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BBegeHve B NMpaKTUKy CeKBEHUPOBaHNS HOBOIO MOKOJIEHNSI HE TOJIbKO CAE/1ai0 BO3MOXHbLIM TOYHYIO
ANarHoCTUKY LiesIoro psiga KapAuosiorndeckux 3abosieBaHui, HO U MO3BOJINIO MU3y4aTb HaKor/ieHue
raTo/IoOrN4eCcKuX BapuaHTOB FEeHOB B CeMbsIX W, TakuM 06pas3oM, 3abaroBpeMeHHO BbiSIB/STL /AL
C PUCKOM pa3BuTusi 3abosieBaHnsl. B cTaTbe npuBoAUTCS Cllyqaii HabogeHns 60/IbHOro, UMELEero
0AHOBPEMEHHO [Ba reHeTU4eCKy 0BYCI0BAEHHbIX KapANOIOrM4eCcKUX 3a60eBaHns — CeMeViHyo M-
nepmMnuaeMuio N runepTPoGUHECKYIO KapANoMUonaTuio.
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Introduction of the next generation sequencing to the clinical practice made it possible to accurately diag-
nose a number of cardiac diseases, and to study accumulation of pathological variants of genes in families
thus identifying individuals at risk of the disease much earlier. The authors present a patient with two ge-
netically determined cardiological diseases — familial hyperlipidemia and hypertrophic cardiomyopathy.
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BBEAEHUE

BBeneHuie B NpaKTVIKy CEKBEHUPOBaHWSi HOBOTO Mo-
KOMeHUst caenano BO3MOXHbBIM TOYHYIO AMArHOCTUKY
Lenoro psifa Kapauonormiecknx 3abonesaHuli, a Tak-
)Ke MO3BOSMUNIO M3y4YaTb HAKOMEHWE MaToNOorMYecKmx
BapuaHTOB reHOB B CEMbSIX U, TAaKUM 06Pa30M, HAMHOMO
paHblle BbISBAATL ML, MMEIOLMX MOBbILIEHHbIA PUCK
3aboneBaHnsl. M3 reHeTn4eckn OOGYCNOBNEHHbIX 3a-
6oneBaHuWii Hanboee YacTo Kapamosory npuxoguTcs
CTankmMBaTbCA C KapavoMuonaTusMu, CemeinHol ru-
nepaunuaeMueit, KaHanonaTusAM1 1 NaTosnorueit aopTol.

MpepnctaBngem cnyyan HabnwogeHna 605bHOro,
VMEIOLLIEr0 OQHOBPEMEHHO ABa reHeTNYECKUN 06YyCoB-
JIEHHbIX KapAMOoNorM4ecknx 3abonesaHus.

KJIMHWYECKWNIA NPUMEP

O naymeHTe

BonbHoli M., 43 roga, B okT6pe 2015 r. obparuncs
K KapQuosiory B CBSI3W C BblpaXXEHHbLIM MOBbILLIEHNEM
YPOBHS XOJIeCTEPUHA.

N3 aHamHe3a 3abosieBaHus: CTpafaeT apTepualib-
How runepteH3unen ¢ 30 net. B 2007 r. (B Bo3pacTte
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35 neT) No paHHbIM 3nekTpokapanorpammel (OKI)
Obln 3anNOJ03PEH MEPEHECEHHbIN MHMAPKT MUoKap-
Jda, Torga ke BrnepBble BbISIBIEHO MOBbILEHNE YPOB-
HS XOJleCTeprHa, PEKOMEHOOBaHHble npenapaTbl He
npvHuman. B anesape 2013 r. 6611 rocnuTann3npoBaH
C NaHKPEOHEKPO30M; B CBSI3W C KpaviHe BbICOK/MMU
YPOBHAMM XONecTepuHa u TpUrimuepraos nposogusi-
cs nnasmacpepes.

O6cnepoBaHue

BonbHoOMy 6bIS10 NpoBEAEHO KOMMJIEKCHOE obcne-
[OBaHue.

AHamms kposu oT 13.10.2015: obLmMIA XONecTepPH
20 mmonb/n, Tpurnmuepugbl 45 mmonbs/n; ot 20.10.2018:
obwuii xonectepuH 15,7 MMONb/N, XONECTEPVIH NNMO-
npoTenaoB Bbicokon nnoTtHocTtu (J1BMM) 1,25 mmonb/n,
XOJIECTEPVH IMNONPOTENLOB HU3KOM NnoTHOCTM (JTHIT)
6,0 mmonb/n, Tpurnuuepugpl 18,3 mmone/n (06a aHanu-
3a 6e3 MMNUACHWXaoLWmMX npenapaTos).

Mo paHHbIM OKIT ot 20.10.2015: puTM CUHyCO-
Bblll, NPaBW/bHbIN; YacToTa CepOeYHbIX COKpaLLeHuin
75/MuUH. HopmasnibHOE NONIOXKEHNE 3NEKTPUHECKON OCK
cepgua. OtcyTcTtBre HapacTaHus R V1-V3. MNpusHaku
runepTpodun Mnokapaa nesoro xenygoyka (J1K).

o gaHHbIM axokapamorpagum (OxoKI) ot 19.10.2015:
Mex>kenygodkosas neperopogka 1,8-1,9 cm, 3agHsasa
CTeHKa nieBoro xenygoyka 1,2 cm (puc. 1 A, B). Hapy-
LLIEHWNIA IOKASIbHOW COKPaTUMOCTU He BbISIBIEHO, (hpak-
uns Bblbpoca JIXK 75%, 3HaunTeNbHOE pacLuMpeHune
NeBoro npeacepamns. BHyTprxenyaoyKoBbIn rpagueHT
B nokoe 15/6 MM pT.CT., BO BPEMS BbINOSHEHUSA NPOObI
BanbcaneBbl 60/27 MM PT.CT., BO Bpemsl (hrm3n4eckon
Harpy3ku (npuceganne) 108/54 mm pT.CT.

Ynetpassykosoe wuccnegosaHne ot 05.10.2015:
yMepeHHble oudy3HblE N3MEHEHNSI TKaHWU NeYEHN Mo
TUNY renarosa; NoIMNOBUAHbIA XONECTEPOS XKXENYHOrO
ny3bips, AU dy3HbIE USMEHEHUSA TKaHN NOOXXKeNyaoY-
HOW >kenesbl C NMpu3Hakamy nMnomaro3a — KapTuHa
He UCKJII0YaET HaM4ns XPOHNYECKOrO NaHKpeaTura.

KTMHUYECKUIA CNTYYANA

YuntbiBas sBHble MNPU3HAKK, YyKasblBaloWMe Ha
Hanuune y 60NbHOro (EHOTUMUYECKMX MPOSBIEHWN
rMnepTpogryYeckon KapguoMmmonatum u CeEMENHON
rMnepaMnUEEMn, BbINMOJIHEHbI FEHETUYECKOE UCChe-
JOBaHVe, a TakXe 06ciefoBaHNEe PO[CTBEHHUKOB
repBo IMHUM POACTBA.

MaTb 60nbHOro (Ha MOMeHT obcnepnoBaHns — 67
NeT) QANTENbHO CTPafaeT WWEMUYECKON 60ne3Hbo
ceppua, CTeHokapguen Hanps>keHusa Il yHKumo-
HanbHOro Knacca, apTepuansHOW rUnNepTeH3unen,
caxapHbeiM guabetom. 10 gaHHbIM KOPOHAPHOW aH-
runorpacun BbISIBEHO MHOMOCOCYOUCTOE MopakeHune
KOPOHapHbIX apTepuii (puc. 2 A, B). B aHann3e kposu
ot 23.11.2018 (6e3 nMNMACHKAOWMX MNpenapaToB):
obwwii xonectepud 10,0 mmonb/n, xonectepuH J1BIM
1,74 mmonb/n, xonectepuH JIHIM 6,7 mmone/n, Tpurnu-
uepuabl 3,46 mmonb/n. IxoKI™ ot 24.11.2015: mexke-
nypnodkoBas neperopopka 1,3 cM, 3agHasa CTeHKa ne-
BOro »xenypoyka 1,2 cm, paxkuus seibpoca JIK 55%,
YMEpPEHHOe pacluMpeHne NoaocTen npeacepanii. Ta-
KM 06pasom, y MaTepyn GOSIbHOrMO TakXXe MMElTCs
NPU3HaKN cemMenHon rmnepamnuageMmm.

Y otua (Ha MomMeHT obcnepoBaHusi — 67 neT)
uwemMmmnyeckas 6onesHb cepaua MaHudecTupoBsa-
na B Bo3pacTte 50 neT ¢ pas3BuUTUS CTEHOKapAun Bbl-
COKOro (QyHKLMOHANIbHOIO Kjlacca, B 3TO XXe BpPeMs
ObINMU  BbISABAEHbI TUNEPTPODINS MEXIKENTY[OHKOBON
neperoponku, cybaoprtasnbHbii cTeHo3. C 52 net oT-
MeYanncb aNnM3oabl notepu co3HaHusA. B 2008 r. (60
NET) NepeHec MHMAPKT MuoKapaa NepeaHen CTEHKU
JDK, Torga >ke BbINONHANACk KOpoHapoaHruorpadus;
npeanaranocb ONepaTtuBHOE JNEeYeHne, OT KOTOPOro
nauueHT oTkasancs. Takxe y 60/bHOro NocTosiHHas
dopma mMepuaTensHoOn apuTMnK, nogarpa, caxapHsii
gnabet 2-ro Tuna. AHanus kposu ot 18.11.2015: 06-
LWuin xonectepuH 5,4 mmonb/n, xonectepuH J1BIM 0,97
MMonb/n, xonecTtepuH JTHIM 2,5 mMmonb/n, Tpurnuuepu-
abl 4,14 mmonb/n (6€3 NMNMACHMKAIOLLMX NpenapaTos).
OxoKI™ o1 25.11.2015: Mex>kenyaoykoBasi Meperopos-

Puc. 1 A, B. Oxokapanorpadgu4eckoe nccnegosaHne 6obHoro M.
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Ka 2,4 CM, 3a0HAS CTEHKa N1IeBOro xxenygodka 1,2 cwm,
yMepeHHast O6CTPyKuMsi BbIHOCSLWero TpakTa JIXK
(puc. 3). HapyweHuns nokanbHoi cokpatumocTtu JIK
(rMNOKMHE3 cpeaHero CermMeHTa MeXOKeslyAoyYKOBOM
neperopoakun, rmnoaknHe3 BEPXYLUEYHOro CermMeHTta
MEXOKENyOOYKOBOW Neperopopky), dpaxkumns Bolibpo-
ca JI)K 56%, 3HaunTenbHoOe paclumMpeHne nonaocTen
npegcepouin.

Y popHoro 6pata 6onbHoro (34 roga) HeT Kakux-nn-
60 >kanob Co CTOPOHbI CEPAEYHO-COCYANCTON CUCTe-
Mbl, HOpMasibHble NokasaTenu no gaHHbIM OxoKI, op-
HaKO UMEKTCHA U3MEHEHNSA B aHann3e KpoBU: OOLLMIA
xonectepuH 7,44 mmonw/n, xonectepuH J1BI 0,85
MMonb/n, xonectepuH JIHIM 3,01 mmonk/n, Tpurnuue-
puapl 7,5 MMOnb/N.

Puc. 3. Oxokapanorpadunyeckoe nccnegosaHue otua
60nbHOro M.

-d 16.73 cm
L 0.00 cm

Puc. 2 A, B. [laHHble kKopoHapoaHruorpadumn matepm 6onsHoro M.

TapreTHoe 9K30MHOE CEKBEHUpOBaHWe OblNo Bbl-
NoSfIHeHO B reHeTunyeckon nabopatopum HealthCode
(Mcnanus). Ons npobaHaa ucrnonb3oBann NaHenm re-
HOB, Y4aCTBYIOLLMX B pa3suTun V Tuna gucimnugemMmm
(63 reHa) u runeptpocuydeckon kapguomuonatun (16
reHoB). Bbinn BbISIBNEHbI ABa MaTOMEHHbIX BapuaHTa,
oauvH n3 Kotopsblx (B reHe MYBPC3; NP_000375.2:p.

Arg3527GIn/NC_000002.11:9.21229160C>T)  cBs-
3aH C runepTpoduyeckon KapguomuonaTuen, Lpy-
rom (B reHe APOB; NP_000375.2:p.Arg3527GIn/
NC_000002.11:9.21229160C>T) — C cemeilHoOn ru-
nepaunugemuen. Takxe o6GHapyXeH naTtonoruye-
ckuin BapuaHT reHa LPL (NP_000228.1:p.Phe378Leu/
NC_000008.10:9.19816884T>C), KNMHMYeCKass 3Ha4u-
MOCTb KOTOPOIrO HEV3BECTHA, NpeanonaraeTcs CBs3b
C runepTpurnnuepnaemMmnen.

OwvarHos
Takum obpasom, GblIM YCTaHOBMEHbI CneayoLLme

ANarHosbl:

1. OcHoBHOE 3aboneBaHue:

° runepTpoduyeckas KapguoMmonatuss C BHYTpU-
XKENyOo4KOoBOM OOCTPyKLMEN, cemenHas dgopma
(reTeposnroTHas mytauusa reHa MYBPC3);

® ceMelHas reTeposuroTHasa runepaunuaemMus (rete-
PO3UrOTHOE HOCUTENBCTBO MyTaumun reHa APOB),
retepo3uroTHas opma runepTpUriMuepuaeMmm
(myTauus reHa LPL).

2. ConyTcTByloWme 3ab0neBaHns:

* runepToHnyeckasn 6onesHb Il ctagum, 3-9 cteneHb
apTepuanbHON rMNEPTEH3UN, PUCK BbICOKMUIA;

® racTpoasodareanbHas pedniokcHas 6onesHb 4-i
CTENneHu: A3Ba NULLEBOAA;
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Puc. 4. PogocnosHast 6onbHoro M.
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®  XPOHMYECKMI NaHKpeaTuT, PEMUCCUS.

Y maTepun 605bHOrO Obln BbISIBNEH TakoW ke na-
TOTreHHbI BapuaHT reHa APOB, accouumpyrouiicst
c cemenHon runepnaunugemunenn — NP_000375.2:p.
Arg3527GIn/NC_000002.11:9.21229160C>T.

leHeTnyeckoro obcnegosaHus oTua u 6parta npo-
6aHaa He NPOBOAMNOCH, OQHAKO AMArHO3 runepTpo-
hryeckon kapguomuonaTum y oTua He NpeacTaBnseT
COMHEHUN, TaK XXe KakK WU Hanuyne cemenHom runep-
aunugemnmn y 6parta. babylwka co CTOPOHbI MaTepwu
ymepna B Bo3pacTe 51 roga oT nHdapkTa M1nokapaa,
Oef CO CTOPOHbI maTtepn — B 59 neT, Tak Xe OT UH-
hapkTa Muokapga, y bpara marepu MHapKT MUOKap-
Ja passuncs B Bo3pacte 45 net (puc. 4). detansHoe
o6cnenosaHue goyepu 601bHOO HE NPOBOAUIIOCE, MO
KJIMHNYECKUM JaHHbIM — 3[00pOBa.

OBCYXAEHUE

CemeliHas runepnaunuageMuss — 4acTo BCTpeva-
owasca MOHOreHHas Aucnunugemnsi, Kotopas sBs-
NIAETCA MPUYUHON PaHHEro pPasBuUTUS ULLIEMUYECKON
6onesHn ceppgua. o nocnegHVM AaHHbIM, YacToTa
BCTPEYaEMOCTN CEMEeNHON rmnepnunugemMun B nony-
nauum B cpepHem coctasnset 1:200-250 [1-4]. Bebl-
ABfIEHWE NPU3HaKoB CEMENHON runepaunugemMmm npu
ob6cnegoBaHNM NauneHTa, He MEIOLLErO KIIMHUYECKNX
NPWU3HaKoB aTepoCKNepo3a Ui ero OCIOXKHEHNI, as-
TOMAaTU4YEeCKN OTHOCUT ero B rpynmy BbICOKOro pucka
CMEepPTU OT OCNOXXHEHWIN aTePOCKIepO3a.

KAnHMYeCcKn cemMenHyo rmnepannmgemMmnio MOXHoO
3anofo3puTb Ha OCHOBAHUM CEMENHOro aHamHesa
no runepaunUAEMUN AN paHHero passuTus ULemMn-
4yeckon 6onesHn ceppua, cny4yaes BHe3anHol cmep-
Tn y npobaHga 4neHoB CeMbW AW MO KINHUYECKUM
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npusHakam. [OuarHo3 Takxe MOXeT OblTb Bepudu-
UMPOBaH MNyTEM BbISBAEHNUS MPUYUHHBIX MyTauui,
OCOBEHHO Ba)XHO 3TO B Cly4dasix, korga y 60sbHOro
He HabupaeTcsi AOCTAaTOYHOrO KonmyecTBa AuarHo-
CTUYECKNX KPUTEPUEB CEMENHON rMnepannuaemMumu,
a nogos3peHune Ha ee Hanudne octaetcs [1]. Hannune
reHeTM4eckoro gedekTa y poacTBeHHMKOB 60JIbHOro
JaeT OCHOBaHWs ONs CYLeCTBEHHO Oonee paHHero
Hayana arpeccyMBHOro rMMNOANMMAEMUYECKOrO neve-
HUSA, faXke B Clly4ae YMEPEHHOrO MOBbLILLEHNS YPOBHS
MnNnaos.

O6HapyxeHHas y Hawero 60fbHOrO MyTauus
B reHe APOB sBnsieTcst Hanbonee 4acTbiM NaTonoru-
YECKUM BapuaHTOM 3TOro reHa, CBsi3aHHbIM C pa3Bu-
TUEM CEMENHON rMNepAnnnaEMANN.

KnunHnyeckas 3Ha4MMoCTb OBHapY>XKeHHOro Bapu-
aHTa reHa LPL He BMoJiHe siCHa, TaK Kak [0 HacTosLLe-
ro BpeMeH He BbINI0 ONUCcaHo ero accouuaumm ¢ 3abo-
nesaHneM. OfHaKo N3BECTHO, YTO MyTaumu B reHe LPL
accoumupyoTcsa ¢ AeduUMTOM MNONPOTENHINMNA3bI,
KOTOpPbIA HOCUT ayTOCOMHO-PELIECCUBHbLIN XapakTep
N XapaKTepu3yeTcsa TSXKEI0N rnepTpUrinLepuaemMmm-
el y rOMO3UrOTHbIX HOCUTenen. [eTepo3nroTel MMEIOT
HOpMasibHbIE WA YMEPEHHO MOBbIWEHHbIE YPOBHU
TPUrMLEPVAOB B Nia3mMe, U HEKOTOpbIe crydan Obiin
CBsi3aHbl C 60Mee BbICOKUMIY YPOBHAMU JIMMONPOTEN-
HOB OYE€Hb HW3KOW MJIOTHOCTU, XWUIIOMUKPOHOB (yMe-
PEHHOE MOBbILEHNE) U PEHOTUMOM TUNEPNMULEMNN
5-ro Tuna.

[MnepTpodmyeckas  KapauoMumonatus  Takxe
npeacTaBnaseT cobon rpynny 3abonesaHuii, npe-
UMYLLIECTBEHHO FEHETMYECKOro xapakTtepa. [na Hee
XapakTepHO yTonweHne =15 mm ogHoro nnu 6onee
CErMEHTOB JIEBOIrO >KeNyao4Ka, OnpenesieHHoe BU3y-
anbHbIMU MeTogamm (OxoKIl, MarHMTHO-pe3oHaHCHas
n/Mnn KoMnbtoTepHas ToMmorpadusy), KOTOpoe He MO-
XKET BbITb 06BSACHEHO TONMBKO HAPYLUEHNEM NPEL- UK
NoCTHarpy3ku. [naeHas Lenb TECTUPOBaHNSA MPU 3TOM
3a60s1eBaHNN — BbISIBAIEHNE NMPUYNHHOW MyTauun as
nocnepytowiero o6cnefoBaHns poocTBEHHMKOB. [eHe-
TUYECKOE TECTMPOBaHME NOKa3aHo B Cny4yae, ecnu 06-
Hapy>XeHue MyTaLun O3Ha4aeT NOCTaHOBKY NpaBufib-
HOrO AMarHo3a 1 NocnenyoLyo KOPPEKLNO BEAEHNS
60nbHOro [5]. 9T0 0CO6EHHO BaXKHO ANst iy, Npodec-
CMOHaNIbHO 3aHVMMAaOLNXCSA CMOPTOM, MPY BbIPaXKeH-
HOW rMNepTpouUN B COYETAHUN C apTepuansbHOW ru-
NnepToHWER 1 T.N.

O6HapyxeHHas MmyTaums B reHe MYBPC3 BcTpe-
YyaeTcs o4eHb pefko (<0,5% nopelt 3 KOHTPOJSIbHOM
rpynnel). [eHeTpauna reHeTU4eckoro BapuaHTa Mo-
XKET ObITb HEMOJSHOW, a KIMHNYECKUE MPOSABAEHNS —
He TSHKeNbIMU, ECNTN TONBbKO HE MPUCYTCTBYIOT Apyrue
reHeTNYEeCKME NN BHELLHNE hakTopbl.
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OuHammnyeckoe KuHUYeckoe HabntogeHne 3a bpa-
ToM, BKtovatoee OKI™ 1 OxoKI (nepuoanyHocTb 1 pas
B 2-5 NeT), BaXKHO, TaK Kak hakT HOCUTENbCTBA NaTo-
FEeHHOWM MyTauun, oTBeYaroLe 3a Hanu4ne rmnepTpo-
hmyeckolr KapguomMmonaTum, He YCTaHOBMEH. Takxe
LenecoobpasHo HabnogeHre 3a [oYepbio 60MLHOMO C
BbinosHeHnem OKI n AxoKT 1 pas B 1-2 ropga [6].

3AKNIOYEHUE

Takvnm 06pasom, HaMmu NPeacTaBeH KIVHNYECKINIA
cny4yan 60NbHOrO, Y KOTOPOr0 COYETATCHA Kak Mu-
H/UMYM [iBa reHeTudyecku obycnoBfieHHbIX 3abonesa-
HUS — CeMelrHas rmnepunuaeMnsa u runeptTpoguye-
ckas kapgmomuonatus. Kpome Toro, eCTe OCHOBaHWSA
roBOpUTL U O CEMENHON opMe rMnepTpUrIMuepu-
gemun. [laHHbIA cny4Yain nogYepKmnsaeT TOT akT, YTo
reHeTndeckn oOyCnoBneHHble 3aboneBaHus BCTpe-
4alTCH CYLLECTBEHHO Yalle, YeM Mbl NpeacTaBnsiem,
N B 3HAYUTENBHOM NPOLIEHTE CNyYaes AnarHo3 MOXHO
NMOCTaBUTb MO KJIMHWYECKNM AOaHHbIM. [eHeTudeckoe
TUNPOBAHNE CNY>XXWUT ANS NOATBEPXOEHUS Hann4us
601e3HN N MOCNEQYIOLWEro NoNcKa ee y KIMHNYeCKM
300PO0BbIX POACTBEHHWKOB.

NCTOYHUK ®PUHAHCUPOBAHUA
WccneposaHve nposeagHo 6e3 CNoHCOPCKON Noa-
OEPXKU.

KOH®JINKT MHTEPECOB
ABTOpPbI MOATBEPANN OTCYTCTBUE KOHMINKTA UH-
Tepecos, 0 KOTOPOM HEOBXOANMO COOBLLNT.

KOHTAKTHAA UH®OPMALUA

HankoBuyeBa EneHa HukonaeBHa

YYACTUE ABTOPOB
Bce aBTOpbl BHEC/IN PaBHbIA BKNag B paspaboTKy
Aun3aiiHa 1 NoAroTOBKY PYKOMUCK CTaTby.
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