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APUTMHH ITPY HEYIPOMBIIIIEYHBIX 3ABOJIEBAHUAX -
OCOBEHHOCTHU TUAT'HOCTHUKHA U JIEYEHUA

3. C. Ioasxosa

Hay4HbIlh LEHTP cepaeyHo-cocyancTom xmpyprum um. A. H. bakynesa (amp. — akagemmnk PAMH J1. A. Bokepwus)
PAMH, MockBa

I ICﬁpOMBIHJC‘IHBIC 3a6OJ'ICBaHI/I$I, HECMOTpA Ha

CPaBHUTEJLHO HEBBICOKYIO PACIIPOCTpaHEH-

HOCTb B Nomnyjaduuu, HECOMHCHHO, IIPECACTaBIAIOT

0OJIBLLION MHTEPEC IS Kapauosoruu. [TopaxkeHue Muo-
Kapaa SIBISETCS HEOThEMJIEMOM YaCThlO KIIMHUYECKOU
KapTUHbI 3TUX 3a00JieBaHUi, BO MHOIOM OITpenesist
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nporHo3. bojee TOro, AOCTUXEHUS MOJEKYISIPHOU
OMOJIOTUM W TEHETHKHU 3a TOCICTHHUE IECSITUICTHUS
HArJSIAHO TPOAEMOHCTPUPOBAIM TECHYIO B3aWMO-
CBSI3b MEXIY ITaTOTeHE30M OOJIBIIMHCTBA HACIIEACT-
BEHHBIX MBIIIEUHBIX OTUCTPOGUIA U TPUBBIYHBIMU
B TIpaKTUKE KaXJIOTO KapAKrojora KapauoMUOIIaThs -
MM — KaK MOKa3bIBaIOT PE3YJIbTaThl TOCAETHUX UCCTIe-
IOBaHWIA, W Te, U IPYTUe UMEIOT CXOXHE MEXaHU3MBI
HacJeAyeMbIX MyTalliii IuToCcKeneTa [22].

B nanHoM 00630pe xoTesoch Obl MOApPOOHEe ocTa-
HOBUTBHCSI Ha KapIUOJOTMUECKUX U apUTMOJIOTUIEC-
KUX acTieKTaX Pa3TMIHbBIX TPYIIIT MBIIIEUYHBIX TUCTPO-
¢uit, MUTOXOHIPHUATBLHBIX 00JIe3Hel, aTakcuy Ppu-
peiixa u cunapome IueitHa—bappe.

Cpenu Bcex HEHPOMBIIICUHBIX 3a00JICBaHUI TIpe-
obsafarolieii sIBAsIeTCs TPyMIa MbIIIEYHBIX TUCTPO-
¢wuii, Bkmoyalomass B ceds MbILIEYHBIE AUCTPOPUN
MromeHHa n bekkepa, MMOTOHUYECKYIO MBIILIEUHYIO
nuctpoduto, auctpoduio IMepan—/dpeitdycca n He-
KOTOpBIE ApYrue KpaiiHe peikue pasHOBUAHOCTHU [6].
OO0uIMM CBOMCTBOM Bceil 3TOI TpyIbl 3a00eBaHUIA
SIBJISICTCS] HAJIMYME MYTallMii TEeHOB, KOIUPYIOIINX
crneuduyeckue OeNIKM ILMTOCKEIeTa U acCOLMUPO-
BaHHBIX C HUM MHUOMDWIAMEHTOB (B OOJIBITMHCTBE CITY-
yaeB npeobiamaeT X-CleIIeHHbIM BapuaHT HacJeo0-
BaHUs). MIHTEpecHO, 4TO CTeleHb (PeHOTUITMICCKOMN
9KCMpeccuu (a ciienoBaTebHO, U KIMHUYECKOM BbI-
PaXEHHOCTH TIPU3HAKOB 3a00JIeBaHMSI) TP MBIIICY-
HBIX AUCTPOMUSIX MOXKET 3HAUUTEJIbHO BapbUPOBATh.

MBbIIITEYHAA JTUCTPODUA JIOIITEHHA

MpbineuHas nuctpodus dromeHHa (nanee — M)
obOyciioBiieHa frame-shift MyTanueit reHa, oTBevalone-
IO 3a CUMHTe3 MbILIeYHOro Oejika aucrpoduHa [19].
M/ Hacnenyetcs 1o X-ClerieHHOMY pelieCCUBHOMY
TUIY, U 4acTOTa BCTPEYaeMOCTU ITOI MATOJOTUU CO-
crapisgeT npuMepHo 1:350 HoBopokmeHHBIX. OKOJIO
TPETU BCEX BBISIBJICHHBIX CIyJYaeB SIBISIOTCS CASICTBU-
eM HOBBIX MyTaluii. OyHKIIMM aucTpodrHa 3aKITI0Ua-
I0TCsI B 00pa30BaHUU CBSI3U MEXKIY COKPaTUTEIbHBIMU
OeiKaMy MbILIEYHOTO BOJIOKHA U ero MmeMopaHoii. MH-
TepecHo, uTo nipu MJI nuctpoduH (pakTUyecku He
CHHTE3UpPYeTCs, TOTIa KaK IPY MBIIIECYHON TUCTPO-
¢um bexkepa numeercs ero nepuuur [13]. Kimmanuec-
kue nposineHust MJ1/1 BecbMma XxapakTepHbl: 3a00/1eBa-
HHE TIPOSIBIISIETCS OOBIYHO B BO3pacTe OT 2 10 5 JieT.
PanHnMU TpU3HaKaMM SIBJISTFOTCS IBUTATe/IbHAST He-
JIOBKOCTh, HEYCTOMYMBOCTH, YaCTHIC CITOTBIKAHUS M
MaJeHus MpU Xoap0€e, YTO 0OYCIOBAMBAET Y TaKUX Je-
Teli BBIPAXXEHHYIO IBUTATEILHYIO ITACCUBHOCTD, HEXe-
JIaHUE XOIUTh M3-3a cTpaxa MaaeHus1 U ObICTPO pa3BU-
Barolieiicss yromnsiemoct. OMHUM U3 HauboJiee Xa-
PaKTepHbBIX CUMIITOMOB JTaHHOT'O 3200JIeBaHUsI SIBJISICT-
¢ TICeBOOTUTIEPTPOMUS Pa3TMIHBIX TPYIIIT MBIIIII, Ha-
n0oJIee YacTO MOPaXKAITCS UKPOHOXKHBIC MBIIIIIBI, UTO
TIPOSIBIIIETCS BBICOKOM TJIOTHOCTBIO 1 YBEJTMYEHHBIMK

pa3MepamMu 3THX MBIIIL JaXe B COCTOSIHUM TOKOSI.
IIceBmoruneprpocdust pa3BUBaeTCS yXe K BO3pacTy
5—6 JIeT U 1o Mepe MaJbHEMIIEro MporpecCupoBaHUs
00J1e3HN MMEET TEHICHILINIO K YMEHBIIICHUIO.

JlaboparopHbeiM Kputepuem MJIJ siBisieTcs 3Ha-
YUTEIbHOE TIOBBINIICHNWE YPOBHST KpeaTuH(hOCHOKM-
Has3bl B IUIa3Me KPOBU. BUOTICHST MBIIIII] OOBIYHO BbI-
SIBJISIET JereHepalnuio MUoGuOpuI, UX 3aMelleHue
XKUPOBOU U COCIMHUTEIbHON TKAHbIO U OTCYTCTBUE
cneuuduryeckoil okpacku Ha nuctpoduH. TeueHue
3a0o0JieBaHUsI KpaiiHe HeOJIaronpusTHO — B BO3pacTe
10—11 neT GoabHBIE YTPAaUMUBAIOT CIIOCOOHOCTh CaMO-
CTOSATENIbHO XOMWTh. JIeTalbHBIN MCXOA HACTyIaeT B
Bo3pacte a0 20—25 ner [13]. TlpuuuHoil cmepTu
OOJIBHBIX Yallle BCETO SIBIIICTCSI PAa3BUTHE IBIXaTEThb-
HOI HEAOCTaTOYHOCTU BCJIEACTBUE PECITMPATOPHBIX U
TopakonradparMaabHbIX HapYIICHUI.

BogiieueHure B MaToJOrMYeCKUii MPOIIECC COKpaTh-
TEJILHOTO MUOKap/a 1 TIPOBOISIIEN CUCTEMBI SIBJISIETCST
HeoTbeMsIeMO# YyacThlo naroreHeza M/IJI. CumnToMbl
CepIeYHOI HEeIOCTaTOYHOCTH TTPOTPECCUPYIOT C BO3pa-
CTOM, HEU30EXKHO MPUBOAS K KAPAUOMETATIUU U IEKOM-
neHcauuu. Hapsiny ¢ reHeTmyecku 0OOYCIOBICHHBIM
MopakeHNeM MHOKapaa HeMaJIoBaXKHas POJIb OTBOIMT-
Cs1 TUTIOBEHTWISILIMM B pe3YJIbTaTe CIab0CTH AbIXaTelb-
HBIX MBIIIIII, YTO B CBOIO OYePeIb YTSDKEISICT TCUCHNE 1
0e3 TOro CyIIeCTBYIOIIEH JIerOYHOM runepTeH3uu. MH-
TEPECHO, YTO MPOrPECCUPOBAHME KAPIUOMUOIIATUH I10
Mepe pPa3BUTHUSI 3a00JIeBaHUs IPOUCXOAUT HEpPaBHO-
MEPHO B Pa3IMIHBIX OTIEIaX MUOKap/a: CHavYasa rmaTo-
JIOTUYECKMM TTPOLIECCOM MOpaXkaloTcs 3aaHe0a3aIbHbIE
1 OOKOBBIE CTEHKH JIEBOTO XKEeTyI04Ka, 1 JIUIIb ITO3XKe —
OCTaJIbHBIE OTAENBbI cepaeyHoit Mbisl [9]. TicTono-
TMYECKN B MUOKAP/IE BBISIBJISIETCST BAKYOJIbHAST IMCTPO-
Gy ¥ >KrpoBast AeTeHepaLsI KapaHMOMUOILIUTOB U TIPO-
BomsIeil cucteMbl. [locTelieHHO B MaTOJOTMYECKUIA
TIPOIIECC BOBJICKAIOTCS M MANMJUISIPHBIC MBIIIIIBI, 9TO B
CBOIO Ouepelb MPUBOAUT K TOSIBJCHUIO MUTPaJIbHOMN
HemocTaTouHOCTU. Ilaromormyeckme M3MEHEHUS Ha
3JIEKTPOKaApAMOrpaMMe BBISIBISIOTCS K 10 romaM XKnu3Hu
y 60% nanentoB ¢ MJ1J1, u k 18-1eTHeMY Bo3pacTy OT-
Kj1oHeHus1 oT HopMbl Ha DKI ooHapyxuBatorcs y 100%
0osibHBIX [17]. XapaktepHbiMu aass MJIJ cuuTarorcs
BBICOKME 3YyOIIbI R C yBeJW4YeHUEM OTHoIleHusT R/S-
aMIUTATY/ B TIPEKOPAUATbHBIX OTBEACHUSIX (puc. 1) u
riryookue Q-3yo1sl B 00KOBBIX oTBeaeHUsIX [10]. PaH-
HUM TPU3HAKOM BOBJICYEHMS] MMOKapaa Yy OOJbHBIX
MJIJ1 siBnstercst cuHycoBasl Taxukapaus. HapyieHus
MPOBOAMMOCTH B OCHOBHOM 3aKJIIOYAIOTCS B TTPEACEPI-
HOM 3KTOITNM ¥ YKOpOUYeHNU PR-MHTEpBajia Py OTCYT-
CTBUU JiebTa-BoJIHBI [23]. TeM He MeHee onmucaHbl CITy-
yayl aTPpUOBCHTPUKY/ISIPHBIX OJIOKAI, B TOM YHCIIE W
MOJIHOM TTonepeyHoit Gokansl [14]. ¥V psima 00NMbHBIX
BBISIBIISICTCS]  YCTOMUMBAST KEIYIOUYKOBAsT TaXUKaPIUS
[20], onHako mpeoGiafaIUM TUTIOM XEeTyI0UKOBOM
SKTOMNYECKOM aKTUBHOCTH SIBJISIETCST YacTast KeJTy10u-
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Puc. 1. BKI 9-netnero pedenka, 6onpHoro MJ1J1 (oTBe-
neHue V)). XapakTepHa BblcoKasl aMILIUTyna R-3yOua,
CUHYCOBas TaXWUKapAWsl W HapylleHWe TMpeacepaHoit
MpoBOAMMOCTH (LIMT. 1o [12]).

Yacrora BcrpedyaeMoctd DKI'-0TKII0HEeHHI
y 6oababIx MJIJI (umT. mo [9, 12])

Yacrora

ODKI-mipusHak
BCTpeyaemocTu, %

Bricora 3y61uia R 6oiiee 4 MM

B OTBEICHUU V| 93
3y6e1r Q B G0KOBBIX OTBEICHUSIX 30
OrtHouenue R/S 6onee 1

B OTBelIeHUU V, 77
OtHouenue R/S 6onee 1

B OTBeIeHNH V, 33
AB-6no0kana I crerenu 10
KenynoukoBasi 9KTOIMS 30
CuHycoBas TaxuKapaus 77

KOBasl 9KCTPACUCTONMS, BCTpeUarolascs IpUMEPHO Y
30% mauuenTos [9]. Yactora BcTpeyaeMOCTH Hanbosiee
pernipe3eHTaTUBHBLIX DK -anomanuii mpu M1 ipuBe-
JeHa B Tabiuue. KapauanbHble OCIOXKHEHUS BBICTYMA-
10T KaK HETOCPEICTBCHHASI TIPUIMHA CMEPTH IIpHUMep-
Ho B 10% ciydyaeB, M cepledHasl HEIOCTATOYHOCTh B
KIIMHIYECKY Pa3BEPHYTOI (popMe TIPOSIBISICTCS JIMIIh
Ha (UHANIBHBIX CTagusx 3abojeBaHusl. CTOUT OTMe-
TUTB, YTO B CBSI3M ¢ X-CICTUICHHBIM THUITOM HaCJIeI0Ba-
HUS pa3BepHyTasl KIMHUYEeCKash KapTHHa HaOJItogaeTCs
TOJIBKO Y TIAIIMEHTOB MYKCKOTO TTI0JIa, B TO BpeMsI KaK y
JKEHILIMH — HOCUTeJIel TeHa 3a00ieBaHMSI TAKXKE MOTYT
BBISIBJISIThCS cxoxkue DKI-aHomanuu [11].

K coxaneHuto, BO3MOXXHOCTH TepaIiiu Kapauaib-
HBIX OCJIOXKHEHUWI TPU MBIIIEYHOM mucTpodum ro-
IIeHHA Ha CeTONHSIIHUNM OeHb OTPaHUYMBAIOTCS
CTaHIAPTHBIMM MeTomaMU (apMaKoTeparuy cepaeyd-
HOI HEeIOCTaTOYHOCTU. TeM He MeHee TTepBbIe SKCIIC-
pPUMEHTaJIbHbIe JaHHbIE 00 MCIOJb30BAaHUM T'€HHOU
Tepanuu (MIpUMEHEHNE TeHa TUCTPOGIHA) TTO3BOJIS-
10T HaJesAThCS Ha MOsIBICHUE 0oJiee NeCTBEHHBIX Me-
TOOB JICUYCHMST TOTO TSKEJIOTO 3a00IeBaHNs.

MBIITEYHAA ITUCTPO®NA BEKKEPA

Mpeimeunas auctpodusi bekkepa (manee — MJIB)
ObLa BbIIEJEHA B CAMOCTOSITEJIbHYIO HO30JIOTHIO (pa-
Hee oHa Bxonuia B rpymry MJID) P. E. Becker 1 E Kie-
ner B 1955 r. [3]. Do 3ab60seBaHKE NMEET MHOTO OOIIIe-
TO C TIPOTPECCUPYIONIEH MBIIIIEYHOI auctpodueii dio-
IIIEHHA, OMHAKO OTJINYaeTcs 0ojiee MO3TAHUM 1e0I0TOM

1 IOOPOKAYeCTBEHHBIM TEUCHHMEM; TeH 3a0oJieBaHMUs
KapTupoBaH Ha X-XpomocoMme, B jokKyce Xp21. Kak u
muoauctpodus Hromenna, MJIb obycinoBieHa myrta-
uusiMu reHa aucrpoduna [16]. [pu oTcyTcTBUM CUHTE-
3a guctpoduHa 60ye3Hb (DEHOTUTTNUECKHU TTPOSIBIISIETCS
dopmoti [l1olieHHa, TPU HAPYILIEHUW CUHTE3a TUCTPO-
¢urHa ¢ U3MEHEHNEM JIMHBI €r0 MOJEKY/Ibl UM CHU-
JKeHUEM KOJIMYeCTBa CUHTE3UpYyeMOro Oejika pa3BuBa-
ercsa popma bekkepa. YacTora BcTpeyaeMOCTH OT 3 11O
5 ciaydaeB Ha 100 000 >XMBOPOXAEHHBIX MaJTbUUKOB.
IlepBbie Mpu3HaKKU 3a00€BaHNSI BOBHUKAIOT TTO3IHEE,
yeM TIpy MHoITatin JIjoleHHa — B KOHIIE TIEPBOTO Je-
CATUJICTHS 3KU3HU, ¥ OTJIMYAIOTCST BApUA0EIbHBIM TeUe-
HueM. [TepBbIMU cUMIITOMaMM 3a00JI€BaHUS SIBJISTIOTCS
CJ1a00CTh U YTOMJISIEMOCTD TIpU XOAb0e 1 (PU3NYECKUX
Harpy3skax, BbIpa>keHHbIE MUAJITUM B HOTaX, XapaKTep-
HO M3MEHEHWE IMOXONKU IO THUIy YTUHOM, aTpodum
MBIIIIL] Ta30BOTO Tosica 1 Oeaep (BepXHUEe KOHEYHOCTHU
JTOJITOE BpeMsl He BOBJIEKAlOTCs B mpouecc). Oonurar-
HBIM TPU3HAKOM 3a0o0JIeBaHUsS SIBISETCS HaIUuMe
TICEBIOTUITEPTPODHIT Pa3IMIHBIX (TTPEUMYIIICCTBEHHO
WKPOHOXHBIX) TPYIIT MBI Ha mo3gHux cramusx 3a-
0oJIeBaHMS TIPUCOCAUHSIOTCS KOCTHO-CYCTaBHBIC JIe-
dopmanmu. CriocoOOHOCTh K CAMOCTOSITETLHOI XOIb0e
HepenKo coxpaHsieTcsi 10 copoka JieT. B ominuue ot
Muonatun JiolieHHa, TIpH KOTOPO OOJIBITMHCTBO JIe-
TaJbHBIX UCXOJIOB HACTYIIAET B Pe3yJIbTaTe pecrupaTrop-
HBIX OCJIOXKHEHUIA, TIPX MBIIIeYHOU qucTpodnn bekke-
pa cMepTh HACTyMaeT yallle BCEero OT CepAeyHOl Hemo-
CTaTOYHOCTH, HEPEAKHN CJTydau BHE3AITHOW CEpAeYHOU
cMmepTu. JIIMTEbHO COXpaHSIOUIAsCs ABUTaTeIbHasK
aKTUBHOCTbD Yy TauimeHToB ¢ M/Ib sBrsiercst hakropom,
KOMITPOMETHPYIOIIM CIIPOBOLIMPOBAHHBIN JIeDUIIN-
TOM JIUCTpPO(PMHA MUOKApI, YTO OIpenessicT UMEHHO
CepIeYHYIO JEKOMITEHCAIINIO KaK OCHOBHOM KJIMHUYC-
CKUIA CUMIITOMOKOMITIEKC. [loaToMy B OT/IM4Me OT
OOJBHBIX ¢ MuomaTHheit JIioleHHa KapIMOMHOIATAN
Pa3IMYHBIX TUIIOB MOXHO HAOI0AATh Y CAMOCTOSITE b~
HO TIepeIBUTAIOIINXCS OOJIBHBIX ¢ MHUOIIaTHei bekkepa
3aYacTyl0 Ha CaMbIX PaHHUX CTaausIX 3a0oJieBaHUs.
HMeHHO TIpHOpHUTET MOPaKEHUS CEpACUYHON MBIIIIIIBI B
kimHuke MJIB 3actaBisieT HaC BHUMAaTEJIbHO OTHEC-
THUCh K OMHOMY M3 HarboJIee TIPOCTHIX, 1 B TO K& BpeMs
BaXHBIX METOIOB MCCIICIOBAaHUS B KapaUOJOTMH —
OKI. CrniekTp 2/eKTpoKaparuorpapuueckux OTKIOHE-
HUM, XapaKTepHbIX JJIS1 MAlLIMEHTOB ¢ Muorarueii bex-
Kepa, XapaKTepu3yeTcsl HaJIUYMeM <«IICeBIOMHMbAPKT-
HBIX» U3MEHEHUH (puc. 2), IPSUMYIIICCTBEHHO 3aIHe-
0azayibHOI 1/uan 6okoBoii Jokanuzauuu [23]. Takke
4acTo BBISIBISIETCS BBICOKUM 3y0ell R B OTBeAeHUU Vi;
OTMEYaeTcs, YTO YaCTO PErMCTPUPYIOTCS MaTOJ0ruyec-
kue 3yousl Q B orBeaeHusx 11, 111 n aVE, a cymma amrr-
autyn 3yonoB Q B oTBeieHUsIX Vs, Vi, I 1 aVL nipeBbI-
111aeT 8§ MM MPU CTaHIAPTHOM ycuaeHuwu [1].
IMTatomopdosornyecku BhILIECONTUCAHHBIE U3MEHE-
Hus Ha OKI MoryTt ObITh 00ycIOBIEHBI TUGM(Y3HBIM
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Puc. 2. BKI nmanuenTa 28 et ¢ 1MarHo30M MPOTrPeccH-
pyloleit MblleuHoit quctpoduu bekkepa.

MUOKapIAUaIbHBIM (PUOPO30M C MPEUMYLIECTBEHHBIM
BOBJICUEHNEM 3a1He0a3aIbHON U OOKOBOI CTEHKM Jie-
BOTO 3KeJy/J04YKa, BBISIBISIEMbIM ITPY TMCTOJIOTMYECKOM
HCCIIEIOBAHNN CcepleYHOi MBIIIIL [21]. Y3 Hapyire-
HUI POBOIMMOCTH HauboJjiee YacTo perucCTpUpyoTCs
aHoMasbHas Mopdoitorus QRS-KoMITieKkca B OTBeIe-
HuM V| (IT0 TUIY HEMOJHOU OJ0Kaabl MPaBOi HOXKU
nyuka [uca), aTpUOBEHTPUKYJSIPHbIE OJIOKAIbI pa3-
JIMYHBIX CTENEHEH, HAPYILIEHUS BHYTPUXKETYI0YKOBOMN
MPOBOJAMMOCTU W HapylleHMsl pernojspuzauuu [25].
B perpocniektuBHOM uccnenoBanuu G. Nigro, mocBsi-
1LeHHOM aucrepcuun uHrepBaia Q7T'y 6oabHbIX M/IB,
OBLIO TIOKa3aHo, 4yTo uHAeKChl Q7c, Q7d OB 1OCTO-
BEPHO BbIIIIE, YEM Y TTALIMEHTOB KOHTPOJIbHOM IPYMIIbI.
OcoOeHHO WHTEPECHBI CpaBHUTEIbHBIC HaHHBIC
OT-nucnepcuu (puc. 3) [18]. CTOUT OTMETUTB, UTO U3
30 BKIIIOUYECHHBIX B TAHHOE MCCIIeI0BAHNE MAIlICHTOB
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Puc. 3. CpaBuenue Q7-aucnepcuu y MallMeHTOB C MbI-
meyHoit nuctpodueit bekkepa, ymepiuux BHE3arHO,
BBIKMBIIIMX U TPYMIIBI KOHTPOJIS (30POBbIE JIMIIA MYX-
ckoro nosa) (uut. mo [18]).

8 yMepau BHe3aImHo B TeueHue 12 Heaeslb OT Havyalla Ha0-
moneHus. HecoMHeHHBII MHTepeC TIPEICTABIISIIOT TaH-
HbIe OTEUECTBEHHbIX aBTOPOB [1]: Tak, Mo pe3yasraTam
o0cienoBaHMs y MalMeHToB ¢ auarHo3om MJIb B cra-
I HavyaJbHbIX MPOSIBACHUI MUOIATUYECKOIo IPo-
1ecca HapylieHWs puTtMa cepiia (CMHycoBasl TaxXu-
apUTMUSI, CYIpPaBEHTPUKYJISIpHasl 3KCTPACUCTOJIMUS,
MUTpaLKsT BOAUTEISI PUTMA) BBISIBJIEHBI B 75% cily4aes,
HapyLIeHUS CePIeYHON MPOBOANMOCTH (CUHOATPHAIIb-
Hast 6yokana Il cremeHu, HapylIeHNe IMPOBEICHMS IO
HOXKaM ITy4yka [ica) — y 67% OOJIbHBIX, KOCBEHHBIE
MPU3HAKN (PHOPOTIIECKUX U3MEHEHUI B TIPEICEPIMSIX
(TIporpeccupyrolree yKopoueHre nHTepBaia PQ), Mruo-
Kapae (matomornueckuit Q-3ybelr), aHaokapae (mpo-
rpeccupyloliee ymwiiHeHue nHrepBaia Q7) — B 58%
cJIyJaeB, MILIEMUYECKUE HapyILIEHUs] B MUOKap/Ie JIEBO-
ro XeJlyaouyka (30HaJbHOE yIutolleHue 3youa 7' win
OTpULIATENIbHBIN 3y0elr 7, 30HaJbHasI 2JeBallusl WIN
nenpeccust cermenta ST) — y 66% GOJIbHBIX.

MeToanl JiedeHUs] KapAuadbHBIX OCJIOXHEHUM
MBIIIIEYHOM nucTpodun bekkepa ocTaroTcs CUMIITO-
MaTuaecKuMu. OTIcaHbl HECKOIBKO CIyJaeB YCIIe-
HO TpaHCIDIAaHTAIlUK Cepla.

MBIIITEYHAS TUCTPODUS
DMEPU-IPEN®YCA

Mpbmieunast nuctpodust Omepu—/peiidyca Hacne-
JyeTcs 110 PELIECCUBHOMY, CLIETUIEHHOMY € X-XpPOMOCO-
MO THITY, OTHAKO U3BECTHBI M CJTy9ar ayTOCOMHO-I0-
MMWHAHTHOTO BapuaHTa HacjenoBaHus. [eH 3a0oseBa-
HUS pacIiojiaraeTcss B JUCTAJIBHOM OT/ENe IJTUHHOTO
ieda X-XpoMOCOMEI, B JIoKyce Xq28. B omimyue or
MO u MJIb, naHHas pa3HOBUAHOCTb MbILLIEUHBIX
nucTpodrii CBsI3aHa ¢ MyTallMell reHa, KOTUPYIOIIeTro
SMEpPUH — OCJIOK, HaXOISIINiicsS Ha BHYTPEHHEHR CTO-
poHe MbllIeuHOoi MeMOpaHbl [5]. IlepBble mpu3HaKu
3a00JIeBaHUS TIPOSIBIISIIOTCS B Bo3pacTe 4—15 net. PaH-
HUMHA TIPOSBICHUSIMHI OOJIC3HU SIBIISTIOTCST PETPAKIIAM
aXUJUTOBBIX CYXOXWJIMM (OONbHBIE BBIHYXIEHBI XO-
IIAThH, OTIMPAsICh Ha TIAJIbIIBI M HApPY>KHBIC Kpasi CTOII).
B nanbHeiieM pa3BUBalOTCSI KOHTPAKTYPhI JIOKTEBBIX
CYCTaBOB, JIIOMOAJTbHBIN JIOPA03 W aTPOGHH MBIIIIL Ta-
30BOrO Mosica U Oefep; Mo3ke BOBJICKAIOTCS MBIIIIIIBI
TUTEYEeBOrO Mosica. XapaKTepHO MEIJICHHO MPOrpeccu-
pytoliiee TeueHue. Y 00JbIION YacTy O0JbHBIX B T1ATO-
JIOTUYECKUI MPOLIECC BOBJIEKACTCS CEPIILIe C Pa3BUTU-
eM KapAMOMHUONAaTHi, HapyIIeHUI pUTMa W TIPOBOIM -
MOCTH, KOTOpble HEYKJIOHHO MporpeccupyioT [15].
[MpuHsTo cuutath, 4TO Tpu nuctpopuu DMepu—
Hpeiipyca MMEHHO HapyllleHUsI TPOBOAUMOCTU CIIy-
XKaT OCHOBHOW TPWUYMHOW JIETAIBHBIX OCJIOXHEHUM.
BeposaTHBIM 0OBSICHEHMEM MOXKET CIIY>KUThb TOT (PaKT,
YTO SMEPUH 3aIeiCTBOBAH B IIpoIiecce KIICTOUHOM aI-
re3uyd U MEXKJIETOYHBIX B3aMMOACHCTBUSX, CTOJb
BaXKHBIX ISl TIpoBeAeHUsT UMITyJibcoB [8]. Haubonee
PaHHUMHU 3JICKTPOKapAMOrpaUISCKUMUA CUMIITOMA-
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Puc. 4. ODKI' mpu MplmeyHoit muctpodun DMepU—
Hpeiidyca — yznoBoii put™m ¢ YXKC 37 B MUHYTY.

MM SBJISTIOTCS CMHYCOBAsI OpaguKapaus W aTPpUOBEHT-
pUKyJsipHas 6j0Kaga 1 cTreneHu, KOTOpble B TadbHel-
IIIeM TTPOTPECCUPYIOT B Y37I0BO# puT™ (puc. 4) [4]. Pu-
HaJIOM 3TUX HapyIICHUH IIPOBOANMOCTH SIBJISIETCST, KaK
npaBwio, GuopuIauMs Tnpeacepauit. MHTepecHo,
YTO MO JAaHHBIM HEKOTOPBIX aBTOPOB [7], MuoKapm
npeacepauii mopaxaeTrcs: pu IUCTpouu DMepu—
Hpeticpyca 3HAUMTETLHO paHbIIIe MIOKAPIA XeTyI0d-
KoB. 3avacTyio (peHOMeH atrial steandstill mpeaiecTBy-
€T BO3HUKHOBEHUIO (ubpmuianuu npeacepauii. Co-
IJIacHO pe3yJbrataM uccienoBaHus J. Bensaid 1 coaBT.
[2], v 33% mauueHTOB ¢ NAHHBIM CHEHM(MUICCKUM
BUIOM MBILLIEUHOM UCTPODUU TIPUCYTCTBOBAT (heHO-
MeEH M30JIMPOBAaHHON OCTAHOBKH TTPEICEPIMIA.

ITo mepe mporpeccupoBaHus (PUOPO3HO-KUPOBOIT
MHOWIBTPALIMK MUOKap/Ia MPOLIECC PACIIPOCTPAHSIETCST
Ha XeJIyIOUKH C TTOCICAYIOIINM Pa3BUTHEM IIPOTPEeCCH-
pyIolLIeii KapIUOMETaIMK 1 CEPIeUHOI HEMOCTATOYHOC-
. CHHIPOM BHE3AITHOM CepIeuHON CMepTH HaOJTIoma-
eTcst ipuMepHo y 50% malMeHTOB U Yallle BCETo CBsI3aH
¢ Opaguaputmusmu [15]. UMeHHO MO3TOMY CTOJIb BaX-
HOW MPEACTABIISIETCS PAHHSISA IMArHOCTUKA HAPYILIEHUIA
pUTMa cepalia Y JaHHBIX TAIlACHTOB.
CBOEBpEMEHHO TMpPEANpPUHSITas HM-
IJIAHTALUS JIEKTPOKAPAUOCTUMYJIS-
TOpa MOXET YIy4IIIUTh ITPOrHO3 1 Ka-
YECTBO KM3HM OOJBHBIX MBIIICUHOM
nuctpodueit ODmepu—/Ipeiidyca.

MUOTOHNYECKAA
JANCTPO®UA

MuoTtoHuyeckass AucTpous —
3a00JIcBaHNE C ayTOCOMHO-IOMM-
HAHTHBIM TUIIOM HACJIeAOBaHUS, Xa-
paKTepu3yIolleecs BHICOKOH cTere-
HbIO TEHETPAHTHOCTU MYTaHTHOIO
reHa. [eH MblnieyHol guctpoduun
pacmomaraercst B Jokyce 19ql3.2.
[MpusHaku 3abosieBaHMSI BO3HUKA-
10T B Bo3pacte 16—20 jieT u xapakre-
PUBYIOTCS KJIMHUKON MMOTOHUYEC-
KOTO CHHIpPOMa, MUOMNATUIECKOTO
CUHAPOMA W BHEMBbIILIEYHbIX Hapy-
IIEHUI ¢ YaCTBIM HapyIIeHUEM cep-

JNIEYHO-COCYIUCTON CUCTEMBI, HEUPOIHIOKPUHHOM
MaTOJIOTHEH, KOCTHO-CYCTaBHBIMU AcOpMaIUIMU 1
paccTpoOiiCTBAMM 3pUTEJILHOTO aHaiu3atopa. MuoTo-
HUYECKUE CUMITTOMBI TTPOSIBIISTIOTCSI B BUIC MUOTOHU -
YECKHUX CIMa3MOB, IIaBHBIM 00pa3oM B XeBaTeJbHBIX
MBIIIIIAX U CTHOATEIISIX TAIBIICB, TTOSIBIISIIOTCS TIPY Ha-
yajie OBWKeHUs (TIPpU IOIBITKE CXaTh PYyKy B KyJak,
HayaTh ABMKCHHE, OTKPHITh POT). B MO3MHMX cTammsx
3a00J1cBaHUsI M3-3a TIPOTPECCUPOBAHUST MBIIICUHBIX
arpouii BBIPaKEHHOCTh aKTUBHON MWOTOHWUM CHU-
xkaercsa. OCOOEHHOCTH MOPaXKeHMS Cep/lia IIpu MHO-
TOHUYECKOU AUCTPO(PUM 3aKITI0UAIOTCS B TIPpEeUMYIIe-
CTBEHHOM TIpeoOJIafaHNU apUTMHUII W HapyIIeHUM
MPOBOAUMMOCTH, B TO BpeMsl KaK KapAMOMHUOIATUsI 00-
HapyxXuBaeTcs peako (puc. 5). Hapymienust mposene-
HUs HauuHatTcs ¢ AB-Omokans! | crenenu, u ganee,
Kak IMpaBuI0, BO3HUKAET TperneTaHue Win Guopusis-
s npeacepauii. Emie omHoit 0cOOEHHOCTBIO MOpa-
JKEHUS cepla IMPpU MUOTOHUYECKON TUCTpopUU SIB-
JISIeTCST HapyIlleHHasI pejlakcallisl MUoOKap/a, 4To Ipy-
BOJUT B OOJIbIIEN CTENEHU M K JUACTOJUUECKON ArcC-
GYHKIIMYA TIpM HOPMAaJIBHBIX pa3Mepax M OOBEMHBIX
rnokasareJisix 000uX XeJayaoukoB. YTo KacaeTcs jeue-
HUS KapAWaJdbHBIX OCJIOXHEHUM MHOTOHHYECKOM
IUCTpOodUM, OHO, KaK 1 IJIs OOJBIIMHCTBA HEHPOMBI-
IIEYHBIX 3a00JIeBaHUII, OCTAeTCS HA CETOMHSIITHUIA
JIeHb CUMITTOMAaTUYECKUM.

B 3akitoueHure 3Toro 063opa XoTejaoch Okl ellle pa3
00paTUTh BHUMaHME HAIIMX YMTaTesell Ha BaXKHOCTh
MpoOJIeMbl KapAWaIbHBIX OCIOXHECHWI HEWpPOMBI-
LIeYHbIX 3a0ojeBaHuii. Benb oOlmMpHas ux rpyrma
SIBJIAETCS He YeM MHBIM, KaK HaIJISITHOM MOJICKYJISIp-
HOM MOJEJbI0 HEPEIKO BCTpEYalOIIEHCSI Ha CEero-
IHSIITHAN AeHb OWIATAIMOHHOW KapIMOMMWOITaTHI

Ll
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Puc. 5. DKI (3apeructpupoBaHHasl ¢ pa3Hulleil B 1 rom) y 60JbHOI MUOTO-
HUYECKOU TUCTpodueii.

OO6paiaet Ha ce0sl BHUMaHUe YAJIMHEeHe nHTepBaia PO 1 yinpeHue Komriekca QRS, 4to
oTpaxkaeT yXyAlleHWe MPOBOAMMOCTH 3a 12 MecsiieB HaboaeHus (LUT. 11o [2]).
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(AKMII). BeposiTHO, UMEHHO Ae3UHTErpaius 1UTO-
CKJIETa MOXKET CIIYKHUTh ITyCKOBBIM MEXaHU3MOM pa3-
Butus JIKMII. B aTOM oTHOLLIEHUM KpaliHe UHTepec-
Hbl pabotel C. Badorff u coaBt. [2], koTopbie Tipoje-
MOHCTPUPOBAIM BO3MOXKHOCTb CYILIECTBOBAHUS MO-
JIeKysipHO-TeHeTnueckoi monenu JIKMII, mokaszas,
yto nH(peKuMs coxsackievirus B3 cTpykTypHO pa3py-
maeT IUCTPOUH-aCCOLMUPOBAHHBIE OEJNIKU IIUTO-
cKejeTa MMOKapaa. B cBoio ouepenb, B3aMMOCBSI3b
MeX]y MaTojiorueil 6eJKoB HUToCcKeaeTa (Takux, Kak
BUHWINMH, TaJIUH, TUCTPO(GUH U [Ip.) U pa3BUTUEM Ta-
KUX 3a0o0JieBaHUIi, KaK MBIIICUYHbIe OUCTPOUU U
JKMII, MOXeT MOCIy>KUTh KJIF0OUYOM K IMOUCKY HOBBIX
BO3MOXHOCTE Tepanuu 3Ty 3a0oieBaHuit [24].
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ITPOAPUTMUU - PAPMAKOTEHETHYECKUE HAPYIIEHU A?

E. 3. Ioayxoea, H. I'. Kounadse

Hay4HbIlh LEHTP cepaeyHo-cocyancTom xmpyprum um. A. H. bakynesa (amp. — akagemuk PAMH J1. A. Bokepwus)

PAMH, MockBa

HapymeHI/IH pUTMa SIBJISIIOTCSI OTHOW U3 TJIaB-
HBIX IPUIUH CMEPTH Y OOJIBHBIX C 3a0071eBa-
HUSIMU ceplua. B mocnenHue roabl Mpu JieUEHUU
APUTMHI BCe Yallle MPUMEHSIOTCS aHTUAPUTMUIECKHEC
Tpernaparsl, yBEJIUYMBAIOIIKNE IMPOLOJLKUTEIBHOCTD

MoTeHIMaga AeCTBUSI. DTO OOYCJIOBICHO HaKOILIe-
HUEM JaHHBIX O POCTE CMEPTHOCTU MPU MTPUMEHEHUU
0JIOKaTOPOB HATPUEBBIX KaHAJIOB, OCOOEHHO y 00JIb-
HBIX CO CTPYKTYPHBIMU TMOpaxeHUusiMu cepaia. Hau-
OONBIIMIT PUCK MPOAPUTMUI XapaKTepeH sl TakK



