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BBE[EHUE

ApuTmoreHHass Kapaumomuonatus (AKMI) — 3abone-
BaHWe, OCHOBHbIM MaTo/IOrMYECKUM NMPU3HAKOM KOTOPOro
aBnsetcs GU6pPo3Hoe n/mnmn GUOPO3HO-KMPOBOE 3aMelLle-
HWe MMOKapaa, NPUBOAALLEE K HAPYLLUEHWUIO CUCTOSIMYECKON
dYHKLMWN enyao4KoB U Npejpacrnonaraiolee K pa3sutuio
KU3HEYrpOoXKaloLLmX enyao4yKoBbIX aputmun [1, 2].

B HacToswwee Bpems 3ab6oneBaHus, NOMUMO Knaccuye-
CKOW NMpaBOXenyao4ykoBon GopMmbl, BKAOYHAET GUBEHTPU-
KYNSPHBIR U 1IEBOXENYL0YKOBbIM GEHOTUMMYECKUE BapH-
aHTbl [3].

CornacHo AaHHbIM MCCNefoBaHWM, 4YacToTa cliyYaeB
nopakeHus nesoro xenygodka (JIXK) npu AKMI gocturaet
50% [4]. be3ycnoBHO, BCTpe4yaemMocTb BoBevyeHus JIK
B NaTo/IOrM4eCcKuit npouecc nogpasyMeBaeT 3Ha4nTelbHoe
yncno 3aboneBaHUm, ¢ KOTOpbIMK cnefyeT andodepeHLn-
poBaTb AaHHyl0 KapanomuonaTuio. B nepsyto ovyepenb 310
avnaTtauuoHHas Kapauomuonatusa (AKMI). MNpaBunbHasg
NMOCTaHOBKa [AMarHo3a B TaKOM Cly4vae ABNSeTcH KpavHe
BaHOW, TaK KaK pasfinyne Mexay ABYMS COCTOSHUSAMM
KJIMHUYECKM 3HAYMMO KaK 4Na cTpaTudUKaLmMn pucka BHe-
3anHown cepaeyvHon cmeptun (BCC), TaKk 1 ona neveHus.
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MNauneHTbl ¢ AKMIT oTHOCATCS K rpynne JiuL, BbICOKOro
pucka BCC, 4To TpebyeT paHHen nNpodunakTUKKM Hebnaro-
NPUATHBIX CO6bITMI [5—7]. CneayeT NoaYepPKHYTb, YTO BNep-
Bble O CYLLECTBOBaAHUM HETUMMUYHLIX HOPM 3aboseBaHus,
B 4aCTHOCTM JIEBOXKENYA04YKOBbIX, coobuwanu ewe B 2007 .,
OAHAKO KPUTEPUW NS MX AMArHOCTMKM Gbliv MPEAIOKEHbI
avwb B 2020 1. akcnepTamu yHuBepcuTeTta [Magym [8, 9l.
B ocHoBe Kak Task Force Criteria 2010 (TFC 2010), Tak
M HOBbIX [NMagyaHCKMUX KpUTEPHEB NexaT cBeaeHns o Mopdo-
YHKLMOHANbHbIX U CTPYKTYPHbIX M3MEHEHUSX MWOKapaa,
HapyLIEHUSIX MPOLLECCOB pPenonapu3aumny n genonapusaLmm,
KENyA0YKOBbIX apUTMUAX U AaHHbIX FreHeTUYecKoro o6cene-
[OBaHUSA N CEMENHOro aHamHesa [3, 9].

B HacTosee Bpems 60/1blI0OE BHUMAHWE B ANArHOCTUKE
[laHHOW NaToNormMmn yaensieTcs NpoBeAeHNI0 MarHMTHO-Pe30-
HaHcHoW Tomorpadun (MPT) cepalua ¢ KOHTpPacTUPOBaHUEM
N MONEKYNIAPHO-reHeTM4ecKomy obcniefoBanmio [3].

Ecnn B cnydyae 6uBeHTpUKynspHoro ¢eHotnna AKMII
Hannine MopdodYyHKUMOHANbHbLIX/CTPYKTYPHbIX Mopae-
HWUIW NpaBoro xenyaoyka (M), cornacHo MNagyaHCKUM Kpu-
TEpPUSM, rapaHTUPYeT, Y4TO COMyTCTBYIOLLEE IEBOCTOPOHHEE
nopaxeHuwe sBnseTcs cneunduyHbiM Ana 3aboneBaHus,
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TO ANSt AMArHOCTUKMW NEBOXENYA04YKOBbIX POPM HEOBXOANMO
coyeTaHMe 60MblOro CTPyKTypHoro MPT-KpuTtepus (Hanu-
yune cybanuKkapamanbHoro ¢ubéposa JIHK) n NoNoKUTENbHOTO
pe3ynbTata reHeTMyeckoro o6cnegoBanHuns [9].

K coxaneHnuio, HeCMOTpPS Ha NPOrpecc 3HaHUM B 061acTK
AKMI, BepudurKaums JaHHOIO AMarHo3sa y AeTten B HacTos-
wee BpeMms Bbi3blBaeT 60nbWwne TPYAHOCTU. HU KpuTepum
TFC 2010, Hu [MagyaHCKMe He y4uTbiBalOT OCOBGEHHOCTU
OMArHOCTUKM 3aboneBaHus y neavaTpuyeckux naumMeHToB
[10-12]. WU, KaK npaBW/iO, UMEHHO FEHETUYECKUI aHanu3
3aHMMaeT BeayLLylo no3uumio B 06¢cneaoBaHnm nauMeHToB
C NoJ03peHneM Ha 3To 3aboneBaHue [3].

B paHHOM cTaTbe npefcTaBneH KAWHWUYECKUM cnyyaun
ne6tota AKMIT ¢ neBoagoMUHAHTHOM GOpPMbl Yy NALMEHTKM AeT-
CKOro Bo3pacTa, KoTopas nepBoHavasnbHO 6bina pacleHeHa
Kak AKMTI1, n npogeMoHCTpUpoBaHa BarKHOCTb KOMMIEKCHO-
ro o6cnegoBaHus y nauneHToB ¢ KapaMomMuonaTuen, B TOM
yucne ¢ NPoBeAEHNEM reHETUYECKOro 06¢cnefoBaHus.

KJIMHUYECKHUIA CNYUYAH

Y 4eBO4YKM BnepBble B Bo3pacte 4 neT npu niaHoBOM
OCMOTpe neanaTtpoM Bbic/ylwaHa aKcTpacucTonus. Mo aax-
HbIM 3neKTpoKkapauorpadun (KN nokos 3aperncTtpupoBa-
Hbl MONMMOP®HbIE XKeNyao4yKoBble 3KcTpacucTonbl (FKIC).
Mo gaHHbIM axokapauorpadun (IxoKIr) cTpyKTypHOM naTto-
NI0rMK He BbISIBNEHO, pa3Mepbl KaMep cepaua He yBenuye-
Hbl M COKpaTUTe/NbHas CNOCOBGHOCTb MMOKapAa coxpaHeHa.
B TeyeHue rofa y pebeHKa nosBUIUCL »asobbl Ha 60u
B obnacTtu cepgua aasswero xapakrtepa. Ha SKI coxpaHs-
nacb nofMMopdHas IKCTPaCcUCTONMS, JaHHbIX 38 UIBMEHEHMS
npoLEeccoB penonspmuaaunn He oTMeyeHo. Mpu CcyToYHOM
MoHuTOpHupoBarHmun IKI (CM-3KI) BbisBAEHaA NOAMMOPd-
Has (3 MOPPONOrnm) KenyaovyKoBas IKTONUS B KONMYecTBe
1102 B cyTKM (NNOTHOCTb apuTmMumK 1%). AxoKI-nokasartenu
B npejenax HopmasbHbIX 3Ha4YeHUHN, CTPYKTypa MUOKapaa
6e3 ocobeHHocTeNn. Ewe 4yepes rog nosiBUINCH »Kanobbl
Ha CHUXXEeHME TONEePaHTHOCTM K GU3NYECKOM HarpysKe, cna-
60CTb, NOBbILEHHYIO YTOMNSEMOCTb.

MNMaumeHTKa 6bina rocnuTanuM3anpoBaHa B CTauuMoHap
Nno MECTY KMTEeNbCTBa, rae NP1 KOMMNIEKCHOM 06¢cnefoBaHmm
BrnepBble (4eped 2 roga nocne aeboTa Kenyao4yKoBbIX Hapy-
weHnn putMma (HKHP) 66111 06HapyeHbl gunataumsa U CHu-
YEHWe COKpaTuTeNbHOM cnocobHoCcTU JIXK (KOHEeYHbIn Ana-
ctonuyeckn pasmep (KAP) — 47,8 mwm, z-score — +4,38),
dpakruma Bbibpoca (PB) — 24% (no CumncoHy). O6paltano
Ha ceb6s BHUMaHWe Hanuyme rmnoknHesmmn cteHoK JIXK, npe-
MMYLLECTBEHHO 3aaHen. Kpome Toro, no n1abopatopHbIM AaH-
HbIM OTMEYEHO M30/IMPOBAHHOE MOBLIWEHWE YPOBHS TPOMO-
HWHa | 1o 40,3 nKr/mn (Hopma Ao 37 NKr/Mn) Npu HopMasbHbIX
3Ha4YeHUsIX OCTaslbHbIX Kapauocneunbuyecknx depmeHToB
(KpeaTMHKMHa3a, KpeaTuHbOCPOKMHA3a, NakTaTaerngpore-
Hasa). [lpuHMMas BO BHMMaHKe 60/1eBON CUHAPOM, NOBbILLIE-
HWe YPOBHS TPOMOHMHA M JaHHble 3XOKapanorpaduyeckoro
ncenefoBaHus, ¢ Lefblo UCKDYEHWS NaTONOMMM KOPOHaPHbIX
apTepwui 6bl1a BbiNOMHEHA CENIEKTUBHAsA KOpOHapoaHruorpa-
dua, No pesynbrataM KOTOPOW NaToNOrMYECKUX U3MEHEHUW
KOPOHapHbIX apTepui BblIBNEHO He 6b110. C Lenblo nouc-
Ka 3TMoNnormm 3aboneBaHust, B TOM YuUche ANS UCKIYEHUS
BOCMNaNMTENbHOro NpoLecca B MUMOKapae, naumMeHTKke 6bina
nposegeHa MPT cepgua ¢ KOHTpacTMpoBaHUEM, MO pesysb-
TaTamM KOTOpPOW BbIIB/IEHA TUMOKUHE3NA CTeHOK JIXK, cy6-
anuKapananbHble GU6PO3HbIE UBMEHEHNST B OOKOBOW U 3a]-
Hen cTeHKax JIXK, a TakxKe cuctonnyeckasa guchyHkuma JIHK.
OB JTHK — 40%. Pazmepsl XK 1 ero cokpatutenbHas cnocob-
HOCTb OCTaBa/1Cb B Npeaenax HopManbHbIX 3HaYEHUHN.

BaXHO OTMETUTb, YTO ceMeNHbI aHamHe3 no BCC He oT4-
roweH. O6a poautenss He umenu xKanob, obcnenoBaHue

He Npoxoaunu. Y4yuTbiBas HanuMyve aunataumoHHOro ¢GeHo-
TMNa ¢ BOBJEYEeHMEM MUCK4MTenobHo JIXK n oTcyTcTBME
JaHHbIX 32 MWOKapAuT, AMarHo3 TpaktoBancsa Kak AKMII.
MauneHTKe Oblna Ha3HayeHa aHTMapUTMUMYecKas Tepanus
6eTa-610KaTtopamu (MeToNposioNa TapTpaT), a TakxKe Tepa-
N1 XPOHUYECKOM cepaedHon HegocTaTto4yHocTn (XCH) (cnu-
POHOMIAKTOH, KanTonpun).

B TeyeHne nonyroga HabnloAeHNS, HECMOTPS Ha Tepanuio
6eTa-6noKaTtopamu, oOTMeYanacb oTpuuatenbHas AMHaMuKa
JKI-nokasaTenen: yBennyeHve KonmyectBa Mopdosorum
H3C (c 3 po 5), nosiBNeHne napHow MoAMMOPGOHON 3KC-
TPaCUCTONMU M YaCTbIX HEYCTOMYMBbLIX NPOBGEKEK KaK MOHO-
MopdHOM xenygoykoson TaxuKkapamu (MKT) ¢ 4vacToTOoM
COKpaleHui xenyaodkoB (HCHK) 180/mMuH, Tak 1 nonumopod-
HOM — ¢ YCX 220/MuH. MNOTHOCTb apUTMWUKM cCOCTaBuIa
12% B cyTKW. MapameTpbl IXoKI ocTaBanucb 6€3 ANHAMUKMU.
Mo mecTy uTenbcTBa 6bl1 NPOAOCMIKEH NOAOOP aHTUapUT-
MUYECKOM Tepanuu: MoHOoTepanus npenapatoM IC Knacca
(nponadeHoH), npenapatom lll kKnacca (cotarekca’s), KOM-
6vHMpOBaHHas Tepanusa 6eTa-610KatopoM M npenapatom
IC Knacca (6uconponon u nponadeHoH) — 6e3 aHTHapuT-
MU4eckoro adpdeKTa. Xopownin aHTUapuTMUYECKUM 3P PEKT
6bl/1 JOCTUTHYT KOMOUHUPOBAHHOW Tepanuen npenaparamu
IC knacca u Il Knacca (nponadeHoH n cotarekcan). Tepanus
XCH 6bina npoaonKeHa B nNpexxHeMm ob6beMme.

B Bo3pacTte 7 net(cnyctsa 3roaa ot aebiota 3ab6oneBaHuUs)
nauuveHTKa BrnepBble rocnutanuauvpoBaHa B PrbyY HMUL,
uMm. B.A. AnmasoBa. lNpu noctynieHun xanobbl Ha MOBbI-
LWEHHYI0 YTOMASEMOCTb, cN1aboCTb NPU GbITOBOM Harpy3Ke.
CUHKOManbHbIX, MPEeCUHKOoMNaNbHbIX COCTOSHUIA He Oblo.
Mpn nabopaTopHoM o06cnefoBaHMK OBHAPYXKEHO 3Hauu-
TenbHoe noBbileHne ypoBHA NT-proBNP — go 1467 nr/mn
(Hopma < 112,00 nr/mn). Mo aaHHbIM 3IxoKI oTmevyanach
HeKoTopas NoNoXuTeNbHasa AMHAMKUKa co cTOpPoHbl JIK: KAP
JTXK coctaBnsn 47,8 mm (z-score — 2), PB Simpson — 45%
(pnc. 1). CoxpaHancs rMNokMHe3 3agHEeOGOKOBOWM CTEHKMU
JIXK, Bu3yanusupoBanacb rMnepaxoreHHocTb 3aaHeboKo-
BOW cTeHKM JIXK. Pa3smepsl MK B HOpMe, € Xxopolwen cokpa-
TUTENIbHOW GYHKLUMEN.

Mo CM-3KI »enynoykoBasi 3KTONMYeCKasi aKTUBHOCTb
npeactasneHa 3 mopdponornamm K3IC, NNOTHOCTb apUTMUK
MeHee 1%. MNMpu atom 6onee 500 KIC 6bIM 3aperncTprpo-
BaHbl U3 BbIXxOAHOro otgena MK, 4To ABnseTcs ManbiM Kpu-
Tepnem AKMI, cornacHo TFC 2010 [13] (puc. 2A). HecmoTps

0.742cm_/\ , -0
4.21 cmj X

0.715cm
0.550 cm
4.84 cm:'\— .
0.660 cm
EDV (MM-Teich) 110 ml
IVS/LVPW (MM) 1.20
IVS % (MM) 833%
FS (MM-Teich) 13.0%
ESV (MM-Teich) 79.0 ml
EF (MM-Teich)  28.2 %
LVPW % (MM) 34.9 %[

Puc. 1. 9xokapanorpadpusa naumeHTK1
lMpumeyaHmne. MNapactepHanbHasa NO3MUNS, ATMHHASA OCb.

Fig. 1. Patient’s echocardiography
Note. Parasternal position, long axis.
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lNMpumeyaHne. CTpenkamu yKadaHbl XenyLo4KoBas 3KCTpacucTonums (A) n napoKCU3M XKenyaouyKkoBom Taxnkapamm (b) ¢ mopdonoruen
BJTHIT ¢ HUKHEW ocCblo (NaTTepH 3KTONMYECKOro cybcTpaTa BbixogHoro otaena MK).

Fig. 2. Holter monitoring

Note. Arrows indicate ventricular extrasystole (A) and ventricular tachycardia paroxysm (B) with left bundle branch block morphology and

lower axis (ectopic substrate pattern of right ventricle).

Ha HeTUNUYHOE TeyeHne 3aboneBaHus ¢ nopaxeHunem JIXK,
y AEBOYKM OblNM 0BGHapYKeHbl 2 Manbix KpuTepus 3abose-
BaHug no TFC 2010. Tak, npu aHanuse paHee BbIMOJHEHHbIX
CM-3KTI y naumMeHTKun peructpupoBanacb Heyctonunsas KT
Mopdonorun 6aokaabl N€BON HOXKKK My4vKa Mca ¢ HUKHEN
0OCbl0, YTO TaK}Ke OTHOCUTCS K MasblM KPUTEPUSM AaHHOM
natonoruu (puc. 2b).

Kpome Toro, y pebeHka 6bin1 3aperncTpupoBaHbl N03a-
HWe noTeHuuanbl }enygodkos (MM¥) — Manbli KpUTEPUR
3aboneBaHuna no TFC 2010. Hannyne 3 manbiXx KpuTtepues
no TFC 2010 (2 u3 3 KpuTepueB OblIK U3 OAHOW Tpyn-

nbl) NO3BOINAO 3anofo3puTb anarHo3d AKMIL. Moapo6Has
XPOHOMOrMYyecKas nocnefoBaTeNbHOCTb AAHHbIX KAWHU-
KO-UHCTPyMeHTanbHOro o6cnegoBaHnsa npeactaBneHa
B Tabnuue.

Ons BepuduKaumn auarHola AeBoYKe Obl1o npoBe-
[leHO reHeTnyeckoe obcnefoBaHMe — BbliBNieHa KomMa-
YHA-MYyTauus B reTepo3nroTHOM COCTOSIHMM B reHe PKP2
(Chr12:33031068C>G NM 004572.3: c¢.746G>C, c.971
972insT). HykneotuagHbln BapuaHT ¢.746G>C onucaH
KaK BEpOSTHO NaTOreHHbIM, HYKNeoTUAHbIM BapuaHT ¢.971
972insT — KaK naToreHHbli. Pe3ynbraTbl reHETUYECKOro

Ta6aunua. XpoHonormyeckas nocnefoBaTenbHOCTb Pa3BUTHUA 3a601eBaHns

Table. Timeline of disease development

Bo3spact Xano6bl AKIr-uameHeHums CTpPYKTYpPHble UBMEHEHUSA AunarHos
4ropa - K3C - HK3C, peakas
5 ner 60nb B cepaue HIC nonnmopdHasn - MOC, penkas

e 60/b B cepfLe ° }K3C e aunataumsa JIXK
6 net ® CHWXKEeHue e YT nonumopdHas ® CHWxeHue ®B JIK OKMN
ToNepaHTHOCTU KPH | o TIMXK o GM6pPO3HbIE N3MeHeHusa JIK
e aunataums JIXK
7 net : Z;Z’;gifromb : #I':Ia)i(-:( nommopeHas ® cHuxeHne OB JIK AKMI JIXK
e Gn6PO3HbIE N3MeHeHus JIK
e nunatauua JIXK
° CcHuxeHne OB JIK
8 ner L rommmemoct : [).]KF?HC( MOMMMOPOHAA | | 1y naraums MK AKMM BB
° cHuxeHue OB MK
°* GUO6PO3HbIE N3MeHeHUs JIHK n MK

lMpumeyarHne. AKMIN — aputmoreHHas Kapavomuonatus; BB — 6uBeHTpuKynapHbii; AKMI — aunataumMoHHas Kapavomuonatus; KT —
}enyaoykoBas Taxukapans; IC — xenyaoykoBas akcTpacuctonus; JIXK — neBbiit xenygoyek; B — dpakuma Bbibpoca; MK — npaBbin

wenypouyek; NMX — nosgHune noteHunansl xxenygoyko; PH — dusnyeckas Harpyska; IKIN — anekTpokapamorpacdms

Note. ACM (AKMI) — arrhythmogenic cardiomyopathy; BV (bB) — biventricular; DCM (AKMIM) — dilated cardiomyopathy; VT (XKT) —
ventricular tachycardia; VES (3K3C) — ventricular extrasystoles; LV (J1}K) — left ventricle; EF (®B) — ejection fraction; RV (MX) — right
ventricle; VLP (MMX) — ventricular late potential; PE (PH) — physical exercise; ECG (9KIN) — electrocardiography



Puc. 3. Pe3ynbtatbl MarHMTHO-pe30HaAHCHOM ToOMorpadum cepaLa ¢ KoHTpacTupoBaHUeM

lMpumeyaHme. HepHoW CTPENKOW YKa3aH AMnaTUupPOBaHHbIN NpaBbIv Kenyaodek, 6enbiMu cTpenkamm — dbrubpo3Hble UBMEHEHNS

Fig. 3. Heart MRI with contrast agent

Note. Black arrow indicates dilated right ventricle, white arrows indicate fibrotic changes

o6cnefoBaHMa NOATBEPAWMIN HaNUyMe THXKEeNoro Hacnea-
cTBeHHOro 3aboneBaHusa — AKMI ¢ nopaxkeHuem JTXK.

MNMauneHTKe 6bina NpoBeaeHa KoppeKuusa Tepanum XCH.
Yepes nonroga AMHaMMYECKOro HabG/OAEHUS BMNepBble
no AaHHbIM 3XoKI o6HapyxeHa gunataums MK — KAP
(Adc) 43,5 MM (z-score — +3.02), CHUXKEHUE COKpaTUTENb-
Hon cnoco6HocTM — FAC 30%. MPT-naHHble noaTBepAnau
BoB/ievyeHue MK B natonornyeckui npouecc: 6b11u BblaBe-
Hbl PUOPO3HbIE NBMEHEHUSA B NepeaHen, 60KOBOWM U 3aAHeN
cTeHKax JIXK npaKTMYecKn Ha BCEM MPOTSHKEHUU, NPEUMY-
LWeCTBEHHO Ccy6aHAOKapAMnalbHble, TaK U pacnpoCTpaHeH-
Hble PUOPO3HbIE N3MEHEHUsA B MMoKapae MK (puc. 3).

YuuTbiBas paHHUi Oe6IoT, 6bICTpoe nporpeccupoBaHne
3a60/1eBaHUs, Hanuyme ABYX MaTOreHHbIX MyTauwui, Obl1o
NPUHATO peLleHre 0 NPoBeAEHUN UMMNAHTaLMK KapanoBep-
Tepa-gedubpunnaTopa ¢ Lenbio NepBUYHON NPOGUNaKTUKM
BCC.

Kpome TOro, npoBeaeHO KOMMAEKCHOE KapAWONoru-
yeckoe ob6cnefoBaHWe poauTenew nauMeHTKU, BKAYas
reHeTU4eCKur aHanmna. Y o60oux poanTesnen BblBJIEHbl aHa-
NIOrMYHble MyTauun B PKP2, oqHaKo Ha CEeroaHsAWHUN feHb
OHW UMEIOT OTpULaTENbHBLIN deHOTUN (puc. 4).

B HacTosillee BpeMs CMHKOManbHbIX COCTOSHWI, cpaba-
TbiBaHWM UMMNAAHTMPOBAHHOIO KapanoBepTepa-geduépun-
naTopa He 3apeructpupoBaHo. OgHaKo B TeyeHwe nocnea-
Hero rofja oTme4vaeTcs nporpeccuposaHme cumnTomMoB XCH.

Mo pgaHHbIM 3xoKI BbIBNeHa oTpuuaTenbHas AMHAMWKa
B BUAE CHUXEHUSI COKpaTUTeNbHOM cnocobHocTm JIK u MHK:
®B Simpson 45 — 34% u FAC 30 — 23%. lNauuneHTKa npo-
flomKaeT HabnogeHre B HalleM UeHTpe.

OBCYXAEHME

B HacTosillee BpeMs HeT eauMHOro AMarHOCTMYEeCKOro
MeToAa, NPy MOMOLLU KOTOPOro MOXHO 6bI10 6bl O4HO3HAY-
HO NOATBEPANTL NGO UCKNOYUTL AnarHo3 AKMI, oco6eHHOo
B C/lyYae HETUNMYHbIX GopM. JuarHoCcTMKa AaHHOro 3abone-
BaHWS OCHOBaHa Ha MHoronapameTpuyeckoM noaxoge [3,
14]. B otnn4me oT Knaccuyeckoro ¢eHoTmMna 3abosieBaHus
c nopaxkeHuem [, neBogoMnHaHTHag dopma, NposBis-
IoWancsa 3Ha4uTeNbHON cucTonndyeckon aumcoyHKumen JIK,
MO}XET UMETb CX0ACTBO ¢ deHoTunom AKMIN [3, 4, 14]. Tak,
no AaHHbIM ayToncuu nuu, nocne BCC 66110 NPOAEMOHCTPHU-
pPOBaHO, 4YTO Yy 6OJMbWMHCTBA MALMUEHTOB C NMPUKUIHEHHbLIM
avarHosom AKMI npu npoBeaeHUU BCKPbITUS Oblin 06Ha-
pyxeHbl npu3Hakn AKMI [7]. 3TK gaHHble noaTBepKaatoT
CNOXHOCTb KIMHUYECKOro pasnnina JaHHbIX Kapaguomuona-
TUN NPU UCNONB30BAHUN PYTUHHbBIX METOAOB AWArHOCTUKM.

B HacTosilwee Bpems Ans BepudbuKauun Heknaccuye-
ckux dopm AKMIT npeanoxerbl MagyaHckne kputepun [9].
CnepyeT nog4yepKHyTb, Y4TO AN MOATBEPXAEHWUS NEBOAO-
MUHaHTHOW dopMbl 3abofieBaHUs 0693aTelbHO Hanuyue
ABYX 60/bLUMX ANArHOCTUYECKUX KPUTEPUEB — CTPYKTYPHbIE

[ O O

PKP2 (S249T)

”

PKP2 (S249T, A325Gfs*11)

Puc. 4. PogocnoBHas naumeHTKu
Fig. 4. Patient’s genealogic tree

O

(]

PKP2 (A325Gfs*11)  ? ?
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KJIUHUYECKUU CNTYHAHU

aHomanuu JIXK (¢ MopdodyHKLMOHANBHBIMU U3MEHEHUAMM
unn 6e3 Hux) B codetaHmnn ¢ AKMI-accoummpoBaHHOM reH-
HOW myTauwmen [3, 9].

O6uen3BectHo, 4YTo IKI-M3meHeHMa npealecTBy-
0T MOPGdONOrMYECKOMY pPEMOAENNPOBAHNUI0 MUOKapAaa
M nomoratoTt 3anogo3puTb Hanuyme AKMIT [8]. Tak, cornacHo
MagyaHCKUM KpuTepuam, A0S NEeBOXENYLOYKOBbIX GOopMm
XapaKTepHbl HU3KoBONbTaxHaa 3KI (Manbi Kputepuin),
HK3C ¢ mopdonornen 6nokaabl NpaBon HOXKKU Ny4yka Mca
(Manbl KpuTepuin), oTpuuaTtenbHble 3ybubl T B 0TBEAEHUSX
V4-V6 (manbivi Kputepui) [9].

Mpn peTpocneKTMBHOM aHanuide IKI noKkos Halwen
nauneHTKN NepBble 4Ba KpUTEPHS OTCYTCTBOBANW. Y AEBOY-
KM UMenucb oTpuuatenbHble 3ybubl T B V2-V3, oaHaKo
Ha MOMEHT obcnefoBaHUs [aHHble napameTpbl cyuTa-
NMCb BO3PACTHOM HOPMOW U HE 6blM NPUMEHUMbI B Kade-
CTBe AMarHocTtuyeckoro kputepusa [15, 16]. BmecTte ¢ Tem,
y NaUMEHTKM UMeNcs psag Manbix Kputepues, cornacHo TFC
2010, HegocTaToYHbIX 415 BEPUPUKaLMKM AMarHosa, Ho, TeM
He MeHee, N03BOoNALWMX NpeanonoxuTe AKMI [13]. OgHuUM
U3 Kputepunes 3aboneBaHus 6bina KT mopdonorum 61oKka-
[bl N1€BOMW HOXKM NyyKa [Mca C HUKHEN OCbIo (NaTTEPH 3KTO-
nuMyecKoro cybceTpaTa BbixogHOro tpakta IMNxK).

Mo pgaHHbIM nUTEpaTtypbl M3BECTHO, 4TO KT ¢ Mmopdo-
nornen BJIHMI yauwe Bcero BcTpevaeTcs nNpu GUBEHTPHU-
KynapHon dopme 3a6oneBaHusa [14]. CneayeT OTMETUTD,
4yTo aHanu3 mopdonorun XHP no gaHHbiM Kl aBnaeTca
BaXHbIM 3Tanom B anddepeHunanbHO-4UarHOCTUYECKOM
noucke.

Kpome TOro, y onMcaHHOM NauMeHTKU pernctpupoBa-
nmeb MMK — ewe oaAWH Manbli KPpUTEPUM AAHHOW Kap-
anommonaTtun no TFC 2010 [9]. CornacHO Kak MMWPOBLIM
nccnefoBaHMaM, Tak M HaWKMM AaHHBIM CUCTEMATUYECKOro
o630pa C MeTaaHanuM30M, 3NeKTpoKapauorpadmyecKux
napameTtpoB AKMII, MM goctaTo4yHo YacTo BCTpeyatoTcs
y feten npu aaHHom 3aboneBaHun [17, 18]. Takum obpa-
30M, YXKe Ha cTaann TonbKo IAKM-M3MeHeHUN Gbla BO3MOXK-
HOCTb 3anNoA03puTb AnarHo3 AKMII.

Y4ynTbiBas HETUMKUYHbIE ANA Knaccuyieckon GopMbl 3TOro
3a60/1€BaHUS CTPYKTYPHbIE U3MEHEHWUS CO CTOPOHbI JIXK,
6bln npeanonoxeH avarHos AKMI1. AHanuanpys aHaMmHe3
nauneHTKn, Hamun Bbl1I0 3aMedeHo, YTO NporpeccupoBaHmne
3a60/eBaHUs B BUAE NOSIBNEHUS CTPYKTYPHbIX USMEHEHUM
JIXK coBnano ¢ BblpaxKeHHbIM Y NauUeHTKM 60NeBbIM CUH-
APOMOM B 0651aCTK cepaLa, ConpoBOXAatoWwnmMcs nosbllle-
HMEM YPOBHS TPOMOHMHA |, 4TO NOTPEe6OBaNO UCKIYEHUS
TaKux 3ab0neBaHni, KaK OCTPbIM MUOKapAMUT M NaTonorus
KOpPOHapHbIX COCyAoB. [JaHHble U3MEHEHUs YKnaablBaloTcs
B XapaKTepPUCTUKY «ropsiyer dasbl», XapaKTePHOW ANa Nauu-
eHToB AKMI [19]. 3HaHUA 0 TaKOM KJIMHWYECKOM MNposiBfe-
HWW TaKXe No3BOoANAK Bbl 3aN0403PUTb AaHHYIO NATONOrHUIO.

KpaliHe BaHbIMW aBngOTCA AaHHble MPT cepaua
LEBOYKM, @ UMEHHO Hanuyme cybanukpagnanbHbix Gnbpos-
HbIX M3MEHeHUN B MuoKapae JIXK. B HacTosiwee Bpems
UMEHHO cybanuKapauanbHas WanM MHTpaMWOoKapanaibHas
NoKanusaunsa dmnbposHblix nameHeHun JIXK asnsetca onpe-
AeNsAoWwmnM CTPYKTYPHbIM KpUTEpUEM NeBOLOMUHAHTHOWM
dopmbl 3ab6oneBanua [3, 9, 14].

COMHeHMe B AuarHose A0 MNOoJyvyeHus peaynbTaToB
reHeTM4yecKoro ob6cnefoBaHUs B AaHHOM KJIWHUYECKOM
clyqyae BbI3biBan ToT GakT, 4To JKI-KpuUTepun naumeHT-
KW COOTBETCTBOBa/IM NpaBoOXenyaoukoBon dopme AKMI,
a CTPYKTYPHbIe U3MeHeHWS GblNn BbiBEHbI NepBOHaYasb-
HO B JIXK. 3TO MOXHO OOBACHUTbL CMOXKHOCTAMMU BU3yanu-
3auuKn 1 oueHKM MK no gaHHbIM 3XoKI, 0COGEHHO vy AeTeN.
Kpome TOro, dGnbpO3HO-KMPOBOE 3aMelleHne MUOoKapaa
HOCUT 04aroBbl XxapaKTep U Ha paHHUX cTagusax 3abone-

BaHWS MOXET OCTaTbCs HeE3aMe4YeHHbIM Jaxe npu npose-
neHun MPT cepaua [9].

B onucaHHOM cnyyae reHeTuyeckoe ob6cneaoBaHue
nocTaBMIO TOYKY B BepuduKaumn anarHosa. Y naumeHT-
KM Oblna BbiiBE€HaA KOMMNayHA-MyTauus B CaMOM 4acTo
BCTpeYatollemMcss 4eCMOCOMHOM reHe, acCoLMMPOBAHHOM
c passutnem AKMII, PKP2 [3]. CneayeT OTMETUTb,
4YTO reHeTM4Yeckne 0CO6GEHHOCTU NaLMEHTKN MOTyT 06bsiC-
HUTb KIMHWYECKOoe TeyeHue 3aboneBaHus. TaK, MU3BECTHO,
4YTO y NauUMeHToB ¢ MyTauuamu PKP2 vauie pa3BuBaloT-
csl TAXenble XenyaoykoBble aputmun [20], a Hanuyue
KOMMNayHA-MyTauuMn ob6bsacHAeT AebioT 3aboneBaHUd
C NeBOAOMWHAHTHOM dopmbl [3, 21, 22]. BoBneveHune JIXK
B MaTO/IOrMYECKUI Npouecc Npu JaHHOM Kapavomwuona-
TUW acCOLMUMPOBAHO C XyAWWM TeyeHnem 3aboneBaHus
M 6bICTPbIM NporpeccupoBaHnem XCH [21, 22].

Takum 06pa3omM, NpoBefleHWE TeHeTnYeckoro oéeneno-
BaHWS Ba)XHO HE TO/IbKO B [MArHOCTUYECKUX, HO U B MPO-
FHOCTUYECKMX LIeNsx.

3AK/IIOMEHHUE

OnucaHHbIM  KIWMHUYECKUI cnydYalh AeMOHCTpUpYET,
C KaKMMW TPYAHOCTAMM CTaflKMBAETCH KAMHWULMUCT NpU gua-
FHOCTUKEe AdaHHOro 3abofieBaHMsa y NaLMEHTOB AETCKOro
Bo3pacTta. AKMI1 Heo6xoaMMo BKOYaTb B CNMUCOK 3abone-
BaHWKW npu nposeaeHnn auddepeHumanbHON AUarHOCTUKK
y nauueHToB ¢ HP B co4yeTaHuu ¢ gunatauuen Kamep
cepiua. 3HaHWe Bpadyamu-negmMaTpamMmu U 4ETCKUMU Kapau-
0/10raMu KIMHUYECKOrO TeYEHUS U AMArHOCTUYECKUX KpU-
TepueB 3TOM NaTONOrMK1, B TOM YUC/IE U HOBbIX MNagyaHCKUX,
NO3BOJINT CBOEBPEMEHHO 3aN0A03PUTb YKa3aHHYIO NaTono-
ruio, a NpoBeAeHNe KOMMNIEKCHOro o6¢cnefoBaHns pebeHKa,
BKMoYas MPT cepgua v reHeTMyeckoe TeCTUpOBaHue, —
CBOEBPEMEHHO NOATBEPANTL ANArHOS.
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