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HCCMOTpH Ha OTHOCHUTEJbHO HEOOJIbIIYIO Yac-
TOTY BHe3amHoil cepaeuHoii cmeptu (BCC)
cpeny IeTeil M IMOAPOCTKOB, 3Ta MPOOJIeMa OCTaeTCs
HE PEIIECHHOM I10 CEN I€Hb U UMEET KOJIOCCAIBbHOE CO-
LIMajJbHOE W MeAUIIMHCKOe 3HaueHue. YacTora BHe-
3aITHOM CMEPTHU CPEAU MOJIOIBIX JIIOIEK COCTABIISIET OT
1,3 mo 8,5 Ha 100000 nauuenTosB B rox (Liberthson R.,
1996) [10]. UccnenoBanue D. Spurgeon (2001) BbI-
sBuito yBenmmueHue Ha 10% uwncia ciryaaeB BCC cpe-
1 pereii v moapoctkoB CIIA ¢ 1989 o 1996 1. [16].
ITpu matosoro-aHaTOMUYECKOM UCCIENOBaHUM B 2/3
STHX CJIydaeB OblIa YCTaHOBJICHA KapauajdbHasl TIpH-
yuHa cMepTh. Y 50% maiumeHToB, YMEpPIIUX BHE3ar-
HO, MMEJINCh TIPEIIIeCTBYIOIINE KaJOObI Ha OO
B TPyOAM M/WIM CHHKOMaJbHbIe cocTosiHus [10].

IMo nannbiM O. Topaz u coast. (1985), y 16% GoabHBIX
3TOU KAaTeropuu 3aperucCTpUpPOBaHbl CEMEWHBIE CIIy-
yau BHe3aIrmHoil cmeptu. MccnenoBanue ceMeii, B KO-
TOPBIX ObUIM 3aperruCTPUPOBAHBI CIydyad BHE3AMHOMN
CMepTH B MOJIOJIOM BO3pacTe, BBISIBUJIO HAJIMIUE Te-
HETUYECKU OOYCJIOBJICHHBIX MOHOMATUl (ceMeitHast
nouMopdHast XKeJTyI0uKoBask TaXuKapusi, CAHIPOM
yumnHeHHoro uHtepBasia Q7, cunapom bpyrana) B
40% cnydaes [20]. HecMoTpst Ha TO, YTO pe3yIbTaThI
[1aTOJIOr0-aHATOMUYECKOI0 MCCJIEAOBAHUSI TOKa3bl-
BalOT BBICOKYIO BEepOSITHOCTh (60—75%) Hamuuus re-
HETUYECKOTO 3a00JIEBaHUSI Y JIMII, yMEPIINX BHE3ATI-
HO, OOJIBIIMHCTBO CJIy4yaeB BHE3alHOW CMEpPTU Ha
MpaKTUKe ocTaloTcd HeoObsicHeHHbIMU [20]. Bee aTo
ornpenessieT HaCTOSITENbHYI0 HEOOXOIUMOCTh Ooree
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TILIATEJbHOTO U3yUYeHUs BO3MOXKHbBIX NMpuuuH BCC,
HaIIpaBJICHHOTO B KOHEYHOM cYeTe Ha OoJiee paHHEe
BBISIBJICHUE TTALIMEHTOB U3 I'PYMIIbI PUCKa.

KeymoukoBele apUTMUN, PETUCTPUPYEMbIE Y T1a-
LIMEHTOB CO «3I0POBLIM» CEPLIEM M HOPMAJIbHOM 3J1e-
KTPOKapAOTpaMMOIi, paHee B OOJIBITMHCTBE CTyJacB
paccMaTpyBaINCh KaK UaonaTudeckre. Moiexysp-
HO-TEeHETHYECKME UCCIIe0BAHMS ITOKA3aJIu, YTO MyTa-
LM B TeHAX, KOAUPYIOIINX COKPATUTEIbHbBIC TTPOTECH -
HBI CepICYHOI MBIIIIIBI, SIBJISIETCSI OMHUM U3 CyOCTpa-
TOB Pa3BUTHS «MAMOMATUIECKOI» aputmun [13]. Ot-
KpBITHE TeHa IByHANPaBICHHOM XeJTyT0YKOBOI TaXu-
kapauu (2KT) 1103BoJIMIIO BEIBUHYTH M IIPOAEMOHCT-
pUPOBATh TMIIOTE3Y O TOM, YTO CTpeCcC-MHIYLIMPOBAH-
HBIC XW3HEYTPOXKAIOIINe apUTMHUU (IByHAITpaBJICH-
Has KT, nonumopdHas KT, karexoiaMuHapruyeckast
XKT), pazBuBaromvecss y MOJOIBIX JIUAL] CO «3I0PO-
BBIM» CEpIILIEM, MPENCTABISIIOT coboit heHoTUunuYec-
KHe BapuaHThbl OAHOTO M TOTO ke 3abojeBaHust [7, 15].

BrniepBrie cemeiiHasg moamMopdHas XKeJIyI0uKoBast
taxukapaus (CITXKT) 6buta onucana B 1978 . Coumel
u coaBT. 3aTeM A. Leenhardt u coaBT. B 1995 . orry6:1m-
KOBaJIU CEPUI0 HAOIIOEHHIA, B KOTOPBIX Oblla 3aperu-
CTpPUpPOBaHA CTPECC-MHAYLIMPOBaHHAS IBYHAIIPABICH-
Has KT Ha ¢oHe «3mopoBoro» cepaua [8]. [Tpubausu-
TEJIbHO B OTHOM TPETH 3TUX CIyJacB UMENNCH CIIydan
BHE3alTHOW CMEepTH B CeMbe B MOJIOJAOM BO3pacTe
1/WIN cTpecc-00yCIoBIIeHHBIe CMHKOoIe. Mccmemona-
Teau ycraHoBwiM, yto DKI-KapTrHa XeayaouKoBoit
TaXMKapIuyl B JAHHOM CJIydae IOXoxka Ha TaKOBYIO
MPU TUTUTATUCHOM MHTOKCUKALIMU. ABTOPHI paccMaT-
pUBaJIM 3aMeUIEHHYIO TIOCTACIIONSIPU3alINI0 KaK BO3-
MOXKHBIN apUTMOTEHHBIN MeXaHU3M TaXxuKapauu. boi-
JIO BBICKA3aHO TIPEIITOJIOXKEHUE O TeHETUYECKOM Xa-
pakTepe 3a00JIeBaHHS C HEIIOJHOM TIEHETPAaHTHOCTHIO
reHa Wid HaJTuIreM MyTaiuu de novo.

B 1999 1. H. Swan u coaBT. onmcaan apuTMHIIECKUi
CUHJIPOM C ayTOCOMHO-IOMUHAHTHBIM TUIIOM HacJjie-
IOBaHMSI, KOTOPBIM XapaKTepu3yeTcs ITOTMMOpPGhHOI
JKEJTYIOYKOBOU TaxuKapAauen, UHAyLIUpyeMoi hu3n-
YeCKOil Harpy3KoM, IMpH OTCYTCTBUU ITOKYMEHTHPO-
BaHHOro 3abosieBaHus cepaua [19]. Bro uccnemona-
HME TOJOXWIO HAavyajlo TeHEeTUYECKOU paciimbpoBKe
apuT™Muu. Bbu1o IMoKa3aHo, 4YTO y HallMEHTOB UMEIOTCSI
U3MEHEeHMUs B XpoMocoMe 1, mokycax 1q42—q43. Heob-
XOJUMO OTMETUTh, YTO 2-i TUIT apUTMOTeHHON arC-
IJIa3UM ITPABOTO XKeJTyI0YKa TakKKe 00YCIOBIIEH MyTa-
IMSIMA B 3TUX JIOKYCaX, YTO ITO3BOJIMJIO IIPEATIONO-
SKUTB aJIJICJIbHBIN XapakTep 3a00JIeBaHUi (3Ta IMIIOTe-
3a ObLT0 Joka3aHa Tiso u coasT. B 2001 1.).

KiroueBass pojib B CONMpPSDKEHUU BO3OYXKIECHUST U
COKpAIIIeH!s] MBIl cepAlla TTPUHAIICKUT Kapau-
aJlbHOMY puaHoauHoBoMy perientopy (RyR2) (reH ko-
TOpPOTro Jouupyercs B xpomocoMe 1gq42-43). M3meHe-
HHUE TIOTeHLIMasa ACHCTBUS BBI3bIBACT ABMKEHUE MO-
HoB Ca2* yepe3 capkosiemMmy L-Tumna KajblIMEBbIX Ka-

HaJIOB BHYTPb KapIMOMUOIIUTOB. DTO B CBOIO OYepelb
MIPUBOINT K BBICBOOOXICHHUIO M30BITOUHOTO KOJIMYE-
CTBa MOHOB KaJIbLIMS U3 CapKOILJIa3MaTUUYeCKOIO PETH -
KyJIyMa B LIMTOIUIa3My KJIETKU Yepe3 BTOPOIT TUIT pra-
HOOMHOBOTrO pelienTopa. B coctaB atoro peuemnropa
BXOJSIT NOMOJIHUTEbHBIE PETyISATOPHBIE MPOTEUHBI,
Takne Kak Kanbctabud 2 (FKBP12.6, crabunusupyro-
Ui 3akpbiToe cocTtosiHue Ca2t-kKaHajla) U KajbCeK-
BectpuH 2 (CASQ2, aBISONIMIICA BaXKHEHIIUM pe-
3epBYapoM KaJIbLIUSI BHYTPU CapKOIIa3MaTUYECKOTO
petukyiiyma). Pelientop aKkTMBUpYeTCsI HU3KUMU KOH-
neHtpanusaymu Ca2+ u ogaBisieTcsl BBICOKMMU, TIPH-
YeM CBSI3BIBAaHME CHEIM(UUISCKOTO aKTHMBAaTOpa yBe-
JIMYMBAET YyBCTBUTEIBHOCTD K Ca2*. KaTexosaMUHBI,
BBIOpachIBacMBIC B KPOBb B MOMEHT CTpecca W/WIHN
¢u3rMYecKoil HArpy3KM, BbI3BIBAIOT COKpAILlEHUE Ccep-
IEYHOM MBIIIIBI IT0 MeXaHu3My Ca2*-mHIyIpoBaH-
Horo BeiOpoca Ca2* 3a cueT hochopuIMpoBaHusI MPO-
TeMHKWHA3bl PUAHOAMHOBOrO perientopa. S. Priori u
coaBT. B 2000 . BeissBUIM MyTaluy reHa RyR2 B yeThI-
pexX CeMbsIX C TUMWYHOM KIMHWYECKOW KapTUHOM
CITXT u ceMeliHBIM aHAMHE30M BHE3aITHOI CMEPTH B
MOJIOIOM BO3pacTe, MPOJEMOHCTPHUPOBAB TaKUM 00-
pa3oM 3HAYEGHWE BTOTO T'€Ha B Pa3BUTUM apUTMUM
(puc. 1). Tot dakT, uro ToabLKO y 4 U3 12 nMpobdaHIOB
ObUT HaiileH M3MEHEHHBIN TeH, ITO3BOJIMJI aBTOPaM
MPEAIOJOXUTh TeHETUYECKYIO TeTePOreHHOCTh 3a00-
neBanusi. Myranus RyR2 rena o0ycioBiuBaeT ayTto-
coMHO-noMUHaHTHBIN BapuaHT CITXKT [7, 15]. Pe-
neccuBHbIt T CITXKT 6b11 onucan Lahat u coaBr.,
M3MEHEHMSI B JaHHOM CJIydae 3aTparMBaroT KaJlbCeK-
BecTpuH-TeH (CASQ2). MosekyasapHbIi MaToreHe3
CITXT teMm He MeHee 10 KOHIIA He siceH. [Ipenrmomnara-
€TCSI, UTO B Pa3BUTUN apUTMHUH MOXKET MMETh 3HAUCHNE
MoBBIIIeHNE 0a3aabHOro ypoBHs RyR2-kanana, nsme-
HeHue ero (ochopunupylolleii cnocoOHOCTU, Hapy-
IIEHNE B3aMMOICHCTBHS 3TOTO KaHAaJla ¢ IPYTUMU MO-
JIEKyJaMu WM MOHAMU (HampuMep, Ha YPOBHE Kajlb-
cTabMHA M KaJbCCKBECTPUHA 2) WM HapyIICHHUE eTo
aKTMBallMU BHE- U BHYTPUKJIETOUYHBIMU MOHAMU KaJlb-
s [6]. B Hactostmee Bpemst CITKT pasnmensior Ha
IIBa TUMA MO HAJIWYMIO WU OTCYTCTBMIO MYyTallMU B
RYR?2 reHe (reHHbIV 1 HETEHHBIN BapuaHThl) [14].
OCHOBHbBIC KIMHUYECKHUE XapaKTepUCTUKM 3a001e-
BaHMs1 ObLIM JaHbl A. Leenhardt u coaBT. B 1995 1t [8].
I1Ipexne Bcero He0OXOAUMO MOIYEPKHYTh, YTO OCHOB-
HOM XaJI000ii MallMeHTOB SIBJISIIOTCS TIOBTOPSIIOIIECS
00MOpOKM Ha (poHE CTpecca, SMOLMOHAIBHON 1/WIHN
¢usnueckoii Harpy3ku. CorinacHo naHHbIM A. Leen-
hardt n coaBt., CIT2XKT Manudectupyet B O0JIBIINHCT-
Be (Oonee 50%) ciaydaeB CHHKOIIAJIbHON aTakoil B
MJIaaIIieM IKoJsHOM Bo3pacte (7,814 roma) [8]. Or-
CYTCTBUE CHUHKOIIE y AeTell Mjaniie 3-X JIET aBTOphI
OOBSCHAIOT BBICOKO TOJIEPAHTHOCTBIO TPYIHBIX JeTei
K 4aCTOMY KeJTyIOYKOBOMY pUTMY. BbIsIBIIeHa mpsiMast
3aBUCUMOCTb MEXIy BO3PaCTOM Ha MOMEHT IEPBOTO
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Puc. 1. Pe3yabraThl MOJIEKYISIPHO-TEHETUYECKOTO UCCIeTOBAHUSI OJHOM U3 4-X ceMell (a) U 3JeKTpOKapauorpam-

MBI (0).

a — 4YepHbIe CUMBOJIbI 0003HAYAIOT MAIMEHTOB C TeHETUYECKUMHU Ae(DEKTaMU U KIMHUYSCKUMU TPOSIBICHUSIMU 3a00JieBaHusI; Oesble
CHUMBOJIBI 0003HAYAIOT NHANBUIYYMOB 0€3 FeHeTUIeCKUX Ne(heKTOB M KIIMHIMUECKUX TTPOSIBIICHUIA; Cepble CUMBOJIBI 0003HAYAIOT HeoOcCIe-
JOBaHHBIX WHAMBUAYYMOB; CTPEJIKAMU yKa3aHbl pobaHabl 1 SD — HeoObsicHUMAasT BHe3amHasi CMepTh B MOJIOLOM BO3pacTe; MyTallust
hRyR2 R4497C Oblia BbISIBIEHA C TIOMOIIBIO TEHETMUECKOTO MCCIeN0BaHUs y MpobaHIa U MHANBUAYYMOB C KIMHUYECKOW MaHUpecTau-

eii 3a00J1eBaHMS;

0 — TIpUMepbI IByHATIPaBJICHHOM XKeJTYI0YKOBOM TaXuKapauu, MHIYLMUPOBAHHOM TIPU CTpecc-TecTe ¢ (PU3MIeCcKoi Harpy3koi y 1 nmpobaHa
u 4-x Hocuteseit reHa ARy R2 B 111 mokoseHuM BbileyKaszaHHO# ceMbu (Female — xeHckuit moj; Male — myskckoii o) [15].

00MOpOKa U TSKECThIO 3a00JIEBaHMSI, YEM PaHbIIIe 3a-
PETUCTPUPOBAHO CUHKOIIE, TEM Xy3Ke MPOrHo3. S. Priori
1 COABT. TTIOKA3aJI1, YTO TEHOTHUIT 3a00JIeBaHMUSI OITpe/ie-
JIIeT BO3pacTHBIC XapaKTepUCTUKM ero Havaia. Tak,
pu Hammuuy mytanuu RyR2 rena, cuHkomne BriepBbie
MOSIBJISIIOTCS B IETCKOM Bo3pacte (8+2 roga), npu ee
OTCYTCTBHUM — B OoJiee cTapiieM Bo3pacTe (20112 meT).
BruneykazaHHbIN hakT ©MeeT 3HaYeHKe U B MOJOBBIX
XapaKTepUCTUKAX: JKXCHCKMIA TI0JI IIpeo0IamaeT Mpy He-
reHHom BapuaHTe CITXKT, a myxXckoit mon sBisieTcst
dakTOopoM prCcKa BHE3aITHOM CMEPTH MPH HAIMYUKN
MyTalliM B FeHe pMaHOAMHOBOTO pelenTtopa [14]. Tak
Ke, KaK U B CITyJasiX ¢ CHHIPOMOM YIUIMHEHHOTO WH-
TepBasia Q7, meTsM B TeUEHUE IIUTEJILHOTO Mepuoaa
BPEMEHM OIIMMOOYHO CTABITCS IMATHO3BI SITWICTICUU,
JnapuHrocnasma u ap. 1o ganaeiM A. Leenhardt u co-
aBT., B cpeiHeM TpedyeTcs 3,5 roja Jisl yCTaHOBJICHUSI
nunarHos3a. ComracHo uccienoBaHusM S. Priori, BBISIB-
JIEHWE KapauaJbHOM MPUYMHBI 0OMOPOKOB IaJeKO He
Bcerna npuBoauT K auarHo3y CITXKT, 9 n3 30 manmeH-
TOB B T€UEHME 2-X JIET pacCMaTPUBAINCH KaK OOJIbHbIE
¢ cuHapoMmoM ymuHeHHoro uHtepBaia Q7 (CYQT) ¢
HOPMAaJbHON MPOIOKUTEILHOCThIO MHTEpBaia. B
aHaMHe3e, OJHAKO, MOXHO BCETIa HAWTU OYCHBb YeT-
KVe yKa3aHUs Ha CTpecc WU (DU3NYECKYIO HarpysKy,
MIpeAIIeCTBOBABINNE CUHKOIE. BoccTtaHoBiIeHME CO3-
HaHUsI MOcjie 00MOpOKa MPOMCXOAMNT CIIOHTaHHO, pea-
HUMAalLMOHHbIE MeponpusTUsl He TpeOyrorcs [8, 15].
IToMuMO cHUHKOIIE AOCTAaTOYHO YacTO MOIYT HaOJIto-
JTAThCSI TIPUCTYIIBI HEMOTUBUPOBAHHOM CJ1a00CTH, TOJIO-
BOKPYKEHUSI, pacCTpOICTBa 3peHusI. B HacTosImee Bpe-
MsI U3BECTHO, YTO TUIaBaHKE B OacceiiHe SIBSIETCS TPUT-
TePHBIM MEXaHW3MOM Pa3BUTHSI apUTMUH TIpU | THIIE

cuHapoMa yminHeHHoro untepsana QT (CYQOT 1) [1,
14]. G. Choi u coaBt. (2004) BbIIBUIN aHAJTOTUYHYIO
cBs13b nipu CIDKT. M3 43 mauuweHTOB, MMEBIINUX B
aHaMHe3e CUHKOIIE B BoJe, Y 28 ObUT IMarHOCTUPOBAaH
CYOT 1,y2—CYQT 2,y 3-Xx nallueHTOB He OOHapyKe-
HBI MyTaumu, xapaktepHoie mist CYOT, u B 9 (21%)
CJIyJasiX BBISIBJICHBI MyTalliM B T€HE PUAHOIMHOBOTO
peuenTopa [2]. ABTOpbI HACTauBalOT HA HEOOXOAUMOC-
1 ob6cnenoBanus Ha RYR?2 reH mpy HCKITIOUCHUM CUH-
JIpoMa yIIMHeHHoro uHrepBaia Q7 y NaHHOI KaTero-
pYM TIAIIICHTOB.

He MeHee BaXHBIM SIBJISIETCS] CEMEHHBIM aHAMHE3
cJlyyaeB BHe3aITHOW cMepTHu B MoJyionoM Bospacte. [1o
JAHHBIM Pa3JIMYHBIX aBTOPOB, KaK MUHMUMYM B 30%
cJlydaeB UMEIUCh YKa3aHUs Ha TTOA00HbBIE 3MU30/bI [2,
68, 14, 15, 19]. S. Priori 1 coaBT. MOAY€PKUBAIOT, YTO
€CJIM B ISTCKOM BO3pacTe 3a00JieBaH1e He pacIio3HaHO
W HEe Ha3HAYCHO JieueHue, To K 20 romaM XW3HU OHO
CTAHOBUTCS JIeTaIbHBIM. BHe3armHass cMepThb MOXKET
OBITH TICPBBIM M €IMHCTBEHHBIM CHUMIITOMOM 3a00J1e-
BaHUS U BcTpevaeTcs B 7—15% ciyyaes |2, 7, 8, 15].

LlensIM psamoM MccliefOBaHUI ITOKA3aHO, 9YTO 00-
caenoBanue nmanueHToB ¢ CITZKT Ha nmpeamer Haau-
YUsI KAKOTO-JIM00 3a00J1eBaHMS CEP/IIla He JaeT HUKa-
KMX pe3yJbTaToB. TakuM OOJbHBIM TIPOBEICHUE MOJI-
HOMACIITaOHOTO KapAMOJOTUIECKOTO 00CIIeI0BaHMS
HEOOXOIMMO ISl TIOATBEPKACHUS BBIIICYKa3aHHOTO
dakTa M 1T NCKITIOYSHUS IPYTUX NOHOITATHIA.

Hst moctanoBku nuarHo3a CITXKT tpedyetcs cHsI-
THE TTOBEPXHOCTHOM 3JIEKTPOKAPIMOTPaMMbI B TIOKOE,
xonrepoBckoe DKI-monntopupoBanue. IIpoBeneHue
TecTa ¢ (pU3NYeCcKO Harpy3Ko SIBJIIETCS OIpenesito-
muM (aKTOpOM B YCTAHOBIICHUM IMArHO3a apUTMUM.
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A. Leenhardt 1 coaBT. OTMEYAIOT, UTO B [IOKOE M3MEHE-
Huit Ha OKI He BoIgBAsIeTcs, nHTEpBal Q7 U cCerMeHT
ST octaroTcs B mpeleiax BO3pacTHON HOPMBI. Y Bcex
MMaIlMEHTOB B YKa3aHHOM HMCCJIeI0BAaHUM ObLTa 3aperu-
CTpUpoOBaHa CUHYycOBasl OpaauKapausi B Tokoe. B
OOJTBIITMHCTBE TTOCIICIOBABIINX 3aTeM paboT YKa3aHUMA
Ha 3TOT aKkT HeT [2, 6, 7, 14, 15], 3a UCKITIOUYECHHUEM Ce-
pumn HabmoaeHuit A. V. Postma u coast. [12]. Xonre-
poBckoe DKI'-MoOHUTOpUpOBaHUE SIBISIETCS €OUHCT-
BEHHBIM METOIOM, TTO3BOJISTIOIIINM B €CTECTBEHHBIX yC-
JIOBUSIX 3aUKCUPOBATh pEakIMio OpraHum3Ma Ha
CTPECCOPHBI areHT W/Wiau (QU3NYECKYIO0 Harpysky.
BoJBLIMHCTBO aBTOPOB CXOAUTCSI BO MHEHUM OTHOCH-
TEJIbHO TOTO, YTO MOPOr CMHYCOBOI'O pUTMa, HEOOXO-
muMblid g Hadana KT, coctaBmster 120—130 yn/mMuH
[6—8, 14, 15, 19]. TTo DOCTHXKEHUU ITOM YaCTOThI Ha-
YUHAIOT PETHCTPUPOBATHCS M30JIMPOBAHHBIE MOHO-
MOpPGhHBIE KETyTOUKOBbIC IKCTPACKCTOJIBI, 3aTEM Yac-
TOTA WX YBSIIMUUBACTCS, TIOSIBJISICTCST OM-, TPU- U KBAJI-
PUTEeMUHMSI, SKCTPACHUCTOJIBI CTAHOBSTCS MOIUMOPD-
HBIMH, U B KOHEYHOM CUETE MOXHO 3a(pUKCHUPOBATh
3aJIITbI MOHOMOP(HBIX ¥ IBYHAITPABJICHHBIX 9KCTPACH-
croi. Ilo naHHbM A. Leenhardt u coaBT., eciu B 3TOT
MOMEHT SMOIIMOHATbHAS WIN (PU3MUecKas aKTHUB-
HOCTB TpeKpalliajiach, TO apUTMHSI Mcde3aia 0e3 Ka-
KHX-TM00 KIMHWYECKUX TposiBieHuii. C Ipyroit cTo-
POHBI, TPU MPOAOKEHUU HAarpy3KW HauyMHaja pervc-
TPUPOBaThCS TUIMYHAsI aByHamnpasieHHas KT (KoM-
miekc umeet popmy osokaasl ITHIIT ¢ meHstromeiics
cieBa HampaBo OCblo QRS) M 3airbl HEpETYISIPHON
u noaumopdnHoit KT (350—400 yn/muH) (puc. 2).
S. Priori 1 coaBT. moka3aau, YTO BUJA TaXUKapAUU He
3aBUCHUT OT HaJIMYMSI T€HETHMUECKOTo nedeKra, B yKa-
3aHHOW paboTe ObLUTM 3aperuCTPUPOBAHbI TByHAIPaB-
JIeHHasl, ToTMMOp(dHAsT XKeTyI0uYKOoBast TaXUKapausi 1
dudprmsims xeaymoukoB (DXK) 6e3 mpemamecTByo-
meit KT [14]. B uccnenoBannu N. Sumitomo 1 coaBT.
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Puc. 2. OKT nmanueHTa MyXCKOTo0 IoJjia, 7 JIeT, BO BpeMs

cTpecc-TecTa ¢ HU3MUECKOM HArPY3KOH.

Ha cboHe ydarieHust CMHYCOBOTO PUTMa MOSIBIISTIOTCSI MOHOMOP(HBIE
JKeJTyTOUKOBbIEe 9KCTPACUCTOJIbI [0 TUITY OUTEeMUHUU. 3aTeM PerucT-
pUpyeTcsl CYNpaBeHTPUKYISIPHAST TaXUKapaust (puOpuisiiyst mpes-
cepIuii 1 y310Bast TAXUKAPINS) C TOTMMOPMOHBIMU KeTTyTOYKOBBIMU
9KCTPAacHCTOJIaMU M, HAKOHEL, IBYHAlpaBieHHasl XXeJyI0uKoBasi
taxukapausi. [locie okoHYaHMsI HATPY3KW apuUTMHUSI ucuesaer [8].
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MopdOoJIoTrs TaXuKapAuy Oblia ToTMMOpGhHOI B 62%
cilydyaeB, IOJMMOPGHOI U AByHanpaBieHHO B 21%,
nByHarpaBieHHol B 10% 1 mosmmopdHoit ¢ XK B 7%
ciyydae [17]. [TpoBeneHue npob ¢ U30MPOTEPEHOIOM U
nporpaMMupyeMasl 2JIeKTprudecKasl CTUMYJISILIUST Cepl-
11a JIIsl MTHAYKIAW TaXUKapIud UMEIOT MEHbIIlee 3Ha-
YeHUe, YeM TeCT ¢ (pu3nueckoii Harpy3koii. [TokazaHo,
410 U3onporepeHo Boi3biBall KT B 31% ciydaes, nmpo-
rpamMmmupyeMast cTumyJisiius B 11% ciydaes, u'y 58%
MalMeHTOB MHIYLMPOBATh TaXUKAPIUIO yKa3aHHBIMU
MeTogaMu He ynanoch [14]. Paboroit N. Sumitomo u
coaBT. TipogeMoHcTpupoBaHa 100% > deKTUBHOCTH
TecTa ¢ puzndeckoit Harpy3koi B uHaykiuu KT, BBe-
JIeHe KaTexojJaMuHa MMeJio 3HadyeHue B 75%, Tipo-
rpaMMUpyeMasi CTUMYIISIIIAST He MMeJla HUKAKoro 3¢-
dekra [17]. ObcnenoBanue, Bkaouaniiee DKI™ u mpo-
Oy c ¢u3nMyecKoli Harpy3koil y mpoOaHAOB — XEpTB
BHE3AIHOM CMEPTU B MOJIOLOM BO3pacTe, MO3BOJIAIO
UACHTU(UIIMPOBATh TEHETUYECKYIO TIPUPOIY BHE3all-
Holi cMepTy B 40% cilydyaeB U BBISIBUTh ACUMITTOMHBIX
HocuTesel reHa B Takux ceMbsix (8, 9 B 1-i1 cembe) [20].

Ha ocHOBaHMM BhIlIeCKa3aHHOTO HEOOXOANMO €111
pa3 TOMYEpPKHYTb, YTO ISl YCTAHOBJICHUSI IHUArHo3a
CITXT tpebyeTcst HAIMUMe CIeAYIONINX KPUTEPUEB:

1) monumopdHas wiu neyHamnpasieHHas KT, pa3-
BUBAMOIIASACST B OTBET Ha (DM3NIECKYIO/IMOLIMOHAIb-
Hylo Harpy3Ky (HanomuHatomas KT nipu pururanuc-
HO¥ MHTOKCHKAIIAN);

2) cuHKore Ha (hoHEe 3MOLMOHAIBHOM/bu3nyec-
KOW Harpysku;

3) OTCyTCTBHE AOKYMEHTMPOBAHHOIO 3aboJieBa-
HUS Cepala;

4) orcyrctBue udmeHenuii Ha DKI' B mokoe (MH-
tepBan Q7, cermeHT ST);

5) ceMeiHbII aHaMHe3 CIyJaeB BHE3aITHOI cMep-
TH B MOJIOZIOM BO3pacTe;

6) HayIMYKe MyTaLIMii B TeHE KapanuaabHOTO PUaHO-
JNIMHOBOIO pelienTopa U OTCYTCTBUE KaKUX-T100 Apy-
TMX TCHHBIX W3MEHCHMI, HampuMmep, XapaKTepHBIX
IJISI CHHApPOMA yIUTMHEHHOTo uHTepBaia Q7T, CUHIpO-
ma bpyrana, cunapoma ykopoueHHoro Q7 v T. 1.

Bompocsr Tepanuu CITXKT no koH1ia He penieHbl. B
HACTOSILIEE BpeMsl JIeUEHUE CeMEMHOU momMopdHOA
JKEJTyIOYKOBOM TaxuKapauM BKIIIOYaeT B ceds1 00s13a-
TeJbHOE Ha3HaYeHue (-00KaTopoB, XOTs 3G (eKTUB-
HOCTh MX MCIOJIb30BaHMS ocTaeTcsl criopHoii [5]. Co-
racHo naHHbeIM A. Leehnardt u coaBT., apeKTUBHOCTD
MMPpUMEHEHUS HafoJI0j1a JOCTaTOYHO BhIcoKa. M3 59 ma-
LIMEHTOB B 3TOW cepuM HaOmoaeHuil 38 mosryyanu
[-6mokaTopbl, U BHe3amHas CMepTh 3adUKCUPOBAHA
TOJIbKO B 4 (10%) ciydasix (IpenItoIoKUTEeTbHO BCIIe/-
CTBUE TIepephIBa B IIpueMe Iipemapara). Ilepuon Ha-
OmoaeHNs cocTaBwI oT 2 10 16 net. Harpotus, B rpyi-
e MaueHToB (n=21), He UCIOJIB30BABILINX HAIOJION,
noru6iu 10 (50%) nauueHToB B Bo3pacte 20 JjieT. AHa-
JIOTUYHBIE PE3YJIBTAThl, YKA3bIBAIOIIME Ha BBICOKYIO
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s¢dexTuBHOCTE (96%, Tieprion HAOMIOAEHUST COCTaBUIT
7 net) maHHOI TpynIibl npenapartos, noayuwin T. De-
njoy u coasT. [3]. OgHaKo ucciienoBaTe I MoaYepKruBa-
0T, UTO Y 9aCTH OOJTEHBIX BO BpeMsI Harpy3KH PEerHCTPH -
POBAIINCH KETyIOYKOBBIE SKCTPAaCcUCTONbI, U 12% ma-
LIMEHTOB 3a TIepUOJ HAOJIONEHNUSI, HECMOTpPSI Ha Tepa-
THIO, TIEPEXUIN KIMHUYECKYIO0 CMEePTh WM CUHKOTIE. B
HabmoneHuu A. V. Postma 1 coaBT. y 98% malmeHToB ¢
naeHTuupoaHHoii myrauneit RYR2 rena HasHa-
YeHue [3-0JI0KaTOPOB MPUBEJIO K TIOJTHOM 2 TMMUHALIAN
APUTMHUU 1 KIMHUIECKOI CUMITTOMATUKU (IIEPHOM Ha-
OJItofIeHYsI COCTaBWI B cpenHeM 2 rona) [12]. Abcomor-
HO TIPOTUBOIIOJIOKHBIC JaHHBIC TIPUBOMIST B CBOCH pa-
6orte S. Priori u coaBt. [14]: y 18 (46%) 13 39 GONBHBIX,
MOTyYaBIIUX [-06J0KaTOpBl (HAZOJO0JI, METOMPOJIOIN,
MPOIPAHOJION), OTMeYanuch vactble peuuauBbl KT
U (UOPWILISIIIAY XKETyTOYKOB. YKa3aHHBIM TallueH-
TaM ObLJI UMIUIAHTUPOBAH KapauoBepTep-aehuopuiisa-
TOp, U B TeueHUe 2-JIETHETO TMepuojia HaOMIoAeHUS y
50% GobHBIX 3aDMKCUPOBAHO cpabaThiBaHKUE ITPUOO-
pa. Kpome Toro, aBTOpbI 1TOKa3ajiu, YTO HAJIUINUe WIN
otrcyrcTBue mytaunu reHa RYR2 He BiusieT Ha apdek-
TUBHOCTH MpernaparoB. B uccienosanru N. Sumitomo
1 COAaBT. TIOJTHAsI PEMUCCHUS CHMIITOMOB 3a00JIeBaHUS
Ha ¢hoHe Tepanuu B-0JoKkaTopaMu otMedeHa y 31% na-
LIMEHTOB, 3a 5—7 JIeT HaOMIOAEHUS 3aPETUCTPUPOBAHO
24% ciyyaeB BHe3aITHOM cMepTH. Bo3aMoOXHO, TIpOTH-
BOPEUYMBOCTh NMEIOIIMXCS B JINTepaType JaHHBIX OTHO-
CUTENIbHO 3 (hEKTUBHOCTH [3-0710KaTOPOB 00YCIIOBIEHA
TeTePOTeHHOCTHIO MCCIIEYeMbIX TPYIIIT 110 TUITY U3Me-
HEHUII BHYTPY CaMOI0 PUaHOAMHOBOIO perenTopa. B
TTOCJIeTHYE HECKOJTBKO JIET TOCTUTHYTHI OTpee/ICHHbIe
YCIIeX1 B U3yYeHUHU OSJIKOB, BXOISIIIMX B COCTaB TaHHO-
O pelenTopa, X B3auMOJICHCTBUS U BIUSIHUST HA YpO-
BEHb KaJIbIIMs B KapAOMHOLIUTe [9]. DTO 1O3BOISIET B
JAJTbHEMIIIeM HalesThCsl Ha pa3pabOTKy TeHOTHIICTIC-
mdrdecKon Teparmuu. HecMoTpsi Ha TIPOTUBOpPEUM-
BOCTb ITOJIYYEHHBIX JaHHBIX, BCE MCCJEIOBaTEeIU CXO-
JIITCST BO MHEHUU, 9TO TIPOITYCK JaxKe OTHOM 03Bl [3-
0JI0KaTopa Pe3KO TMOBBIIIAET PUCK BHE3AIHOW CMEPTU
[4, 6,8, 12]. [1pr HAMYMK PELIMAMBOB APUTMUK U,/ VITH
CHUHKOITAJTbHBIX COCTOSIHMI Ha (hOHE Teparuu yKa3aH-
HBIMU TTperiapaTaMu, TOJIKeH CTaBUTHCST BOITPOC 00 UM-
IJIaHTAIlMY KapauoBepTepa-aechuopurisTopa.

AHTaroHMCTBI KaJIBIIMST MCITOIb3YIOTCS TOCTaTOY-
HO peAKO, OHU YaCTUYHO 3(P(DEKTUBHBI B TTOAABIICHUN
ayTOCOMHO-IOMMHAHTHOTO BapuaHTa TaxWUKapauu
[17]. H. Swan u coaBT. mpoBeJn TeCT C (PU3NIECKOI
Harpy3Kkoii ¢ MCIOJIb30BaHUEM BepanamMujia U Cyiib-
(haTa Marsus y 6 mauMeHTOB ¢ JOKYMEHTUPOBAHHOM
mytauueit reHa RYR2. bouto mokasaHo, 4To Ha3Haue-
HHE aHTarOHMCTA KaJIbIINS Pe3KO CHIKAST KOJTMIESCT-
BO BO3HUKAIOIIUX >XEJYIOUYKOBBIX 3KCTPACHUCTOJ,
apUTMUS TIOSIBJISIETCS Ha 00Jiee BBICOKOM TTOPOTOBOM
YPOBHE; Cy/Ib(haT MarHus He oKa3ajl HUKAKOTO BIIMSI-
HUS Ha HapylueHue putMa [18].

IlpencraBiasieTrcss MepcrneKTUBHBIM HMCIOJb30Ba-
HUE TIperapaToB, AEUCTBYIOIIMX HAa M3MEHEHHbIE
KOMITOHEHTBI KapAUaJIbHOIO PUAHOAMHOBOTO PELIETI-
Topa [9]. OmHaKo MMEIOIIMECsT B HACTOSIIEe BPeMs
JaHHbIE TPEOYIOT JaJbHENIIIETO U3YYEeHUS.

CyMMHpYST BCe BBILIEU3IOXKEHHOE, HEOOXOIMMO
ele pa3 MOAYEPKHYTh, UYTO CeMeiHas roammopdHast
JKEJIyIOYKOBasl TaXUKapIus — 3TO XKU3HEYTpoXKaroIas,
KpailHe 3JI0Ka4eCTBEHHAsl XETyA0YKOBas TaxUKapAaus
WIM (PUOPUIUISILIMS KEJTyA0YKOB, BbI3bIBaeMasl CTpec-
coM WM (U3NYECKON HArpy3Koil MIpu OTCYTCTBUM
CTPYKTYPHBIX U3MeHeHMt cepana. CMepTHOCTb B MO-
JIOIOM BO3pacTe cocTapiisieT B cpeaHeM 30%. Dra Taxu-
Kapauysi O4eHb TOYHO OblIa Ha3BaHa «UIeATIbHBIM 3JIeK-
TpUYecKuM youiieit» [11], Tak Kak OHa HE OCTaBJIsIET
CJIE[IOB, YHUUTOXAET BHEUIHE a0COJIOTHO 3I0POBbIX
MOJIOJIBIX JIIOJIEH, a TIPEAYTralaTh CIEIYIOIIYIO €€ XXepT-
BY KpaiiHe cJ1oxkHO. OTHaKO UaeaTbHbIX TPECTYIICHUI
He ObIBaeT, MO3TOMY Bce 0oJiee LIMPOKOE M3ydyeHUe
9TON T€HETUYECKON MOHOIIATUU TTO3BOJISIET HANECATHCS,
YTO B KOHEYHOM cueTe B HelaJIeKoM OyayIeM yaacTcs
PEIIUTh MPooIeMy €€ TPODWIAKTUKY 1 JICUCHUSI.
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