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KATEXOAAMUHEPIHUYECKAS IIOAUMOPOHA S KEAYAOYKOBAA
TAXHUKAPAHNS, BBI3BBAHHAI TOMO3HUTOTHBIM ITATOI'EHHBIM
BAPUAHTOM B I'EHE KAABCEKBECTPHUHA-2

IpepacTaBAEHO KAMHUYECKOE HAOAIOAeHHE 19-A€THETO MalMeHTa ¢ KATeXOAAMUHEPIUIeCKON TOAMMOPPHON XKEAYAOUKOBOM TaXH-
KapAHeil, 06yCAOBACHHO! MaTOTeHHbIM TOMO3UrOTHbIM BapuantoM p.Ile193Asnfs*17 (rs397516643) B rene CASQ2, panHuMH
IPOSIBAEHISIMU KOTOPOIL OBIAY pELIMANBUPYIOLIYE CHHKOIIAABHbIE COCTOSIHUSI IIPYU SMOLOHAABHOM HAIPSDKEHUH, HAAXKEAYAOUKO-

Bble U IIOAUMOPQHBIE KEAYAOUKOBbIe HapyIIeHHs PUTMA B OTCYTCTBHE CTPYKTYPHBIX U3MEHeHHH B cepale. ITokazana sBoAronus

HapyIIeHU! PUTMa 32 IepHoA HabaropeHns. O6CyKAeHBI BOIIPOCHI CTPATHPUKALIMI PUCKA BHE3AITHOM CEPACYHON CMEPTHU U CTPa-

TEerus ee HpO(bI/IAaKTI/IKI/I IIpu AaHHOfI IIaATOAOTHUH.
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CHHKOIIE; HAAXXEAYAOIKOBAS TAXUKAPAK; HOAI/IMOPCI)Ha}I JKEAYAOTIKOBasI TaXUKapAHI
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ABmop ors nepenucku

BBepenne

KaTexoasamuHeprudeckass moAUMOpPQHAsS KEAYAOUKOBAS
taxukapausi (KIDKT) — Tsxeaoe HacAeACTBEHHOE Hapyiie-
HHe PUTMa CepAlla, XapaKTepH3yoljeecsl aApeHepruiecKu
OMOCPeAOBAHHOI 5KeAyA0uKoBOit Taxukapaueit (OKT), 06bra-
HO IIPOBOLHPYeMOe SMOILIMOHAABHBIM CTPECCOM HAHM (pU3HU-
YeCKMMH Harpy3KaMH B OTCYTCTBHE CTPYKTYPHBIX Hapylle-
HUH CEPALIA.

KIDXKT BcTpedaeTcs peAKo, HO MOXKET OBITh TOTEHIJHAAD-
HO CMepTeAbHbIM 3a0oAeBaHHeM. OOBIYHO €ro AMarHOCTH-
PYIOT y AeTeil i MOAOABIX AIOA€HT C OOMOPOKOM HAH BBI3BaH-
HOM PpU3NIeCcKOM Harpy3KO# BHE3aIIHOM CepA€YHON CMEPTHIO
(BCC) c ycnentHoi peanumaruett.

dakTHYecKas pacIpoOCTPaHEHHOCTb IATOAOTHUH, BEPOST-
HO, HEAOOL|€HEHA, [IOCKOABKY €€ ATKO OLIMOOYHO MIPUHSTH
3a mamonarudeckyto JKT mam xak HekappHOAOTHYECKOE 3a-
6oaeBaHue (HampUMep, SMUAETICHIO UAHM Ba30BaraAbHBIN 00-
mopok). ITo onenkam, pacnpocrpanentocts KIDKT cpean
HaceAeHHs cocTaBasieT okoro 1:10000, a B HEKOTOPBIX HC-
CAeAOBAHILIX AOXOAUT A0 1:5000. CmeprrOCTS oT KIDKT
Yype3BbIYalHO BhICOKa M pAocTuraeT 30-50% x 30 roaam B oT-
CYTCTBUe ONITUMAaAbHOI Teparmn [ 1,2].

Haub6oaee gacroit rererudeckort npuantoit KIDKT cay-
xaT MyTanuu B reie RYR2, xoTopsie oTBeTcTBeHHHI 32 50—
65% Bcex cAydaeB 3a00A€BaHHUS M HACAEAYIOTCSI ITO Ay TOCOM-
HO-pOMMHaHTHOMY THITy [ 1-3]. ¥V 1-5% nmaymenros KIDKT
BO3HUKAeT M3-3d HAAWYMS IATOT€HHBIX BAPUAHTOB B IeHe
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CASQ2 u nMmeeT ayTOCOMHO-PeIIeCCHBHbIN THII HACAEAOBA-
HUSI, KOTAQ AASL PeaAM3aIiui 3a00AeBaHUS HEOOXOAMMO IIO-
BpexkaeHHe 060ux aaneaeii rena [ 1, 2, 4]. OpHako B MexAy-
HApPOAHOM MHOTOLIEHTpOBOM EBpoIefickoM HccAepOBaHUU
IIOKA3aHO, YTO HeKOTOphle BapuaHTHI B reHe CASQ2 MoryT
HACA€AOBATBCS U I10 QyTOCOMHO-AOMUHAHTHOMY THITY [4].

B macrosmee Bpems B rene CASQ2 naeHTHGUIMPOBAHO
0k0A0 100 IaToreHHbIX ¥ BePOSTHO IATOI€HHbIX BAPUAHTOB,
CpeAH KOTOPBIX TOABKO 10% mIpeAcTaBAGHBI MHUCCEHC-MyTa-
nusvu (https://www.ncbinlm.nih.gov/clinvar). Ilpenmy-
I[ECTBO COCTABASIIOT A€(pEKTbl, IPUBOASIIINE K CTPYKTYPHO-
My HOBPEXAEHHUIO OeAKa, CAEACTBHEM KOTOPOTO Yalje BCEero
SIBASIETCSL €TO YKOPOUEeHHe UAU TIOAHAS AETPAAALIMS HA YPOB-
ne MPHK.

T'enst RYR2 u CASQ2 urparor pemaroniyio poAb B CBS3U
BO30Y>XAEHIUS U COKPAILeHHsI, IOCPEACTBOM HX YYaCTHI B Ha-
KOIIAEHHH U BhICBOOOXKAeHHH Ca?* U3 capKOIAa3MaTHYeCKo-
ro perukyayma (CP), 4TO BIOCAGACTBHH aKTHBUPYeT COKpa-
IjeHne KApAOMUOLHTOB [ 1,2, 4].

Coraacro pauHbM HccaepoBanust N. Rizzi u coasr. [S], my-
Tans rela, orBercrBeHHOro 3a KIDKT, mpuBoauT K sxeAya0u-
KOBBIM apUTMISIM H3-32 M3MeHeHHs romeocrasa Ca?*. B gacr-
HocTH, MyTanmu B reHax RYR2 u CASQ2 mpuBopAT K yTeuke
Ca** uz CP B AMAcCTOAy, OCOOEHHO IIPU AAPEHEPIHIECKOM
crpecce ($pusmueckas Harpyska, SMOLMOHAABHBIA CTpecc),
YTO NPUBOAMT K 3aAepXKKe MOCTACTIOASPHU3ALUM U, CAEAOBa-
TEABHO, K BO3HUKHOBEHHIO JKEAYAOIKOBBIX apUTMHIA [ 6 ).
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§ KAVMHWYECKUN CAYYAN

Pucynoxk 3. Oparment cyroynoro monutopuposanus JKI' ¢ anusopaMu moanMoppHoii
SKEAYAOYKOBOM 9KCTPACHCTOANH, HEYCTOMYUBOTO MAPOKCH3Ma MOAUMOP PHOM XKEAYAOIKOBOH TAXUKAPAUU

K3 [

TR

146 yo./Mun  Paamep x1,x1,x1  Xen.

ITepBbre mpyu3HaKU 3260A€BAHMS IPOSIBASIIOTCS B ACTCKOM
Bospacte (7-11 aer), a k 20 roaam y 60% nauueHTOB QUK-
CHpPYeTCsl CHHKOIle MAM OCTaHOBKa ceppna [7]. MccaepoBa-
uue M. Hayashi u coasr. [8] moxasaao, 4ro 4em paHbie pua-
raocrupyercs KIDKT, rem xyxe nmporsos.

XOTsI BO3PACT MOSIBACHHSI IIEPBbIX CUIMIITOMOB MOXeET He-
CKOABKO Pa3AMYAThCS, AMATHO3 OOBIMHO CTABUTCS IAIMEH-
TaM Ha IIEPBOM HAHM BTOPOM AECSITHAETHH MX JKM3HHM. Y IIa-
IIMEHTOB OOBIMHO HAOAIOAQIOTCS yHalljeHHOe cepAlieOneHue,
BBI3BAaHHOE CTPECCOM, CHHKOIe MAU cypoporu [6, 7]. Oa-
HAKO YCTAHOBAGHHE AMATHO3a MOXXET OBITb CAOXHOM 3a-
Aadeirl. Bo BpeMst AMAarHOCTHYECKOTO OOCAGAOBAHHUS BHU3Y-
AAM3ALMS CEPAL]A He BBIBASIET CTPYKTYPHBIX HapyIIEeHHI,
a CyAOPOTH MOTYT OIMOOYHO NMPHHHUMATHCS 32 HEBPOAOTH-
geckue [9]. Daexrpokapanorpamma (IKT') B cocTostHum no-
KOsI OOBIYHO He SBASIeTCSI AHATHOCTHYeCKO#, nHTepBaAbl P-R
u Q-T ocrarorcs B pepeaax Hopmst [ 10]. HeBbipaxkennas
CHHYCOBasi OpaAUKapAUs, YaCTO HabAIOAAeMas y MAIIMeHTOB
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¢ KIDXKT, MoxeT OBITh eAMHCTBEHHBIM IPH3HAKOM 3a00AeBa-
Hust. Ecan B ceMeitHOM aHaMHe3e UMEIOTCSl 0OMOPOKH, HAPy-
IIeHMs PUTMA CepPALIA MAH BHE3aITHAsl CMePTh, 3TO YKa3bIBaeT
Ha TeHeTHYeCKoe 3a00AeBaHMe 1 TpeOyeT AaAbHerero o6-
CAEAOBAHIL. «30A0THIM CTaHAApPTOM>» AuarHocTiku KIDKT
ABASETCS TeCT ¢ PUBMYECKOH HArpyskoil (TpeaMuA-TeCT).
B xauecTBe aABTEPHATHBBI MOXXHO IPOBECTH (papMaKOAOTH-
veckuit crpecc-tect (unysus usonporepenoaa) [10].
Xapakreproint ocobennoctsro KIDKT siBastercst ABy-
HanpasaenHas JKT, Ha3BaHHAs Tak M3-3a YepeAOBAHMS OCH
QRS B axTONMYECKMX COKpaIeHHAX. BaxkHO 0TMeTHTD, UTO
y 6oapmmHCTBa maiueHToB AByHampaBaenHas JKT mpo-
TeKaeT OECCHMITOMHO, a KAMHHYeCKas KapTHHA 00yCAOB-
AeHa amu3opamu 6pictpoit moaunmopduoit KT wnam du-
6puansnmeit sxeaypoukos (OK) [10]. Ilpu BbLaBaeHmE
marrenta ¢ KIDKT poacTBeHHHKM IpO6aHAQ IepBOI CTe-
IIeHH POACTBA AOAXHBI IPOMATH 0OCAGAOBAHHE C IPOBeAE-
HHeM cyTouaroro monuTopuposanust (CM) OKT n/nau te-
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§ KAMHWYECKUN CAYYAN

cTa ¢ QpU3NYECKON HArPYy3KOH M OBITH
HAIIpaBACHBI HAa FeHeTH4eckoe obcae-

Pucynoxk 4. OparmenT cyroynoro monutopuposaust JKI'
C 3TIM30AOM ABYHAIIPAaBAEHHOMH JKEAYAOUKOBOM TaXHKAPAUH

AOBaHUE AAST BBISIBAGHUS HOCHUTEAEH
MyTalliii ¥ Ha PaHHEM CTapuu — IIO-
TEeHILJMAABHBIX AHI] C 0OoAee MATKMM
UAM aTUIHYHBIM GEHOTHIIOM.

B AAHHOM KAMHMYECKOM HabArope-

HHH OIMCaHbl KAMHHYECKHE IIPOSBAE-
HHSI IIaTOT€HHOI'O BapHaHTa B I'OMO-

B

3UroTHoM coctosiuuu B rene CASQ2
Yy MOAOAOTO IIAIj€HTa C CHHKOIIAAbHbI-
MH COCTOSIHUSIMH, BBI3BAHHBIMU 3MO-
[IMOHAABHBIMU HArpy3KaMH, U KAWHU-

yecku pouarHocruposanHoi KIDKT.

Kananyeckuit cayuan

ITarment II, 19 aeT, HampaBaeH
u3 AETCKOTO KapAHOXHUPYPTHUIECKOTO
nentpa (AKXLI) B Pecry6auxanckuit
Hay4HO-nipakTHyeckuit nentp (PHIILY)
«Kapauosorus» ¢ penupuBupyronm-
MH cuHKOMe (TOCAAHee CHHKOIAAB-
HOe COCTOSIHHE 3aperuCTpPHPOBAHO
B IIPUEMHOM OTAEA€HHUH IpH TOCIH-

TaAmsanuu). VM3 aHaMHe3a H3BECTHO,

e
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4TO OOMOPOKH Y TAIMeHTA MOSBUAKCH
B 6-AeTHeM BO3pacTe 0e3 CBsi3U C Qu-
suyeckodl Harpyskoi. Ilpu HeBposo-
rYeCKOM OOCAAOBAHHU OTKAOHEHHIT
He BbIABAEHO. B cemeitHOM aHamHese
caydaeB BCC u 06MOpokoB He ObIAO,

CeMbsl COCTOsIAQ M3 3AOPOBBIX POAHTE-
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A€M M MAAALIIEH CECTPBL.

Ilpu ¢usuxasbHOM 06CAEAOBAaHUM
IIATOAOTHYECKUX OTKAOHeHHi He BbiaBaeHO, YCC B cocros-
HuU 1okost 62 ya/mun. Ipu perucrparmu OKI' B 12 oTBepe-
HusX 6e3 ocobennocreit (puc. 1). IIpu CM OKT BbistBAeHDI
HapKeayaoukosast Taxukapaus — HOKT (puc.2), noaumopd-
Has skeAyAouKoBast akcrpacucroaus (XKIC), neycroitunsas
noaumopduas JKT (puc.3) U SMH30AbI ABYHANPaBAEHHOI
T (puc.4). B Bospacte 8 aer 8 AKXL] nmpoBeaeHO 3HAOKAp-
AMaAbHOE 9AeKTpoduUHOAOrIIeckoe uccaesosanue (JIDN),
P KOTOPOM BepUUIMPOBAHA ATPUOBEHTPHKYASPHAsS Y3-
AOBasi PEIUIIPOKHAS TAXMKAPAMS M BbITOAHEHA TTAPAHOAAAD-
Hasl PAAMOYACTOTHAS AOASIIUS (P‘{A) 30HBI MEAACHHBIX ITy-
teil. Ilocae mpoBesenna PYA cuHKOIAABHBIE COCTOSIHHUSA
He PEerHCTPUPOBAAKCD B TeUeHHe 5 AeT, a 3aTeM BHOBb BO300-
HOBHAHCD. DXOKapAHOTpadHs M MarHUTHO-PE30OHAHCHAS TO-
Morpa¢usl cepalla CTPYKTYPHBIX HApyIIeHUI He BBIIBHAML
Hasznauen nponpanoaoa B po3e 20 mMr 2 pasa B cyTku. B Bos-
pacTe 14 AeT mpoBeaeHa MIMIIAQHTAIIMS [IETACBOTO PErHCTpa-
Topa. B Bo3pacre 18 Aer marueHT OBIA IIOBTOPHO TOCIIHTA-
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ansuposad B AKXIT aas mosropHoro mposepeHus JOOI
u PYA. Tlpu 33O 6b1a CIIpOBOLMPOBAH MAPOKCU3M (H-
6puaasiunu nipeacepauit (OIT), koTOpbIt KynmupoBascs ca-
MOCTOSATEAbHO B TedeHue mepsbix 30 c. Aasee IapoKCH3M
monoMoponoit JKT ¢ yskumu xommaekcamu QRS (90 mc)
KoHBepTHpOoBaAcs B noauMopHyo JKT. Cunycossiil putM
BOCCTAHOBAEH IIOCAe CBEpPXYaCTOTHOH CTHUMYASIIMU U3 Bep-
XYIIKU IIPaBOTO JKEAYAOUKa. Aaree Ha CHHYCOBOM pHTMe pe-
TUCTPHPOBAaAUCh peakue nosumop¢uele JKOC u mapok-
cuam JKT, pastmuiicst okoao 3 mus. ITanpenT Ob1A HanpaBAeH
B PHIILT «Kapauoaorus> aas nosropsHoro OO DI

B mporecce nposepenns 39 QU mpu nporpaMMupyeMoi
1 burst-cTUMyASIINY KEAYAOYKOB CIIPOBOLIMPOBAHA IIePBUY-
Hag OJK co cnontannoit Tpancopmarueit B KT u pasee
B QOKYCHYIO IIPEACEPAHYIO TAXUKAPAUIO C PA3HBIM HHTEpBa-
AOM CIIETIACHHSI U HePaBHOMEPHBIM IIPOBEACHHEM Ha JKEAy-
aouxu. Ilpm mporpamMmupyeMoil CTUMYASIUHM IPEACEPAUH
IOAy4eH TAPOKCH3M TAXHUKAPAUU C Y3KMMH KOMIIAGKCAMH
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Pucynoxk 5. O9HAOKapAHAABHOE 9AEKTPOPH3IMOAOTHIECKOE HCCACAOBAHUE

SIEMENS 1. Baseline:Snapshot 09:36:11-47 s

Sensis VC12L
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A - HeyCTOMYUBBIN TAPOKCU3M PUOPHAASIIMH XKEAYAOUKOB C TPAHCPOPMALIEH B XKEAYAOUKOBYIO TAXUKAPAHIO;
B - HeycTOMYUBEIN Tap OKCHU3M >KEAYAOUKOBOM TAXUKAPAUH C TPAHCPOPMAIIHEH B HAAXKEAYAOUKOBYIO TAXUKAPAUIO.
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Pucynok 6. OparmMeHT 9HAOIPaMMbI, Ha KOTOPOII IPeACTaBAEHBI OIIPABAAHHbBIE
CpabaTbIBaHUS HIMIIAQHTHPYEMOTO KapAHOBepTepa-AepuOpraAsiTopa
(ATP—Teparmﬂ STIM u ABYKpPaTHBII IIOKOBBII pa3pﬂp,) Ha SITHU30ABI
YCTOMYUBOM XKEAYAOUYKOBOM TaXHUKAPAUH / $UOPHAASIINH KEAYAOUKOB

BaHMs, OOPA3OBAHUIO IIPEXAEBPEMeH-
Horo crom-kopoHa p.lle193Asnfs*17
(rs397516643) 1, BeposTHO, K HOCA€-
AyIOLleMy Ppacrapy CHHTE3UPYeMOro

Episode: VF (214 min-1 /280 ms)

1: V Sense Amp AutoGain (0,4 mm/mV) 3: Markers

2: Discrimination AutoGain (0, 4mm/mV)

VT/VF Episode 1 of 1

mpoaykra Ha yposHe MPHK.

HPI/I TeHETHU4YCCKOM TeCTI/IPOBaHI/II/I
weep Speed 12,5 mm/s

POACTBEHHHKOB npo6aHAa OKa3aAO0Ch,
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» TeposurotHoM cocrosuuu (puc.7, B, B).
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HabAIOAEHUHU MBI COO0IaeM 0 TOMO3H-
rorHoit mMyranuu c.578_580delTCA

FLLLTITTILTT

27s 28s 29s 30s 3s 32s 3Bs 34s 35 36s

Elipse™ VR 1377-36QC ICD (8921377 pr15.02.1A)
Merlin™ PCS (#12041632 3330 v25.8.2rev 1)

VT/VF Episode 1 of 1

insAC B reme CASQ2, mpusopsmeit

37s 38s 39s 40s

K CABHT'Y paMKH CUMTbIBaHIL], o6pasoBa-

HHIO IIPEXXKAEBPEMEHHOI'O CTOII-KOAOHA

QRS ¢ Bapuabespnpiv uHTEpBaAOM P-R ¢ mocaeayromest
trpaHcpopmanueir B HOKT u pasee B Heycroiuusyio OIK
(puc.S, A), xoTopas cnonTanHo paspemuaach B HXXT u pa-
Aee B cunycoBsli putM (puc. S, B). IlpoBeaeHa nMmaanTanms
OAHOKaMepHOTO KapauosepTepa-pedubpusrsropa (MKA)
Ellipse VR ICD Model CD1377-36QC («Abbott Medical>,
Ascrpasus). PeKOMEHAOBAaHO NPOAOAKEHHE AedeHHs Oe-
Ta-aApeHo6AOKaTOpaMu (IIPOIpaHoAoA B A03e 20 Mr 4 pasa
B cyTku). Yepes rop nocae ummaanTaruu MKA caydaes cun-
KOIIAABHBIX COCTOSIHUI He 3aperucTpuposano. Ilo saHHbIM
IporpaMMaIuu 3aGHKCHPOBAHbI OIPaBAAHHbBIE CpabarThiBa-
uus KA, (ATP-reparust STIM u AByKpaTHbIil IIOKOBbIi
paspsip) Ha arm3oabl yeroirausoit XKT / OXK (puc. 6).

Mouxexyrapro-zenemuueckuili anarus
Ipu reHOTUIIHPOBAHIK OOHAPYIKEH [IATOreHHBII BAPUAHT

c.578 _580delTCAinsAC B rere CASQ2 B roMO3HIOTHOM CO-
crosiauu (puc.7, A), IPUBOASIINI K CABUTY PaMKH CYUTbI-
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y 19-aeTHero mpobansa B 6eAOpycCKoOil ceMbe, B KOTOPOIT
POAUTEAN M MAAAIIAs CeCTPa SABASIOTCS HOCHUTEASIMHU TeTe-
POBHUIOTHOM MyTanuu 6e3 KAMHIMYeCKUX MpOsBAeHUI. AaH-
HoOe 3a00AeBaHMe He HAOAIOAA€TCS Y APYTHUX POACTBEHHHKOB,
POAOCAOBHAS IALIHEHTa He oTsAromeHa u caygasmu BCC.

KavHnyeckne mposiBA€HHS Y IPOOAHAA OTPAXKAAU TS-
xeanrit ¢perorun KIDKT, mpeacTaBAeHHBIH pelUAUBHpYIO-
MM CHHKOIIE, BbI3BAHHBIM 3MOLIMOHAABHOM HArpy3KOH, Ma-
HHpeCcTHpOBaBIUM B Bo3pacTe 6 AeT. HapxeaypouxoBbie
HapyIIeHHs PUTMA, Takue KaK aTPHOBEHTPHUKYASPHAs Y3AO-
Bas DPEIMIPOKHAS TAaXMKAPAMSA, CMEHSIAUCH JKEAYAOUKOBbI-
MU HapyLIeHHSIMU PUTMA U OBIAM BbIsiBAeHBI Ha cepuu CM
IKI. B Bo3pacre 8 aeT BbImOAHeHa mapaHopaabHast PYA 3o-
HbI MEAACHHBIX ITyTeH aTpHOBEHTPUKYASPHOro y3aa. ITocae
mnpoBepeHust PYA cHHKOMaAbHBIE COCTOSIHHS HE PEerHCTpH-
POBAAKCH B TeueHHe 5 AeT, a 3aTeM BHOBb BO30OHOBHAKCH.
ITIpu CM OKT sbisBaeHa ycroiumas moaumopdras JKT
HeCMOTPsI Ha Tepamuio 6eTa-appeHobaokaropamu. ITarmen-
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PI/ICYHOK 7. PeSyAI)TaTbI MOAEKYASIPHO-TEHETHIECKOI'O aHaAM3a
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O - HeT NIPU3HAKOB 3a60AeBanus, @ — pAuarHocruposana KIDKT, +/+ — roMO3HIrOTHDI! BAPHAHT, +/— — I€TepO3UIOTHDI BapHAHT,

A - ¢parMeHT HYKAGOTHAHON IOCAeAOBaTeAbHOCTH 9k30Ha 5 reHa CASQ2 ¢ romosurotHsiM BapuaHToM c.578 580delTCAinsAC
(pIle193Asnfs*17) y mpobanpa; B — QparMeHT HyKACOTHAHON IIOCAeAOBaTeAbHOCTH ok30oHa S reHa CASQ2 ¢ BapumanTOM
c.578_580delTCAinsAC B rerepo3urore y pOACTBEHHHKOB IpobaHaa; B — popocaoBHast ceMpu MpobaHA2 C TOMO3UTOTHOM MyTaiuer
pIle193Asnfs*17 B rene CASQ2. B poaOCcAOBHOI IPOGaHA OTMedYeH YePHBIM KBAAPATOM (My)KqHHa). PoacTBeHHMKM OTMeueHbI KBaApaTOM
(My>xumHa) 1 KpyroM (SKeHITUHDI), He 3aIITPUXOBAHHBIMY COOTBETCTBEHHO.

Ty 6b1A nMIAaHTHPOBaH VKA, ompaBAaHHBIX cpabaTbIBaHUI
HKA He Ha6AI0AAAOCD.

Kak u B mpeACcTaBAGHHOM HaMU CAydYae, PaHHSI MaHH(e-
cranuss KIDKT, tsokeaoe TeueHue 3a00A€BaHUS Y FOMO3HU-
roTHbeix HocuTeAed, Bkarouass BCC, onucana H. Lahat u co-
aBr. (2001) [11] B BBICOKOMHOPHAMHIOBOM 6GeAyHHCKOM
naeMeHH Ha ceBepe V3pamas, B KOTOpPOM aBTOpBI OOHapy-
XHAU ayTocoMHO-penjeccuBHyIo ¢opmy KIDKT u Bmep-
Bble KAPTHPOBAAU CBSI3aHHBI C 3TUM 3a00OAeBAHHEM AOKYC
Ha xpoMocoMe 1p13-21, coaepxamuii ren CASQ2. 3a aecs-
THA€THE B 9TOM [IAeMeHH BHE3alHO yMepAu 9 Aeteit (S Maab-
YHKOB ¥ 4 A€BOUKHU B Bo3pacTe 7+4 AeT) M3 7 POACTBEHHBIX
cemeil, a eime 12 peTeil CTPAAAAU OT IMOBTOPSIIOMIUXCSI 0OMO-
POKOB U CYAOPOT, HauMHasl ¢ Bo3pacTa 613 aeT. Y Bcex 12 ma-
LIMEHTOB C CUMIITOMAMU M Y OAHOTO € 0€CCHMIITOMHBIM Teye-
HueM 3a60aeBanus (cpeaHuit BospacT 1317 AeT) BbIABACHDI
OTHOCHTEAbHASI OPAAMKAPAUS B IIOKOE, @ TAK)Ke IITH30ABI I10-
anmopéuoi JKT, HHAyLIMpOBaHHbIE IIPH IPOBEACHHU TPeA-
MHA-TECTa MAU HMHQY3HH H3OIPOTepeHOAd. Y pOAUTeAeit
MOCTPAAABIINX CUMIITOMBI OTCYTCTBOBAAH, HO BCe OHH CO-
CcTOSIAU B POACTBe (ABOIOpOAHbBIE 6PaThs M CECTPbI IEPBOH,
BTOPOM MAU TPETHEN CTENEHH pOACTBa).

Eme opun cayqait Tsoxeaoro tedenust KIDKT B xpoBHOpOA-
cTBeHHOI ceMbe 13 CayaoBcKoit ApaBuH y pebeHKa C TOMO3H-
rotHsM BapuanToM p.Leu77Pro B rene CASQ2 omucan Z. Al-
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Hassnan u coasr. [ 12]. Pe6erky noTpe6oBarach NIMIAQHTALSA
HKA u3-3a MOBTOPSIONIIMXCS SIM30A0B CHHKOIE HECMOTPSI
Ha MEAMKAMEHTO3HYIO TEPAIIHIO HeTa-aApeHOOAOKATOPAMIL

B 2008r. rpynma HHAGPAAHACKHX YYEHBIX IIOA PYKO-
BoactBoMm S. de la Fuente [13] ommcaam moaoporo wge-
AOBEKa, y KOTOPOro OOMOpOK, BbI3BAHHBIA (PUIHIECKOM
Harpyskoi, kanHudecku pAuarHoctupopad Kak KIDKT. Te-
HeTHYeCKHH aHaAM3 BbUIBHA ABe MyTanuu p.IyrSSCys
(c.164A>G) u p.Pro308Leu (c.923C>T) B reme CASQ2.
ITocaepyromuii ceMeHHBIN CKPHHUHT IIOATBEPAYA KOMIIAYHA-
reTepO3UTrOTHYIO POPMY HaCACAOBAHMSI.

KIDKT sBAsieTcsi IOTEHLMAABHO CMEPTEABHBIM 3a00Ae-
BanmeM. Coobraercst o cMeprHOCTH 20-31% y marmeHTOB,
He IOAYYaBIINX AedeHus, 1 10% — y IaIjreHToB, MOAYJaBIIUX
6eTa-appeHobaokaropbl [10]. BapuauTbhl Aevenus BKAroda-
10T 6eTa-aAPeHOOAOKATOPDI M B HEKOTOPBIX CAYYAsIX UMIIAQH-
taruio VKA. Hapaexamuit oT60p KaHAUAQTOB Ha TEPAITHIO
WK A 3aTpyaHeH 13-3a OTCYTCTBHS HAACKHDBIX METOAOB CTPaTH-
¢uxarmu prucka. B pexomenpanmsix Espormerickoro obmecrsa
KapAMOAOTOB IIO BEACHHIO IIAIIUEHTOB C JKEAYAOYKOBBIMHU
aputMusamu 1 npeporspamennio BCC (2022) pekomeHAOBa-
Ha umaanTarmst KA B coderannu ¢ nmpreMoM 6eta-appeHo-
6a0kaTopoB u ¢paekannnpoB naruerram ¢ KIDKT mocae anu-
30A2 OCTAHOBKH CEPALa C yCIeIHO# peaHuMarmedt (kaacc
pexomenpanwmit I, yposennb pokazareaproctu C). Caepyer Tak-
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»Ke PacCMaTpHBaTh BO3MOXHOCTh mMmAaHTarmu MKA manm-
enTaM ¢ KIDKT, y koTOpbIXx HaOAIOAQIOTCS apUTMOTEHHbIE
0OMOPOKH ¥/ HAM AOKYMEHTAABHO IIOATBEP)KACHA ABYHAIIPAB-
AenHast/ moaumopdHast KT, mpu mpreMe MaKCHMAABHO Iepe-
HOCHMOI1 A03bI GeTa-appeHo6AOKaTOpa 1 PpaekamHmAa (Kaacc
pexomenaanuit Ila, yposenn pokasareavnoctu C) [14]. Cae-
ayer ormeTuts, yto KIDKT, 06ycaoBA€HHAsE FOMO3HUIOTHBIM
HOocUTeAbCTBOM MyTanuu B ree CASQ2, mmeer 6oaee TsiKe-
ABIIT $peHOTUII 3200A€BaHNs, YeM AyTOCOMHO-AOMHHAHTHASI
$opma B aToM rese (4] uau B rene RYR2 [15].

3akAueHHe

B OnMCaHHOM KAMHMYECKOM CAy4Yae TSDKEABIH (peHOTHII
KaTeXOAAMHUHEPIHIeCKON MOAUMOPPHOI XKEAYAOUKOBOM Ta-
XMKAPAUH Y TMALMEHTA, XapaKTepU30BaBIIMKICA PAaHHEH Ma-
HudecTanpeit 3a60AeBaHMS B 6 AeT, PELUAMBHPYIOLUMU
CHHKOIIAABHBIMH COCTOSIHHSIMH H JKH3HEYTPOXXAIOIMMH Ha-
PYUIEHHSMHI PUTMA, IIOTPeOOBABIINMY UMIIAAHTALIN KAPAH-
oBepTepa-AePUOPHUAASITOPA, OBIA OOYCAOBAEH ITATOTEHHBIM
BapuanToM p.lle193Asnfs*17 (rs397516643) B romosu-
rorHoM cocrostHuu B reHe CASQ2. Y poauTteseit u cecTpb
TMaljieHTa C TaKUM )K€ BApHAHTOM, HO B reTepO3HUTOTHOM
COCTOSIHHH, AO HACTOSII|Er0o BpeMeHH HeT KAMHHYEeCKUX IIpo-

SIBAGHHI 3a00A€BaHHS, YTO COOTBETCTBYeT ayTOCOMHO-pe-
[IeCCUBHOMY THUITy HAaCA€AOBAaHMA AAHHOM MyTanuu. [eneru-
4ecKoe TeCTHPOBAHKe IIPOOAHAA C KATEXOAAMUHEPTHYECKOM
HOAUMOPHOM JKEAYAOUKOBOM TAXMKAPAHEH, a B CAydae 06-
HapY>KeHHs MYTalliH, ¥ €r0 KPOBHBIX POACTBEHHMKOB, I10-
3BOASIET YCTAHOBHUTD MPHYHHY U TUII HACAEAOBAHMS 3a00Ae-
BaHMS, YTO HMeeT OOAbIIOe 3HAYEHHe AASl TeHETHYECKOTO
KOHCYABTUPOBaHMs YA€HOB CEMbH IAIlMeHTa, a TaKXe Ipe-
BEHTUBHOTO IIPUMEHEHHs COOTBETCTBYIOIEro Ae4eHH s

Qunancuposanue

Paboma svinoanena 8 pamxax meponpusmus 17 (18)
«Paspabomame u enedpumo memod oyenxu pucka sHesan-
Holi cepdeuHoli cMepmU Yy NAYUEHMOB C UOUONAMULECKUMU
HEAYOOUKOBLIMU MAXUKAPOUIMU C UCNOABI0BAHUEM EX-
HOAO2UU BLICOKONPOU3BO0UMEALHO20 CEKBEHUPOBAHUL >
noonpozpammot 1 «HnnosayuonHvle 6U0OMexXHOAOUU>
Tocydapcmeennoii npozpammur «Hayxoemxue mexronro-
2uu u mexuuka>, 2022-2024 ze.
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