JIMarHoCcTHKA COYETAHHOM HACJIEICTBEHHOM CepaeYHO-COCYAMCTOM MATOJI0rMM y MOJAPOCTKA

JI.U. Caodvikosa?, O.C. Iposnosa®=, I.B. Ilupoeosa’, E.C. Caacmuuxoea’?, JI.®. Iasumosa’>’,
H.H. Qupcosa’, A.A. Kyuepssas’, 4. /1. Xaruyasuna’

'Pre0y BO «KasaHckuii rocyaapCTBEHHbI MEAVLIMHCKUIA YHUBepcuTeT» Munsapasa Poccuun, KasaHb, Poccun;

2PrAO BO «KasaHckuii (MpuBomkckuii) deaepanbHbli yHuBepcuteT», KasaHb, Poccus;

SPrAQY BO «Poccuiickinii HaumoHanbHbl nccnenoBaTelbCKNin MeANUMHCKNIA yHBepcuTeT um. H.U. MNMuporosa» MuH3gpasa
Poccun, MockBa, Poccus;

40OCIN «Hay4Ho-1ccnenoBaTenbCKUn KIIMHUYECKUIA MHCTUTYT NeguaTpum n AeTCKOM XMpyprm

M. akagemuka tO.E. Benstuwesa» (MHcTUTYT Benbtnwesa) ®rAQY BO PHUMY um. H.U. Muporosa MuHagpasa Poccun,
Mocksa, Poccus;

5BNaroTBOPUTESbHBIN HOHO MEeaMKO-CoLManbHbIX FEHETUYECKNX MPOEKTOB NOMOLLM «[@HOM X13HU», Mockea, Poccus;
56Y300 «Omckas ueHTpanbHas palioHHas 6onbHuua», Omck, Poccus;

“TAY3 «[eTckas pecnybnvkaHckas KnMHudeckas 6onbHuLa» MuHagpasa Pecnybnvkm TatapcTtaH, KasaHb, Poccus

Diagnostics of combined hereditary cardiovascular pathology in a teenager
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JlunaranuoHHass KApAMOMHMONATHS — OJHA U3 BedyIIMX MPUYMH CepAevHoi HenocTaToyHocTd Yy neteii. [IpencrasieHo onucanue
namuenTa 12 JieT ¢ InIaTauMoHHOi KapAMOMHONATHEH ¥ TeTePO3UIOTHO CeMeiiHO# runepxoJjiecTepuHeMueii, epeHeciiero onepa-
THBHOE JIeYeHHe 10 UMILIAHTALMH CHCTEMbI 00X0/1a JieBoro xkeaynouka Abbott HeartMate 111 B kadecTBe MOCTA K TPAHCILIAHTALMH
JIOHOPCKOTO cepaia. YCTaHoBIeHHe TOYHOTO JUATHO3A B MPEACTABIEHHOM HAOIIONEHUH CTAJI0 BO3MOXKHBIM 0J1aroAapsi NpuMeHeHUIo
COBPEMEHHOr0 MOJIEKY/ISIPHO-TeHeTHYECKOT0 MeTo1a — MoJiHoreHoMHoro uccienosanus JJTHK meronom cekBeHupoBaHusi ciieayio-
mero nokoyiennss (NGS). Onucanue JAHHOTO CJIy4asi IOMOKET PACHIMPUTH CIIEKTP BO3MOKHBIX KIMHUYECKHUX MPOSIBJICHHIA AWIATA -
HUOHHOW KAPAMOMHONIATHM U HATIOMMHAET HAM 0 BaKHOCTH IMHAMUYECKOT0 HA0II0IeHHsI 32 IETbMH € HAPYIIEHUsSIMH PUTMA cepaua.

Karouesvie caosa: demu, dunamayuonnan KapouoMuonamus, cemMeiinas eunepxoiecmepuHemMusl, CeK8eHUpo8anue 2eHOMA, Mexanuie-
cKkas noddepicKa KpogoobpaujeHus.
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Dilated cardiomyopathy is one of the leading causes of heart failure in children with a variety of clinical characteristics. A 12-year-old
patient with dilated cardiomyopathy and heterozygous familial hypercholesterolemia, who underwent surgical treatment for implanta-
tion of the Abbott HeartMate I1I Left Ventricular Assist Device as a bridge to donor heart transplantation, is presented. Establishing
an accurate diagnosis in the presented observation became possible thanks to the use of a modern molecular genetic method — whole
genome DNA testing by next generation sequencing (NGS). The description of this case will help expand the range of possible clinical
manifestations of dilated cardiomyopathy and reminds us of the importance of dynamic monitoring of children with cardiac arrhythmias.

Key words: children, dilated cardiomyopathy, familial hypercholesterolemia, genome sequencing, mechanical circulatory support.
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KapauoMHuoIriatudgd  IpeacTaBiIsdCcT

WiIaTaloOHHas B TEPMUHAJIBHOW CTaauU CepAeYHON HEIOCTATOYHOCTH
coboii 3aboyieBaHME CEpACYHON MBIIIIIBI, XapakK-

TpaHCIUTaHTallMA CcepAna HE MOXKET OBITh IIpOBEACHAa

TepU3YIOIIEeCs YBEJIMYEHUEM KEeTyTO0YKOB U CUCTOJIM-
yecKol IMC@YHKIMEe MUOKapaa, KOTOpoe HEYKIOHHO
MpOrpeccupyeT BILUIOTh 0 CEPAEYHON HENOCTaTOYHOCTH
u JertaapbHoro ucxoxa [1, 2]. ExeromHast yactota BHe-
3aITHOM CMEPTH Y TaKUX JeTeil coctaisieT oT 2 mo 3%
[3, 4]. B meguaTpuyecKoil MOMyISIIIUN TUIaTallMOHHAS
KapauoMuonatus B 45% ciydaeB CIYXWT TMOKa3aHUEM
K TpaHCIUIaHTallMu cepaua. HekoTopelM mnainueHTam

B BUIY TSDKECTH MX COCTOSTHMSI W/WJIM HECOOTBETCTBUS
KPUTEPUSAM JIJisI IPOBEACHUSI TaHHOM Mpoleaypbl. KpoMe
TOTO, IOHOPCKUE cepjlla He BCeTaa JOCTYMHBI, B CBSI3U
C YeM MexaHuyeckKass ToaJepXKa KpoBOOOpaleHUsI
MOXeT OBITh MCIMOJIb30BaHA KaK KPaTKOCPOYHOE pellie-
HUE B KayecTBe «MOCTa K TpaHCIUIaHTalluu». B cBs3u
C pa3pabOTKOIl HOBBIX BUIOB «HACOCOB» U YIOBJIETBO-
PUTENbHBIMU pe3yJIbTaTaMU UX MCIIOJIb30BaHUS BCITOMO-
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raTeJibHOe yCTpOMCTBO JeBoro xenynouka (LVAD — left
ventricular assist device) Bce yalle crtaayd paccMaTpuBaTh
B KavyeCTBe aJIbTePHATUBHOTO JICYEHUSI.

Or 25 o 50% cnyyaeB 3a00JieBaHUST JUIATALIMOHHOMN
KapaIMOMUOIIaTUE WMMeeT HAaCJeICTBEHHBI XapaKkTep
[5, 6]. IMatodusmonornuecknii MexaHM3M peaanu3alun
HAaCJIe[ICTBEHHBIX (hOpM AMIATAlIMOHHON KapAMOMUOTIa-
THUM CBSI3aH C TeHaMU, KOAUPYIOIIUMU CUHTE3 CapKOMep-
HBIX OEJTKOB, KOMITOHEHTOB LIMTOCKeNIeTa, OEJTKOB siIep-
HOI1 000JI0YKM 1 MOHHBIX KaHasoB [7]. Haxe cpeau hopm
MUIATAMOHHOM  KapaUOMHUOIIAaTUM, OOYCJIOBIEHHBIX
HETeHETUYECKMMU TPUYMHAMU, TAKUMM KaK TMIIEPTO-
HUs1, 3200JIeBaHMS KJIalaHOB cepAlla, BOCHAIUTEbHbIE/
MHOEKIMOHHBIE 3a00JeBaHUS W TOKCUHBI, TeHEeTHYe-
CKUI (POH MOXKET BIUSTh Ha KIMHUYECKUE TTPOSIBICHUST
3a001eBaHMS ¥ TPOTHO3 [5]. OmHMM U3 TSKEITBIX 3a001€e-
BaHUI, YBEJMYMBAIOIINX CEPACYHO-COCYIUCThIE PUCKU,
SIBIIIETCS CeMeWHasl TUIepXxojecTepyuHeMusi. 3abose-
BaHUE WMeEeT HAaCJeICTBEHHBIN XapakTep, TepenaeTcst
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UHUYECKUE CJTYHAU

MPEUMYIIIECTBEHHO ayTOCOMHO-IOMWHAHTHBIM ITyTEM,
BBI3BIBACTCS MyTallMeli TeHOB, BIUSIONIMX Ha OOMEH
JINTIOTIPOTEUIOB HU3KOW TIJIOTHOCTU. B pesyibTare
y 4eJioBeKa C POKIEHMS TTOBBIIIEH YPOBEHBb JIMIIOMPO-
TEUI0B HU3KOI TIJIOTHOCTHU, YTO TIPUBOIUT K aTepOCKIIe-
POTUYECKOMY TTOPAKEHUIO COCYIOB, TIPEUMYIIIECTBEHHO
KOPOHApHBIX apTepuil, U KIMHUIECKOW MaHU(eCTaluu
UILIEMUYECKON 00JIe3HU cep/lia B MOJIOJOM U JaXe NeT-
CKOM BO3pacTe.

BhITloTHEHE TEHETMUYECKOTO WCCIIEAOBaHUS Jaxe
Ha YpOBHE TaHelleli TeHOB MOXET MMEeTh JUAarHOCTUYe-
CcKy1o 1eHHOCTh 10 40% npu mwiatalMOHHONW Kapauo-
Muonatnu. B HacTosiiee BpeMsl 3TO CYUTAETCS DKOHO-
MHUYECKN 3G @MEKTUBHBIM AUATHOCTUYECKUM TTOAXOIOM.
IpuMeHeHne AT MOJIEKYISIPHO-TEHETUIECKOM TUarHO-
CTUKHW METOIOB C IMPOKUM TTOKPBITEM reHoMa (TTOJTHO-
TeHOMHOE M TIOJTHO9K30MHOE CEKBEHMPOBaHUE) MO3BO-
JISIET TIOBBICUTH JWATHOCTUYECKUI BBIXOH Ha JECSITKU
npoueHToB. OO6HapykeHUe CHelu(@UIeckKoro TreHe-
THUYEeCKOoro cybcrpara (Kay3aTMBHOTO TE€HETHMYECKOTO
BapuaHTa), OObSICHSIONIETO 3a001eBaHE, MOXKET UMETh
BaXKHbIE TTOCIEACTBUS 1T KIIMHUYECKOTO BEIEHMS, OCO-
GEHHO IIJIST CEMEMHOTO KacKaaHOTO CKpUHWHTA, OTITUMU-
3alMM MEIMKAMEHTO3HOTO JICUEHUST U YIYJIIEeHUST CTpa-
TUUKALIMA apUTMUIECKOTO prcka [8].

B craTbhe mpuBeIeHO OnMMcaHWe MalueHTa ¢ UMIUTaH-
TUPOBAHHON CHUCTEMO 00Xoma JIEeBOTO KeJymoukKa
Abbott HeartMate 111 Ha (poHe XpoHMUECKOI1 cepreuHoit
HEIOCTATOYHOCTH TMPU AWIATALIMOHHOM (DeHOTHTIE Kap-
JVOMHUOITATUM B COYETAHWU C TeTEPO3UTOTHOM (hopMOit
CEMEMHON TUIIepXOJIECTEPUHEMHUH C TTOJTHBIM MOJIEKY-
JISPHO-TEHETUYECKUM TTOATBEPXKICHNEM TUArHO3a.

Kaunuueckuii cayuaii. Ilesouka K., B 2022 r. (B Bo3-
pacte 12 ser) Obula HampaBieHa Ha oOcienoBaHuUE
n HabmoaeHne B Pecnyonukanckuii LleHTp aummmono-
ruu ist neteit JleTckoit pecny0aMKaHCKOM KITMHUYECKOM
OonpHULIEI, TIpoBeneHHble B HMUILl mm. akamemuka
E.H. MemankuHa mist onepaTuBHOIO JIeYEHUs C aua-
rHo3oM: «MKBbB-10 [142.0] JdunataimoHHasi Kapauo-
muonatus. HemoctaTouHOCTh MMTpPaJbHOTO KiamaHa
I crenenn. Cocrosinue mocne omnepanuu (08.12.2021)
WMITJIAHTAIUsI CUCTEMBI 00XOma JIEBOTO KeJyaodKa
Abbott HeartMate II1. XpoHnyeckas cepmeyHast HEHO-
CcTaTOYHOCTh 2A creneHu. OYHKIMOHAIBHBINA KJlacc
2. T'uniepxonectepuHemus (?). ComyrtcTByomiee 3ab0-
neBanue:. cuHIpoMm Bounbda—IlapkmHcona—VYaiira,
MaHudecTHbI. [lapokcu3aMalibHass —CynmpaBeHTPHUKY-
JIIpHast TaXUKapaust. DK30TeHHO-KOHCTUTYLIMOHATbHOE
oxupenue Il crenmenun. OpraHuyeckoe paccTpoiCcTBO
JIMYHOCTU C JIETKUM KOTHUTMBHBIM W YMEPEHHBIMU
SMONIMOHANIBHBIMUA HapylieHus M. HouyHoit aHypes».
OT poauTessi MOJYy4eHO IMUCbMEHHOE T0OpPOBOIbHOE
WH(MOPMUPOBAHHOE COIIacue Ha MyOJMKAIUIo OIMKca-
HUS KJIMHUYECKOTO HAOTIONeHNS.

IMpy TOCTyTUTIEHUU AeBOYKA TIPEIbSIBIISIIA KATOOBI
Ha OBICTPYIO YTOMJISIEMOCTb, YYBCTBO HEXBATKU BO3-
nyxa Tpy (pU3UIecKoll Harpy3Ke, CHVMXKEHHE alTeTHTa,
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Caovikosa JI. 1. u coagm. [InarHoCTHKA COYETAHHON HACIIEICTBEHHOM CepIEeYHO-COCYIUCTOI MATOJIOTMH Y TIOAPOCTKA

KOTOpBIE OHA CTajla OTMeuaThb y cebst ¢ 11-J1eTHero Bo3-
pacta. Pomuresneit manmeHTKN OECIIOKOMIT MMEIOIINIACS
y pebeHKa TOBBIIIEHHBIN YpOBEHb OOIIETO XOJeCTepUHa
(7,32 MMouib/11 TIipu HOpMeE 10 5,3 MMob/a, 95-i1 mep-
LIEHTWJTb JIJIST TI0JIa ¥ BO3pacTa), KOTOPHIiA BITepBbIe 0OHA-
pyxunu B 2021 1. [9].

ITpr 06BEKTUBHOM OCMOTPE POCT MALIMEHTKU COCTAB-
g 165 oM, macca Tema 86 Kr (MHIEKC MacChl Tela
31,6 kr/m?, z-score +2,11), 4TO CBUAETENLCTBYET O HAJIU-
yuu oxupeHus. Obpaiiiag BHUMaHue TocaeonepaloH-
HBII KeJIOUIHBIN pyOell 1o TepeaHeil CpenMHHON JTMHUN
IpyaHON KJeTKHW. JIleBouKa MMeeT Ha cebe MeXxaHude-
cKkoe ycrpoliictBo Abbott HeartMate ¢ HeGOMBIIION CyM-
KOI ¢ Tapoii CMEHHBIX aKKYMYJIITOPOB, MOAKITIOYaeMBbIX
K anmapary ¢ ITOMOIIbIO BEIBEIEHHOTO B OKOJIOITYTIOYHOM
obnacTy HapyxXy Kabenss. Ha Koxke crimHBI, KOHEUHO-
CTell M KMUBOTA TMALIMEHTKU BBISIBJIEHBI PO30BBIE CTPUM.
ITpu ayckynbTaluu TOHBI Cep/lia MPUITYIIEHbI, pUTMUY-
HbIE, BBICIIyIIIMBAeTCs IIyM arnapaTa Abbott HeartMate.

Anamues ocusnu. PeGeHOK oT 4-ii GepeMeHHOCTH,
MPOTEKaBIIIEe ¢ TOKCUKO30M M aHEMME, TPETbUX POIOB
Ha cpoke 39 Hen. Macca Teyia npu poxxaeHun 3600 r, mim-
HoOI1 Tesa 53 ¢M, OKPY>KHOCTb I'OJIOBBI 35 CM, OKPY>KHOCTh
rpynu 33 cMm. bblia BeInMcaHa U3 pojajioMa ¢ TMarHO30M
«epebpanbHast umeMus | cteneHn, CHHAPOM BO30YXIe-
HUSI, HEOHaTaJbHas XenTyxa». dusznueckoe M HEPBHO-
MICUXWYECKOEe pa3BUTHE Ha TEPBOM TOMY KU3HU OBLIO
06e3 0COOeHHOCTE1A.

CeMelHBI aHAMHe3 OTITOIIEH IO CepAeYHO-COCY-
JIUCTHIM 3200JIeBAaHUSIM: OTMEUAETCST TIOBBIIIEHHBIN YPO-
BeHb OOIIEro XoJiecTepuHa y Marepu — 5,8 MMOJIb/T,
MPUHUMAET CTaTUHBI;, ¥ OTIa YPOBEHb OOILEro XOJIeCTe-
puHa 8,7 MMOJIb/JI, CTaTUHBI HE MPUHUMAET; NeaylIKa
10 MaTEePUHCKOM JIMHUU yMep B BO3pacTe 56 JieT 1mocie
TpeThero MHpapKTa MUOKap/Ia.

Anamnues 3aboneéanus. B Bo3pacre omHOTO rona Oblaa
TOCMTUTATM3UPOBAHA C TMArHO30M «CHHIpOM Bombda—
IMapkuncona—VYaiita (WPW)». Ha snekrtpokapmno-
rpamme (DKI) peructpupoBaiuch CUHYCOBBIN PUTM,
TaxuKapaus ¢ 4acToToit cepaeuHbix cokpaineHuit (HCC)
176—200 yn/MuH, OTKJIOHEHWE »BJIEKTPUIECKON OCHU
cepaua BieBo; peHomed WPW, tunt b. Ilpn3Haku 1moBbI-
IIEHMS DJIEKTPUIECKON aKTMBHOCTH JIEBOTO JKEJIYIOYKa,
BbIpak€HHas 2JIEKTpUUYecKasi ajibTepaliusl XKeJayIT0qYHOro
KOMITJIeKca.

Crenyroias rocnuTaau3anus y pedeHka mpou3oliia
B BO3pacTe 4 JIET ¢ IMarHO30M «3dHIIedaonaTus Ha (hoHe
pe3uayaibHo-opranndeckoro rmopaxenus LHHC. duzap-
Tpusi, cMelaHHbli Tur. OO1iee Hegopa3BuTue peyu 1V
ypoBHSI. «COIYTCTBYIOIIMI AMATHO3»: MOJHas OjoKamaa
JIeBoii HOXXKM Tryuka ['mca. Hecrrenmmudpuyeckoe nuddys-
HOE€ HapyllleHUe Tpollecca Pernosipu3alu MUOKapaa».
Ha ¢oHe nedyeHus y 1eBOYKM OTMEUYeHA TTOJOKUTETbHAS
MTUHAMUKA COCTOSTHUST LIEHTPaJIbHON HEPBHOI CHCTEMBI
B BUjE YJYYIIEHUs 3BYKOIPOU3HOIICHUS, PACIIMPEHUST
CJIOBApHOTO 3araca, TMOSIBICHWS MHTepeca K 3HAHMIM,
VIAYYIIEHUS MEJTKO MOTOPUKH.

[eGroT HacTosiero 3aboaeBaHust B Bo3pacte 12 Jer,
Korjga peOeHOK ObLUI TOCTIUTATU3UPOBAH C TMPUCTYTIOM
OPTOAPOMHOM TaXUKapAWK, KyITUPOBAaHHOW BHYTPUBEH-
HBIM BBeleHUEM aneHo3uHTpudocdara. [Ipu nanbHeii-
1meM obcliefoBaHUU TI0 pe3yJibTaTaM 3XoKapauorpaduu
BIIEPBbIE BBISIBJIEHBI YBEJIMUEHUE JIEBBIX OT/IEJIOB Cep/lia,
cucToJIMYecKasi MUOKapauajibHass MUC(HYHKIIMST JIEBOTO
xeynouka (dpakiums BbiOpoca 1o metony Teiixosblia
coctaBuia 31—52% mnipu Hopme Gosiee 60%), TTOBBIIIEH-
Hasli TpaOeKyJSIpHOCTb JIEBOTO KeJyJd0ouKa, MapalroTo-
00pa3HbIi MUTPATLHBIN KJIaraH, HeBbIPaXKeHHBIN CTEHO3
M HEIOCTaTOYHOCTh MUTPAJIbHOTO KJIarlaHa.

ITanmenTka ObLTa HaIpaBlieHa Ha majdbHellIee
obcnenoBanue u aeyeHnue B HUUM kapauonorun Tom-
CKOTO HallMOHAJIbHOTO MCCIEI0BATEIbCKOTO MEIUITMH-
ckoro 1eHTpa. Ha OKI y pebGeHka 3apernctprupoBaH
cunycoBbiit putM ¢ YCC 91—111 ya/mMuH ¢ mpusHa-
KaMmu MpenBo30yxneHus xkeaynoukos. [Tpu axokapamno-
rpauu oOHapyXeHa BbIpakeHHasl AujaaTallvsl JEBBIX
Kamep cepaua (nuameTp JieBoro mpexacepaus 51 Mw,
KOHEUHBI IMACTOJIMYECKUIT 00bEeM JIEBOTO XKeIyaouKa
323 cM?, KOHEYHBI CHUCTOJMUYECKUI OOBEM JIEBOTO
Xenygodka 216 ¢cMm’) u mpaBoro Xejayaouka (Iumamerp
MpaBoOro Xejgynodka 28 MM), CHUXXEHUE COKPaTUTEb-
HOIi CMTOCOOHOCTU MMOKap/a JIEBOTo Xeyaouka (ppak-
1S BBIOpOca JieBoro kemymouka mo Cumricony 30%),
MpPU3HAKM HEKOMITAKTHOTO MUOKapia JIeBOTO XeJly-
noyka, MuTpainbHas peryprutaumsi III-1V crenenu,
TpUKycnuaanbHas peryprutanus I crenenu. I1pu mpo-
BEICHUN XOJTEPOBCKOro MoHuUTOopupoBaHusi DKI
BBISIBJICHBI CJIEIyIOIIe 0COOCHHOCTH: CUHYCOBBII PUTM
C TIpU3HaKaMu TpesK3uTalus, mupokue (1o 200 mc)
nedopMupoBaHHEIle KoMIieKChl QRS. B anammsax
KPOBU BBISIBJIEHBI TUIIepXoJecTepruHeMUsT  (OOIIMi
XoJiecTepuH 7,32 MMOJIb/J1), TTOBBIILIEHUE YPOBHS JIaK-
TataeruaporeHassl 1o 283 en/n npu Hopme no 250 en/n,
NT-proBNP 3190 nr/ma (npu Hopme no 200 nir/mi),
tporoHuH | menee 0,01 Hr/mi1.

Ilo wurtoram oOcnenoBaHUSI BBICTABJIEH JMArHoO3:
«HapyllleHWe puTMa cepala: MaHUMECTHbIA CHUH-
npom WPW. HemuddepenumpoBanHass KapIuOMM-
onatusi  (IWIATAallMOHHBIM  (PEHOTUI, aCCOILUUPO-
BaHHBIN C (YHKIMOHUPOBAHUEM HTOTIOJHUTEILHOTO
MpeacepaHO-XelIy10ukoBoro coenuHeHust). Hemocra-
TOYHOCTb MHTpajbHOTo KiamaHa III cremenn. MyHK-
uuoHanbHblil knacc I (NYHA). Dk30reHHO-KOHCTU-
tyunoHanbHoe oxwupeHue II-III cremenu». PeGeHok
HampaBjieH Ha IuTaHOBYIO rocrmTtanmu3anuio B HMUILL
uM. akan. E.H. MemankuHa ¢ 1eiblo onpeneeHus
JaJbHeIel TaAKTUKY BeACHUS M XUPYPTrUIeCKOTO JIeue-
Husd. [1pu MpoBeaeHUN MarHUTHO-PE30HAHCHOI TOMO-
rpaguu cepala BhISIBICHBI paclliupeHre JEBbIX OTIE0B
cepana (KOHEUHBI MMACTOIWYECKUI pa3Mep JIEBOTO
Xeaynouka 79 MM, KOHEYHBI CUCTOJUYECKUI pasMep
JIEBOTO Kejymouyka 77 MM), CHUXXEHUE COKpaTUTEJb-
HOIi CMTOCOOHOCTU MMOKap/a JIEBOTo Xeyaouka (ppak-
1S BBIOpoca JieBoro Xenmymouka 18%), MuTpaibHas
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peryprutanusa Il cTemeHW, HEKOMMAKTHBIA MMOKapH,
JIEBOTO KeJymouka (TIOBBIIIEHHAs TpaOeKyJspHOCTh
MUOKapja JIEBOIO XeJymodyka II0 TIepelHell CTeHKe
CpelHEM YpOBHEe, T0 HWXHEW U OOKOBOW CTeHKaM
Ha HIDXKHEM ypoBHe). B mabopaTopHBIX aHaIM3aX KPOBU
NT-proBNP 258,9 nr/mi, 4Yto CcBUIETEIbCTBOBAJIO
00 3 (HEeKTUBHOCTU KOHCEPBATUBHOTO JIEYEHUS Cepaed-
HOI HeIOCTATOYHOCTHU. YUUTHIBasl HAJTU4YMe MOKa3aHUIA
K MEeXaHMUYEeCKOU MOIIepXKKe (IuaTallioOHHAasT Kapauo-
MMOTIATHSI, XPOHUUYECKas ceplaeyHasi HeIOCTaTOYHOCTb,
CHUXeHMe (pakuuu BbIOpOca JIEBOTO KeJyaodKa
o 15—18%, HemocTaTOYHOCTh MUTPAILHOIO KJjlarnaHa
III crenenn) pebeHKy Oblla UMILJIAHTHPOBaHA cUCTEMa
obxoga JieBoro xenymouka Abbott HeartMate I11.

Tocruranusanuy a1t KaTaMHECTHYECKOTO HabJTIoe-
HUs TIOCJIe OTIEpaTUBHOTO JICUEHUSI COCTOSTUCH yepe3 2
u 5 Mec. bblna BBITOJTHEHAa OIEHKA PabOTHI CUCTEMBI
00xoma JIeBOro XeJayaouka, Mo UTOraM KOTOpoi cOoeB
He OOHapyXeHO, MECTO BBbIBOAA IUTAIOIIETO Kabes
0e3 MpPU3HAKOB BOCIAJIEHUSI W JPYTUX OCOOEHHOCTEH.
IMaumeHTKka BKJIIOUEHA B JIMCT OXUAAHUSI TpaHCIUIaH-
TallM¥i JTOHOPCKOTO opraHa. BpImojiHeH 3a00p KpoBU
Ha HLA-tunupoBaHue, cross-match-tect, HazHauyeHa
repopajibHas JTUMUACHWKAIOIIAs Teparusl B BUIE aTop-
BactatuHa 10 mMr/cyT.

ITammenTka HampaBiaeHa B PecryOnmMkKaHCKUA
LIEHTP JUMUIOJOTUM JUISI NeTell C 1eJbl MCKIoue-
HUS HACJeACTBEHHBIX HapyIIeHUI JUMTMIHOTO 0OMeHa
U ONpejiesieHUs] TaKTKKU BeaeHus. Ha ¢doHe Tepanmuun
aropBacTaTUHOM B o3¢ 10 Mr/cyr ypoBeHb OOIIEro
XoJiecTepruHa coctaBui 5,04 MMOJIb/JT, TUTMOTIPOTEUIOB
HU3KOW TUIOTHOCTU — 3,43 MMOJIb/J, JIUTIOMPOTEUIOB
BBICOKOH TuioTHOCTH — 1,05 MMOJbB/A, TpUTIULIEPU-
noB — 1,32 mmonnb/n. Ha BOKI coxpansuicst ¢peHOMEH
WPW, conpoBoxnawomuiicss 0J0Kaaoi JeBOM HOXKHU
nmyuka I'mca, nenpeccueit ST cermMeHTa B OOKOBBIX
oTBeneHusIXx 10 1 MM, mHBepcueit 3youa T B HUKHUX
1 GOKOBBIX OTBemeHUsX. IIpy KOHTPOJBHOU 3XOKap-
nuorpacdun Ha (poHe COCTOSTHUS TOCe UMILTaHTallnu
cucTeMbl 00X0za JIEBOTO KeJylmouka cuctemMoil Abbott
HeartMate III cymiecTBeHHON IMHAMWKHU TIOKas3aTe-
JIeil He BBISIBJICHO: COXPAHSJIMCh 3HAUYUTENIbHAs IHJIa-
Talus JIEBBIX OTAEJIOB CepAla B BUIE YBEJIMYEHHOTO
KOHEYHOTO IMacCTOJIMYECKOro pa3Mepa JIEBOTO Kely-
nouyka 10 80 MM, KOHEUYHOIo IUACTOJIMYECKOTO O0b-
eMa 1o 246 MM, KOHEYHOTO CHUCTOJIMYECKOro oObeMa
no 199 MM, BbIpakeHHOE CHUXEHME COKPaTUTEIbHOM
CIMOCOOHOCTM MUOKapaa JIeBOro Kemymodyka mo 16%
(mo CuMIICOHY), HEIOCTATOYHOCTh MUTPAJIbHOIO KJja-
naHa [—II creneHeii, a Takke rurepTpodust MUOKapaa
JIEBOTO XeJyA04YKa C TOJIIWHON 3aaHEN CTEHKU U MEX-
KeJTyTOYKOBOM Tieperoponku 1o 10 MM (CM. pUCYHOK).
ITpu cyrounom moHuTopupoBaHuu DKI peructpupo-
BaJICSI CHHYCOBBI pUTM ¢ (peHomeHOM WPW 1 nipusHa-
KaMM BHYTPUIKETYIOKOBOM GJIOKAIbI.

B cBs3u ¢ BBIABIIGHHOW CTOWKOI TUIIEPXOJIECTEpH-
HeMUEH, OTSATOIIEHHBIM CEMEHBIM aHAMHE30M TI0 cep-

KJINMHUYECKUE CJTYHAU

NEYHO-COCYIUCTBIM  3a00JIeBaHUSIM,  COOTBETCTBHEM
kputepusim Caiimona bpyma (Simon Broome Registry
Criteria) I NUAarHOCTUKU CEMEWHON TUIepXoJiecTe-
pUHEMUM TMallMeHTKa Oblla HampaBjeHa Ha MOJIeKy-
JIIPHO-TEHETUYEeCKoe HuccienoBaHue. Meromom Mac-
COBOTO MapaylyIeJIbHOTO CEKBEHMPOBAHUSI Ha MpuOOpe
Ion S5 na marepuane JIHK kieTox KpoBM mpoBeneH
aHaM3 KOIMpYIOIel TocienoBaTebHoCTH 60 smep-
HBIX TEHOB, aCCOLMMPOBAHHBIX C Pa3BUTHUEM ITUCIUTIHI-
neMmuii. JlaHHbIE CEKBEHHMPOBaHUS ObLIM 0OOpabOTaHBI
C TIOMOIIIbIO aBTOMATU3UPOBAHHOM TPOTpaMMbl, BKIIIO-
yaleil BbIpaBHUBAHUE TIPOUTEHUIT Ha pedepeHCHYIO
rnocjenoBaTesibHOCTh reHoma vesioBeka (hgl9). Crnucok
nccnenoBaHHbIX TeHOB: ABCAI, ABCGI, ABCGS5, ABCGS,
AGPAT2, ALMSI, ANGPTL3, APOAI, APOA2, APOAA4,
APOAS, APOB, APOCI, APOC2, APOC3, APOE, APOH,
BSCL2, CAVI, CAV2, CAVINI, CETP, CH2SH, CIDEC,
CO02, CPT2, CREB3L3, GCK, GPDI, GPIHBPI, HNFIA,
LCAT, LDLR, LDLRAPI, LIPA, LIPC, LIPE, LIPG,
LMFI, LM. INA, LMNB2, LPA, LPL, MTTP, MYLIP,
NPCI, NPCILI, NPC2, PCSK9, PLINI, PLTP, PPARA,
PPARG, PPPIRI7, PYGM, SARIB, SCARBI, SLCOIBI,
SLCOI B3, STAPI. VnterpanbHasi OlleHKAa TOKPBITUSI
maHenmn coctaBiseT 95%. Ilo pesynbraTaM MacCOBOTO
MapajuleJIbHOTO TTaHeJIbHOTO CeKBeHUpoBaHUs 60 TeHOB
MaTOTeHHBIX M BEpPOSITHO TaTOTEHHBIX BapUaHTOB,
COOTBETCTBYIOIINX KIMHUYECKOW KapTUHE TalueHTa,
He BBISIBIIEHO.

B cBsI3M ¢ uMewmMMUCS Kajlo0aMu, OTSITOIIEH-
HBIM CEMEHMHBIM aHaAMHE30M, KIMHUYECKUMU TIPO-
SIBJIGHUSIMU  XPOHUYECKON CeplevyHol HeaoCTaTou-
HOCTH, TIEPCUCTUPYIOIIEH TUIIepXOJeCTEpUHEMUEH,
OTPULIATEJILHBIMU pe3yJbTaTaMU CeKBeHUpoBaHUS 60
TE€HOB TPUHSITO pellIeHWe O TPOBENeHUU MOJHOTEHOM-
Horo cekBeHupoBaHus JIHK metomom cexkBeHupoBa-
Hus HoBoro nokojieHuss NGS. CekBeHHMpOBaHME BCETO
reHoMa TIPOBOIWJIM C WCIOJb30BaHUEM TLJIaT(HOPMBbI
DNBSEQ-G400 ¢ FCL PE150 u DNBSEQ-T7 ¢ FCL
PE200 B cooTBETCTBMM C MPOTOKOJOM IPOU3BOAUTEIIS.
BbuT BBISIBIIEH paHee He OMUCAHHBIN TeTEPO3UTOTHBIN
BapMaHT HYKJIEOTUIHOU TMOCIeN0BATEIbHOCTU B TEHE
TTN (cMm. Tabnuily), TPUBOASIINA K CIBUTY paMKHU
CUMTBHIBAHUSI M HApPYLIEHWIO CHUHTE3a IOJHOpa3Mep-
Horo Oenka. ['etepo3urorHbie BapuaHThl B reHe 1T71TN,
B TOM 4YHCJIE Hapyllalwllue CUHTe3 OeiKa, OMuCaHbI
y MalMEeHTOB, B YACTHOCTU C TWJIATAllMOHHOW U ceMeil-
Hoit tuneptpoduueckoit Kapauomuornarueir (OMIM:
613765, OMIM: 604145). ¥V manmueHTKN Takke OOHa-
pYXEH paHee He OIMMCAaHHBIH TeTepPO3UTOTHBIN Bapu-
aHT HYKJIEOTUIHOM ITocienoBaTeIbHOCT! B TeHe LDLR
(cM. Tabnuiy). 'erepo3uroTHbie BapuaHThI TUIIA MUC-
ceHc B reHe LDLR onucaHbl y MallMeHTOB ¢ CEMENHOM
runepxonecrepuHemueit  (OMIM: 143890). Hpyrux
3HAYUMBIX U3MEHEHUI, COOTBETCTBYIOIINX KPUTEPUSIM
MOKCKA, HE 0OHAPYXKEHO.

Ilnanupyercsi mpoBeneHUE CerperalfMoOHHOTO aHa-
Jin3a B ceMbe 1o MeTony CeHrepa /Uisl BauAalluu BbISIB-
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Cadvikosa JI. M. u coagm. InarHOCTMKA COUETAHHOM HACJIENCTBEHHOM CepleYHO-COCYAMUCTOl MATOIOTUH Y TOAPOCTKA

Ta6auya. HoMeHKIAaTypHOE 0003HAYEHHE BBISIBJIEHHOTO MATOT€HHOTO BAPUAHTA MPH MOJTHOTeHOMHOM cekBeHupoBanuu JIHK
Table. Nomenclature designation of the identified pathogenic variant in whole genome DNA sequencing

AcconuupoBanHoe 3a00/1eBaHne 3uroTHocTh (THI L)
I'en W3menenne THK (HG38) (u3meHeHue Genka) (gnomAD
(OMIM) HACJIeIOBAHNUS) v3.1.1)
JnnmataloHHas KapauOMHO- chr2:178583887CTCAGGTT>C
matust, Tun I G (613765); ENST00000589042.5: eTeposrora
TTN CemeiiHag runepTpoduye- ¢.65288 65294del P . 0
cKast KapIuOMUOTATHsI, TUTT 9 ENSP00000467141: (TSI AEIEL )
(604145) p.Lys21763Argfs* 12
chr19:11116885 G>T
CeMeliHas THIICPXOTECTEDH- ENST00000558518.6: I'erepo3urora
LDLR memust, Tun 1 (143890) ¢.1732G>T (IOMUHAHTHBIA, 0
> ENSP00000454071: peLeCCUBHBII)
p.Val578Phe

- TACM#n G747 cm

Pucynok. Jlannbie 3XxoKapauorpacuu, BbINOJIHEHHO! MOc/e HMILIAHTALIMA CHCTEMBI 00X0/1a JIEBOTO KeJyJao4ka cucremoii Abbott
HeartMate (B-pexum, 4-KamepHas Mo3UIus).

a — JUIaTanus JIeBbIX OTAEJI0B Cepala; B 00JaCTH BePXYIIKH JIEBOTO KeJIyA04YKa JONUPYeTCsk TOHeJb 3a00PHOI KaHIomn; 0 — Ju-
JIaTanus JeBbIX oT/eloB cepaua (B-pexum, 4-KaMepHasi mO3uIMs): KOHEYHBI TUACTOJIMYECKHIA pa3Mep JieBOro xeayaouka 80 mm
(M-pexum), KOHEYHBIii TUACTOINYECKHIT 00bEM JIEBOTO XKeNyA0dKa 264 M, KOHEUHBIl CHCTOIMYECKHIT 00'beM JIEBOTO XKeTyI0YKa
221 ma, dpakuus Bbiopoca no Cummncony 26,6% (BbipaxkeHHAs! THIIOKHHE3Hs); B — M-pexuM, MPOI0JIbHAS NAPACTEPHAIBHAS T10-
3UIMSA: TUCKMHE3HUS MEACKETyA0YKOBOi MeperopoKu.

Figure. Echocardiography performed after implantation of the Abbott HeartMate LV Bypass System (B-mode, 4-chamber position).
a — dilatation of the left parts of the heart; tunnel of the intake cannula is located in the apex of the left ventricle; 6 — dilatation
of the left parts of the heart (B-mode, 4-chamber position). End diastolic size of the left ventricle is 80 mm (M-mode). End diastol-
ic volume of the left ventricle is 264 ml, end systolic volume of the left ventricle is 221 ml. The Simpson ejection fraction is 26.6%
(hypokinesis); B — M-mode, longitudinal parasternal position. Dyskinesis of the interventricular septum.
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JICHHBIX U3MEHEHUI M TIONTBEPKACHUSI TEHETUIECKOTO
BapHMaHTa B cTaTyce de novo y pebeHka. OmHaKo IoJ-
HO€ COOTBETCTBUE KIMHWYECKON KapTUHHI y pebeHKa
C BBISIBJICHHBIMU TeHETUYECKUMU BapuaHTaMU, a TaKxKe
Ka4eCTBO W TIJIOTHOCTb TTOKPBITHSI JAHHOTO YydJacTKa
reHoma rnpu cekBeHupoBaHuu metonom NGS, He ocTaB-
JISTIOT COMHEHUWI B Kay3aTMBHOCTU BBISIBIEHHBIX TeHe-
TUYEeCKUX HapyuieHuit B reHax TTN v LDLR nnst nan-
HOW OO0JILHOM.

0OO0cyxaeHue

B nmaHHOM KIMHMYECKOM Cjyyae Ha OCHOBaHUM
Kajo0, KIMHUYECKON KapTUHBI, JJaOOpaTOPHO-UHCTPY-
MEHTaJbHBIX JaHHBIX U PE3YJbTaTOB T'€HETUUYECKOTO
WCcclenoBaHus Yy peObeHKa TMarHOCTUPOBaHbI CeMelHast
TUTIePXOJIECTEPUHEMUSI, TeTepO3UTOTHasl ¢hopMma, auia-
TallMOHHAsl KapaWOMUOIaTUsI, MAaHU(MECTHBI CUHAPOM
Boavda—IlapkuHcoHa—YaiiTa, 3K30r€HHO-KOHCTUTY-
nuoHanbHoe oxupenue II—III cremenu, opranmyeckoe
paccTpoONCTBO TUYHOCTU C JIETKUM KOTHUTUBHBIM U yMe-
PEHHBIMU SMOIIMOHATLHBIMU HAPYIIEHUSIMU.

JunataumMoHHasT KapAMOMMOMATUSI —  TPEThs
MO0 pacTlpoOCTPAaHEHHOCTHU TpUYMHA CEepAEeYHON Hemo-
CTAaTOYHOCTU Yy JeTeil M Haubosiee yactasi TpUYMHA
nepecanku cepana B neguatpuu [10]. CtpemutenbHoe
pa3BuTHe reHeTUKH u cekBeHupoBaHus JHK mo3Bo-
JIUJIA UIeHTU(ULIMPOBATh HOBbIE T€HBI, Kay3aTUBHBIE
BapMaHThl B KOTOPBIX aCCOLIMUPOBAHBI C Pa3BUTHEM
IuiaTauroHHol Kapaunomuonatuu [11,12]. B 20-40%
cllyyaeB JMJIaTallMOHHAsT KapAMOMUOTATUSI HMeeT
CEMEWHBIN XapakTep W HACJEAyeTCsl MO ayTOCOMHO-
IOMUHAHTHOMY THUIY, T.€. aOCOJIOTHOE OOJBITMHCTBO
TEHETUYECKU JIeTEPMUHUPOBAHHBIX CJIy4yaeB OTHO-
cutcd K criopagndeckuM [13]. Hambonee vyacto nuia-
TallMOHHAsI KapAMOMHUOTNATUsl y JeTeil pa3BUBaeTCs
B CBSI3M C BO3HUKHOBEHHWEM TE€HETUYECKOH TOJOMKU
B reHe TTN, xotopas cocrtaBisieT 15—25% ot Bcex
TeHEeTUYECKUX NMPUYMH 3TOTo 3aboneBanusa. I'en TTN
(KOHHEKTHH) KOJAUPYET CUHTE3 OejiKa TUTUHA — KPYTI-
HEWIIero u3 OJMHOYHBIX TMENTUIOB — M COMEPXKUT
camMoe 0O0JIbIIIoe KOJIMYECTBO 9K30HOB U3 BCEX M3BECT-
HBIX T€HOB. TMTUH — 3TO TUTAHTCKUI MBIIICIHBIN
0esIoK, KOTOPBIN 3KCIPECCUpyeTcsi B MUOKapIe, CKe-
JIETHBIX MBIIIIAX U 3aHMMAaeT IMOJIOBUHY capKoMepa,
a TakKXXe UrpaeT KJIUeBYIO pPOJIb B OCYIIECTBICHUU
MBIILIEUHOTO COKPAIEHUSI.

CemMeifHasi TUMEPXOJECTEPUHEMUSI — TeHETUYECKOe
3a00JieBaHWE, BBI3BAHHOE IPEUMYIIECTBEHHO ayTo-
COMHO-TOMUHAHTHBIMU MYTallMsSIMUA B TeHaX pelenTopa
JIUTIIONPOTenAa HU3KOW TuIoTHOCTU (LDLR), anonumno-
porerHa B (APOB) u ponpoTeMHKOHBEPTa3bl CyOTUIIM -
3uH/KeKcuH 9-ro tuna (PCSK9), xapakTtepusyloleecs
MOBBIIIIEHHBIM YPOBHEM OOIIEro XOJeCTepuHa U JIUTO-
MPOTEUI0B HU3KOM TUIOTHOCTM B KPOBU C POXIEHUS,
U, Kak CIeACTBUE, TPeXIeBPEMEHHBIM aTepOCKIIEpO-
3oM [14]. B Poccuiickoii ®Demepaliii TeTepO3UTOTHAST
dopma cemMeliHON TUMEPXOJIECTEPUHEMUN PETUCTPUPY-

UHUYECKUE CJTYHAU

ercay 1 u3 108 obcnenoBanubix [14]. Hambonee gacToii
MPUYMHOM Pa3BUTHUSI CEMEWHOM THTIEPXOJeCTepUHEMUN
cayxut mytauus B reHe LDLR (85—95% cnydaeB), KOTO-
past ObUTa BBISIBIIEHAa Y TALIMEHTKA B OMMMCAHHOM HaMu
ciydgae [15].

KnuHuyeckuit mporHo3 y naHHON OOJILHON COMHU-
TEJbHBIM B CBA3M C TPYAHOCTBIO MOUCKA JOHOPCKOTO
cepaua IIsT KOHKPETHOTO pebeHKa yKa3aHHBIX Macco-
POCTOBBIX XapakKTepucTHK. Kpome TOTO, TeHeTHYe-
CKM OOYCJOBJIEeHHasl AWIaTalliOHHAs KapIuOMUOTa-
THSI TIOBBIIIAET PUCK peLMANBA 3a00JieBaHUS TTOCTE
TpaHcIIaHTanuu cepaua [16]. TloBpexaeHue MUO-
Kapja B X0/Ie OCHOBHOTO 3a00JieBaHUsI, HaJTUIUe apuT-
mum B Buae cuHiapoma Bonbda—IlapkmHcona—Yaiita
W MMIUTAHTUPOBAHHBIN anmapaT MeXaHW4YeCKOW IOof-
JIep>KKHA KpOBOOOpaIlleHUsI B 3HAYMTEIbHOI Mepe MOBbI-
AT PUCK TpoMbooGpazoBaHMs. ['MmepxosiecTepruHe-
MMUSI TAKKe BHOCUT CBOM HEOIaronpusiTHbIe KOPPEKTHUBBI
B TIPOTHO3 JaHHOTO pebeHKa. B MmpoBoii imrepaType
OIMKCHIBAIOT M3MEHEHUS B MUOKapiae y JeTeil ¢ Tep-
BUYHOI TUITEpXOJeCTepUHEMUEN, B YaCTHOCTU TeTepO-
U TOMO3MIOTHOW CEMEWHOW TUIEepXOJeCTePUHEMUEIH.
B psine nccaenoBaHmit Toka3aHo, YTO Y MAIlUEHTOB JIET-
CKOTO BO3pacTa C CEMEWHOW TMMNEepXO0JIeCTEpUHEMUEH
CTEHKM JIEBOTO KeJIyaouKa TOJIIIE, a ero Macca, MHIeK-
cupoBaHHass 1o BeicoTe (p=0,0008) m mo momamu
nosepxHoctu Tena (p <0,0001), 3HaUMTENBHO OOJIBIIIE,
yeM y AeTeil KOHTPOJbHOM TPYIIbl. DKCIIepUMEHTAb-
HbIe MCCJIeIOBaHUS TMOKa3aju, UYTO BBICOKUI YPOBEHb
XOJIECTEpUHA MOXET BIUATh HA MEMOpaHbl KapIUOMHUO-
LIUTOB U TIPUBOIUTH K M3MEHEHMSIM B TATTepHAX 3KC-
npeccuy N30MOpM TKENbIX 1eMeil MUO3UHA, U TaKUM
00pa3oM MPUBOAS K CHMXKEHUIO COKPATUTEIbHOM CIO-
coOHOCTM MUOKapjaa. B mpencraBieHHOM HaMu KJIH-
HUYECKOM cJIyJae y MaleHTKN 0OHapykeHa TIepBUYHO
0o0yCIOBJIEHHAs KapIWOMMOTIATUsI BBUAY HATUIUS
myTtaiuu B reHe TTN, 4To camMO TIPUBOIUT K U3MEHE-
HUIO apXUTEKTOHUKKM MHOKap/a, a UMEIoIasicss ceMeii-
Hasl TUTIEPXOJIECTEPUHEMUS TTOTEHIIMATHHO MOXET BHO-
CHUTh JIOTIOJTHUTEIBHBIN BKJIa[ B TeUeHUE 3a00JIeBaHUS
y pebenka [17].

3aknovyeHue

C KaxXIbIM TOAOM TEeHEeTUYeCKOe TeCTUPOBaHUE
UrpaeT Bce OOJIBIIYIO pOJib B IMArHOCTHUKE 3aboJieBa-
HU#. DTO CBSI3aHO B TEPBYI OYepellb C CYIIECTBEH-
HBIM YBEJIWUYEHUEM YIEeJIbHOTO Beca HacCJIeICTBEHHBIX
3a00JieBaHUII B CTPYKType 3a00JIeBaeMOCTU U CMEpT-
Hoctu neteit. [lpencraBreHHoe Hamu HaOJOAEHUE
co0oit TepBoe B OTEYECTBEHHON JMUTEpaType ornuca-
HUe O0O0JbHOro pebeHKa ¢ CouYeTaHWEM TeHEeTUUYeCKU
00yCJIOBJICHHOM KapIMOMUOMATUU AWUJIaTallMOHHOTO
¢eHOTUIIA U TETEPO3UTOTHOM CeMEWHON TumnepxoJie-
CTEepUHEMUU C paHee He ONMMCAHHBIMU Kay3aTMBHBIMU
reHeTMYeckKuMu BapuaHTamu B reHax TTN w LDLR
C MOJIEKYJISIPHO-TEHETUYECKUM TTOATBEPXKICHUEM Ira-
rHo3a metonom NGS.
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