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examination, including a 12-lead ECG, 24-hour ECG monitoring
and transthoracic cardiac echocardiography. The results of
laboratory and instrumental research methods in both patients
met all the criteria for peripartum cardiomyopathy.
However, genetic testing revealed pathogenic mutations
c.89017C>T (p.Arg29673* rs886038916); c.83315_83837del
(p-Asn27772llefs*9) in the TTN gene, which may be the cause of
dilated cardiomyopathy. Our clinical observations have shown

that the use of molecular-genetic studies in patients with
peripartal cardiomyopathy can reveal primary dilated
cardiomyopathy masked by pregnancy, which can help in the
further treatment and prevention of cardiovascular
complications in patients and their relatives.
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K/IMHUYeCcKUH cjlydyad nepunapTajbHON KapAUOMUONIATUU
C YKOpOYEeHHbIMHU BapuaHTaMu reHa TTN

AHHOTADUA

Kaiouesbie crosa: B craTbe paccMOTpeHO NpUMEHeHHe TIeHeTUYeCKUX
MOJIEKY I PHO- UCCJIeJOBAaHUH Yy  MalUEeHTOB c nepunapTaJbHOU
reneTHaecios kapguomuonaruerdn  (IIKMII) pgaa  aguddepennuanbHoR
TeCTUPOBaHUe, . N
KeJTyl09KOBas TAXMKapIUs, JUArHOCTUKH TNEepBUYHOW JUJIATALMOHHOU KapJUOMHUONATHUH
ren TTN, (AKMII). /JIByM maunueHTaM MpPOBEJEHO  MOJIEKYJSPHO-
MPT cepaua, reHeTH4YecKoe U JIA60PaTOPHO-UHCTPYMEHTAbHOE
KIMHUYECKHUH Co1ydai. o6caenoBanue, BKaovawiiee IKI' B 12 oTBeieHUSX, CyTOUHOE
MOHUTOpPUPOBaHUE IKI 5 TPaHCTOPaKaJbHYIO
axokapauorpaduio  cepauna. Pe3yabTaTbl  J1abopaTOpPHO-
MHCTPYMEHTA/JIbHbIX METOJ0B  HUCCJe[OoBaHUS y  000uX
NaLXeHTOB COOTBETCTBOBAIU BceM KputepuaM [IKMIIL Oxnako
reHeTU4ecKoe TeCTHUPOBaHHWE BbIIBUJIO NATOT€HHble MyTalluu
c.89017C>T (p.Arg29673* rs886038916); c.83315_83837del
(p-Asn27772llefs*9) B rene TTN, koTopble MOrYT ObITb
NpUYMHOM  JWJIATAallMOHHOW  Kapauomuonatuu.  Hamm
KJIMHUYeCKHe HabJIloJleHusl MOoKa3ald, 4YTO HCIOJIb30BaHUE
MOJIEKYJIIDHO-T€eHETUYECKUX HCCJIeJOBAHUU Yy NALlMEHTOB C
[IKMII moxeT BbIABUTHL nepBuyHyro [KMII, MackupoBaHHas
0epeMeHHOCTbI0, YTO MOXeT IOMOYb B JaJIbHeHIlIeM JiedeHUH
M TnpodUIaKTUKe CepAevYHO-COCYAUCTbIX OCJI0XKHEHUH Y
NalLMeHTOB U UX POJCTBEHHHUKOB.

BEJEHUE

JunatanyvoHHasas kapauomuonatusa (JKMII) xapakTepusyeTcs pacliMpeHHUEM
JseBoro »xenaygodka (JIXK) win OUBEHTPUKYJNSAPHOW JUjaTallded € CUCTOJIUYECKOH
AUCOYHKI e MUOKap/Za NMpU OTCYTCTBUU (PAKTOPOB reMOJHMHAMUYECKOW Neperpysku
(Takux Kak runepTeH3us, KJallaHHble MOPOKH, BPOXKJAEHHble aHOMAJIMM cepAla) WU
KOPOHApHOM MaToJIOTWM (HampuMep, ulleMUuyeckKass 00Jie3Hb cepAla), AOCTAaTOYHBIX
YTOObl BbI3BaTh IJI00AJIbHYI0 CHCTOJWYECKYI0 AUCcPyHKIUIO [1]. PacnpocTpaHeHHOCTh
JAKMII coctaBasier 36,5 caydyaeB Ha 100 TbIC. 4yesl0BeK, HO CpeAd BCeX BH/IOB
kapauomuonatuu goss JJKMII cocrasasier 50-60% [2]. AKMII uMmeeT MHOTO U3BECTHBIX
¥, BEpOSiTHO, MHOTO HEHW3YYEHHbIX MNPUYUH. YCJIOBHO HX MOXKHO pa3fejUuThb Ha
reHeTUYeCcKrMe U HereHeTuyeckue. ['eHeTHYeCKHWe HapylLIeHUs COCTABJSIOT OAHY TPeThb
NallMEHTOB C pPa3/JIMYHbBIMKM THUNAMM HacJleJoBaHUs (ayTOCOMHO-JOMHWHAHTHBIH,
X-cllenJieHHbI, ayTOCOMHO-PELECCUBHBIA WJIM MUTOXOH/JpHUabHbIi.) HereneTnuyeckue
NPUYMHBI COCTABJISIIOT JIBE TPETU CJly4aeB U BO3HUKAIOT B OTBET Ha MOBpeXJeHHE
cepZilla BCJEJCTBHME U3BECTHBbIX (AKTOPOB, B YACTHOCTU: UHQPEKIUOHHBIX areHTOB
(BupycoB, 6aKTepuii, TpUOKOB, Napa3UTOB); TOKCHHOB (aJIKOroJisi, JieKapCTB JJIsI
XMMHOTEPANUU OHKOJIOTUYECKHUX 3a00/IeBaHUM ), TSKEIbIX METAJJIOB (KOOabTa, PTYTH,
MbIIIbSIKA, CBUHIIA); ayTOMMMYHHBIX 3a00JieBaHUW (CUCTEMHON KpacHOW BOJIYAHKH,
CKJIepOePMHH, CHUCTEMHBIX BACKYJMTOB M /Jp.); HEPBHO-MbILIEUYHbIX 3ab0JieBaHUM
(MplieyHbix  guctpodui  /[lomeHHa/bekkepa); 06oJie3aHell  0OMeHa  BEUIECTB,
3H/JIOKPUHHOW CUCTeMbl U BO BpeMsi 6epeMeHHOCTHU (mepunapTajibHbid mepuon) [3].
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IuddepenuuanbHas pauarHoctuka [IKMII ot mnepBuuynod [JIKMII, mackupyemas
6epeMeHHOCTbI0O O4YeHb CJIO)KHA 0e3 MOJIEKYJIIPHO-TEHETUYeCKUX HcCaeloBaHUM. B
HacTodALen paboTe OIIMCaHBbI pe3y/IbTaThl KOMIIJIEKCHOTO KJIMHUKO-
MHCTPYMEHTAJbHOTO UM TeHEeTHYeCKOr0 MCCIe0BaHUsA C UCIOJb30BaHUEM TEXHOJIOTUU
cekBeHUpOBaHUsA HOBoro nokosieHus (NGS) aByx nauuenTtoB ¢ JKMII, MackupoBaHHas
6epeMeHHOCTbIO.

MATEPHAJI U METO/IbI

/IByM nauueHTaM (>keHILMHaM B Bo3pacTe 35 u 20 JieT) npoBeJleHO MOJIEKYJISIPHO-
reHeTUYecKoe U KJUMHUKO-UHCTPYMEHTa/ibHOe 00caenoBaHue, BkJw4daBiiee IKI
B 12 otBegenusx (IKI-12), cytouHoe ™onutopupoBanue IKI' (XM 3IKT),
TpaHCTOpaKasbHyl 3xokapauorpaduw (3xoKI). Jluarnosz I[IKMII mnocrtaBsieH B
COOTBETCTBHE CO CJAEAYIOIUMU KPpUTEepUsIMU: (OCHOBHBIE) nosiBjeHUe 3acToiHOM CH Ha
nocjaejHeM Mecsilie 6epeMeHHOCTH UM B Te4eHUe 5 MecsleB M0cjie POJO0B; OTCYyTCTBUE
npuuuHbl Aaa CH; oTcyrcTBue 3abosieBaHMM cepjla /[0 IMOCJAeAHEro Mecsla
6epeMeHHOCTH; ([ONOJIHUTENbHbIE) CUCTOJUYECKas AWCPYHKLHUS JIEBOrO >Kesayo4ykKa
cepAla B BH/E CHIXKEHUS PpaKLUMU YKOPOYEHHUsS U CKOPOCTU YKOPOYEHHUs KPYTOBBIX
BOJIOKOH MUOKapZa U CHWKeHUd Ppakuuu Bbiopoca (<45%), BeisABJsseMas C NOMOILbIO
IxoKI'. Ilpu XM SKI' oneHuBasiM KOJUYECTBO KeJNyJO4KOBbIX 3kcTpacuctosa (MK3C),
Ha/M4iue 3NU30[0B HEYCTOUYMBOU KedyAouykoBou Taxukapgauu (KT) wu pgpyrue
HapyuleHus puTMa U npoBoguMocTU. [Ipu IxoKI oueHuBaniu CTPyKTypy, pasMepbl U
COCTOSIHME CepJeYHON MbIIIbl U KJaNaHOB. ['eHeTHYecKoe HcCieJOBaHUE BbINOJHEHO
MEeTOJIOM  BBICOKONpPOU3BOAWTeNbHOro  cekBeHUMpoBaHUA (NGS) koaupyroen
nocjenoBaTeJbHOCTU 128  reHoB, acCOUUMPOBAHHBIX C  HacJeACTBEHHbIMU
3a00JIeBaHUSIMUA CepPAEYHO-COCYJUCTON CUCTEMBI, C HUCHOJIb30BaHWeM mnaHeau Cardio
Solution extended (Sophia Genetics). MWccinegoBanue mnpoBegeHo B PCHIIMI]
Kapauosioruu (r. TamkeHnT) Ha npubope MiSeq (Illumina). /luarHocTHYeCKU 3HAYUMbIMHU
CUMTaJM  BeposATHO  mnartoreHHble  (IV  kyjacc) reHeTuyeckMe  BapHUaHTBHL
['eHOTUNIMpPOBAaHWE U AaHOHUMHas MyOJIMKaLYs pe3yJabTaTOB IPOBe/eHbl C MTMCbMEHHOTO
corjacus nayueHTa.

PE3YJIBTATbBI

KinrHuvyeckasds M reHeTUYecKasd XapaKTEPUCTUKA HaOJII0JaeMbIX MNalMeEHTOB
npezcTaBJ/ieHa B TabuIie.

XapaKTepMCTHKa IlanuenT 1 IlanueHT 2
Bo3pacT nocTaHOBKH JjMarHosa
34 20
(s1et)
CeMellHBIM aHaMHe3 He oTdroiueH He oTdroiuexn

OTcyTcTBUE nporpeccuu 3yona R B
oTBefAeHUsx V1-V4, unBepcus 3y61a
T B oTBegenusix V3-Ve6, 1, 11, aVL u

WuBepcus 3ybua T B

HU3meneHnus Ha DKI'-12 otBegeHusax V3-V5, 11, Il u

AVF aVF
2K3C no ganubiM XM 3KT' 229/3 24/1
(koMyecTBO B CyTKH/ MapHbIE)
KT (ycToiiunBasi/HeycToNYMBas) HeT/ecTb ecTb/ecThb
HN3MeHeHHud 110 AaHHBIM IXOKT
JODK KJP (cm) 6,7 - (3,9-5,5) 6,4 - (3,9-5,5)
JIK KCP (cm) 57-(2,5-4) 5,0-(2,5-4)
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12K 6a3 (cm) 5,2 -(mo4,1) 3,6 - (no 4,1)
[T cp (cm) 3,7 - (mo 3,5) 3,6 - (1o 3,5)
uK/10 (m1/M2) 90,5 - (1o 79) 147,52 - (50 79)
11 (cm) 5,0x6,7 - (3,6 x 4,8) 3,4%5,3 - (3,6 x 4,8)
uJlIl (ms1/Mm2) 71,2 - (34) 60 - (34)
OB (%) 27,28 - (>54) 37,98 - (>54)
IF'eHeTH4YecKkaa XapaKTEePHUCTHKA
MyTaliH B reHe ] TTN, MYH6 | TNN, FLNC u CACNA1C
Cokpamenusa: KCP - koHewHo-cuctosnuyeckuu pasmep, K/IP - KoHeudHO-

nuactonndeckuid pasmep, uKJ|O - MHJEeKC KOHeYHO-AWacToMYeckoro oobeMa, @B -
dpakuus Bbibpoca, uJlll - nHAEKCUpPOBaHHbBIA 06beM JieBoro npeacepaus, I - npaBoe
npeacepaue, [I0K 6a3 - 6a3asbHbIN AUaMeTp npaBoro xeayzaouka, [12K cp - cpeauHHbIN
AuameTp npasoro xesaynodka, XM IKI' - xonrepoBckoe MmonuToprupoBanue IKI'.

KinnHn4yeckuim ciayyam Nel

[TanmenTka A., 35-JeTHsAA KeHlU[MHA, obpaTtunack B PCHIIMIL Kapauosoruu c
»Ka/100aMM Ha OABIIIKY U Nepebou cepAala NpU MUHUMaJbHOU PU3UYECKOW Harpyske,
yCUJeHWe  OJBbIIIKKM B  TOPU3OHTAJbHOM  IMOJIOKEHUH, CHWXXEHHEe 00beMa
MOYEHCNYyCKaHUS M 0011yt0 €/1ab0CcTb. CHMITOMBI BIlepBble MOSIBUJIUCH MOCJ€E POAOB BO
BpeMsi TpeTbel OepeMeHHOCTH B poAuabHOM JoMe. IlanueHTKa He cTpajaeT
MILEMUYECKOW O00JIe3HbI0 CepAlla, TUINEePTOHUEH WU KJAlMaHHbIMM HapylleHUsSIMHU
cepAlia U paHee He OTMevaJia BbllleyKa3aHHble cuMITOMbl. Ha crtangaptHom 3KI-12
OTMevalwTcsd pyOLoOBble M3MEHEeHHS M0 IepefHe-neperopofoyHor crteHku JIXK wu
HapylleHHe MPOLEeCCOB pPenoJsipru3aluy nepeJHe-1neperopo04Hou, BEpXyLKHU, 60KOBOHN
v 3aaHen creHku JIXK (puc. 1). Ha cepuun XM 3KI' 3apeructprupoBaHbl KelyA04KOBbIE U
Ha/pKeJNyJlOYKOBble  3KCTPACUCTOJIbl, 3MU30Jbl HEYCTOMYMBOU  KeJyJ04YKOBOU
Taxukapauu. [Ipy TpaHcTOpakasibHOM 3xokapauorpaduu (TTI) ObLIO 0OHaApPYKEHO
pacliMpeHre BCeX NOJIOCTeW cepjua. ['1obasbHasg COKpPaTHUMOCTb MHUOKapZAa JeBOro
KesylouKa CHU>KeHa. Habnronaercsa MUTpaJIbHas U TPUKyCNIU/a/bHas
HeZJOCTaTOYHOCTb TPEeThbeW CTeNeHH, a TaKXKe JAuacToJudecKass AUCPYHKIUS JIEBOTO
Kesaysodka BToporo tuma (cMm. Ta6s.1l). Ha ocHoBanuum pganHbix TTJ M aHaMHe3sa
60abHOTO 6bL1 YcTaHOBJeH AuarHo3 [IKMIL [na nuddepeHaibHOW JUATHOCTUKU OT
neppuyHon JKMII, mackupyemold 6GepeMeHHOCTbIO, MPOBEJEHO TeHeTUYeCKoe
uccje[joBaHMe METOJ0OM  BBICOKONPOU3BOAUTENbHOrO cekBeHHpoBaHus  (NGS).
HccnenoBaHve BbISBUJIO BepOSITHO MaTOreHHbIM BapuaHT ¢.83315_83837del
(p.Asn277721lefs*9) B rene TTN, koTopblii MoxeT ObITh NpUuurMHOU JJKMII. Takke ObLa
OOHapy»keH BapUMaHT C HEW3BECTHOM KJIMHUYECKOHW 3HayuMocTbio C.4193G>A
(p-Arg1398GIn, rs150815925) B rene MYH6, koTOpbli Takke MOKeT ObITb CBSI3aH C
HabJ/r0jaeMbIM GeHOTHUIIOM 3a60JIeBaHUS.

Pucynok 1. JKI-12 mnmanueHTKHM A. OTcyTcTBUMe mporpeccur 3yb6ma R B
oTBesieHusix V1-V4, unBepcus 3y6ua T B orBegenusix V3-V6, I, I, u aVL.

Figure 1. ECG-12 in patient A. Absence of R wave progression in leads V1-V4, T
wave inversion in leads V3-V6, I, I, and aVL.
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KinnHnyeckuit ciayyau Ne2

[Tayuentka Y. 20-neTHAd KeHluuHa, obpaTtuyiack B PCHIIMI| Kapauosaoruu c
’Ka/l00aMM Ha CyxOM KallleJib, OJBIINIKY W TMepebou cepAlia NPU MHUHHUMAJbHOU
du3nveckor Harpyske, yCUJeHHE OJABIIIKU B TOPU30HTAJBbHOM IOJIOKEHUH, OTEKH Ha
HOrax Y o611yto cnabocTh. 3 aHaMHe3a U3BEeCTHO, YTO paHee MalMeHTKa He cTpajaJia
cepZledHO-COCYyAMCThIMU 3ab0ieBaHUSIMU. Bo BpeMs nepBoil 6epeMeHHOCTH y Heé Oblia
aHeMusd, M3-3a KOTOPOW OHa MoJy4yasja CTallMOHapHoe JedyeHue. [locse ponoB, dyepes
2 MecslLla, Ha4aJIMCh BbllleyKa3daHHble cUMIITOMBL. Ha cranzgapTHoM JKI'-12 oTrMedaeTcd
HWkKHenpegcepAHbiii puTM ¢ YCC 62 ya/MuH. HapyieHue npoijeccoB penoJisipusandu
nepeaHe-NeperopoAoYHoOM, BepXyIlKH, 600K0BOHU U 3ajiHel cTeHKU JIXK (puc. 2). Ha cepun
XM 3KI' 3apeructprpoBaHbl KeJTyAOUYKOBble U Ha/PKeJayJ04YKOBble 3KCTPACHUCTOJIBI,
3MU304bl YCTOMYMBOM M HEYCTOWYHUBOU KeJNyJO4KOBOM Taxukapguu. Ilpu TTI
MCCJIe[JOBAHMU OOHApy>KEHO JAuJaTalus JIEBOTO MpeJcepAuss U JIEBOTO >KeJyJouKa.
B Bepxyuke JI’K onpenensercsa Tpom6 28x15 mMM. [yio6anbHas cokpaTUMOCTb MUOKap/a
JIEBOTO KeJiyjodyKa CHWXeHa. CHUCTO/IMYecKoe [JaBJjieHWe B JIETOYHOW apTepud B
npegenax 49 Mmm.pt.ct. Cenmapanusi JUCTKOB nepukapga Ao 13 mM. Hab6uawpgaetcs
MUTpaJbHasi U TPHUKYCINUJA/]bHAasA HeAOCTAaTOYHOCTb BTOPOM CTENEeHU W aopTasibHas
HeZJ0CTaTOYHOCTb NEPBOW CTeNeHM, a TakKkKe JUacTojndeckas JUCOYHKLHUSA JIEBOTO
Kesylodyka TpeTbero tuma (cM. Tab6s.1). Ha ocHoBaHuu pgaHHbix TTD u aHaMHesa
60sbHOTO 6bLT YcTaHOBJEeH AuarHo3 [IKMIL [na nuddepeHpaibHOW JUArHOCTUKUA OT
nepsuyHon JKMII, mackupyemoid 6GepeMeHHOCTbIO, MPOBEJEHO TeHeTUYeCKoe
uccje[joBaHMEe METOJO0M  BBICOKONPOU3BOAUTENbHOrO cekBeHHpoBaHus  (NGS).
HccinepoBanve BBIIBUJIO BEPOSTHO MATOTeHHbIM HOHCeHC-BapuaHT ¢.89017C>T
(p-Arg29673*, 1rs886038916) B reHe TTN, KoTopble MOXeT ObITb HNPUYHUHOU
JUJIaTallMOHHON KapauomuomnaTuu. O6Hapy:KeHbl TakKKe 2 BapuaHTa C HEHW3BECTHOMU
KJUHUYECKOW 3HAaYUMMOCTbIO: BapuaHT c.1364C>T (p.Ala455Val, rs777210524) B reHe
FLNC ¥ HoBbIM BapuaHT c.5624+2T>G, 3aTparuBarouUid CaWT COJAWCUHIA, B TeHe
CACNA1C, koTopble TakXe MOTYyT MMeTb OTHOIIEHHe K HabJiioJjaeMoOMy (QeHOTUIY
3ab0JieBaHUS.
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PucyHok 2. 3KI'-12 nmanueHTKH Y. UHBepcus 3yona T B oTBeaeHusx V2-V5, 11, Il u aVF.
Figure 2. ECG-12 in patient U. T wave inversion in leads V2-V5, II, IIl u aVF.
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OBCYX/JEHUE

JluarHocTuyeckre TPYAHOCTU npu AuddepeHuuanbHor auarHoctuke JKMII u
[TKMII BO3HUKAKT  H3-3a KX  CXOKUX  KJIWHUYECKUX  MPOSABJIEHUU U
IXOKapAuorpapuiyecKux JaHHbIX B 1ocjaepofoBoM Imepuozse. 06a cocTosHUA
NpPOABJIAKTCA CUMITOMaMHU CepZledHOM HeJ0CTAaTOYHOCTH, AUJIaTalluel XeayL04KOoB U
CHUKeHHWeM (pakiuu BbiOpoca. PU3UOJIOTUYECKUM CTpecC B MOCJAEPOJ0BOM MEepUoje
MOXXeT MaCKMpOBaThb paHee CyliecTBOBaBUIYI0 cyokanHuYeckyto JAKMII, uTo npuBoauT k
nepBOHa4YaJbHOMY oin604HOMY AuarHo3y [IKMII [4]. 'eHeTH4Yeckoe TecTUpOBaHUE BCe
yalle MNpPU3HAETCd LEeHHbIM HWHCTPYMEHTOM B [UarHoCTHUKe KapJAUOMMUOMATHUM.
BoisiB/leHMe MyTanyil B reHax, OTBETCTBEHHBIX 3a KapJUOMMONATHUH, MOXKET HMeTb
Ba)KHOE 3Ha4yeHWe JJid BeJeHHUs MalUeHTOB, CEMEMHOTO0 CKPUHMUHTA U NMporHosa [5].
Ucnonb3oBaHMEe TeHETUYECKUX UCCAe0BAaHHWM Yy HAlUX MAlUEeHTOB CIOCOOCTBOBAJO
INOCTAHOBKE MPaBUJIbHOTO JWarHosa M OIpeJieJIEHUI0 NpPOrHo3a OO0JIbHBIX, 4YTO
NO3BOJIWJIO YyJeJUThb O00Jibllle BHUMAaHUS JIeYeHUI0 U NpOoPUIAKTHKE CepJedyHo-
COCYZIUCTBIX OCJIO)KHEHWU, BKJ/IOUYas BHe3alHYl CepAeyHyl cMepTb. B pe3ysabTaTe
reHOTUIIMPOBAaHUAA y MNalMeHTKU A. Obula OOHapy:KeHa HOBas  JeJienus
c.83315_83837del B rene TTN. 3To NpuUBOAUT K CABUTY pPaMKH CYATBHIBAHUS,
06pa30BaHUI0 NpPEXJEeBPEMEHHOIO CTOIM-KOJOHA U CUHTE3y YKOPOUYEHHOro BapHhaHTa
TUTHWHA. Y NagueHTKU Y. Oblja BbISIBJIEHA BEpPOSITHO NAaTOreHHas HOHCEHC-MyTalus
c.89017C>T B rene TTN, koTopblii KoaupyeT 6eslok TUTHUH. [Ipeamosiaraercs, 4TO
p.Arg29673* BbI3bIBaeT MOTEPI0 HOPMaJbHOW (QYHKLUU Oesika M3-3a 00pa3oBaHUA
NpeXJeBpEMEHHOI0 CTOMN-KOJA0HA U CUHTEe3a YKOPOUEHHOr0 BapUaHTa TUTHHA. 3aMeHa
p.Arg29673* HaxoauTcsa B o6saacTyu A-63HJa TUTUHA, TAe pacnojaraeTcs 60JbIIMHCTBO
yCeYeHHbIX MAaTOTeHHbIX BAPUAHTOB, CBI3aHHBIX C JUJATAalMOHHOW KapJUOMUONATUEN
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[6]. B paboTe James S. Ware, Ph.D., M.R.C.P,, Jian Li, Ph.D., et al (2016), Bk/1touuBILINE
172 »KeHIIMH C NepUNapTaJbHOM KapJWUOMHOINATHEH, NPOBeNEHO TreHeTU4YeCKoe
HcC/e[JlOBaHME KOTOpPOe BbIABUJIO y 26 060JibHBIX, 26 pas3/U4YHbIX peJKUX
reTepO3UrOTHBIX yCe€YeHHBbIX BAapUAHTOB MyTalMd B BOCbBMHM pa3JIMYHBIX TIe€Hax.
Y 17 6oabHbIX onpefeneHo MyTanuu B reHe TTN [7]. B HacTosiliee BpeMsi MOMMMO
reHeTU4YeCKUX MCCJe[J0BAaHWM HEOLEHUMYI0 NOMOILb B JJUAarHOCTUKE KapJUOMUONATUHU
OKa3bIBAKOT MarHMTHO-pe30HaHCHadA ToMorpadus cepaua (MPT) U
3HJOMUOKapAuanbHasg  O6uoncusa. MPT  cepaua  obecrnedyuBaeT — JleTajIbHYIO
XapaKTepPUCTUKY TKAaHU MUOKap/ia U MOKeT BbIABUTb AU PYy3HBIA GUOPO3 MUOKapAa U
NaTTEPHbI MO3/JHETO yCUJIEHUS TaJ0JIMHUS, KOTopble Oosiee xapakTepHbl aas JKMI],
yem pgas [KMII [8]. 3njgoMuoKap/uasibHasg OUOINCUS OCTAETCS OKOHYATeJbHBbIM
JUArHOCTUYECKUM UHCTPYMEHTOM L1 nuddepeHunanu pa3JIMYHbIX
KapZAMOMMOIIAaTUH. ['vcTonarosioruyeckoe vccieLoBaHue MOXeT BbIABUTD
cneuudUyecKre HU3MEHeHUs] MHUOKapJa, TaKhue KaK HHTepCTULUaJbHbIA (ubpos,
runepTpoPprs MUOLUTOB U BOCHAJUTEIbHbIE UHPUIBTPAThI, KOTOPbIEe XapaKTepPHbI 5
JAKMII, Ho 06b14HO oTcyTcTBYOT npu [IKMII. dHpoMuokapayaibHasg OMONCUA UMeeT
BaXHOe 3HayeHue Juda noxrBepxkzgeHusa [JKMII y mnaunueHTOB ¢ HayaJbHBIM
nogo3penueM Ha [IKMII, yTo cay>XUT pyKOBOACTBOM JJis HaJJlexaulero jgedeHus [9].
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