanrom ist 0603HaYeHUsT 00-
paTUMBIX META0OIMYEeCKNX M3MEHEHWI CEpAeYHON MBIIIIIBI,
Pa3BUBAIOIIMXCS TIPYU SHIOKPUHHBIX 3a00JIEBaHUSIX, aHEMUU,
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aJIKOTOJIM3Me M APYrMX 3a00JIeBaHUSIX, B OCHOBHOM HEBOCIAJIMTEIbHOM
npupoabl. XOoTd JaHHBIM TEPMUH ITOYTU HE MCIIOJb3YeTCs B 3apyOeKHOM
JINTepaType, ero BBEeIECHUE MPUBEJO K OrpaHUYEHUIO HEONpPaBIAHHO IIH-
POKOIo MPYMEHEHHUS TePMUHA «MUOKAPAUT» U K 3apOXICHUIO KOHLIECTILIMU
BTOPUYHBIX KapIMOMUOMATHUIA.

TepMUH <«KapAMOMMOIIATUSI» IOSIBUJICS B MEIUIIMHCKOM JIEKCUKOHE
TOJbKO B 1957 1., ¢ BHEApEeHUEM B KIIMHUYECKYIO ITPAKTUKY YJIbTPa3BYKOBBIX
METOI0B BU3YyaJIU3allUMU.

Jonroe Bpemsi TEPMMHOM <«KapAUOMMOIIATUSI» O0O3HAYaNU TSXKeble
MPOrpecCUpyrolIie MopaxeHUss MUOKapla HESCHOW 3THUOJOIMHU, IPUBO-
JsIye K KapavaibHOi 1uchyHKIMU. JTaHHBIM TEpMUH HEPEIKO MCIO0JIb30-
BaJIM B KAYECTBE ONMCATEJbHOI0, MOAYEPKUBAsI TUIl CTPYKTYPHO-(GYHKIINO-
HaJIbHBIX UBMEHEHUI, a TIpU (DOPMUPOBAHUM AUIATALIMOHHON KapaAUOMUO-
natuu (JJKMII) — eme u pakt ¢puHanbHON cTaguy 3a00IeBaHuUS.



[nasa 2

Knaccudpukauus
KapuomHonaTui

CornacHo aeiictByromeit ¢ 1995 r. kinaccuduxkanuu Bce-
MMpPHOI opraHuzauuu 3apaBooxpaHeHus (BO3) (tadn. 2.1),
B OCHOBE KOTOPOI1 JiexkaT peHOTUTInYeCcKre MOpGOJIOrnyecKue
npusHaku, Kapauomuonatuu (KMIT) nmoapasnenstorcs Ha Tpu
OCHOBHBI€ TPYIIIbI:

e TMJIATAllMOHHYIO;

® TUNEPTPOPUUECKYIO;

® PECTPUKTUBHYIO.

BoigenstoT Takke nonojaHuTeNlbHbIe rpynnbl KMIT [1]:

® ADUTMOICHHYIO, WIM OUCIUIA3UIO IPABOTO KeJIyIo4yKa
(AKILX);

¢ nepunaprajgbHyio (KMII 6epeMeHHBIX);

e cielMpUYecKrue B paMKax MeTabOJMYEeCKMX, BOCIaIu-
TEJIbHBIX, UIIEMUYECKUX U IPYTUX 3200J1€BaHUIA;

e HekJaccuguipyemoie (¢pudposaacTo3, ryovaThlii Mu-
oKapi, CUCToJMYecKas AUCHYHKIIUS C MUHHUMAaJIbHOM
nunataiueit, KMII npu MUTOXOHIpUAIbHBIX OOJIE3HSIX).

ITo Mepe HaKOILIEHUS OIbITA CTAJI0 OYEBUIHBLIM, YTO JaH-
Hasl KjiIaccudukalys He B IMOJHOM Mepe OTBeYaeT JieXalleMy
B €€ OCHOBE JeJICHUIO 110 MOP(OIOrMYecKOMY MPU3HaKy. DTOT
MPUHLUI COOJIOAAETCS B OTHOIICHUM OWIATAMOHHON U T'H-
neprpoduueckoii GopM, HO B OCHOBE IMATHOCTUKU PECTPUK-
tuBHO KMIT (PKMIT) nexut Bepudukanuss HapyleHui pe-
JIAKCUPYIOIIMX CBOMCTB MMOKAapAa, TO €CThb (PYHKLIMOHAIbHBIX
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Ta6muna 2.1. Kitaccudukanus kapauomuonaTuii (BO3, 1995)

®dopma

Onucanue

JunataumorHas

[unataums n HapyLLeHne COKpaTMMOCTL NEBOro UK 0601X Xe-
NynOYKOB. ATMONOrMYecKNe (HaKTOPbl — CEMEiHbIe reHeTuye-
CKWe aHOManuu, BUPYCHOE W/ UMMYHHOE NOPaXeHue, TOKCU-
4eCKOe BO3JENCTBME anKorons u Apyrux BeLLecTB, HEU3BECTHbIE
(hakTopbl, @ TaKKe COYETaHWe C XOPOLIO AMArHOCTUPYEMbIM
3ab0nesaHnem

[unepTpoduyeckas

[unepTpodua NeBoro u/unu NPaBoro Xenygoyka, 4acTto acum-
METPUYHAs 11 06bIYHO NPOTEKAIOLLAS C BOBJIEYEHUEM MEXOKENY-
[04KOBOIA Neperopofku. Y 60MbLUNHCTBA 60/bHbIX 06HAPYXKEHbI
MyTaLWN TEHOB CapKONIa3MaTU4ecknx 6enkoB

PecTpukTusHas

OrpaHuyeHne HamomHEHUs M YMEHbLUEHWE [UacTONNYecKoro
06beMa OAHOTO WAKN 0BOUX XKENYAO0YKOB C COXPAHEHWEM HOp-
ManbHOM CUCTONMYECKOA (DYHKLMM. BO3MOXHO COYeTaHue
C opyrumu 3a60neBaHusMU (aMUAONA03, 3HAOMMOKApAMab-
HbI PUOPO3) UK namonatuyeckas gopma

ApuTMmoreHHasi Npasoro
Xenyfouka

MporpeccupytoLiee HUBPO3HO-XMPOBOE 3aMeLLEHNE MUOKApaa
NpaBoro 1, B HEKOTOPOW CTENEHM, NIEBOTO XKeNyA04KoB; 4YacTbl
CEMeilHbIE Cyyan 3a60MeBaHNs

Heknaccudumumpyemas

3aboneBaHne He yKNaaplBaeTCs HU B OfHY KaTeropuio. K aTton
rpynne OTHECeHa CUCTONMYECKas AMCHYHKLMA C MUHUMANbHOI
aunaraumeid, mbpoanactos, KapanomMmonaTum nNpu MUTOXOH-
JpnanbHbIx 601€3HAX

Creynghnyeckme kapanommonatimm

Mwemnyeckas

JunaraunoHHas KapauoMuonatus, npu KOTOPOW CTENeHb CHU-
KEHUS (OYHKLIMU XKEeNYN04KOB He COOTBETCTBYET BbIPDAXKEHHOCTY
KOPOHAPHOM 0GCTPYKLIAN UK MLLIEMUYECKOTO NOBPEXAEHMSA

KnananHas

[VCctyHKUMS Xenyao4KoB HenponopLmMoHabHa neperpyake Ka-
Mep cepALa, 06yCNOBNEHHON KNanaHHbIMI HApyLLIEHNAMU

rI/IFIepTeH(iI/IBHaFI

[unepTpodus NeBOro Xenynoyka ¢ NpU3Hakamu CUCTONNYECKOI
UK AUACTOMNMYECKON CepAeYHOi HEA0CTATOMHOCTH

BocnanutensHas

JucdyHKUmMA cepaua B peaynstate MUoKapamTa

MeTa6onuyeckas

Bo3sHuKaeT B peaynbTate BO3LENCTBUA MHOTUX (DAKTOPOB, Yalle
npyu 3HAOKPUHHBIX aHOManuAx, rMUKOreHo3ax, runokanmemmmn
1 PaccTpoicTBax NUTaHMs

[pyn cucTeMHbIX 3a601eBaHNAX

BosHukaeT npu 60/163HAX COEAMHUTENbHOM TKaHU U MHCDUIbTPA-
TUBHbIX 3a60M1EBAHNAX, TAKIX KaK CapKongos 1 nenkemus

[Tpn MbILLEYHbBIX LUCTPODUAX

Passusaetcs npu guctpodomsax [ioweHHa u bekkepa, MUOTOHU-
4ecKolt aucTpocun

TPy HEPBHO-MbILLIEYHBIX
HapyLLEHNsX

BosHukaeT npwm atakcum Opugpeiixa, cuHapome HyHaH, neHTu-
TMHO3e

Mpu rMnep4yBCTBUTENBHOCTH
11 TOKCUYECKIX PeaKLINAX

Pa3BuBaetcs B pesynbrate BO3AGNCTBNA aNKOrons, karexonamu-
HOB, aHTPALVKNUHOB, paanaunmn

MepunapTanbHas

Bnepsble NosiBNAETCA B Nepuof 6epeMeHHOCT; COCTaBNACT re-
TePOreHHyHo rpynmny
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pacctpoiicTB. Ilockonbky npu JKMII crenku neBoro xkemymouka (JI2K)
HE YTOJIIEHBI, a Macca MUOKapJa yBeJIWUYCHA, B TOM UYKCJIe M BCJICACTBUE
TUIEepTPO(PUU MUOLIUTOB, [IJIsI 3TO KaTeropyuu MallMeHTOB TakKXKe ITpaBoOMe-
pPeH TEPMUH «TUTIepTpodrs MrUoOKapaa». [nHaMidecKoe peMoIeTMpoBaHNe
Muokapaa npu HekoTopbix dopmax KMII nmpuBogut K TpaHchopMauuu
onHoi (opMbl 3aboneBaHus B npyryto. Hampumep, y 60JbHBIX TUIIEPTPO-
duueckoit KMIT ('KMIT) unu nuHOUIBTpaTUBHBIM ITOpaXKeHUEM MUOKapaa
(aMUJIOMI030M, TUNIEPI03UHOMUIBHBIM CUHAPOMOM) [2] B ucxone 3aboje-
BaHUs BEPOSITHA JWJIaTallusl Kamep CEPALIA C CUCTOJINYECKOM AUChYHKIIMEH,
1 (OpMAJTBEHO 3TH TTAIIMEHTHI JOKHEI TTIepeMeIaThCs B IPYTYIO KATETOPHIO.
Takum obpa3oM, B HacTosIIIIee BpeMsl JaHHBINA KiacCU(UKAIIMOHHBIN MO -
XOJI YTpauMBaeT CBOIO YHUBEPCATbHOCTb.

3a mociemHue OBa HOECSITUJICTUS TOCTUTHYT 3HAYMUTENIBHBINA IIporpecc
B 00JIACTU MOJIEKYJISIPHOM OMOJOTUHI. DTO MO3BOJIMIO HE TOJBKO TOMOJHUTD
«T€HETUUCCKUI MopTpeT» HeKoTophiX hopm KMII, HO u BBecTH COBepIlIeH-
HO HOBOE IOHSITUE — «MOHHbIE KaHAJOMaTUul». DTOT TEPMUH OOBEAUHSIET
3a00JIeBaHUsI, IIPEapacIioiaTalollNe K Pa3BUTHUIO YIPOXAIOIIMX KU3HU
JKEJTYITOYKOBBIX TAXMAPUTMUM BCIEACTBUE MyTallMM T€HOB, OTBEYAIOIINX 32
(GYHKIIMOHUPOBAHNE KAJMEBBIX, HATPUEBBIX, KAJBIUEBBIX U APYTUX TPAHC-
MeMOpaHHBIX KaHaJIOB. YTJIyOJieHHE IPEACTaBICHUI O IPOMCXOXICHUU
pa3IMYHBIX 3a00JIeBaHMIT MUOKapaa, 0 CYTH, OOYCIIOBMJIO HECOBMECTH-
MOCTb Takux NoHsaTuil, Kak KMII 1 nopaxkeHue MUoKapaa HESICHOro TreHe-
3a, KOTOPOE UINTEIbHOE BpeMs OBbIJIO OMHOI M3 OCHOBHBIX COCTABJISTFOIIINX
onpeneneHuss KMII.

Bce aTo mpenomnpeneaniao He0OOXOAMMOCTh B COBEPIIIEHCTBOBAHUH KJlac-
cudukamoHHbIX noaxoaoB KMII, uyro Halio oTpaxkeHUE B HECKOJIbKUX
TOKYMEHTAaX, MOATOTOBIICHHBIX PSIOM KPYITHBIX KapIUOJOTMIECKUX acco-
muauuii [3—5].

HoBoe onpeaenenune 1 knaccugukaLum KapanomMuonaTHil

OO0BeIMHSAIONM UIST HOBBIX Kiaccumdukammii KMII saBnsercs oude-
BUOHAS aKIEHTyalMsl Ha 3TUOJOTUM 3TUX 3a00JIeBaHUM C BBIICJICHUEM
TeHEeTUYECKOM U ceMeifHoM coctapnsonux. Kak u npexne, 3a pamku KMII
BBIBEJICHBI TTIOpaXkeHUsI MUoKapaa, cBsa3anHble ¢ UBC, AT’ u mopokamu Kia-
MMaHOB cepaua.

CornacHO HOBOMY OIIpeAeICHUIO, JAHHOMY SKCIIepTaMu AMEepUKaHCKOM
acconmanuu cepaua B 2006 1. [3], «kapAMOMMOIIATAN MPEACTABISIOT COOOM
HEOIHOPOIHYIO IPYIITY 3a00IeBaHNIT MUOKAapa, CBSI3aHHBIX C HapyIlIeHUEM
MEXaHUYEeCKOM M/WJIN 3JEKTPUUYECKON (DYHKIIUI, KOTOPbIe OOBIYHO, XOTSI
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1 He 00513aTe/IbHO, COIIPOBOXIAIOTCS IMaTOJIOTMYECKOM runepTpodueii i
JIUIaTalei XeJyI04KOoB cep/lia M 00yCIOBICHBI pa3IMYHBIMMY IIPUYMHAMMU,
MHOTHE U3 KOTOPhIX — reHeTnueckue». [loguepkusaercs, uto KMII yacto
MPUBOISIT K CMEPTEIBHOMY MCXOAY WJIM Pa3BUTHIO MHBAJIMIHOCTU BCJICI-
cTtBUe nporpeccupyromeit CH.

Onpenenenue KMII crtano mmupe, K gaHHO# Tpyrne 3a0ojeBaHU OT-
HECEHbI HE TOJILKO COCTOSIHMSI, CBSI3aHHbIC C HapyLICHUEM MEXaHW4YeCKOil
byHKUMK MUOKapaa (CUCTOIMYECKasl WM AUacToJIMYecKass TUCHYHKIIMS),
HO Y IIEpBUYHbBIC JICKTpUUYECKUEe OOJIE3HU cepLia.

B xnaccudukauumu AmepukaHckoi accoumnanuu cepaua KMIT pasnene-
HBI Ha AB€ OOJIbIINE TPYIIIbI.

1. IMepBuunbie KMIT (Taba. 2.2). BerpeualoTcsl cpaBHUTEIBLHO PEAaKo, TIpU
aTHX (hopMax M30JMPOBAHHO WIM IIPEUMYILIECTBEHHO ITOpaXKaeTcsl MUOKApI.

Taommma 2.2. Knaccudukanuus nepBUIHBIX KapAUOMUOIAaTHi (AMeprUKaHCKasl acco-
umauus cepaua, 2006)

leHeTHyeCKue

TunepTpocmyeckas kapamommuonarus.

ApuTMOreHHas KapanommonaTus, Ui AuCnnasus npasoro Xenynouxa.
HekoMNaKTHbIN NeBbIN Xenyao4eK («ry64atbii» MUoKapL).
HapyLueHns npoBoAasLLer cucTemMbl cepaua (CuHapom Jlexerpa).
TnukoreHo3bl (PRKAG2-tun u JaHoH-Tun).

MuToxoHApuansHble MuonaTuu.

HapyLenns (yHKLMM NOHHBIX KaHaNOB:

* CUHAPOM YANNHEHHOro uHTepsana Q-T;

« cuHapom bpyrapna;

« KaTexonammHepruyeckas nonuMopadHasn Xenyno4koBas Taxmkapans;
* CHAPOM YKOPO4EHHOr0 uHTepeana Q-T;

* 0XKH0A3MATCKIIA CUHAPOM BHE3AMHOI HEO6BACHUMON CMEPTM BO CHE

CmewwaHHble (reHeTUYecKUe U HereHeTHYeCcKMe)

[lunataumnoHHas Kapauomuonarms.
MepBrYHasA PECTPUKTUBHARA HErnepTpoduyeckas KapAnoMnuonaTms

MpuobpereHHbie

MuokapauTbl (BocnanuTenbHas KapamomMuonaTus).

Kapanomuonartus, 06ycnoBneHHas BHE3anHbIM SMOLMOHANbHBIM CTPECCOM (KapAuoMuonaTus
Takouy60).

lNepunapTanbHasl KapAMOMUONaTHS.

Kapanomumonarus, MHAyLUMPOBaHHAs Taxukapauen.

Kapanomuonatus y ieTeii, MaTepyu KOTOPbIX CTPAAatoT caxapHbiM AuabeTom 1-ro Tuna

2. Bropuunsie KMII. Ilpu Bropuunbix KMII cepaue — auinb oauH
M3 OpraHoB, MOPAXXEHHbIX MPU IeHEPATU30BAHHOM CUCTEMHOM (IIOJIMOP-
raHHoM) 3a0oyieBaHMM. B HOBOII KiaccudUKallMU IPUBEIEH HOBOJLHO
OOIIMpPHBIN MepeYeHb TaKUX COCTOSTHUI (Tabj. 2.3), B TOM 4uciie UHOWIb-
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Taommna 2.3. 3a6oyieBaHMsI, TPY KOTOPHIX Yallle BCEro Pa3BUBAIOTCS BTOPUYHBIE Kap-
nuoMuornaruu (AMepuKaHcKast acconuarius cepaia, 2006)

WndmunbTpaTuBHble 3a60neBaHus

AMUIONA03 (MePBUYHBIA; CEMEIHbIA, HACNELYyeMbI N0 ayTOCOMHO-AOMUHAHTHOMY TUMY; CEHUbHBI;
BTOPUYHbIE (DOPMbl).

bonesHb lowwe.

Cunapom lypnep.

CuHapom XaHTepa

bonesuu Hakonneuus

[emoxpomaros.

bonesHb Pabpu.

bonesHb HakonneHus Konnarexa (rmukoreHos |l Tuna, 6onesHb Momne).
bonesHb HumaHa-luka

Tokcuyeckue nopaxeHus

JleKapCTBeHHbIe CPEACTBA, THKENbIe MeTalbl, XMMUYECKUE BELLECTBa

CoyeTaHHOe NopaXeHue 3HAOKapAa M MMOKapAa

JHAOMUOKapANANbHBIA (MOPO3.
TMnep3o3nHoUNbHLIA CMHAPOM (3HAOKapAnT Jledpdnepa)

BocnanutenbHblie (rpaHynemaro3Hble) 3abonesaxus

Capkonaos

IJHAOKPUHHbIE 3a60neBaHus

CaxapHblin fuaber.
[unepTupeos.
Tunotupeos.
[unepnapartmpeos.
deoxpomouumtoma.
AKpomeranus

3a60neBaHus ¢ NOPAXEHWEM CEPALA M aHOMANNAMU Pa3BUTUSA LA

CuHapom HyHaH.
JIEHTUIMHO3

HepBHO-MbILeYHbIE H/UNW HEBPONOTrHYECKNE 3abonesaHus

Arakcus ®puapeiixa.

MbiweyHas anctpodons JioLweHHa.
MbliweyHas auctpodms Imepu-Lpeiidyca.
MwuoTOHUYecKas gucTpodus.
Heiipochmbpomaros.

Ty6ep0o3HbIil CKNepo3

3abonesanus, CBA3aHHbIE ¢ HEAOCTATOYHbIM NUTAHUEM

bepu-6epu (TwamuH), nennarpa, UnHra, 4euunuT CeneHa unn KapHUTUHa, KBaLMopKop

AyTOMMMYHHbIE 3a60N1€BaHNsA, 3a60/1eBaHUA COEAMHUTENbLHON TKAHU

CMCTEMHAs KpacHas BOMYaHKa.
[lepmatomuosur.
PeBMaTtomaHbIn apTpuT.
Cknepogepmus.

Y3enK0BbIN NonnapTepunT

Hapywenus anekTpoauTHoro 6anaxca

MocnepcTBUA NPOTUBOONYXONEBOW TEpanuu

AHTPALMKNNHBI: OKCOPYOULIMH, fayHOPYOULIMH.
Linknochocchammng

PafiMoakTMBHOE U3Ny4YeHne
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TpaTUBHbIC 3a00JIeBaHusI, 00JIE3HN HAKOIUICHUSI, TOKCUUYECKUE TTOPAXKEHMUS;
rpaHyJieMaTO3Hble, SHIOKPUHHEIC, HEBPOJIOTMYECKHE W ayTOMMMYHHBIE
3a0oieBaHMsI; OOJIE3HM, CBSI3aHHBIC C HEAOCTATOUHBIM ITUTAHUEM; TIOCIIEI -
CTBUSI IPOTUBOOITYXOJIEBOI Tepanuu. ABTOpPHI IIPU3HAIOT, YTO JaHHBIN Ie-
peYeHb MATOJIOTHUI HEJb3sT CYUTATh MCUYESPIBIBAIOIINM: OH CONEPKUT JIUIIb
Te 3a00JIeBaHMSI, TIPU KOTOPHBIX CBSI3b OCHOBHOTIO IIPOIIECCA C ITOpPakKeHUEM
MMOKapa MpociiexXuBajaach HauboJiee yacTo.

IIpexne nmomooHbie KMIT o6o3HauaMch TEPMUHOM «CHELU(PUIYECKUE
KapIMOMUOIIATUI», WUIN «CITeI(pIIecKre 3200 1eBaHMST MBIIIIIIBI CEPALIa».

YacroTa ¥ BeIpak€HHOCTh BTOPUYHOI'O BOBJEYEHUST MUOKapa Mpu pas-
HBIX 3a00JIEBaHMSIX CYIIECTBEHHO BAPBUPYIOT KaK BHYTPHU KaKIOM TPYIIITHL,
TaK ¥ MeXny HUMU. MopdobhyHKIIMOHAIBHBIE U3MEHEHUSI TIPH 9TOM TaKXKe
pa3HooOpa3Hbl. Hampumep, psn MHOWIBTPATUBHBIX 3a00JeBaHUN (aMU-
JIona03) v OoJyie3HEel HaKOIUIEeHUsST (TeMOXpOMAaTO3) MOTYT COMPOBOXKIATHCS
pasButueM kak PKMII, tak u JKMII [2, 6]. Takas moauMopdHOCTb U3-
MEHEHUI cepana TpyaHooObsICHUMA. BO3MOXHO, 0COOEHHOCTH MOPaXKeHUsI
MUOKapaa MpH ITUX 3a00JIEBAaHUSX OOYCIIOBJIEHB TEHETUUECKN, HO yoemm-
TEJIbHBIX T0KA3aTeJIbCTB 3TOMY ITOKa HET.

ITo Hamemy MHeHuto, npu xpoHudyeckoilt UbC u A" MOXXHO BbIAESITh
TaKue Xe TUIIbl TTopaXeHus Muokapaa, kKak u npu KMII. M3BecTtHO, 4TO
npu AI' BO3MOXHBI KOHUEHTpUUECKAs: M DKCLEHTpUYecKasi TUrepTpodus,
a TakXke KOHIEHTPUYECKOE PeMOIeIUpOBaHUE, COOTBETCTBYIOIME TUIMEP-
TpopuuecKkoMy, OUIATALIMOHHOMY M pecTpuktuBHOMY Ty KMII. Pemo-
JIearpoBaHue Muokapaa npu Al He Bcerga IpONOPLMOHAIbHO CTENEHU
MOBBIILIEHUS apTepuabHOro naBiaeHus (AJl), 4To CBUAETEILCTBYET O CYIlIE-
CTBOBAaHMHU HEKUX, BO3MOXKHO, TCHETUUECKHNX (PAKTOPOB, IMPEIOIIPEIaCIISIO-
LIUX TUIl U3MEHEHUI reomeTpuu cepaua. 1o JaHHBIM psna UCCIENOBAHUM,
B TOM YHCJie MPOBEACHHBIX Ha Hallleil kKadempe, mokasaHa 3aBMCUMOCTb
pazButus rurieprpodun JIXK mpu A’ ot nonmmmopdr3mMa reHoB peHUH-aHT U -
OTEH3UH-AJIbI0CTEPOHOBOI CUCTEMBI [TEHOB aHTMOTEH3UHIIPEBpaIlaloIIEero
depmenTa (AIID), anrnorensmHoreHa, AT-peneriropa] 1 NO-cuHTETa3H!
tina 3 [7-9]. Pazauuus peMoaeIupoBaHUsI MUOKapaa, CBSI3aHHBIE C OCO-
OEHHOCTSAMMU cuCTeMHbIX u3MeHeHuii mpu AI' u UBC, Bo3M0XHO, reHeTh4e-
CKY TIpeIOTpeneIeHHBIMU, CITY>KaT BECOMBIM OCHOBAaHUEM [IJISI TOTO, YTOOBI
COXpaHUThb 3TU 3ab0ojieBaHUsI B TiepeuHe BTopuuHbIXx KMII. Bo Bcsikom
ciyJyae, yriayosIsTh NMpeACcTaBIeHUs] O MEXaHW3MaxX MopaXeHUsl cepalia mpu
STHX 3200JIeBaHMSIX TIPEACTABISICTCS BAXXKHBIM B TOM YHCJIE W TIOTOMY, 4TO
OHM JIOCTaTOYHO 4YacTo cocyuiecTByioT ¢ KMII u oka3biBaloT BIUsIHUE Ha
KJIMHUYECKOE TeYEHHE W TTPOrHO3 MOCIEIHUX.
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Hckmouenue u3 xiaccubukauuit KMII usmMeHeHuid mMuokapaa IMpu
HNBC, AT' u mopokax cepala OOBSICHSAETCS MparMaTUYeCKON MOIBITKOMN
COCPEIOTOYUTh BHUMaHNE Ha KIMHUYECKN 3HAYMMbIX pacCTPOICTBAX, BO3-
HUKAIOIIYX B IIpeaesiaX KapAMOMUOLIUTOB 1/ Wi BHEKJICTOYHOIO MaTpUKCa.

INepBuunbie KMII amepukaHckue sKcnepThl [3] AeasT Ha TeHeTUYeCKU
obycnoBieHHbIe, npuobpereHHbie 1 KMII cMmemaHHOW TreHeTHYecKoOit
1 HEereHeTHYecKoi atuojorun. K eenemuueckum mopakeHWSIM MuUoKapaa
otHocaTcss T'KMII, AKITK u HekomnakTHbIi JIZK (ry0uaTeiii Muokapm),
«T€HOMUYECKUI ITOPTPET» KOTOPBIX B HACTOSIIEE BPEMsI CYLICCTBEHHO I0-
IOJIHEH, a TaKXe CPaBHUTEJBbHO HOBBIC IJIMKOI€HO3bl, MUTOXOHIPUAIbHbIC
MMONATUU U aPUTMUYCCKUE CUHIPOMBI.

ITpumep HaubGonee uzyueHHoit KMIT — 'KMII. B Hacrosiiee Bpems u3-
BecTHO OoJsiee 1000 MyTaluii He MeHee 15 TeHOB, KOAUPYIOLIHUX CUHTE3 COKpa-
TUTEJIBHBIX OEJIKOB CEPISYHOrO capkoMepa, ¢ KOTOPBIMU CBSI3aHO pa3BUTHE
aToro 3aboneBaHusi. Hanbosee yacTo BCTpevaroTcsl MyTallMi T€HOB TSKEI0i
Lenu B-Muo3uHa U MUO3MHCBs3bIBaolIero o6enka C. Ilpu 3ToM He TOJBKO
YCTaHOBJIEH CHEKTpP TeHeTnyeckux nospexaeHuii npu 'KMII, Ho u npocne-
JKEHO, KaK TSDKEeCTh TeYeHUs 3a00JIeBaHKS 3aBUCHUT OT €0 XapaKTepa.

I'pynny emewannvix KMII coctaBisiioT 3a00yieBaHusI, B 3TUOJOTUU KOTO-
PBIX UTPAIOT POJIb HE TOJILKO FEHETUUECKIE aHOMAJIMU, HO U IpyTrue (haKTOPBbI.
Hawub6oiee nmokasarenbHa B 3ToM ciaydyae JIKMII. B 25—35% caydaeB npu Heit
JIOKa3aHO Halnuue MyTauuii 6ojee yeMm 30 JIOKYCOB M I€HOB, IPUBOISIINX
K CUHTe3y AedeKTHbIX 0eJKoB Muokapaa. B npoucxoxnenuu JKMIT takke
WUTPAIOT POJib UMMYHOJIOTHYECKME (DaKTOpbl, MH(MEKIIUH, IIPEXKIE BCETO BUPY-
cbl Kokcaku 1 aneHoOBUpYC, a TAaKXKe IIMTOTOKCUYECKME BO3ACICTBUS, B TOM
yucsie u30bITouHOEe yroTpedsieHue ankorosd [10]. ITo-Buagumomy, netaibHOe
BBIICHECHME POJIM KaXKIOI0o U3 3TUX (DAKTOPOB MO3BOJIUT IIEPECMOTPETh IIPE-
craBieHus o IKMII, paBHo Kak u o noarpyrie npuoopemertsvix KMII. T'ene-
TUYECKHUE MPUYMHBI TTopaxkKeHus MuokKapaa npu npuodpereHHbIx KMIT moka
MPOCIIEXKEHBI HEe BIIOJIHE OTYETIIMBO, HO CKJIAIbIBACTCs BIICUYAaTICHUE, UTO Oe3
TeHETHYECKOM MPEAPACITONIOKEHHOCTH pPa3BUTUE HEKOTOPHIX MHOKAPAUTOB
1 KMIT 110 MeHblIeit Mepe ObLTO OBl 3aTPYIHEHO.

HeobxonuMocTh COBepllieHCTBOBAaHUS TIpeajiaraeMoii Kjaccupukauu
TaKXe OIpeneIsieTcsl CI0XHOCTBIO nNuddepeHInaNbHON JUarHOCTUKHU TIep-
BuuHbix KMII. Hannpumep, KMII, ocobeHHO nunaTaliMOHHbIE, U MUOKap-
JIUTHl HEBBIICHEHHOIO MPOUCXOXACHUS 4acTO TPYIHOOTIMYMMBI APYr OT
JIpyra v KJIMHUYECKU, ¥ MOP(OJIIOTMYECKU.

TepMHMH «MUOKapauT» IMpPaBOMEPEH BO BCEX Cydyasx, Koraa JoKa3aHO
WIXM 000OCHOBAHHO IIpEeAIoaraeTcsl HaIMYMe BOCIAIMTEIbHBIX MU3MEHEHUI
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MMOKapaa MHOEKIMOHHOM! mpuponbl. BocraneHue, OnyH U3 caMbIX YHUBEP-
CaJIbHbIX MEXaHM3MOB, HampaBJICHHbIX Ha JUKBUAALMIO MOBPEXKIAOIIETO
areHTa U Ha BOCCTAHOBJICHUE IMOBPEXIEHHOM TKaHU, BCTpeUaeTcsl Ipu pas-
JIMYHBIX, B TOM YMClie HeMH(MEKIUOHHBIX, 3a001€BaHUSIX.

IIpu MHOrMX OCTPBHIX MH(MPEKIMOHHBIX 3a00JIeBAaHUSIX HEPEIKO BCTpe-
YyaeTcsl HEeTSKeJbld MMOKapAUT, YacTO OCTAaIOIIUICS Hepaclo3HAaHHBIM
U HE MMEIOLIMI CEePhE3HBIX ITOCIEICTBUMA; C APYrOM CTOPOHBI, HEKOTOPbIE
TsiKeNble (hOPMbl MHUOKApPAMTOB MPUBOIAAT K HEOOPATUMBIM M3MEHEHUSIM
MMOKap/ia, COXpaHSIIOIIUMCS TOC]Ie MCYE3HOBEHUS BocTalieHus. Beerna u
B TaKOI CUTyallMd MMEIOT MECTO FeHeTUUYEeCKUE aHOMAaJIMU, OTBETCTBEHHbIE
3a pasputue JJKMII, moka He u3BecTHO.

OCOOEHHOCTM TEYeHUSI MUOKAPAUTOB BO MHOIOM OOYCJIOBJIEHBI CO-
CTOSTHMEM MMMYHHOI cucTteMmbl. HecMoTpsi Ha pa3HOCTOPOHHEE M3ydeHUe
MMMYHOJOTUYECKMX HAPYIICHUI IPU MUOKAPAUTAX U ITOUCK ONTUMAIbHBIX
METOIO0B UX TMAarHOCTUKU, HAIEXKHBIX, OOIICITPU3HAHHBIX KPUTEPUEB U THA-
THOCTUYECKUX aJITOPUTMOB 3TUX HAPYILICHUI 10 CUX TIOP He pa3padoTaHo.

AKTHBalIMSI UMMYHHOI'O OTBE€Ta — BaxKHOE 3BEHO 3alllMThl IIPU BOC-
naneHuu. IlaToreHe3 HEKOTOpPBLIX 3a0o0JeBaHMIi, HANpPUMEpP CUCTEMHOI
kpacHoii BomuaHku (CKB), ompenensieTcs akTUBaLUMeld ayTOMMMYHHOIO
MeXaHM3Ma. DTOT XK€ MEXaHM3M MOXET JiexKaTb B OCHOBE TaK Ha3bIBaeMO-
o UAMONATUYECKOIro, WIM M30JUMPOBAHHOIO, MUOKapauTa. BeposTHOCTb
pa3BUTHUSI MUOKAPAUTOB, MO-BUIMMOMY, 3aBUCUT OT HACJIEACTBEHHBIX WU
MPUOOPETEHHBIX Ne(HEeKTOB UMMYHHOI CUCTEMbI, MMPUBOASIIMX K BO3HMK-
HOBEHMIO peakluu rumnepyyBcTBUTeNbHOCTU [11]. Tlpn »TOM BaxkHO He
TOJIbKO JA€HCTBUE OCHOBHOIO MH(PEKIIMOHHOTO (haKTopa, HO U IIPOBOAMMOE
JneyeHue. CiaeayeT UMETh B BUAY, UTO Pa3BUTHE BOCHAJICHUS B OTBET HA Me-
ITUKaAMEHTO3HOe JiIeYeHUE BO3MOXHO U IIPpHU JIOOOM IpyromM 3abojIeBaHUM.
B cBsI3u ¢ 3TUM IpUMMEHEHUE Ha MPaKTUKE 3TOM KiacCU(UKAIIMK MOXET
OBITh 3aTPYIHEHO B CBSI3U C HEOOXOAMMOCTBIO YUUTHIBATh HAJTMYHUE KOMOP-
OMIHBIX COCTOSIHMI M XapaKTep MPOBOAUMOIO JeUSHMUSI.

C 3THOJIOTMYECKON TOYKU 3peHUsT PyOpHMKa I'eHEeTUYEeCKUX apUTMuye-
CKMX CUHAPOMOB BBITJISIAUT 00Jiee OMHOPOIHOM, ITO3TOMY MOHHBIE KaHaJIO0-
naTUM U BHECEHbI B HOBYIO Kiaccubukauuio KMII nmoutu B ToM ke BUIe,
B KAaKOM OHMU MpPEACTaBJICHbI B JAHHOM JOKYMEHTE.

Oty noarpynny reHetudyeckux KMII cocTaBiasior CUHAPOM YIJIMHEH-
Horo uHTepBana Q—7, cuHapoM bpyraga, cMHAPOM YKOPOUYEHHOIO MH-
tepBana Q—7T, katexonamuHepruueckass KT M 10XHOa3MaTCKU CUHIPOM
BHE3aITHOM HEOOBSICHUMOM CMEPTU BO CHE; OObEAMHSIET UX BHICOKUI PUCK
pa3Butus datanbHbix XKT.
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JaHHble 3a00JieBaHUSI — TEPBUYHbIC dJIEKTpUYecKUe O0JIe3HU Cepala,
JUISL KOTOPBIX HE XapaKTePHbI CTPYKTYPHbBIC U TMCTOIATOJIOIMYECKHE U3MEe-
HeHUs, a GYHKIIMOHAIbHbIC HAPYIIICHUS B BUIE apUTMOreHe3a hOpMUPYIOT-
cs Ha MOJIEKYJISIDHOM YPOBHE B MeMOpaHaX KJIETOK KapaIUOMUOLUTOB. JIist
JUAarHOCTUKU 3THX COCTOSIHMiII TaKWe BM3yaJU3UPYIOLIME METOAMKU, KakK
Mop(doJIoruuecKoe UcciaeaoBaHe, B TOM YKCIIe M ayTOIICUITHOrO MaTepua-
Jla, HempuroaHbl. BKimoyeHue 3tux 3abonaeBaHuii B Kinaccudukauuio KMIT
OIlpaBAaHO, MOCKOJbKY M3MeHeHUe (YHKIMM WOHHBIX KaHAJIOB CBSI3aHO
C UI3MEHEHHMEM UX CTPYKTYPBI M O0YCIIOBJICHO MyTallueli TeHOB, OTBEYAIOIINX
3a CUHTE3 COOTBETCTBYIOLIUX OEJIKOB. DTO B ITIOJIHOI Mepe COOTBETCTBYET OC-
HOBHOM Hjiee HOBOI1 KilacCU(bUKALIMY U TIPEICTABIIsICTCS Hauboiee BaxK HbIM
e¢ IOIOJTHEHUEM.

WMoHHble KaHAjJoNaTUM OTHOCSITCS K 3a0ojieBaHMSIM MMOKapaa ¢ He-
GJIArONPUSITHBIM BJIMSIHMEM Ha IPOTHO3, ITOCKOJIBKY, HECMOTpsI Ha He3Ha-
YUTEJIBHYIO PAacIpPOCTPAaHEHHOCTh 3THX CHHAPOMOB B OOIIEH ITOIYJISILIUU,
OHM CTAHOBATCS ONHOI M3 CaMBIX YACThIX IPUYMH BHE3aITHOW CMEPTH
B MojiofgoM Bo3pacte. OO0 3TOM CBUAETEILCTBYIOT pe3YJIbTaThl MCCIEAOBa-
Hust D.J. Tester u M.J. Ackerman [12], B KOTOpOM MOYTH Y TPETU MOJOIBIX
JIIOAEi, YMEpIIMX BHE3allHO, ObUIM OOHApYXEHbl MYyTallMM I'€HOB, KOIM-
PYIOIIMX CUHTE3 OEJIKOB KaJIMEeBbIX, HATPUEBBIX WM KaJblLMEBbIX KAHAJIOB
(puc. 2.1).

RYR2 (n=7) 14%

HeraTtuBHble
(n=32) 65%

KCNQ1 (n=5) 10%

KCNH2 (n=3) 6%
SCNB5A (n=2) 4%

Puc. 2.1. YacToTa reHeTUIeCKMX MyTaIlii MOHHBIX KAHAJIOB TIPU BHE3aITHOM, HEO0b-
SICHUMOM CMEPTH MOJIOIBIX MTAlIMeHTOB [12]
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Ha nmpumepe ogHoi1 u3 HanboJiee pacpoCTpaHEHHBIX KaHaI0IaTHii 3Toi
IPYIIBl — CMHApOMA ymiIuHeHHoro uHtepsaia O—7T (LQT) npoumiocTpu-
pyeM IpUKJIagHOe 3HaueHe TeHOMHOM COCTaBJISIONICH TaHHOU Kiaccudu-
Karmu KMIT.

B Hacrosiiee BpeMsi omucaHbl JBa BPOXICHHBIX BapuMaHTa CUHApOMa
yIJuHeHHoro uHteppana Q—T.

e peakasi peleccuBHas (GopMa ¢ BPOXICHHOM TJIyXOTol (CUHIpPOM
Jervell A. u Lange—Nielsen), KkoTopasi 00yCJIOBJI€Ha MyTallueil IBYX
TC€HOB, OTBETCTBEHHBIX 3a (DYHKIIMOHMPOBAHUE KaJIMEBBIX KaHaJIOB
[KCNQIu KCNEI (minK)];
0oJiee pacIpocTpaHEHHAasl ayTOCOMHO-IOMUHAHTHasI ¢hopMa (CUHAPOM
Romano C. u Ward O.), npu KoTopoii BeIAeHsAIOT 0oJjiee 13 reHeTH-
yecknx BapuaHTOB. [lepBble TpM BapHMaHTa BCTpedaloTcs B 65—75%
cayyaeB; aBa u3 HuX (LQT1 u LQT2) cBsazannl ¢ reHamu (KCNQI
u KCNHZ2), KonupyomnMu OCHOBHbIE TOTOKYM MOHOB Kanus (I, u I, );
Ttpetuit BapuaHT (LQT3) obycnosnen myrtamueit reHa SCNSA, Konupy-
IOIIEro MOTOK HaTpus B cepaie. OcTajibHbIe BapUaHThl BCTPEYAIOTCS
KpaitHe peako [13].

ITpakTukyoiieMy Bpady BaxKHO 3HAaTh O I'€HETUYECKOM pa3HOOOpasuu
atoro cuHapoma. CoBpeMEeHHbIC JaHHbIE O F€HOTUIMNYECKU-(EHOTUITNYE-
CKMX OTHOIIICHUSIX IPU CUHAPOME YIJIMHEHHOro nHTepBajia O— T npeacras-
JISIIOT BO3MOXHOCTb YOEIMThCS B KJIMHMYECKON 11€JeCO00pPa3sHOCTH CTOJIb
TLIATEJbHOTO T€HOTUIIMPOBAHMS TTAlIMEHTOB.

Jnsg Kaxaoro M3 TreHeTUYEeCKUX BapHaHTOB CHUHApPOMA YIJIMHEHHOIO
nHtepBana O— T xapakTepHbl PEHOTUINYECKHE OCOOEHHOCT — TUITUYHBIE
U3MEHEHNSI KOHEYHOM YaCcTH XKeTyI0YKOBOro KOMILIEKCa, 10 KOTOPhIM BO3-
MOXHO CKPMHUHIOBOE TeHOTUIIMpoBaHue (puc. 2.2) [14]. OngHako y 25—50%
POINCTBEHHUKOB OOJILHOTO C CHUHAPOMOM YIJMHEHHOro uHTepBana Q—T
nHTtepBal Q— T MOXeT ObITb MOTPAHUYHBIM WJIM HOPMAaJIbHBIM, YTO TPeOyeT
MPOBENECHNSI TeHETUUYECKUX aHaIM30B. 3HATh O TEHOTUIIE 3TOT0 CUHIpOMa
BaXXKHO XOTS1 OBl IMOTOMY, YTO OOCTOSITEJIbCTBA, MPUBOIAIIME K Pa3BUTUIO
0OMOPOKOB W BHE3AIMTHOW CMEPTH, y MAIIMEHTOB C Pa3IMYHBIMU €T0O BapUaH-
TaMU TaKXKe pa3InyaroTcs.

ITockonbKYy IMyCKOBBIM MEXaHM3MOM >KM3HEOIIaCHON TaXWMKapAuM IpU
BapuaHTe LQT1 yacTo cTaHOBSITCS MaaBaHue, (pu3nyecKasi Harpyska, npu
cuHapome LQT2 — BHe3amHble 3BYKOBbIE pa3gpaxKUTeIu, a IPU CUHIpPOME
LQT3 nmauueHThl yallle yMUPAIOT BO CHE, B MOCJEAHEM cllydyae Haubosee
oInpaBJaHa UMILIAaHTALMsI KapauoBepTepa-aehuopuIIsiTOpa, a CoBeT u3be-
raThb UHTEHCUBHBIX (DU3NYECKUX HAIPY30K WU HE CTABUTh TPOMKME 3BOHKU
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LQT3 LQr2 LQT1

Chromosome 3 Chromosome 7 Chromosome 11

YONNHEHHbIN ST-cermenT T-BONMHa T-BOnMHa
C NMMKOO6pa3HbIM B BUAe «3yba» Ha LUMPOKOM
3y6uom T OCHOBaHuU1

Puc. 2.2. BnexrpokapauorpaMma Ipu pa3IuIHbIX TeHETUYECKUX BapUaHTaX CUHIPO-
Ma yIuIMHeHHoro uHTepBana Q— 1 [14]

Ha IBepU U Ha OyIMIbHUK YMEHBIIUT PUCK BHE3aITHOI OCTAHOBKM KPOBO-
oOpallleHsT Yy HOCUTeJIel IIEPBOro U BTOPOro FeHOTHUIIA CUHAPOMA YIJIMHEH-
Horo uHtepBana Q—1T.

VYIIydlmuTh KauyecTBO MPOGUIAKTUKU TaKKe IO3BOJIUT 3HaHUEe dapma-
KoreHeTHKu. M3BecTHO, uTO TpoduiakThudeckuili 3¢hdexT B-anpeHobo-
KaTOpOB 3aBUCHUT OT I'€HOTHMIIa CMHIpPOMA yUIMHEHHOro uHtepBana Q—17T,
00bIYHO MakcuMalieH Ipu cuHapome LQT1 u mpakTuyecku OTCYTCTBYET
npu cunapome LQT3 [13, 15].

Takum o6pa3oM, TOCTHKEHMS B 00JIaCTU MOJIEKYJISIPHOI OMOJIOTUH OKa-
3bIBAIOT BCe 00JIee 3HAYMMOE BIMSHKME Ha CTPATETUIO IIEPBUYHOM U BTOPUY-
Hol npodunaktuku y 6onbHbeIx KMII, a mpencraBneHHast KiaccuduKauus
AMepuKkaHCcKol acconuanuu cepaua (2006) ssBuaach nepBoii 1 BeChbMa I1ajlb-
HOBUIHOM MONBITKOM crpynmupoBath KMII B 3aBUCHMOCTH OT y4acTHsl B UX
MPOUCXOXKICHUN FeHETUYECKMX (haKTOPOB.

OmHako OrpaHUMYEeHHbIE BO3MOXKHOCTU IIMPOKOIO T€HOTUIMPOBAHUS
MalyeHToB, 0CO0eHHO B Poccun, HeBBICOKME CreU(UIYHOCTh U YYBCTBH-
TEJIbHOCTb TAaKOIO MOIXONA CHIUKAIOT IPUKJIAIHOE 3HAYeHUE 3TOi Kiac-
cudukanuu. deicTBUTENbHO, cleayeT MpU3HaTh, 4To B reHomuke KMII
B HACTOSIILIEE BPEMSI CKOpee CYILISCTBYET OOJIble BOIIPOCOB, YEM OTBETOB.
IIpexnme Bcero 3TO KacaeTcsi OTPOMHOIO MHOroo0Opa3usl IeHEeTHYeCKUX
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aHoManuii. C oIHOM CTOPOHBI, MTPU Pa3IUYHBIX (POpMaX KapaUOMHUONaTUI
BBISIBJICHbI MYTallMM OJHOTO M TOrO Xe IeHa, HalpuMep, MyTalus reHa
a-KapauajibHoro aktuHa rnpu anukanbHoit T'KMIT n HekommaktHoM JIZK,
MyTtauums reda tporroHrHa I mpu T'KMIT u PKMIT; ¢ npyroit — cyiiecTByer
BEpPOSITHOCTh OOHApYXUTh MYTAHTHBIA Te€H Yy JIUI 0e3 OYEeBUAHBIX MOp-
bodyHkumoHanbHbix npuzHakoB KMII [16]. Hanpumep, npu cuHIpome
ynauHeHHoro uHtepBana Q—7, tak xe kKak u npu 'KMII, usectHo Oosiee
400 myTaumii FeHOB; yU4eCTb BCE UX BIAMSIHUS Ha ¢popMUpoBaHue (heHOTUIIA
0o0sIe3HM MOKa He mpeacTapiasieTcs: Bo3MoxXXHbIM [17]. TIpu AKMII obHapy-
JKEHbI MyTallMM TEHOB HE TOJIbKO OEJIKOB LIUTOCKEIeTa, HO M OEJIKOB CapKo-
MEpOB (Q-aKTUHA, Q.-TPOITOMHO3uHA, TPOITOHUHOB T, I u C, 3- 1 a-TsKeIbIX
Liereil Muo3nHa, 1 MUO3UHCBsI3bIBatolero rnporeruHa C), Oonee xapakTep-
Heie 111 FTKMII, a Takxke 0e1KOB, OTBETCTBEHHBIX 32 MUTOXOHJIpPUAJIbHOE
IbIXaHue (IeCMMH, KaBEOJMH, O- U [3-CapKOIJIMKaH), CTPYKTYpY SIAESPHOM
o06os0uku (1amuH A/C) u ap.

ITo-BuguMoMy, B CBSI3M C 3TUM 3KcrepThl EBpomneiickoro ooiecTsa
KapauonoroB [4] B ocHoBe kilaccudukauuu KMII coxpanunu ux neneHue
B 3aBUCUMOCTU OT MOPHODYHKIIMOHATBHOIO (DEHOTHUIA Ha TUNepTpoduyue-
CKYIO, IWJIATAlIMOHHYIO, PECTPUKTUBHYIO, apUTMOICHHYIO M Hekjaccudu-
LIMPOBAHHYIO C BbIACJICHUEM B KaXIOM U3 3TUX I'PYMIT CEMENHBIX/TeHeTUYEe-
CKMX U HeCEeMEMHBIX/HereHeTUYECKMX ToArpymn (puc. 2.3).

IIpu sToM B mpujaraeMoil Tabaule (MpuioxeHue 1) MpPUBOAUTCS 0OO0-
LIMPHBIIA ITepedeHb IPUIUH (POPMUPOBAHMS OIIPEAeICHHOIO ITOATUIIA KaX-
noro ¢peHoruna KMII, B KoTopblit BOLLLIN, IO CYyTH, BCe Te XKe 3a00JieBaHus,
4YTO U B KiaccuduKalmu AMepuKaHCKoi accoumanuu cepaua (2006), uc-
KJI104asl MOHHbIE KaHAJIOMAaTUM, HO 0e3 BhIICICHUS IIEPBUYHBIX U BTOPUY-
HBIX BApMAHTOB MOPaXEeHUsSI MMOKap/a.

C coxpaHeHUEM TIpUOpUTETa BblAeIeHUST MOPDOPYHKIIMOHATBHBIX (he-
HoturnoB KMIT B gaHHO# KjlaccuduKauuy MOXHO COTJIACUTBCS €llie U MO0~
TOMY, 4YTO, HECMOTPS Ha OIpeNeICHHbIC YCIIEX TeHHOM Tepaluy U Iepco-
HUDUKALUIO JIeueOHBIX U MPOPUIAKTUYECKUX BMEIIATEIbCTB, B HACTOSIIIIEE
BpeMs1 BegeHue KMII onpenensiercst, mpexae BCero, TUIIOM HapylLISHUS
reoMeTpruu U PYHKUMU MUoKapaa (aunartauust uiau rurneprpodus JIZK, cu-
CTOJIMYECKAsI WIM AUACTOJMYecKasl TUC(YHKIIMS, HAIMYKUE I OTCYTCTBUE
YIPOKAIOIINX XKU3HY apUTMUIA).

B cBsI3u ¢ 3TUM yMECTHO BCIIOMHUTbH Pe3yJbTaThbl IPOBEACHHOIO HAMM
MCCJIENOBaHMS, B XOI€ KOTOPOIO, C yUETOM COCTOSIHUSI CUCTOJIMYECKOM U AU~
acTOJIMYECKOM (pyHKIMIT MUOKapaa, ObUIM pa3paboTaHbl JOMOJTHUTEIbHBIE
XapaKTepUCTUKU TpeX OCHOBHBIX Mopdoaornyeckux TurnoB KMII. ITo atum



24 * [NIABA2

| KapavomuonaTtus |
I I I I
KM OKMIM AKIMK PKMIM Heknaccudrumpyemas
(B T.4. HEKOMMaKTHbIN J1)K,
TakoLy60)
- ~ /
| CemeinHas/reHeTn4yeckas | | HecemeliHasi/HereHeTn4eckas |
[ I
HeonpeperneHHbin VouonaTtuyeckas
reHeTn4ecKui oedexkT
| OnpepeneHHbi nogTun | | OnpegeneHHbIv noaTun

Puc. 2.3. Kinaccudukanust kapnumomuonaruii EBporeiickoro o61ectBa Kapauoio-
roB [4]. TKMIT — runeprpobuueckass kKapaumomumomnatust; JKMIT — mwmara-
uuoHHas kapnuomuonarusi; AKITK — apurmoreHHass kapauomuonaTus, WA
nucriasusi, npasoro xenynouka; PKMII — pecTpukTMBHas KapAMOMUOIATUS,
JIZK — neBblii Xenynouex.

XapaKTepUCTUKaM, IPEXIe BCEro o MHAEKCY oobeM/Macca MuoKapaa, He-
3aBUCUMO OT JABHOCTU 3a00JieBaHUS M OCOOEHHOCTE peMOIC/IMpPOBaHUs,
BCerjJa MOXHO WISHTUMUIMPOBATh UCXOAHBIA MOPGOGYHKIMOHAILHBIN
iun KMIT [18]. Ipemnaraemplii moaxon, MOgUu(MUIIMPOBAHHBINA C YYETOM
COBPEMEHHBIX BO3MOXHOCTEIl YJIBTPa3BYKOBOM IUArHOCTUKHU, HE TOJIBKO
yCTpaHsSIeT COMHEHMSI B TOM, UTO pa3iecHMe KapAMOMUOIATUl 110 (heHO-
TUMUYECKOMY IIPU3HAKY HOCUT YHMBEPCAJIbHBII XapaKTep, HO 1 MOBBIIIACT
U30UpaTeIbHOCTD JIeUeOHO-MPOPUIAKTUYSCKUX BMEIIATEIbCTB.

Takum obpa3om, o0e Kiaccu@UKalMy OTpa3uIM caMble TTOCJIeIHUE Ha
TOT MOMEHT JOCTVXKCHUS KapaAUOJIOTUU, IIPEACTaBUB COOOM, IO CYTH, «MO-
MEHTAaJIbHbI CHUMOK» COCTOSIHUSI IIPOOJIEMbI U 0003HAYMB BaXKHYIO 3a1a4y
conpstkeHusT (eHOTUIIA Y TeHOTUIIa KapAMOMUOIIATUI, HEe TaBasi IIPU 3TOM
OTYETJIMBOIO IIPEICTABICHMS O TOM, KaK IIPUMEHSTD UX Ha IIPAaKTUKE.

M, xak ObUIO TOrAa cKa3aHO OTHOCUTENILHO JOKYMEHTa AMepuKaHCKOM
accoryanyu cepaua (2006) B HALIMOHAIBHOM PYKOBOACTBE 110 KapAUOJIOI K
noxn penakuueit FO.H. benenkosa u P.I'. Oranosa [19], nanHas1 «kji1accudu-
Kalus CIY>XKUT CKOpee HayyHbIM LIeJISIM, IIOMOrasl MOHSITh MECTO KaXIIOro
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KOHKPETHOTO cJly4asi B pa3HOOOpa3Mu 3TUOIATOTeHeTUYECKUX (hopM, a He
MPUKJIAAHBIM KIMHUYECKUM 3aJadyaM, KOTOPbIM, CKOpPEe, COOTBETCTBYET
knaccudukanusg BO3 1995 r.».

MopdodyHkiumoHanbHoe ¢peHotunupoBanue KMII gaBnsiercsa 6a3ucom
JUISI IMarHOCTUYECKUX 1 JIeueOHBIX aITOPUTMOB U B HacTosee BpeMsi. OnHa-
KO 3a IPOIIeIIINe robl HAKOILIEH OTPOMHBII MacCUB TaHHBIX O PEHOTHUIIO-
reHotTunuyeckux accouvauusx npu KMII, KoTophlid, ¢ OMHOII CTOPOHHI,
B ellle OOJIbIIIEeH CTeIeHM YKPEITWI MO3ULIMY TeHETUKY, TEHOMUKHU U TIPOTe-
OMUKHU B IOHMMAaHUU MPOUCXOXKAeHUs pa3nuubix KMII, ¢ npyroii — mpo-
JEMOHCTPUPOBa Ype3BblY4ailHOE MHOToo0Opa3ue MOMOOHBIX acCOLMALIMIA,
HCKJII0Yalollee YIPOLICHHbIC MOAXOAbl K MX Kilaccupukanuu (Harmpumep,
TOJBKO IO (DEHOTUIY WIM T€HOTUITY) M, COOTBETCTBEHHO, 00O3HayYalollee
HEOO0XOIUMOCTh BHEIPEHMS HOBBIX ITOAXOA0B K CUCTEMAaTU3aLIUU.

Tak, merajabHbli KIMHUYECKUI CKPMHUHI IPOMJLIIOCTPUPOBAJ BHICO-
Ky1o yactoty ciaydyaeB ceMelHbIX popm KMII: mns IKMII ona coctaBuia
30—50%, TKMII — 6onee 70%, PKMII — 6onee 70% u niiss AKIIK — Gonee
50%. B TO Xe BpeMsl TeHEeTUYECKUE SIUIEMUOJOIMYECKUE UCCIIeI0BaHUS
CBUIETEIBCTBYIOT O TOM, YTO B JEMCTBUTECIBHOCTH 4acTOTa CEMEMHBIX I'e-
Hetnueckux KMIT MoxeT okazaTbcst cyuiecTBeHHO Bbilie [20]. TIpu stom
nonooHbie KMII, nuarHocTupyeMblie MpyU HAJTMUUU UX Y ABYX YJIEHOB CEMbU
u 0oJsiee, HAC/IEIyOTCS Yallle BCEro Mo ayTOCOMHO-IOMUHAHTHOMY TUITY.

B HacTosiiee Bpems yxe usBectHo 0osiee 100 reHoB, MyTaLlMU KOTOPBIX
cBa3anbl ¢ KMII, u 310 cnimcok mponaoikaeT MomnoaHsTbes. Ilpemnnpu-
HSTBIE paHee TONbITKM TpynnupoBaTb KMII mo rpymnmnam reHoB (T€HHBI,
OTBETCTBEHHbIE 32 CUHTE3 CApKOMEPOB, OEJIKOB LIMTOCKEIETa WU JECMOCO-
MaJIbHBIX OeKoB) [21], a TeM OoJjiee IO OTAeIbHBIM reHaM (JIJAaMUHOIIaTUH,
IUCTPOGUHOINATUHU U T.I1.) OKa3aJIuCh OeCrepCIIeKTUBHBIMU, TaK KaK BbISIC-
HUJIOCh, YTO MHOT'ME M3 3TUX IEHOB C Pa3HOi1 CTEIEHBIO YYaCTUSI MOTYT ObITh
npuuuHoOit hopmupoBaHus nouytu Beex peHoTunoB KMII. Tak, Hampumep,
MyTalMu reHoB capkomepoB (MYH7, MYBPC3, TNNTZ2, TNNI3), ¢ XoTto-
PBIMU TpamTuLIMOHHO cBs3biBaeTcss ['KMII, meiicTBUTEbHO MMEIOT MECTO
y 60% mauuenTtoB ¢ TKMII/PKMII, Ho o6HapyxkuBatotcs u B 10% ciyuaes
JAKMII [22]. CywectByioT U HecapkoMepHbie ¢opmbl 'KMII, koTopbie
4yacTo CBsI3aHBbI C 0OJIE3HSIMM HaKOIUIeHUs (TJIMKOreHO3aMu, C(UHIOJU-
MNUI03aMu).

C npyroit CTOPOHBI, CYIIECTBYET 1M FeTePOreHHOCTh KJIMHUYECKMX IpO-
SIBJICHUI B TIpeaesiax ogHoro u toro xe ¢eHoruna KMII, Beipaxatoiiascs
B pa3IMYHOM Bo3pacTte AebloTa 3a0osieBaHMS, CKOPOCTU €ro IIPOrpeccupo-
BaHus, BhipaxXeHHocTd CH M pucke pa3BUTHUS KM3HEOIACHBIX apUTMMIA.
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Janeko He Bceraa B OTHEIbHBIX CIyYasiXx peaJM3yloTcsl, Ka3aaoch Obl, yxke
OYEBUIHBIEC aCCOIMALIMY MEXIY BBIPAXKEHHOCTBIO AMIaTalluy U,/ VJIN CHIDKE-
Hust ppakiuu Beiopoca (OB) JIZK mpu IKMII, a Takske CTeeHbIO TUIIEPTPO-
¢uu JIK ipu TKMIT 1 BeposITHOCTBIO BHE3AITHOM apUTMUUYECKOI CMEPTH.
N takue pa3nuamsi MOTYT OBITh OOYCIIOBJIEHBI TTOJIMMOP(MU3MOM TeHEeTHYE-
CKMX OTKJIOHEHU, TpeOYIOLIMX JaJIbHENILETO U3yYeHUSI.

B 10O Xe BpeMsl yxke M3BECTHbl HEKOTOpPhIe KIMHUYECKUE MapKephl (Tak
Ha3bIBaeMble KpacHbIe (pyrarm), Kotopelie, Hapsimy ¢ Tumom KMIT (AKMII,
I'KMII) 1 BHecepmedHBIMU (CUCTEMHBIMHU) ITIPOSBICHUSMU, ITO3BOJISIOT
C JIOCTaTOYHO BBICOKOM CTENEHbIO BEPOSTHOCTMU IIpearnosaraTb Hajauddyue
y malyeHTa TOro WJIM MHOTO 0ojie3HeTBOpHOTO TeHa [23]. Tak, Hampumep,
aTpuoOBeHTpUKYIspHas (AB) 6nokana Bctpeuaetrcst y 80% GonbHbIX JIKMII,
00YCIIOBJICHHOI MyTalueil TeHa, KOAUPYIOIIero cuHTe3 Oeska lamin A/C
(LMNA, xapnvonaMUHOTIATUA), AUCTPOGUHOTIATUN HACIETYIOTCS MYXKUM-
HaMU U COIIPOBOXKIAIOTCSI BBICOKUM CHIBOPOTOUYHBIM YPOBHEM KpeaTUHdOC-
doxkmHazel (KPK), a Hammure BEIpaxkKeHHONM KOHIIEHTPUUECKOM TUTIepTPO-
dueit JIXK B coyeranum ¢ mpuzHaKamMu MPEABO30YXIEeHUST (CMHApPOMaMM
yKopodyeHHoro uHrepBajia P—Q, Bonbbha—IlapkuHcona—Yaiita) — maro-
THOMOHUWYHBIN MpU3HAK 00JIe3HEe HAKOIUIEHMSI INIMKOreHa (IJIMKOreHo3a
PRKAG2-tuna).

HeobxonumocTtb B cucrematudauuu KMII, kotopast yuuTbiBana Obl Kak
MOXHO 0OoJjiee INMPOKMI CIIEKTP CBSI3aHHBIX C HUMU acIleKTOB (3THOJIO-
TUI0, TCHETUKY, KIIMHUYECKNE IIPOSIBJICHNUsI, BOBJICYEHHOCTh OPTAHOB C MX
MOpP(PODYHKIIMOHATBHON XapaKTepUCTUKON U Ap.) U MMeJla BO3MOXHOCTb
CaMOCOBEPIIIEHCTBOBATHCS, MoaBea BecemupHyto denepaiio cepaia K co3-
nanuio HoBol knaccupukaunu — MOGE(S) [24].

HasBanue sToii Kiaccudukanyu, KOTopash MOCTpoeHa IO IPUHIIMITY
cuctembl TNM B OHKOJIOTMHM, MPEACTaBIsSIET COO0M aKpOHUM MSITU OCHOB-
HbeIX napameTpoB KMII, orpaxatommx MopdodyHKIMOHAIBHBIN (heHOTHIT
(morpho-functional phenotype — M), BOBJI€YEHHOCTb OPraHOB U CUCTEM
(organ/system involvement — ), TeHETHMYECKYI0 WU CEMEHHYIO MO-
Jieb HacienoBaHus (genetic — G), aTnonornyeckoe onucanue (etiological
description — E) reHeTtnueckoro aedekra WM HEreHeTUYECKON MpPUYU-
HbI, DYHKIIMOHAIBHBIN cTaTyc (stage — S) ¢ ykazanwem craguu (ACC/
AHA) n/unu ¢yukumoHansHoro kiacca (PK) mo NYHA (mpunoxenue 2).
IIpu sTOM ykKazaHue (PYHKIIMOHAJIBLHOIO CTaTyca CUMTAeTCsl HeoOs3aTeNb-
HBIM ¥ paccMaTpUBAETCSl IPENIOYTUTENbHBIM y (DEHOTUITMYECKN HE 3a-
TPOHYTBIX HOCUTEIEH MyTalMi WX Y JIUI ¢ pAHHUMM, CYOKIMHUYECKUMU
MopdhopYHKIIMOHATBHBIMI HApYIIEHUSIMH.
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Junsg obneryenust opmMupoBaHust GOPMaTU30BaHHOTO JUATHOCTUYECKO-
ro 3aKJII0YeHus pa3paboTaHa clielMajibHas 3JeKTpoHHas ¢opMa (puc. 2.4),
coaepxKaiiiasi UH(opMalnio, oTpaxkeHHy0 B npuioxeHuu 2 (http://moges.
biomeris.com/moges.html).

MHorma myraius Toro xe reHa MYH7 MOXeT COIPOBOXIATHCSI HE TOJIb-
KO pa3BUTHEM rumeprpoduu MUOKapaa, HO U IepudepruyecKoii MuonaTuei
¢ noBbieHreM ypoBHs K@K, 1 Torga AeCKpUOTOp BOBJICUECHUSI OPraHOB/
cucreM (O) Oyner npezcrasieH B Buae O .

XapakTepHble nomnojHutelbHble (M) MopdodyHKIMOHAIbBHBIE IIPH-
3HaKu (KpacHble bjiaru), Hampumep, B Bume AB-Omoxkanbl nmpu JKMII-
JaMuHOTNaTuU uiau cuHapoma Boabda—IlapkuHcona—Yaiita (WPW) nipu
mukoreHo3e PRKAG2, accouuupoBaHHoro ¢ 'KMII, o6o3HavyaoTcsl Kak
M nM COOTBETCTBEHHO. YUYTEHO MHOTO Pa3jIMYHBIX BapUaHTOB

D[AVB] H[WPW] .
MopdodyHKIMOHaIbHBIX TposBiaeHuit KMII — oT oTCyTCTBUSI TaKOBBIX

C ¥ | ® moges.biomeris.com/moges.html B O o

© Morpho-functional
(+] Organ/system involvement
© Genetic

@ Etiological Annotation
(G) Genetic etiology (v]

Gene Mutation Color Code

MYH7 © pArga03Glu (x) Pathologic v
e

(+) Stage

M OH Gap EG-MYH7 [p.Arg403Glu] SB-I

Puc. 2.4. Tlpumep dopMupoBaHUS AMATHOCTUYECKOTO 3aKJIIOUEHUsST IS Oec-
CUMIITOMHOTO MallMeHTa C TUNEepPTPOPUUYECKON KapAUOMUOMNATUENH C MOMOIIbIO
YHUDUIIMPOBAHHOW 27IeKTPOHHOM (opmbl kinaccudukanuun MOGE(S): M, —
MopdobhyHKIIMOHATBHBIN (PEHOTUIT COOTBETCTBYET TUIIEPTPOPUUYECKON KapAUOMU-
onarun; O, — BOBJIEYEHO TOJBKO cepale; G, — KapaUMOMUONATHs TeHeTHYECKas
C ayTOCOMHO-JIOMMHAHTHBIM TUIIOM HaciefnoBanust; Eg 00— MyTalmst reHa
TSDKEJION 1eTn 3-MUO3MHA ¢ 3aMeHol apruHuHa (403) Ha iotamuH; S, | — cranust B
U nepBblid (pyHKIMOHAIBHBIN Kilace o NYHA
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(M,) y 310pOBbIX YIEHOB CEMbH MpobaHaa WiK (HPEHOTUNIMIECKH HE 3aTPO-
HYTBIX HOCUTEJIE MYTaHTHBIX FeHOB, paHHUX (early) mposiBIeHUit (ME[H]
i My, ) 10 pasimyHBIX BAPUAHTOB COYCTAHNUSI TUTIEPTPO(UN U PeCTPHK-
uuu (H+R), runeprpoduu u qunatauuu (H+D) u np. Y Tak nis Kaxaoro
KJaccu(GUKaIMOHHOTO JAeCKPUNTOpa C YHU(bUKAIIME TEPMUHOB, HOMEH-
KJIaTypbl TEHOB M 0OJIe3HEN B COOTBETCTBUU C MEXIYHAPOIHBIMU KJIACCH-
(pUKaIMOHHBIMU cUCTeMaMU [24].

Takum obpa3om, Ha TaHHOM 3Tarle TOCTUTHYTO TMTOHMMaHWE HEBO3MOX-
HOCTH CO3IaHUSI YHUBepcaibHOUW Kiaccudpukaumm KMII B TtpamummoH-
HOM TIPEICTaBICHNU, KOTOpPAsi MOIJIa ObI B OIPEACIICHHON MOJITOCPOIHOMU
MEePCIIEKTUBE CIYKUTb 3(POEKTUBHBIM HHCTPYMEHTOM peaau3aluy I0-
BCEIHEBHBIX MPUKJIATHBIX M HUCCIEeI0BaTebCKUX 3aga4. MeHHO moaToMy
BcemupHoii denepauueii cepauna IpenjoxeH NPUHLUNUAAILHO APYroi
noaxon K cucteMaruzauuu KMII, nipencrasisioniuii coboii, ckopee, Be-
JIeHUEe perucrpa ¢ yHUGUIHUPOBAaHHON 1151 BCEX KapIMOJOIMYECKUX acco-
LAl TEPMUHOJIOTHEN (C BOBMOXHOCTBIO €€ MOMOJIHSITh), ITO3BOISIONIEH
yXe ceffyac MOCTaTOYHO ITOJTHO OXapaKTepHM30BaTh KOHKPETHOIO IMalMeHTa
1 B TO Xe BpeMsl (POpMMPOBaTh OOIIYIO 0a3y JaHHBIX IJIST JaTbHEWIIEro 13-
ydeHus npoodaeMsl [5]. HackosbKo MpenioXeHHbIN MOIX0A OKAXKeTCS K13~
HECITOCOOHBIM — TIOKaXXyT BpEMsI ¥ PE3YJIbTaThl TPOCTIEKTUBHOMN OLIEHKH €T0
TUATHOCTUYICCKOM U TIPOTHOCTUYECKOM eHHOCTH. Ha maHHBIM ke MOMEHT
3Ta KiacCupUKaIlMOHHAsI CUCTeMa 3HaAMEHYeT CO0O0Ii, TIpeXIe BCero, mepe-
XOJ Ha 0oJiee BBICOKYIO CTYIIEHb SBOJIIOLIMY MHTETpaliuy (pyHIaMEeHTaIbHOM
U TIPUKJIATHON MEIULIMHBI KaK HEOTHEMJIEMOI'O YCIIOBUS YIYUIIIEHUS 310PO-
Bbsl yesjoBeuecTna [25].
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