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Cunnpom PRKAG2 — penxoe HacsieCTBeHHOe 3200/1eBaHiE C AyTOCOMHO-IOMUHAHTHBIM THIIOM HAC/IeI0BAHMS, NPUYMHON KOTO-
poro ciiykaTt myTtanuu B reie PRKAG?2. Knunndyeckue CUMITOMbI 3200/1€BaHUs BKJIIOYAIOT PAHHEE HAYAIO0, IPeIBO30YKIEHHE XKeJTy-
JI0YKOB, THNEPTPOHIO XKeTYI0YKOB Cepla, MPOrpecCHpyoNIyI0 ATPHOBEHTPHUKY IAPHYI0 Oaokany. [Lna cunnapoma PRKAG2 xapak-
TepHA TeHeTHYeCKAasl TeTEPOreHHOCTh, KOTOPAasl 3aTPYAHSAET PAHHION AHATHOCTHKY 3200JIeBAHUS, ONMUCAHDbI reHO-(eHOTHIIIIEeCKHe
KoppeJAuuu. B craTbe mpeacrasieH 0630p JaHHBIX JUTEPATYPBI H ONBIT Kapauooruyeckoro ornenenuss PIAY «HMUII 3noposba
nereii» Munsapasa Poccum B inarnocTuke u BeeHuu nauueHToB ¢ cuaapomMoM PRKAG2, npeacrapieHa KIMHUKO-TeHeTHYECKAs
XapPaKTePUCTUKA BapuaHToB p. R3020 v p. H383R rena PRKAG?2.
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PRKAG?2 syndrome is a rare genetic disease that is inherited in an autosomal dominant fashion and is caused by mutations in the PRKAG2
gene. Clinical symptoms include early onset, ventricular preexcitation, cardiac hypertrophy, and progressive atrioventricular block.
The PRKAG?2 syndrome is characterized by genetic heterogeneity, which makes early detection difficult; genophenotypic correlations
have been documented. In this article, we provide an overview of the literature data and experience from the cardiology department of the
National Medical Research Center for Children’s Health of the Russian Ministry of Health in the diagnosis and management of patients
with PRKAG2 syndrome, and present the clinical and genetic characteristics of the p. R302Q and p. H383R variants of the PRKAG?2 gene.
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CI/IH)IDOM PRKAG2 — penkoe HacienCcTBEHHOE
3a00/1€BaHKE C ayTOCOMHO-IOMUHAHTHBIM THUIIOM
HacJeoBaHUsl,  XapakTepusyiollleecsi — rurneprpodueit
cepaua, NpeaBo30yKAeHUEM XKeJTyI0YKOB, HapyllIeHUSIMU

npoBofsieil cuctembl cepaia [1, 2]. 3aboneBaHue o0y-
CJIOBJICHO TIAaTOTEHHBIMM BapuaHTaMM B reHe PRKAG2,
pacroioXXeHHOM Ha JUIMHHOM TIIede XPOMOCOMBI 7
B obmactu 7q36,1. [en PRKAG2 konupyet y2-CyObe TUHUILY
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5’-aieHO3MHMOHOMOChaTaKTUBHUPYEMOit MPOTEeUHKHU-
Ha3el (AM®K) — cepMeHTa, OTBETCTBEHHOTO 3a MeTa-
OOJTMYECKYIO peryisauuio aaeHo3uHTpudochata (ATD),
KOTOPBIN PEryJupyeT TMOTJIOIIeHWe, XpaHeHUe U YTUJIU-
3aIMI0 TIIIOKO3bI M KUPHBIX KUCJIOT B KapaIUOMUOIIUTAX
[1, 3]. IIpenmomnaratot, 4TO MaTOTeHHbIE BAPUAHTHI B TEHE
PRKAG2 mpuBomar Kk auchyHkumn AM®PK, wsmeHss
MOTJIOLIEHNE TJIIOKO3bl MHUOLIMTAMU W BBI3bIBAasi OTJIO-
JKEHUE TJIIMKOreHa M amuionektuHa [1, 3—5]. Myrauun
B reHe PRKAGZ2 cBsi3aHbl C pa3IMYHBIMU (hEHOTUIIAMMU,
BKJIIOYAsl TJIMKOTEHOBYIO OOJIE3Hb Cepjlla JIETAIbHYIO
BpoxaeHHyto (OMIM 261740), cunapom Bonbsda—ITap-
kuHcoHa—Yarita (OMIM 194200), cemeliHylO TMIIEPTPO-
(uaeckyro kaparomuonatuio 6-ro Tuna (OMIM 600858).

Cunnpom PRKAG2 — otnmenbHas Ho3oJ0rmyeckast
eIMHUIIA, XapaKTePHU3YIOIIasacs TPUAION TTepeurCIeHHBIX
KIMHUYECKUX TIPU3HAKOB. [eHeTUYeCKMii JTOKYC, OTBeYa-
IOIINIA 32 BOBHUKHOBEHUE TAHHOTO 3a00JieBaHs, KapTh-
poBaH B 1995 1., a myraums B reHe PRKAG2 Kak mpuynHa
3TOr0 PeAKOro CHMHIpoMa BrepBble ommcaHa B 2001 T
Hna cunapoma PRKAG?2 xapakrepHa paHHsIsI MaHU(e-
crauust 3abosieBaHus: OT 1—2-ro 10 3—4-10 AeCATUICTUS
SKU3HM, COCTaBJISISI B cpeiHeM 24 rofa.

B HacTosiiee BpeMsi B MUPOBOW JIUTepaType HET
TOYHBIX JaHHBIX O PaCIpPOCTPAHEHHOCTH CUHIpPOMaA
PRKAG?2. CornacHo HauboJiee TOJHOI Oa3e mMyTaiuit
reHoma yenoBeka HGMD professional u3z 92 mato-
T€HHBIX BapUaHTOB, BBIABICHHBIX TIPU Pa3TUYHBIX
3a00JIeBaHUSIX, OOYCTOBIIEHHBIX M3MEHEHUSIMU B TE€HE
PRKAG2, 6onee 20 BapuaHTOB OIMCAHBbI Y TallMEHTOB
¢ cunapomom PRKAG?2. B kpymHOM peTpocCreKTuB-
HoM uccinenoBanuu D. Hu u coaBt. (2020) [4] u3 885
cllyyaeB TuUrepTpoduueckoil KapaumoMmuornatun B 12
(1,4%) HepoACTBEHHBIX CEMbSIX OBLT MAEHTU(OUIINPOBAH
cunapoM PRKAG2. OcHoBaHueM Takoil Bepudukauum
OblTa KOMOWHAIMSI CUMIITOMOB, BKJIIOUABINAsi TUIIEP-
TpoUo MHOKapjaa JIeBOTO Xeayaouka, AUCGhYHKIIMIO
CUHYCHOTO y3J1a, TPeIBO30YXIeHUE XKeJIyT0YKOB, TPe/I-
CepIHYI0 TaXMKapAMWIO, N30BITOK TIIMKOTeHa B Kapauo-
MMOIINUTAX, CEPACIHYIO HETOCTATOYHOCTh Y BHE3AITHYIO
cepaeuHyto cmepth [4]. B uccnenoBanuu R.T. Murphy
u coanT. (2005) [3] B rpynmne NaluMeHTOB C TUMEPTPO-
dudecKoil KapanoOMMONaTHE, coYeTalomIeics ¢ aTpu-
OBEHTPUKYJISIPHBIMU OJIOKaJaMHu, 4YacToTa CHHApPOMa
PRKAG?2 cocraBuia 1 Ha 100 oGcienoBaHHBIX TTallueH-
TOB, a 1o JaHHbIM M. Arad m coasT. [6], — V 7 (29%)
u3 24 malMeHToB ¢ TUNepTPOPUIECKON KapanuoMuoIia-
THEN U CUHIPOMOM MpeaBo30yxaeHus. [To Mmepe HaKo-
TUTEHUSI KITMHUTYECKOTO OTbITa CTAHOBUTCSI OU€BUIHBIM,
YTO TIPOSIBIIEHUsI CUHIpPOMAa BapbUPYIOT OT OeccuM-
MTOMHOTO TEYEHUS O YrpOXAalolIWX XW3HU Hapylle-
HUW pUTMa ceplla U BHE3AMHOW CepIeyHOU CMEpPTH.
Mo manabiM R.T. Murphy u coast. [3], y 31 (69%)
MmaluveHTa UMEJUCh XaJloObl Ha OIIyIIeHue cepaleon-
€HUs, OABIIIKY, 00Jb B TPYIHON KJETKE, OTMEYaaucCh
CUHKOIIaJIbHBIE cocTostHUsI, a ¥ 7 (15%) OGonbHBIX —
MBbIIIEYHbIE OOTH.

Tanodaesa JI.A. u coasm. ImikoreHoBast 6oe3Hb cepaia — cuHapoM PRKAG?2

Hawnbonee xapakTepHbIMM 3JeKTpoKapauorpadu-
YEeCKUM KPUTEPHMSIMM CITy>KaT KOPOTKUI MHTepBan P—Q
(68% mnanneHTOB), 6JTOKAaIbl HOXeEK TTydyKa [iica, mpenmy-
1IECTBEHHO TIpaBOii, Pa3IWYHO BBIPAXXEHHOCTU CHUHO-
aTpuaibHble W aTPUOBEHTPUKYJISIPHBIE OJOKaIbl, KOTO-
pbIe HOCSIT MPOTPECCUPYIOIINIM, KIMHUYECKN 3HAYUMBIIA
XapakTep, BBICOKOBOJIbTaXKHBIE KOMITIEKCHI QRS, B ToM
YuCciie B OTCYTCTBUE B3XOKapAauorpauuyeckux Mpu3Ha-
KoB rureprpodun Muoxkapnaa [7]. PemonmenupoBanue
cep/la Mpu 3TOM CHUHAPOME OLIEHUWBAETCS MO JaHHBIM
axokapauorpaduu U XapakTepusyeTcs TurepTpodueit
MUOKap/a >XeJyIO0uyKOB OT YMEPEHHOU /0 BbIpaKeH-
HOW, TPOTPECCUPYIONIEN MMACTOINYECKOW U CUCTOJIM-
yeckoit nuchynkuuei [1, 3, 5, 7, 8]. [IpoBenenue mar-
HUTHO-PE30HAHCHOW ToMorpaduu cepjlia Ha paHHUX
cTaausix 3a00eBaHUST MAJIOUH(POPMATUBHO 1 MO3BOJISIET
BU3YaJM3UPOBATh 3KCUEHTPUIHYIO TUTIEPTPOPUI0 MUO-
Kapza JIEBOTO XeJlynTouyka, B TO BpeMsl KaK Ha TO3IHUX
cranusix — auddy3Hoe pacrnpenesieHue U 3aMeieHre
HaAKOTIJICHUS TalOJIMHUS C BOBJIEUCHUEM CPeIHEHVKHE-
JlaTepajbHbIX CETMEHTOB [9].

Ilpy ecrecTBEHHOM TEYEHUM CHUHIpPOMA W3MEHEe-
HUSI cepAlla XapaKTepU3YIOTCSI MeUIEHHBIM Tporpec-
CUBHBIM YBEJIMUEHHEM TOJIIUHBI CTEHOK, B TO BpeMs
Kak TIpU TUIEePTPOPUIECKO KapaIuOMUOIATUM, OO0Y-
CJIOBJIEHHOI MyTalMsIMU B CapKOMEpPHBIX OejKaX, CKO-
POCTb HapacTaHMsI TUTIEPTPOGUU MUOKap/ia BO B3POCIOM
BO3pacTe 3aMeJIsSIeTCsl MU MMeeT TeHACHIIMIO K YMEHb-
menuto [10]. XapakTepHbIii CUMIITOM 3a00JieBaHUS —
pa3BMBAIOILIASICSI  XPOHOTPOIMHAsT HEKOMIIETEHTHOCTb,
XapakTepusylasicsi  mporpeccupymolieii  Opaaukap-
Ve, CHHKOMTaJIbHBIMY COCTOSTHUSIMU [ 1, 3, 4].

TakuM 06pa3oM, K OCHOBHBIM KJIMHUYECKUM TTPOSIB-
neHussiMm PRKAG?2 cunHnpoma oTHOCSITCSI TunepTpodust
JIEBOTO XeJyJo4YKa, HapylleHUe MPOBOIMMOCTH Cepla
(4acTo TpencTaBlIeHHOE TPOrPecCUpyIolIeil aTpuOBeH-
TPUKYJISIPHOI OJ10Kan01), MMCchYHKIIMS CHHYCHOTO Y3714,
MpeaBO30YXIEeHUE XKeJIyTOYKOB, TaXMapuTMUSI TIpeacep-
IIAI cepleyHasl HeIoCTaTOYHOCTh, BHE3aITHasl cepevaHast
CMepThb. YUUTHIBAsI CIIOKHOCTU AUATHOCTUKU CUHAPOMA,
TUIOXOM TIPOTHO3 3a00JIeBaHUSI M 3HAYMTEIbHYIO Bapu-
abeIbHOCTh KIIMHMYECKOW KapTUHBI, TPUBOIUM COO-
CTBEHHBIE KJIMHUYECKHE HAOMI0IeHUs IBYX MallMeHTOB.

B nabopaTopuu MosieKyJSIpHOW TeHETUKM U MEar-
IIMHCKOW TeHoMMKHU lleHTpa (pyHIaMEeHTaTbHBIX
ucciaenoBanuii B neguatpuu OTAY «HMMUIL 3mopo-
Bbsl nereit» MunsnpaBa Poccum y obGoux manueHTOB
MpY TOMOIIM TEXHOJOTMM MAaCcCOBOTO TapauieIbHOTO
CEeKBEHUPOBAHUSI OBbUIM HMCCJEI0OBaHbl TapreTHbHIC
o0JlacTM TeHoMa yYeJioBeKa, BKIIIYalolne KOIUpPYIo-
IIMe W Ipujeralone MHTPOHHEIE 001acTtu 419 reHos,
BKJIIOUEHHBIE B KapJAMOJOTMYECKYI0 TaHeslb, pa3pa-
6oraHHylo Hamu paHee [11]. B pesymbraTe Moseky-
JIIPHO-TEHETUYECKOTO MCCJIeJOBAaHUSI B TOM U JIpPYyTOM
cJTydasix BBISIBJICHBI TTATOTeHHBIE HYKJICOTUIHbIE Bapy-
aHTel TeHa PRKAG2, ommcaHHBIe paHee, YTO IO3BO-
JINJ10 Bepu(ULIMPOBATh IMArHO3.
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Knunnveckuii caywaii 1. Manpuuk 15 ner rocmu-
TaJIU3UpOBaH B Kapauosjorndeckoe otaeiaeHue DOIAY
«HMMWLI 3nopoBes aeteit» Munsnpaba Poccun ¢ xaio-
0aMM Ha OIBIIIKY TTPU YMEPEHHOM (prU3nUYecKoii Harpy3Ke
W IJIMTEJbHBII CyXOil KallleJib, HapacTallMMU B Teue-
Hue 2 neT. PanHee ¢u3myeckoe M MCUXOMOTOPHOE pa3-
BUTHE I10 BO3pacTy, 3xokapauorpadusi TMpPOBOAMIACH
€IMHOX/IbI B BO3pacTe 2 MeC XXU3HU — BU3YAJIM3UPOBAHO
OTKPBITOE OBAJIbHOE OKHO.

B mpouecce obcrmenoBanus B HameM lLleHTpe mabo-
paTOpHO BBISIBJIEHBI CJIEAYIOIIME W3MEHEHUs: BBICO-
kuit ypoBeHb NT-proBNP (13 501 nr/ma mipu HopMme
110 62 ir/Mut), KpeaTHHKUHA3b61-M B (17,1 Hr/Mut ipu HOpMe
110 5,2 Hr/Mi1), yMEpEeHHOE MOBBIIIIEHUE aKTUBHOCTU Kpe-
atuHKWHAa3bl (212 en/n npu HopMme 1o 194 en/n) u nak-
tataeruporeHasbl (281 en/n mpu Hopme mo 225 en/n).
IIpn 3JIEKTpOKapaArorpamIecKom HUCCJIENIOBAaHUM
(puc. 1), BKJIOYast XOJTEPOBCKOE MOHUTOPUPOBAHUE
3JIEKTPOKAPANOTPAMMBI, BBISIBJIEHBI OJIOKaga BHYTPU-
MpeCePAHOTO TPOBEIeHUs, HeTloIHas OJl0Kana mpaBoi
Hoxku Tryuka I[uca, ¢peHomen Bonbpa—IlapkumHcona—
Vaiita (WPW), BbIpaxkeHHBbIE HapyllIeHUs peroJisipu3a-
LI, TIPU3HAKY TIeperpy3Ku 000MX MpeacepaAnii U TUmnep-
Tpoduu 060MX KeTyT0YKOB; 32 CYTKH 3aperucTpUPOBaHO
25 >KeJyAOYKOBBIX 3KCTPAcCUCTON, | 3MM307 MapHbIX
MOJUMOPGHBIX M HECKOJbKO M30JUPOBAHHBIX KOM-
TUIEKCOB (KaK TMpeXIeBPeMEHHBIX, TaK U BbICKAJIb3bIBa-
IOIIMX) C TpU3HAKaMM OJIOKaabl MPaBOl HOXKHU ITyyKa
[nca, 1 mapHas 1 21 U3oaupoBaHHAS TIPeIcepaHast IKC-
TpacHUCTOJIa, yMepeHHasl OpaauKapausi B TeYEHUE CYTOK,
po0eXKa MpeacepaHol Taxukapauy u3 4 KOMILJIEKCOB
C YacTOTOW cepAeuHbIX cokpaineHuit 123—138 yu/MuH.
ITo manHbIM 3xokapauorpaduu (puc. 2) OrpenaeaeHbl

KJINMHUYECKUE CJT1YHAU

TUTIEPTPODUST JIEBOTO KETyI0UYKa ¢ MAKCUMAaJIbHOM TOJI-
IIWHON B MeauaabHOM cermMeHTe 26 MM (Z-score 10);
TOJIIIMHA 3aJHEll CTEHKM JIEBOTO Xeaymouka — 18 Mm
(Z-score 6), runepTpodusi MMOKapaa MepeaHeil CTeHKU
npasoro xenyaouka (10 MM), pacuimpeHbl 06a rpeacep-
nust (eBoe Tipencepane 44x61 mm, Z-score 3; TipaBoe
npexacepane 36x49 mm, Z-score 2,8), MUOKapa HEOTHO-
POIHOI 3XOT€HHOCTU, HU3Kasl COKpATUTENIbHAs CTIOCO0-
HOCTb MUOKap/a (pakiiysi BIOpoca JeBOTo XeJyaouka
40%), TAPSE 18 wmwm. Ilpym MarHWTHO-pe30HAHCHOM
ToMOTpaduu cepala ¢ BHYTPUBEHHBIM KOHTPACTHPOBa-
HueM (puc. 3) BBISIBJIEHBI CUMMETPUYHAST TUTIEPTPODUS
MMOKapaa o0OUX XKeIyIO4yKoB, AU(MGY3HBIE CTPYKTYp-
Hble MU3MEHEHUsT MUOKapaa (BeposITHO, 0OJIe3Hb HaKO-
TUICHUST).

C yyeroM Bo3pacTta pebOeHKa, HE TUIIMIHOTO
JUISE  TUTIEPTPOUIECKON KapIMOMMOMATHU  codveTa-
HUST BBIpAXXEHHOW OWBEHTPUKYJSIPHOUW TUMepTpOhUU
MUOKap/ia ¢ CHUCTOJWYECKON AUC(YHKIMEH, HaIUYUS
¢enomena Bonbdha—IlapkuHcona—VYaiita mnpearnoso-
JKEHO BTOPUYHOE MOpaxeHue cepiaua — 3a0ojieBaHUe
W3 TPYMIIBI 00JIe3HEN HAKOTUIEHUS.

IIpy  MOJEKyIIPHO-TEHETUYECKOM  MCCIIeIOBaHUN
B 9Kk30He 07 reHa PRKAG2 (OMIM 602743) BbISBICH
MaTOTeHHBIN HYKJICOTUIHBIN BapuaHT c.905G>A B rete-
PO3UTOTHOM COCTOSTHUU, TIPUBOISIINN K aMWUHOKHUCIIOT-
Homy BapuaHTy p. R302Q. CornacHo 6a3e nanHHeix HGMD
professional HykieoTUIHEIN BapuaHT c.905G>A onmcaH
MPEUMYIIIECTBEHHO Y MallMeHTOB C TUMEePTPOPUIECKOM
KapauoMuomnaTueit, cuHapomom  Bonbga—Ilapkun-
coHa—VYaiita u cuHapomom PRKAG?2 [12, 13]. Kpome
Toro, y nmanuenrta B rene MYH7 (OMIM 160760) BbIsiB-
JIeH TIaTOTeHHBIM HYKJICOTUAHBINA BapuaHT c.l447G>A

Puc. 1. Dxokapauorpadus nauuenta Nel. CiieBa — npoaoJbHas 0Ch MPABOro xkeaynoyka. Buzyanmsuposana yrosumeHHas
CBO0OIHAS CTEHKA MPABOro XKeJyI04Ka, rHnepTpodus MexKeIyI09KoBoii neperopoaku. CnipaBa — He3HAYMTEIbHOE CHH-
JKEHHe CHCTOJIMYECKOi (DYHKIIMH JIEBOro XKeIyI04Ka, PeayKIHs M0JI0CTH JIEBOr0 XKeJayI04Ka, rHnepTpodus MexkKeIya04-

KOBOI1 IeperopoIKu.

Fig. 1. Echocardiography of patient Nel. On the left— the long axis of the right ventricle. A thickened free wall in the right
ventricle and hypertrophy of the interventricular septum are apparent. On the right— a slight decrease in systolic function
of the left ventricle, a reduction in the left ventricular cavity, hypertrophy of the interventricular septum.
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Puc. 2. Yvepennas Gpagukapamsi, BoICOKOBOJIBTaKHbIE KOMILIEKChI QRS, 0;10Kaxa npaBoii HOKKM mydka [ica, npuzHaku ¢heHoMeHa

WPW, BbipazkeHHbIe HAPYIIEHUS PenosPU3aIHu.

Fig. 2. The mild bradycardia, high—voltage QRS complexes, right bundle branch block, signs of WPW phenomenon, severe repolar-

ization disorders.

B TETEPO3UTOTHOM COCTOSIHUM, TMPUBOASIIMN K aMM-
HOKMCJIOTHOMY BapuaHTy p.E483K, omucaHHBIN paHee
y MallMeHTOB C TUMEePTPOPUIECKO KapIUOMUOIIaTUE.
IIpu cOope cemMeliHOro aHamHe3a POAUTENU MOJI-
pocTKa OTMETWUJIM, UYTO BCE UJIEHbl CEMbHU 30POBHI,
OJIHAKO, HECMOTpPsI Ha 3TO, BCE OHM OBLIM HATpaBJIEHbI
Ha MpoBe/IeHNEe IX0KapaArorpaduu 1 3J1eKTpoKapIuorpa-
(uu, a Takke MOJEKYJISIPHO-TEHETUYECKOE 00CIe0Ba-
HUE C 1eJIbI0 aHaJIM3a CEMEHON cerperalmu. Y maTtepu
W MJIAAIIel CECTphbl BBISIBJIEH HYKJICOTHUIHBIM BapuaHT
¢.905G>Arene PRKAG2, Torna Kax y OTlia BbISIBJIEH TaTO-
TeHHbIN BapuaHT c.[447G>A B reHe MYH7. Ilpu stom
10 pe3yJibTaTaM 3XoKapAuorpaduryeckoro odocaenoBaHus

y MaTepu MpoOaHaa BHISIBJICHBI TUTIEPTpodUsT MUOKapaa
JIEBOTO KeJyAoyKa W HEeIOCTATOYHOCTh MMTPAIbHOTO
knanaHa Il cremenu, y mumamiieit cecTpbl — TUIIEPTPO-
Gusg MUoKapaa JIeBOrO Kelyaouyka (MeXKeTyaIouKoBast
neperopojaka Z-score 4.12. 3aaHsisl CTEHKA JIEBOTO Key-
nouka Z-score 2,98), y OTlIa TaTOJIOTHSI HE BBISIBJICHA.

3a 2 roga HaOMwOAEHUST MallbuMka B HamieM lLleH-
Tpe OTMEUYEHO IPOTpeccCUupyloliee YXyAIIeHHe COCTO-
SHUSI,  ycyrybjeHue Opamukapauu (MO JaHHBIM
XOJITEPOBCKOTO  MOHMTOPUPOBAHUS  DJIEKTPOKAPINO-
IrpaMMbI, 9acTOTa CEpAECYHBIX COKpaIleHW B ITOKOE
35—43 yn/mMuH, a Tipu ObICTpOI Xoap0e 10 61 ymi/MuUH),
HapacTaHWe CUMMETPUYHON OGUBEHTPUKYJISIPHOI TUTIEP-

Puc. 3. Maraurope3oHaHCHasi ToMorpadusi cepna ¢ BHyTPHBEHHbIM KOHTPACTHPOBaHHeM. a—1. OTcpoyeHHOe KOH-
TPACTHPOBAHHKE, KOPOTKASI OCh HA PA3HBIX YPOBHSIX; € — OTCPOYEHHOE KOHTPACTHUPOBaHME, 4-KaMepPHAsi TO3UIHS.
CrpesiKu — yJ4acTKM M3MEHEHHs CTPYKTYPbl MHOKapaa — ¢huopos.

Fig. 3. Magnetic resonance imaging of the heart with intravenous contrast. a—1— delayed contrasting, short axis
at different levels; e — delayed contrasting, 4-chamber position. Arrows indicate areas of change in the structure
of the myocardium — fibrosis.
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TpoUM MMOKapnaa, yBeJIWYeHUe TPOTSKEHHOCTH 30H
U3MEHEHUsT CTPYKTypbl MUOKapAa IO JaHHBIM Mar-
HUTHO-PE30HAHCHOW ToMorpacduu cepaia, MpoOekKu
CyMpaBeHTPUKYISIpHOU Taxukapauu. C ydeToMm ToJIy-
YEHHBIX JaHHBIX, XapakTepa 3a0oieBaHus peOeHOK ObLT
HampaBieH B DenepaidbHbIi HayYHBIA LIEHTP TpaHC-
IJIAHTOJIOTMHM M MCKYCCTBEHHBIX OPTaHOB MM. aKaJeMHUKa
B.A. lllymakosa.

Ha ocHOBaHWM AaHHBIX JUTEPATYphl W KIMHWYE-
ckoro onbiTa cuHapoM PRKAG?2 Henn3st paccMaTpuBaTh
B COOTBETCTBUM C PEKOMEHIALIMSIMH TT0 JIECYCHUTO TUTIEP-
Tpoduyeckoit KapaMoMUONaTUH, TaK KakK 3a0oJjieBaHUE
OTHOCHTCS K TPYIINE MIMKOTEHO30B, YTO TMOJpa3yMeBaeT
BTOPUYHBIN XapakTep THIepTpodur MHUOKapaa. Bumy
OTCYTCTBMSI OOJIBIINX MCCIIEIOBAHUI B JIETCKOW TIOITy-
JISIAA TIAUEHTOB C TUIEPTPOMPUIECKON KapIHOMHO-
natueid U ee (HEHOKOMUSIMM OTIpene/ieHue TOoKa3aHUi
K MMITJIAaHTallUM KaparoBepTepa-aeduopuiuisitopa Gop-
MUPYETCS MHANBUAYATbHO pellieHeM KOHCHIIMyMa 9KC-
rneptoB. B maHHOM cllyyae KOHCUJIMYMOM ObLJIO TIPUHSITO
pelieHre TMepBBIM 3TAllOM HMMITIAHTUPOBATh OOJBHOMY
KapauoBepTep-AeduoOpuuIsITOp Ha Mepuo HaXOXKIACHUS
B JINCTE Ha TpaHCIUIaHTaIMIo cepaua [3, 5, 7, 12].

Knunuueckuii ciyyaii 2. Maynbyuk 15 net Habmona-
ercs B Kapauojormueckom otneneHun «HMMUIL 3mo-
pOBbsI IeTeli» B TeUeHHe S JIeT ¢ kajgo0aMu Ha ObICTPYIO
YTOMJISIEMOCTD TPU OOBIYHOM €XXeTHEeBHOW (hU3NUeCKOit
aKTUBHOCTHU, 6osin B Horax. K 15 rogam nosiBuiiach BbIpa-
JKeHHasl MblllIeyHasi ci1aboCTh U COHJIMBOCTb, B CBSI3U
C 4YeM IOJPOCTOK BeIeT MaJlOaKTUBHBIN 00pa3 KWU3HMU,
0OJIBIIIYIO YaCTh BpEMEHHU MTPOBOAUT Jiexka. HacnencTeeH-
HOCTb HE YTOUHEHA B CBSI3U C OTKa30M MaTepu COTPYIAHU-
4yaTh M0 JAHHOMY BOTIPOCY.

M3 aHamMHe3a W3BECTHO, YTO M3MEHEHUs cepila
BBISIBJIEHBI B HEOHATaJIbHOM TEpUoJie — Kapauomera-
st (KapauoTopaKadbHBINM WHAEKC 67%) M TUIIEpPTPO-
¢bus Muokapaa jeBoro xeaymodka (5,5 MM) U ObLIM
WHTEPIPETUPOBAHBI KaK «BPOXICHHBIN  KapauT».
Ha 1-M romy >kXu3HM OTMe4YaanCh rernaTo- U CrjieHoMe-
rajus, Taxukapaus, onblka. B Bo3pacte 6 Mmec, o jaH-
HBIM XOJITEPOBCKOTO MOHMTOPUPOBAHUS 2JIEKTPOKAp-
JUOTPaMMBI, BIIEpBBIE 3apeTrHCTPUPOBAH TMApOKCU3M
CYTIPaBEHTPUKYJISIDHOW TaXWKapAuMM C 4acTOTOM cep-
nedyHbIX cokpanieHuit 1o 200 yn/muH. [pu nnHamMmuye-
CKOM HaOTIOJeHUN TI0 MECTY XKUTEeJIbCTBA ¢ 6 10 12 et
OTMeYaeTcsl Tporpeccupytoinas TUNepTpoduss Muo-
KapJia 000MX XeJTyT04YKOB 6€3 00CTPYKIIMKU BHIBOJHOTO
oTena, JeroyHas runepreHsus 1o 40 MM pr.CT., AUIa-
Talus JIeBOro MpeAcepaus, a renartoclaeHOMeraaus
¢ 1-ro roga Xu3HU He perucTpupoBanachk. CoxpaHsics
curapom Bonbdpa—IlapkmHcona—Yaiita, mapoKCU3MBI
CYMpPaBeHTPUKYISIPHON  TaXuKapAuW, JOMHHUPO-
Baja Opanukapaus 10 CPpeIHEeCYTOUYHOM 4acTOThI cep-
JNIEYHBIX COKpauleHuil 55 ya/mMuH. B aHanuzax KpoBu
no 12-71eTHero Bo3pacTa OTMedasacsl HOPMaJbHbIN
ypoBeHb NT-proBNP. Ilo manHbIM oO0ciemoBaHus
B HameM LleHTpe B Bo3pacTe 13 jieT BiepBbie OTMEUEHO

KJINMHUYECKUE CJT1YHAU

MOBBIIIEHNE YPOBHSI KpeaTMHKUHa3bl-MB (7,8 Hr/mi
npu HopMme a0 5,2 Hr/mi), NT-proBNP (2951 nir/mn
npu HopMe 1o 80 mr/mi).

IMpuHUMast Bo BHUMaHME, YTO y peOeHKa KapaAMOMU-
OTaTHsl, BBISIBIIEHHASI C POXICHUS, COYETAeTCs] ¢ CHH-
npomoM  Bombda—IlapkmHcoHa—VYaiita, MBIIIIEYHOR
¢/1abOoCThIO, CHUXKaloleicss (pru3nyeckoli aKTUBHOCTBIO
B CBSI3U C BBIPaXX€HHBIM OOJIEBBIM CUHAPOMOM B MBI~
11aX HOT, MBI TIPEITOJIOXUIIN €€ BTOPUUHBIIM TeHe3. [1po-
BEJIEHO MOJEKYJISIPHO-TEHETUYECKOE OO0C/IeJOBaHUEe —
B 9K30He 11 reHa PRKAG2 (OMIM 602743) BbIsSIBICH
MaTOreHHbIA HYyKJIEOTUAHbIN BapuaHr c. [ 1484>G B rete-
PO3UTOTHOM COCTOSTHUU, TIPUBOISAIIMN K aMWHOKHC-
sotHoMy BapuaHTy p.H383R. CornacHo 0a3e AaHHBIX
HGMD professional nmatoreHHblii BapuaHT c.11484A>G
OIMMCaH y MallMeHTOB C CeMEeWHOI TUmnepTpoduIecKoi
KapIMOMMOIIaTHEM, a TAKXKe Y MallMeHTOB ¢ CUHIPOMOM
PRKAG2 [12, 14].

YuuteiBast TSKECTh COCTOSTHUSI pebeHKa M Xapak-
Tep 3a0o0jeBaHUS, B Bo3pacTe 14 JeT MMILJITAaHTUPOBaH
KapanoBepTep-AeUOPWIIIATOD € HENblo TPeaypexk-
IeHUsT BHe3amHoM cepaedHoil cmeptu. Ilpu obGciemo-
BaHuM B HameM LleHTpe B 15-7eTHeM Bo3pacTe OTMe-
YaJuCch YCUJIMBIIASCS MbIIIEYHAsT CJIaboCTh W OO
B MBIIIIAX HOT YyXe Mpu OOBIYHON Xxoabbe (repe-
JIBUTAJICSI Ha KOPOTKHUE PACCTOSIHUS C TiepepbIBaMM),
COHJIMBOCTb, UYTO BBIHYXIAJO TOAPOCTKA OOJBIIYIO
yacTh BpEeMEHM TMPOBOAWUTH Jiexa. [lpu KiInHUYe-
CKOM OCMOTpe — BBIpakeHHasl OpaguKapAaus ¢ 4acTo-
TOW CepIeyHbIX CcoKpallleHuil 45 ya/mMuH; Jabopa-
TOPHO — TIOBBIIIEHWE AKTUBHOCTU KpeaTUWHKUHA3bI
(323 en/n npu HOopMme mo 194 en/m), nakraTmeruapo-
reHassl (696 ex/n mpu HopMme no 279 en/m), YpOBHS
NT-proBNP (3017 nir/mn mipy HopMe no 62 1ir/mi);
MpH 3XOKapauorpapuu — BbIpakeHHasT OMBEHTPUKY-
JIIpHas TUTepTpoduss MHUoKapaa (MeXKeJyIouKoBast
neperopoaka Z-score 12.74, 3amHsIsi CTEHKa JIEBOTO
xKenynouka Z-score 12.74, mepenHsisi CTeHKa Tipa-
BOTO Xejynouka 11 mm), nuiiatauusi JeBOro mpeacep-
nust (Z-score 3) W HUXHEW MOJON BeHbl (KOJIaOU-
pyer MeHee 50%); Ha anekTpoKapauorpamme (puc. 4)
U TIpU XOJTEPOBCKOM MoHuUTOpupoBaHum ODKI —
nocTosiHHbIN (eHomeH Bonbda—IlapkuHcona—Yarita
C MapoOKCU3MaMU CYMPaBEHTPUKYJISIPHON TaXUKapIWH.
Ilpm MarHUTHO-pe30HAHCHOW TOMoOTpadum cepama
(puc. 5) — BbIpaxkeHHasi runepTpoduss MuoKapaa
JIEBOTO XEJyA0oUKa ¢ HaJIMYheM TUTIEPTPO(PUPOBAHHBIX
TpabeKy B €ro MOJIOCTH, MPU3HAKU TUMEOY3HBIX CTPYK-
TYPHBIX U3MEHEHWI MUOKapaa MeperopoaKud U Tepe-
Hell CTEHKU JIEBOTO XKeJIyaouKa, yMepeHHasT TUIaTalust
U CHUXXeHMe Ppakiiuy BhIOpoca 000UX KeJTyT0YKOB.

COBOKYITHOCTh  J1TaOOPaTOPHO-UHCTPYMEHTAIbHBIX
JTAHHBIX, BBIPAXXEHHOCTh MUOIMATUYECKOTO CHUHApPOMA
U TIpOTpeCCUpYIoIiash XpoHUUecKast cepaecuyHast HeIoCTa-
TOYHOCTh, HE TOIAIOIIASICS MEIUKaAMEHTO3HOMY Jieue-
HUIO0, TOCTYKWJI OCHOBAaHWEM JIJISI BHITTOJTHEHMS TPaHC-
MJIAaHTallMK cepjlla B Bo3pacte 15,5 rona.
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006cyxpeHue

Cunnpom PRKAG?2 umeer B 11e/10M OIpeneeHHYIO
KJIMHUYECKYI0 KapTUHY U MPOSIBIsieTCsl rurnepTpodueri
MHOKap/a, HapyllleHUeM MTPOBOIMMOCTU U PUTMa Cepilia
1 yacto couetaercst ¢ muonatueit. [en PRKAG2 xonupyet
v?- peryiatopHyio cyobenunuily AM®K rereporpumepa,
KOTOPbIN COAEPXKUT KATAIUTUYECKYIO CYObeqUuHUILLY (o)
U JIBE PETYJSITOPHBIE CyObeAUHULIBI (B U V); 5’-aIeHO3UH-
MoHodochaTaKTUBUPYEMbIid  TTPOTEMHKWHA3HBI  KOM-
IJIEKC CITY>KUT KITIOUEBBIM PETyIITOpoM ypoBHST AT®
Bo Bcex TKaHsix. [locne aktuBanmu mocpenctBoMm ¢doc-
opunmpoBaHus KimoueBbIX 6e1KkoB AM®K peryampyet
MHOTHe OUosornyeckre Npouecchl, Takue Kak npoande-
paiusl KJIeTOK, KJIETOYHbIA UK, YIJIEBOAHbBINA U JIAMKI-
HbII1 OOMEHBI, (PYHKIIMSI MUTOXOHAPUIA, ayTodarusi, Boc-
najgeHue, GuOpo3 M Mpolecchl MOYEYHOTro TPaHCIOpTa.
H3BectHO, 4TO Yy-n30hopMa (YyHKIIMOHUPYET Kak CaiT
CBSI3BIBAHUST  afeHO3MHMOHOocdara, TakKuM oOpa-
30M DpEryaupys akTUBHOCTb Oejika M OKa3blBasli BIMSI-
HME Ha MeTadOJIU3M IJIMKOT€Ha B CKEJIETHBIX MBbIIIILAX
u muokapne. AktuBammsi AM®K ycunmBaer okucieHue
SKUPHBIX KUCTOT W YBEJIMYMBAET TOMIOIIEHUE TJIIOKO3bI
B KJIETKax W, Ha0OOPOT, BBIKJIIOYAET CUHTE3 TJIMKOIreHa,
XOJIECTEpPUHA U XKUPHBIX KUCJIOT. MexaHu3M, ¢ MOMOIIIbIO
KoToporo Mytaiuu B reHe PRKAGZ2 nipuBOIST K Hapylie-
HUIO MeTaboin3Ma TIIOKO3bl U U30BITOYHOMY HAKOTLIe-
HMIO TJIMKOTE€HA B KJIETKAX YeJOBEeKa, OCTAETCS] HESICHBIM.
B Hacrosiiiee Bpemsi matoreHe3 cuHapoma PRKAG?2
HEJ0CTATOUYHO PACKPBIT [JIsI TOTO, YTOObI OOBSICHUTD Pa3-
JU4Yusl B KJIMHWYECKOW MaHudbecTaluu 3a00seBaHMs
U TSDKECTU KJIMHUYECKON KapTUHBI Y TTallMeHTOB.

B nmnpencraBieHHBIX HaMU KIMHUYECKUX CIIy4asix
y 000MX MallMEHTOB BbISIBIEHA BbIPAXEHHAsl CUMMe-

|
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TpUYHAsT OWBEHTPUKYJISIpHAS TUIIEPTpOodUsT MHOKapa,
YTO XapaKTePHO IS TTOBPEXIACHUST MUOKapaa, 00yCcIoB-
JICHHOTO MeTabOoJIMYeCKMMU HapylIeHUsIMU. Y OZHOTO
nauueHTa K 17, y Broporo K 15 romam cgopmupoBaiach
TsDKenasi XpoHWYecKasl cepiedyHas HeIOoCTaTOYHOCTh
Ha ¢oHe HapacTamplleil rureprpodun MuoxKapaa, opa-
JIUKApIUM, CHUXKEHUS COKPATUTETbHON CIOCOOHOCTH.
Takast TMHAMUKA MHCTPYMEHTAJIbHBIX TTOKa3aTeNIei Hexa-
pakTepHa JIJIsi CapKOMEpHO runepTpornIecKoit Kapano-
MHOTATUU U MOXET CIYXKUTh OCHOBaHUEM JUTSI pacIli-
peHUsI TMaTHOCTUYECKOTO MOWCKA B TOJb3Y BTOPUYHOM
KapauoMuonatu. Mcropust 60je3HM BTOPOTO TTallMeHTa
OTJINYAETCS paHHUM Ae0l0TOM 3aboyieBaHUsI U codeTa-
HUEM KapaWOMUOIIATUM, TapOKCH3MAaIbHOW CyIpaBeH-
TPUKYJISIDHON TaXWUKapauW C MBIIIEYHONW CJIab0CThIO
1 GOJIIMM B MBIIILAX HOL [IpuyeM MuoOMaTHUYECKUIA
KOMITOHEHT CTaJl COMPOBOXKIATLCS BhIPAKEHHBIM TTOBBI-
IIEHWEM YPOBHS KapAuoCTeU(pUIecKuX (GepMeHTOB
B KPOBH JIWIIb B 12-71€THEM BO3pacTe.

Ipy guHAMWYECKOM HaOMIONEHUW 3a MallMeHTaMU
B TIEPBOM CJlydae TIPOUCXOOUT YCYyryOyiieHue Opamu-
Kapauu K 16,5 roma, a mpoOexXKu CyMpaBeHTPUKYJISIP-
HOI TaxuKapauu (PUKCUpOBAINChH ¢ 16 JeT, y BTOPOTro
pebeHKka — ¢ 6 Mec XU3HU. [1o TaHHBIM MHOCTPaHHBIX
aBTOPOB, TaKoe TeYeHUe OOJIe3HW XapaKTepHO IS CHH-
npoma PRKAG2. Tak, mo pesyabraTaM HaOJIOIEHUS
M. Arad u coast. (2002) [7], cunapom Boawda—Ilap-
KMHCOHa—YaiiTa OObBIYHO MaHM(MECTUpPYeT B paHHEM
BO3pacTe B BHMIE TaXMapUTMUL (MeplaTelbHas apuT-
MMSI, TIApOKCHU3MaJbHasi CYMpPaBEeHTPUKYISpHAs TaXu-
Kapausi), KOTOpble MOTYT COMPOBOXIATHCS CUHKOIATb-
HBIMU cocTosiHUsIMU. B mccaemoBanum M.H. Gollob
u coasT. [5], a Takxe R.T. Murphy u coasr. [3] numruiaH-
Talus KapauoBepTepa-aeduopmuisiTopa morpedoBansach

—

i

Puc. 4. Pe3kas opamukapmus (UYCC 43—49 yn/muH), BbICOKOBOJIbTAKHBIE KOMILIEKCH QRS, npusnaku dhenomena WPW B couera-
HHH C BHYTPHIKEJTYI0UYKOBO#i 0J10Ka/10ii, BbIPA:KEHHOE HAPYIIEHHE NMPOLECCA PENoJIsPU3AIMM.
Fig. 4. Severe bradycardia (heart rate 43—49 beats /min), high-voltage QRS complexes, signs of WPW phenomenon in combination

with intraventricular block, severe repolarization disorders.
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17 (38%) nmanmenTam (cpeaHuit Bo3pacT 38 JeT) B CBSI3U
C TIporpeccupylolleil aTpHMOBEHTPUKYISIPHONM OJoKa-
now [3, 5]. llpuymHaMu WMIUIAHTAllMKA KapauoBepTe-
pa-nepubOpuIITOpa CIYKUIA CUHYCOBasi OpaguKapIust
U pa3HOl CTENeHU BBIPAXXEHHOCTH aTPUOBEHTPUKYJISIP-
Has OJiokama, coctaBuB 35% ciydaeB, a mig 7% nauu-
€HTOB TTOTpeboBaach TPAHCIUIAHTALIUS CEPALla B CBA3U
C HEYKJIOHHO TIpOTpecCUpyIolleil cepaedyHoll HeaocTa-
TOYHOCTBIO, OTHAKO, Y 4 M3 HUX MPOU30IIJIa BHE3aTHast
ceplevyHass cMepTh. AHAJIU3 TIPOBEJCHHBIX B XOIE 3JIeK-
TPOGU3NOIOTUIECKOTO MCCIeTOBAHUST TECTOB TOKAa3aj
MPEVMYIIECTBEHHOE pa3BUTHE ATUITMIHOTO CUHIPOMA
Bonbda—Ilapkunracona—VYaiita. B nabmogenuun L.P. van
der Stelt u coaBt. (2017) [15] 3a mepuon 12-neTHero
HaOJoneHus 3a 18 mainyeHTaMM, MMEIOIIUMU OJWHA-
KoBytO MyTanmioo c.869A>T (p.K290I) B rene PRKAG?2,
6 manudeHTaM TOTpeOOBajlach WMIUTAHTAIUS aHTH-
APUTMUYECKUX YCTPOMCTB: 5 KapaIUOCTUMYJISITOPOB
MMIUTAHTUPOBAHO IO TTOBONY CHUHYCOBOW OpamuKapauu
UTIOTHOMATPUOBEHTPUKYJIIPHOMOI0KA BT, | KapaAroBepTep-
nepUOpUIIIITOP — TMAllMEHTy C STN30JaM1 CITOHTaHHOM
HEYCTOMUMBON XKenynouKoBo# Taxukapauu [15]. Hamum
MaleHTaM B CBSI3U C COBOKYITHOCTBIO KITMHUYECKUX
JAHHBIX W XapaKTepa 3a00JieBaHUSI ¢ 1eTbI0 MpoduIaKk-
TUKW BHE3AITHOMN CepIeYyHON CMepPTH ObUT UMIUTAHTHPO-
BaH KapauoBepTep-nehuopuLIsTop.
MarnuTHo-pe30oHaHCHasT ToMmorpadus cepaua —
LIEHHBI MeTOI TSI BBISIBIEHUST TU(PEOY3HBIX W OYaro-
BBIX aHOMaJIMii MMOKapaa Mpu KapaAWMOMUOIIaTUM, pa3-
BUBAIONICICSI BCEACTBME MyTamuii B reHe PRKAG2.
PesynsraThl  MarHUTHO-PE30HAHCHOM  ToMorpaduu

KJINMHUYECKUE CJT1YHAU

cepaua y HaOJOaeMbIX TAllMeHTOB JI€MOHCTPUPOBAIU
MpU3HAKA AUDGY3HBIX CTPYKTYPHBIX U3MEHEHUN MUO-
Kapia Meperopoakyd U TMepeaHeidl CTEHKU JIEBOTO Kely-
JOUKa, IWJIATalldi0 W CHYXKEeHHWe ¢paKiMd BBIOpoca
000MX KeJTyJTOYKOB TPU TUHAMUYECKOM HaOIOICHUM.
Kak m3BecTHO, XapaKTepHbIMU TIPOSIBJICHUSIMU 3a00J1e-
BaHUs CIyXaT TPU3HAKU TUMEPTPOGUM C WHTPaAMUO-
KapauaabHbIMU ydyacTkaMmu (Gprbpo3a B Haubosiee Tumep-
Tpo(pMpPOBaHHBIX OTIEIAX, YACTO — MEXKEJTyT0UKOBOM
neperopoaku [9]. Tak, y omnmmMcaHHOro HamMu TIEPBOTO
MaryeHTa TpU MarHUTHO-PE30HAHCHOI ToMorpaduu
cepma Impu rnepBoM obopameHnu B Hait LlenTp Habmrona-
Jlach KapTMHa CUMMETPUYHON TUIIepTpoduu MUoKapaa
JIEBOTO XeJynouka W TUMepTpoduu Muokapaa mepes-
Hell 1 OOKOBOI CTEHOK ITPaBOTO KeJyaodyka ¢ nuddys-
HBIMU CTPYKTYPHBIMM M3MEHEHUSIMU TIepeIHel U repe-
TOPOJOYHOM CTEHOK JIEBOTO KeIy/loYKa B BEPXYIIEYHOM
U cpemHeM cerMeHTax (pubpo3 >75% B BepXylIeUHOM
cerMeHTe 1 <25% B cpeHEM CEeTMEHTe), YTO He TT03BO-
JISIET UCKJIIOUYUTh 00Je3Hb HakoruieHus. [lpu marHuT-
HO-pe30HaHCHOI ToMmorpaduu cepaia B 17 neT BbISIB-
JIeHBl (pUOpPO3HBIE N3MEHEHUSI C BOBJIEUEHHEM OOKOBOIA
CTEHKU JIEBOTO XeJIylouka, YMepeHHasl IujiaTtaius co
CHUXKeHUEM (pakimu BbIOpoca 000MX KEITyIOYKOB,
3aMe/uIeHKe repdy3uu Mo SHA0KAP/LY.

VY BTOpOro maimueHTa MpPW MarHUTHO-PEe30HAHCHOM
ToMorpacduu cepaia B Bo3pacTte 6 JeT, Korma OH BITep-
BbIe OBLT 00cTieoBaH B HalieM LleHTpe, BU3yanmn3upoBa-
JIUCh HEOObIINE JIOKATbHbBIE 30HBI, MMPEUMYIIECTBEHHO
9HAOKApJAMabHbIe, YMEPEHHO CHUXEHHOW Tepdy3uu
MO TIEPETOPOAOYHBIM OTHEIaM TPAKTUYeCKH BO BCEX

Puc. 5. MarauTope3oHancHasi ToMorpadusi cepana ¢ BHyTPUBEHHBIM KOHTpacTupoBanueM. a—1 — OTcpoueHHoe
KOHTPACTHPOBAHUE, KOPOTKASI OCh HA PA3HbIX YPOBHSX, € — OTCPOYEHHOE KOHTPACTHPOBaHNE, 4-KamMepHast Mo3u-
usi. CTpesiKM — y4acTKH M3MEeHEHHUs CTPYKTYPbl MHOKapaa — (puopos.

Fig. 5. Magnetic resonance imaging of the heart with intravenous contrast. a—x — Delayed contrast, short axis
at different levels, e — delayed contrasting, 4-chamber position. Arrows indicate areas of change in the structure
of the myocardium — fibrosis.
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cerMeHTax, Mpu OTCPOUYEHHOM KOHTPACTUPOBAHUU 30HbI
MaTOJOTMYECKON TUTNIEPUHTEHCUBHOCTM B CTPYKTYpe
MMOKap/a JIeBOTO KeJyJloukKa He BU3YyaJu3UpYIOTCH.
B nunamuke B Bo3dpacTte 13 jieT oTMeYeHBI TPU3HAKU
MHWHUMAJBHBIX HaYaJbHBIX IUMOY3HBIX CTPYKTYPHBIX
U3MEHEHUT MUOKap/a Meperopoiku v TepeHel CTeHKU
JIEBOTO KeJIyIouKa, yMepeHHasl qujlaTalusl U CHUKEHUeE
¢pakunu BEIOpOca 000UX XKeTyT0UKOB.

IlepeunciaeHHble XapakTepHble JUIsl 3a00JieBaHUS
KPUTEPUM JIEKTPO- U 9XOKaparorpachun, MarHUTHO-pe-
30HAHCHOI ToMorpaduu, J1abopaToOpHbIe MapKepbl TEM
HEe MeHee HEeIOCTAaTOYHBI IS BBICTABJICHUS] ITHMArHO3a.
B Hacrosiiiee Bpemsi MoOJIEKYJISIpHO-TEHeTUYeCKasl aua-
THOCTUKA — EJIMHCTBEHHOE MCCJIeOBaHUE, TTO3BOJISIO-
mee BepudUIpoBaTh 3aboneBaHne. B Hamrem HaOIo-
JNIEHUM  MOJIEKYJISIpHO-TEHeTUYecKoe  obclieqoBaHue
MEepBOTO TMallMeHTa BbISIBWIO TaTOTeHHbIE BapUaHThI
B IBYX pa3iuuHbIX reHax — PRKAG2 w MYH?7. 1o coBo-
KYMHOCTU TIOJIyUeHHBIX KJIMHUYECKUX, WHCTPYMEHTAb-
HBIX W JIaOOpaTOPHBIX NAaHHBIX, 1O HallleMy MHEHUIO,
B MIEPBOM OINMMCAaHHOM HaMU KJIMHUYECKOM Cllydyae U3Me-
HEHMSI B cepjilie 0OyCIOBICHBI MAaTOTEHHBIM BapUMaHTOM
B reHe PRKAG2. B nurtepaType omucaHbl ciydyad code-
tanusi cuHapomMa PRKAG?2 ¢ japyrumum HaciencTBeH-
HBIMHU Oose3HssMu oOMmeHa. B wactHoctn, R.D. Torok
u coasT. [16] B 2017 1. onucanu TsoKenoe TedeHue 3a60-
JIEeBaHUSI Y HOBOPOXXIEHHOTO, Y KOTOPOTO TpeHaTaJbHO
npenarnojoxeHa 6oxe3Hb [lomrne, a npoBeaeHHOE MOCIIe
POXIEHUSI  MOJIEKYJISIPHO-TEHETUYEeCKOe  MCCleoBa-
HUE BBISIBWIO TETEPO3UTOTHYIO MyTtauuto c.-32—I13T>G
B reHe GAA, 4TO MOCIYXWIO TIOBOJOM JIJIsI MHUIIUMAIIUT
3aMeCTUTENbHON (epMeHTHOM Tepanuu [16]. OmHaKo
MpOBeNeHHas] TI03/Hee OMOTICHUSI CKEJIETHBIX MBbIIIIIL
rmokasaja yMepeHHbIe MUOTIaTUYECKe U3MEHEHUSI, yMe-
pEeHHOE YBeJIMYEHUE JIMTIUIOB U He3HAUUTEJIbHO YBEIM-
YEHHOEe KOJIMYECTBO IIMTOIIa3MaTUYECKOTO TJIMKOTreHa,
B TO BpeMsI Kak jiJist 6oie3HM [TomIie xapakTepHO OTIoXe-
HUE TJIMKOTeHAa B JIU30COMax. DTO MOCIYXWIO MOBOJIOM
IIJIST TIOBTOPHOTO MOJIEKYJISIPHO-TEHETUYECKOTO HCClie-
JIOBaHUSI, TIO pe3yJbTaTaM KOTOpOro y peOeHKa B TeHe
PRKAG2 Ob1n1 BBISIBIIEH MATOTEHHBIN BapuaHT c. [4234>G
(p.-K475E) w nuarHoctupoBaH cuHapom PRKAG?2 co
CTaTycOM HOCHTEJISI MyTaluMu WHMAHTUIbHON (HOpMBbI
o6one3nu Ilomrie, a 3aMecTuTeNbHas epMeHTHAsT Tepa-
s OblIa IpeKpalleHa.

B umHocTpaHHO# JIMTEepaType OINMUCAaHbl HEKOTOpbIe
reHo-(eHOTUMNYECKNEe KOPPEISIUM [IJIs TIallMeHTOB
¢ maToreHHbIMM BapuaHTaMu B TeHe PRKAG2. Tak, Bapu-
antel  ¢. 1007T>C, ¢.1022T>C, ¢.1050_1051insTTA,
c. 1148A4>G, c.1453A>G, c.15894A>G n ¢.1592G>A acco-
LIMUPOBAHbl C TPOTrPeCcCUpYIOIeil CepAeyHOol Hemo-
CTaTOYHOCTBIO, TPU KOTOPOHN TpedyeTcs TpaHCILIaH-
TalMsl cepala, Toraa KakK BapuaHThl c.11484>G,
c.1151G>C, ¢.1463A>T, ¢ 15184>C, ¢.1591C>G
n ¢.1592G>A accoummpoBaHBI C HauboJiee TSKEIbIM
¢deHOTUIIOM, BKJIOUAIOIIMM CKEJIETHYI0 MUOIATHUIO,
cuHapoM  Bonbda—IlapknHcona—VYaiita, a Takxe
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paHHUIT 1e0oT 3a00JeBaHMSI, B TOM UYMCJIe TIpeHaTalb-
Hy1o popmy [8, 17—20]. [TaToreHHbIi1 BapuaHT c. 905G >A
(p.R302Q), BbIIBIECHHBIN y TIEpPBOTO MallMeHTa, — OAUH
U3 HanboJIee YacTO BCTPEUAKOIIMXCS TTaTOTeHHbBIX Bapy-
aHTOB B TeHe PRKAG2 (57% cnydaeB), IJIsT HETo Xapak-
TepeH 0osiee MO3MHMIT Bo3pacT MaHUbecTauuu (0KOJO
36 7eT) ¢ TpaHCIJIaHTaIMel cepana B eAUHUIHBIX CITy-
vasax [1, 4, 8]. Y maumeHTOB, B TeHOME KOTOPBLIX OOHa-
pY>KMBaJics 3TOT BapuUaHT, KaK MpaBUJI0, He BO3HMUKAJA
AKCTpakapauaabHasl TaTOJOTHSI, a 4Yallle OTMevyaJiCh
CUHKOITAJIbHbIE COCTOSTHUSI, KOTOpbIe OBbLTA TMPUIU-
HO¥ MMITJIAaHTAIlMM KapaIUOCTUMYJsITopa. [laToreHHbIM
BapuaHr c. [ 1484>G (p. H383R), BbISIBAEHHBI Y BTOPOTO
OMMCAHHOTO HAMU TallMeHTa, XapaKTepu3yeTcs 1Mo JaH-
HBIM JIATEPATYPhl TSDKEIbIM TeueHWeM 3a0oeBaHUs
¢ paHHel MaHM(ecTaleil B aHTeHATaTbHOM WMJIM JeT-
ckoM Bo3pacTte [4]. Kpome Toro, KmmHmn4yeckast KapTiHa
3a00s1eBaHMsI, OOYCIOBIEHHAsI 3TUM BapUaHTOM, BKJTIO-
yaeT paHHee pa3BUTHUE CEPACYHON HETOCTaTOYHOCTH,
3a4acTylo TpeOylolleil TpaHCIUIaHTalMu cepauna [4].
OmnuchIBaeMbIl HAMM BTOPOil pebeHOK o0Jj1amaeT heHO-
TUTIOM TSDKEJION KapAMOMUOIIATHU, PE3UCTEHTHBIMU
K MeIWKAMEHTO3HOW Tepanmuy HapylleHUsSIMH pUTMa
cepala ¥ MUOTTaTUIeCKUM CUHAPOMOM.

HeoOxommMo OTMETUTH, 4YTO 3a00jieBaHME MOXKET
MpOTEKaTh MO-pa3HOMY y WIEHOB CeMbU C OJHON U TOW
Ke MyTaiueil. B mepBoM KJIMHWYECKOM ciydae, OMUCHI-
BaeMOM HaMU, TOMKMO TTaTOreHHOTo BapuaHTa c. 905G >A
B reHe PRKAG?2, y nmauMeHTa BbISIBJIeHa MyTallMsl B T€HE
MYH?7. Ilpu obcaenoBaHNM CeMbM IIpoOaHAa YCTaHOB-
JIEHO, YTO TIO JaHHBIM 3XOKapAauorpadwuu y Marepu
W MJanIeid cecTpbl MpobaHIa MMeeTCsT CUMMETPUYHAs
yMepeHHasi TunepTpodusi MuoKapaa 0e3 0O0CTPYyKIUU
BBIBOIHBIX TPAKTOB. JIpyruxX KIMHUYECKUX TTPOSIBICHUI
He OTMeueHO. Y 00euX BBISIBJICH TOT K¢ BapMaHT B TeHe
PRKAG2. Y otua npobaHia NaToOJIOTUU CEPIEYHO-COCY-
JIVCTON CHCTEMBI He BBISIBJICHO, a TI0 TaHHBIM MOJIEKY-
JIIPHO-TEHETUYECKOTO UCCIIEIOBAHMS OTIPEIesIeH TOJIbKO
MaTOreHHbIA HYKJIEOTUIHbI BapuaHT B reHe M YH7. Ham
He y/laJloch 00C/IeoBaTh CEMbIO B CBSI3M C OTCYTCTBUEM
coryacust ponuTesieil pedbeHKa, mpeacTaBIeHHOTO BO BTO-
pOM KJIMHUYECKOM Cjiydae. YUYuTbhIBas HeOJarompusT-
HBII TIPOTHO3, 1IeJeCO00pa3HO TPOBOIUTH ITMHAMUYE-
cKoe HabJTtoIeHre POJACTBEHHUKOB MTpodaHIa, UMEIOIINX
naToreHHble BapuaHThl B TeHe PRKAGZ2, BKiIovatoliee
OCMOTP KapAMOJI0Ta, 9X0KapArorpaduio U XOJITePOBCKOE
moHurtopupoBaHue DKI He pexe 1 pa3 B rof.

3aknovyeHue

Cunapom PRKAG?2 3ayacTyio He IuarHOCTUpYeTcs,
a TalMeHTa HaOJI0JAloT C JAWAarHO30M TUIepTpoduye-
cKasg KapAUOMUOTATHUsI, HapylleHWe TPOBOANMOCTHA
cepana Jubo CUHAPOM TPEABO30OYKACHUS XKeTyI0IKOB.
Opnako cuaapoM PRKAG?2 sBiseTcs cJIoKHBIM MeTabo-
JIMYECKUM 3a00JIeBaHNEM, KOTOPOE OTHOCHUTCS K TpYIIIe
TJINKOTEHO30B € TPEUMYIIECTBEHHBIM TIOpaXkeHUeM
cepama. KapamomuonaTuu, pa3BUBAOIIMECS B Pe3yiib-
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TaTe HaKOIJICHUS TJIMKOTeHa, B TOM UHCJIe TIPU MYTaIlUsIX
reHa PRKAG2, otnmngaiorcst OT TUIIEpPTPOUIECKOM Kap-
JTUOMMOIIATUM, pa3BUBAIOLIEHCS BCIEACTBAE MyTalWit
B capKOMepHBIX TeHaXx. HakorieHne TJIMKoreHa 4acTo
acCOIIMUPOBAHO C OKCIIEHTPUYECKON TUmepTpoduei,
HapylIeHWeM TPOBOIAUMOCTA M CHHIPOMOM IIPEIBO3-
OyxneHust xenaymoukoB. C BO3pacTOM BBIPaXKEHHOCTh
TUTIEPTPOUU  TIPOTPECCUPYET 10  IKCTPEMAJIbHOI,
YTO HE XapaKTepHO JUISI CapKOMEpHOM TrumepTpoduye-
cKkoit Kapmuomuonatuu. [TosToMy MalMeHTHl AaHHOMW
KaTeTOpMU HYXHAIOTCS B TIIATETbHOM MOHUTOPHWHTE
HapylIeHW pUTMa M TIPOBEICHMS Cepalla, a TaKxke
HaOJII0IEHUN apUTMOJIOTOM C 1IEJIbI0 PELIEHUsI BOIIpoca
0 CpOKax MMIUTAHTAIIMM aHTUAPUTMUYECKUX YCTPOUCTB
1 TpOo(UJIAaKTUKYI BHE3AITHOM CepAeuyHO CMEPTH.
3aboneBaHue HOCUT HeOJIAarompusITHBIA XapakTep,
1, B OTJIMYME OT MAllMEHTOB C TUMEPTPOPUIECKON Kap-
JTUOMMOIIaTHEHM, 0OYCIOBIEHHON MyTallUSIMUA CapKOMEP-
HBIX OEJIKOB, 3TUM TallMeHTaM TpeOyeTcst 0ojiee aKTHUB-
HBII MOHMTOPHWHT, TaK KakK MPU arpeCCUBHOM TeYeHUU
3a00IeBaHMsI HEOOXOAMMa TpaHCIUTAHTAIIUS Cep/lia yXe
B MOJPOCTKOBOM Bospacte [1,3, 4, 7, 8, 19, 20]. B nHamux
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