CNYYAU U3 NPAKTUKHU

o BEPXHEBOJIXCKWIA

BepxHeBomKCKWIA MeauuUHCKKIA xypHan. 2024; 23(4): 49—-53

Upper Volga Medical Journal. 2024; 23(4): 49—-53
YK 616.127-053.2:575.224.2

meduuurckul XKYPHAJ

PECTPUKTUBHAA KAPAUOMUOMATUA Y PEBEHKA, ACCOLIUUPOBAHHASA C MYTALIMEN
B CAPKOMEPHOM I'EHE TNN 13: KIMHUYECKOE HABNMIOAEHUE

AnHa AnekcaHdpoBua bubukoBa’?, lNanuna CemenoBrna Owynair,

Anexcandp Hukonae8uy LLlubaeb*

'Kagpedpa anamomuu, 2ucmonozuu u 3m6puonozuu

®re0Y BO T8epckoli TMY MuxzdpaBa Poccuu, e. T8eps, Poccus,

2omoeneHue cyoebHo-meduuyuHcKux uccnedoBaruli CeBepo-3anadrozo ¢unuana OrKY «CydebHo-
akcnepmHell ueHmp CnedcmBenrHozo komumema Pocculickol @edepayuu» (¢ ducaoxkayuel

8 2. TBeps), Poccus,
kagpedpa pakynememckol mepanuu

®re0Y BO T8epckoli TMY MuxzdpaBa Poccuu, 2. T8eps, Poccus,
“‘kagpedpa neduampuu neduampuyeckozo pakyasmema
@re0yY BO T8epckol TMY MunzdpaBa Poccuu, 2. TBepe, Poccus

Anxomayus. CtaTba npeacTaBnseT KIMHUYeCKoe HabnoaeHue peakoro 3abonesaHua cepaua y AByx-
netHero pe6eHKa — PeCTPUKTMBHYIO KAPAMOMUONATHIO, aCCOLMMPOBAHHYIO C MyTaLuei B CApKOMep-
Hom reHe TNN 13, koaupyiowem cuHTes cy6beanHnubl TponoHuH | (cTnl) komnnekca TPONOHUHOB MU=
oKapjAa Yenoseka.
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Abstract. The article presents a clinical observation of a rare heart disease in a two-year-old child —
restrictive cardiomyopathy associated with a mutation in the sarcomeric TNN 13 gene encoding the
synthesis of the troponin | subunit (cTnl) of the human myocardial troponin complex.
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BBenenue

C repmuHOM «kapaunomuonatun»> (KMII) anurens-
HOE BpeMs acCOLUUPOBANOCH OIpeJie/IeHUe «UAHO0IaTH-
YeCKHe», MOCKOJIbKY 3THOJIOTHA JAHHOHN KaTeropuu 3a-
GoaeBaHuil cepiiia ocTaBasiach HesicHoit. K HacTosmemy
BpEMeHH CJIOKUIach cucrema Kaaccubukamuun KMII, B
TOM YHCJIe U C YUYETOM HX 3THONIOTMYeCKUX XapaKTepH-
cTuK [1, 2], XOTA MHOTHE BOMPOCHI [I0 CUX MOP OCTAK0T-
CA 1eTalbHO He UCCeJOBAHHBIMU.

Opuum U3 Haubonee peAKUX BapHAHTOB ABJIAETCH
pecrpuktusHasa KMII (PKMII), npeacrapnsiomias rete-
pOTeHHyI0 rpymnmny 3aboJieBaHU#, COYETAIOIUX CTOMKHE

© Bbubuxosa A. A., [xxynaii I'. C., [llubaes A. H., 2024

PeCTPHUKTHBHBIE M3MEHEHUA B XKelynoukax cepaua,
B [IEPBYH) 04epe/ib, IEBOTO, C Pa3BUTHEM MaCTOIHYec-
KO# AuchyHKLMK, a TAKKe AUaTaluio npeacepauit. Yac-
tora PKMII B pa3ubix crpaHax He npesbiaer 5 % |2, 3],

Ocoboe BHMMaHKHe NpHBieKaioT gerckue KMII kak
IPU4MHA PaHHero GOPMUPOBAHKSA CePEYHOM HEOCTATOY -
HOCTH W MOKa3aHUW K TpaHCIUIaHTauuu cepiua [4-7].
Bruonornieckue paxropst gerckux KMII pasnoo6pastbi
Y BapbUPYIOT OT FeHeTUYeCKUX MyTalldi, Onpe/eNsomx
OCHOBHBIE MPOLECCHl B MUOKap/e, JI0 CHCTeMHbIX 3aboJie-
BaHMH, MPUBOAAIIMX K ero 1uddy3HOMY NOBPEKAEHHIO.
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ITpn nerckux KMII, Kak paBuiio, CyLeCcTBYIOT CA0XKHbBIE
B3aMMOZEICTBYA TeHETHYECKUX, CPELOBLIX GAKTOPOB U
Ppeakivii Ha MOBpeXIeHHe MUOKapa [2, 3, 8].

V3y4yeHUe 3THOJOTHYECKUX PAKTOPOB PA3BUTUSA
PKMII mO3BOJUIO BLIAETUTH CEMEHHBII BapuaHT 3a60-
JIeBaHUsA, CBA3aHHBIN C MyTallUsAIMU B reHax, KOAMPYIO-
X CMHTe3 TPONIOHKHA I, He3aMeHUMOH JIeTKO! Lienn
MHO3MHA, TPAHCTHPETHHA, JeCMHHA U psja JpyTHUX.
K naHHOMY BapHaHTyY OTHOCATCS Takye 60Ie3HH HAKOII-
JIeHUs ¥ MHQUIBTPATUBHEIE 3a00/I€BAHIA — TeMOXpO-
MaTo3, T[JUKOTeHO3, O6one3ns [ome, 6omnesHs
Aunnepcona— ®abpu. B uncie HeceMelHHBIX BapHAHTOB
PKMII — aMHIOHAO3, CKIePOSepMUs, THIeP303HUHO-
QuabHBIH cHHAPOM, 3G PeKTHl psAaa JTeKapCTBEHHBIX
npenaparos, Iy4eBOH Tepanuu u ap. [3, 7, 9, 10]. detc-
KHe KapANOMUOMATHH OOBIYHO BHI3BIBAIOTCS PEKHMM,
cnelpUYHBIMU /718 CEMbU MYyTallUAMU, yallle Bcero de
novo [11].

B passutuu PKMII MoryT uMeThb 3Ha4eHHE YeThIpe
OCHOBHBIX MeXaHU3Ma 3a00JIeBaHUSA: HHTEPCTUIIHAT-
HBIH GubpPO3, MHPUIBTPALMSA BHEKJIETOUYHBIX MPO-
CTPaHCTB, OT/IOXEHUE JAeNO3UTOB B KapAHOMHOLIUTAX U
SHAOMHMOKapAHaIbHbIH GHOPO3.

B ocHOBe pecTpUKTHBHOTO MeXaHU3Ma pOpPMHpOBa-
uHuAg PKMII nexuT nmosellleHHas XeCTKOCTE MHOKApAa,
crocoOCTBYOmasn OBICTPOMY POCTY AABIEHHS B JKey-
J0YKax B Hadajie AUacTOJbI C He3HAYUTe/IbHBIM YBeIH-
deHHeM 00beMOB HANOJHEHHS HIM KPHTHYECKUM
yMeHbIIeHHeM 00beMOB KeyA04YKOB BIJIOTD 0 UX 06-
JIUTepanuy, BI3BAHHON MaCCHBHOW rumeptpoduen
CTEHKU WM 3HAOMMOKApAHaIbHON nponudepannei.
MauuenTtsl ¢ PKMIT uMeioT pUTHAHBINA JEBLIH Kenyao-
ek (JDK) c HapymeHneM QHACTONHNYECKOTO HANOJHe-
HMS ¥ BBICOKHM [aBJeHHeM HanoJHeHHA. XPOHUUeCKH
MOBBIIEHHOE AnacTonnYeckoe aasienue B JDK 06braH0
BBI3BIBAET JIETOYHYIO TUIIEPTEH3UI0, KOTOpast ycyrybs-
eT NpaBOKeNYA0UKOBYIO CepAeYHYI0 HeA0CTaTOUHOCTD.
Ha panuux cragusax PKMII cuctonugeckas GyHKIus
JDX 00BIYHO He cTpafiaeT, ¢ TedeHne BpeMeHu Gppakins
BBIOpOca JIXK mporpeccMBHO CHMXAETCS, YTO MPUBOJIUT
K YBeJIMYEHHIO YaCTOTHl CepAeYyHbIX COKpalleHUid Kak
KOMIIeHCallMOHHOTO MeXaHu3Ma. [Ipu aTom pemopenu-
pOBaHMe U AUIATAllAsA NpeAcepAMH YacTo MPUBOJAT K
¢ubpunsanum npencepaunit (OIT), 4To, B CBOIO 0YEPe]b,
CHMXaeT BKJI/l Ipeficepanii B HanonHeHue JIK [10].

Knuaudeckas kaptiHa PKMIT MoskeT 6BITh BechbMa
BapuabesbHON € pa3BUTHEM, KAK MUHMMYM, IBYX (eHo-
TUNOB — TMNOKHHETUYeCKOT0 W AWnataiuoHHoro. He-
NpeMeHHbIM IPOSBIeHNEeM fIBJIAeTCS TPOrPeccUpyIomas
cepAedHasl HeJOCTaTOUHOCTb, Yalle BCero NpaBoCTOPOH-
HAS WK OUBEHTPUKYNSAPHAA C yBeJIUYEHHEM TedeHH,
OTeKaMH HUKHUX KOHEYHOCTeN U aCLIUTOM, BBICOK PHCK
BHe3aMHOH cMepTH [4, 7, 10, 12, 13].

OcobeHHOCTH reMOIMHAMUKY Y MarHeHToB ¢ PKMIT
OTpefieNISIOT BLIOOP leKapcTBeHHOH Tepanuu. [Ipenapa-
TaMu BeIOOpa ABISIOTCA METIeBble AUypeTUku. Cpen-
CTBA, IEHCTBYIONNE HA peHUH-aHTHOTeH3UH-ab/J0CTe-
POHOBYIO CHCTEMY, He TPOAEMOHCTPHPOBAIU MPOTHOC-
TUYeCKOH MOJb3bI M MOTYT IJIOXO NMEPeHOCUTLCS U3-3a
apTepHalbLHON TUMIOTEH3HMH, B CBA3M C UM MOKA3aHO
THaTeNTbHOE THTPOBAaHKE AO3UPOBOK [3, 4, 6]. Manbiit
o6sem nomocTr JIJK orpaHndnBaeT BO3MOKHOCTD HMII-
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NAHTALUUSA YCTPONCTB ANA MOJNEPKKH ero paboTsl
(Ventricular assist devices) [14]. TpaHcnnaHTanus cepa-
11a Gblna Mpe/IoKeHa B KauecTBe 3 eKTUBHOTO Tepa-
IeBTHYECKOTO BAPUAHTA Y TIIATeIbHO OTOOPAHHBIX Ma-
IIUEeHTOB C CepAevyHOH HeJJOCTATOYHOCTLIO [5].

Knunuyeckoe HabmoaeHHe

Hesouka . 2-x nem, podunace om mpemve GepemeH-
Hocmu. Ha cpoxe 6epemennocmu 14 Hedens npu ckpuruHze
na00a 803HUKA0 NOOO3PEHUE HA XPOMOCOMHOE OMKTIOHE-
Hue 8 6ude curndpoma Jayna, Ddsapdca u Iamay, xomo-
poie He noOmeepOUNUCy 2eHeMUHECKUM UCCTIeD0BAHUEM.
Podsi kecapessim ceveHuem, 6ec npu poxcdenuu 3 ke, pocm
49 cm.

Y cmapuweii cecmput de6ouku — 6poxcOeHHbIL NOPOK
cepdya — Odeexm Mmexcwenydoukosot nepezopodii,
omey — Hocumens eupyca zenamuma C, y mamepu — Heti-
POCEHCOPHAS MY20yXOCMb, OPOHXUANBHAS ACMMA.

B eo3pacme 1 mec degouke nposedeHo naaHosoe yiv-
mpa3eykosoe uccredosanie cepoya, 8bIAUBUIEE OMKPbI-
moe ogansHoe okHo. IIpu dunamuueckom Y3H cepdya 8
gospacme 1 z00a nodmeepicoeHo HAnUvUe OMKPLIMOZ0
08aNbHOZO OKHA, BbIABIEHB NPUSHAKU OUNAMAYUY €60~
20 npedcepdus, pezypzumayuu MUMpPAILHOZO U MPUKYCHLL-
danvrozo xknananos. Ha DKT 3apezucmpuposana 6padu-
kapdus, dunamayus npasozo u 1eeozo npedcepoutl, nepe-
2py3ka o6veMoM uny zunepmpopus npasozo ycenydouxa.
H3meHeHs cO CMOPOHbI cepOya Oblnu pacleHersl Kax Ma-
Jible AHOMARUY PA3BUMUS CEPOYa.

Ewe uepe3 mecay npu nosmoprom Y3H cepdya nod-
maepounace Ounamayus 1ee02o0 npedcepous, pezypeumayis
MUMPANLHO20 KAanaHa I cmeneni, pezypeumayus mpuxyc-
nudansHozo knanana I cmenenu, pezypzumayus 1é204HOU
apmepuu 1 cmenenu, nogeluieHue 0agneHus 8 né204Hol ap-
mepuu (41,3 mm pm. cm. npu Hopme 35). Pebenxy 6vin Ha-
3HAYUEH NPUeM 8EPOIINUPOHA U SNLKAPHUMUHA.

B so3pacme 1 zoda 5 mec y desouru ycununace odstui-
Ka, noSGUNCH KUAHO3 HOCOZYBH020 MpeyzonbHUKd, 65-
nocme. Podumenu obpamunuce 6 HMHL] um. B.A. Aama-
308a Munsdpasa Poccuu (2. Canxm-Ilemepbypz), 20e npu
cmayuoHaprom obcnedosanuu bvina duazHocmuposana
PECMPUKMUBHAS KAPOUOMUONAMUSA, OCTIOHCHEHHAA Hedo-
CIMAMOYHOCIMBIO MUMPANLHOZ0 KAanana 3 cmeneru, Hedo-
CIMAmMOYHOCMbI0 MPUKYCRUOIATbHOZ0 KAANAHA 2 CIMener,
emopuuHoOU NézouHOl eunepmensuet. IIposedero eenemu-
yeckoe uccnedosaxie, 6blABUBUIEE MYMAYUN 6 2eHE
TNN13, kodupyrougem curmes mponoHuxa I, «wmo nod-
meepduno duaznod PKMIT u ocmpo o603xauuno npobe-
My MPAHCNAGHMAKUYU cepoya.

ITo mecmy npoxcuearus pebeHky Goina yCmanoeaeHa
epynna uxeanudHocmu (peberHok-uHeanud), cocmoarue
desouxu nocmenenHo yxyduanocs. [losmopras eocnuma-
ausayus xax 6 HMHI] um. B.A. Anmasoea, max u 6 dem-
cKoe omdenexue no Mecmy Humenbcmed K Imomy epeme-
Hu (mapm 2020 z.) oka3andce HE603MONCHOU 6 CBA3U C ne-
penpogunuposaruem yupexcdeHui nod unpexyuoHHsie
eocnumanu 8o apems nandemuu COVID-19. Ilo unuyua-
muee podumenei peberxa 6110 Hauamo ogopmaerue do-
KymerHmauuu u coop deHexcroix cpedcma dns nposedeHis
Mpaxcnaanmawuu cepoya 6 cmpanax, zde maxas onepa-
yua estnonnsemcs (MHous), nockonsky 6 Poccuu mparc-
NAGHMAYUS 0PZaH08 0emaM 3aKOHOOamensHO 3anpeuyeHa



CNYYAU U3 NPAKTUKHU

o BEPXHEBOJIXCKWIA

[5]. Odnospemeiiro 6bin0 nonyHeHo cozlacue Ha zocnuma-
nusauuio peGenica 8 OI'BY «HMHUI] mpaxcnaanmonozuu
U UCKYCCMBEHHBIX 0p2ano8 uM. akad. B.H. Illymakosa»
0118 NOUCKA 8bICOKOMEXHONIOZUHHBIX PEUUEHII.

K momenmy mparcnopmuposKu cocmosHue pebeHka
msxcenoe. Co3narue Acroe, degouxa xodum, cuoum, peax-
yuu Ha ocMomp adexeamisie, cnoxoursie. Koxcroiid no-
kpos 611edH0-po308biLl, 3aMemHa 8eHO3HAS cems Ha 2pyou,
8 o6nacmu nba. Hudxchiue KoHe4HOCMU NACMO3Hbie €O cle-
damu IKCKOPUAYUU HA BEPXHUX U HUNCHUX KOHEHHOCMAX.
Hepugpepureciue numpoysnst ne ysenuuenst. 3e6 cnoxoti-
Hetil. Tpyonas kaemxa npasunsHou Gopmest, 8cnoMoza-
MensHAA MycKyaamypa 8 axme JsIXanus He y4acmeyemn.
Hocosoe dvixanue caobodroe. B nezkux nyapunstoe dvixa-
Hite, npogodumca 8o ace omdenst. Xpunoe nem. Y11 26,
nepKymopHo Had nezkumu nezouHsiil 36yKk. Pumm cepdya
npasunsisiit. Bmopou mou ycunen nad nezounou apme-
pueii. Cucmonuueckuil cnabounmeHcusHsii uym Hao éce-
mu mouxamu ayckyaomayuu. ICC 98 8 munymy cuos,
YCC 80 6 munymy nésxca. ALl 85/45 mm pm. cm., camypa-
uus 98%. Kueom mazxuti, besbonesHeHHblH, 6 pasmepax
He yeenuuen. Ileuens nuioc 4 cm om kpas pebeproii dyzu.
Cenesenxa ne yeenuuena. Qusuueckoe passumue Hudxce
cpeduezo, duczapmonuunoe 3a cuem deQuyuma maccel
mena (16 %). Macca mena 9 800¢, pocm 82 cm. B Hegpo-
n02ueckom cmamyce 6e3 04azo6ou cumnmomamuiu. Pe-
Oerok noHumaem o0paueHHyo pets, 36YKaAMU U IMOUUA-
Mu omeeyaem. Caoéa npousHocum, npednoreHusMu
npakmu+ecKu He 2060pum.

Bo epems mpancnopmuposiu u3 20pooda npoicusanis
8 PEUOHANBHYIO DONBHULY CREYUATUSUPOBAHHVIM CAMOTIE-
mom canumapou asuayuu L-410 6 conposoxcdenuu pe-
aHUMAMONI02a U MEQUWUHCKOT CECTPBL, HACTNYNUNO PE3KOE
yxydenue 6 coCmoanuy pedexKa, peanuMayitoHHsie me-
ponpusmus Gvinu 0e3ycnewnsiMu, N0 NPUIeme KoHcma-
muposana cmepmo.

Knunuueckuti duazno3 PKMIT y pebenxa 3. 6ot nod-
meepcden co8OKYNHOCMbIO:

*  KAUHUKO-NA6OPAMOPHBIX OAHHBIX: NPUSHAKU XPOHU~
4eckol cepiedion HedoCmamouHoOCmuy (YUaHo3 Hoco-
2)6H020 MpeyeoNbHUKA, OMEKU HUNCHUX KOHEHHOCMEIL,
acyum, 08ycmopoHHUIL NAEBPANbHbLI 661n0M, 00blll-
Ka, yeenuenue pasmepos nevenu), Hedocmamou-
HOCMb PU3UHECK020 U HEPEHO-NCUXUHECKOZ0 PA3BU=
mus (omcmaeauue 6 pocme u 6ece, no3dHee nEPeBo-
pauueanue, 8CMasaHue u XoxoeHue), SHauUmenbHoe
NoBbIUIEHIE YPOBHA HAMPUYPEMPUHECK020 NENMUOA
(do 6000 nz/mn);

= pesyasmamos axoxapouozpaguu (DxoKT): svipasicer-
Has dunamayus npedcepouil, 6e3 yaenuteHus pasme-
P08 Jieny0ouKo8 u eunepmpoduu Mmuoxapda, coxpa-
mumensHas cROCOBHOCMb MUOKAPOA CHUMCEHA, pecm-
PUKMUBHBLI MUN HANOTHEHUS 1€8020 Henydouxa,
dunamayus nezouHol apmepuu, HedoCmamouHoCms
MUMPAnsH020 KAanana 3 cmenenu, Hedocmamod-
HOCMb MPUKYCRUOANEHO20 KNANAHA 2 CMeneHit, npu-
3HAKU BBICOKOU J1€204HOU 2UNEPMEH3UL BHE NOPAdCEe-
HuA nepuxapda;

= anexmpoxapduozpaguu (DKTI): npusiaxu nepezpysxii
npassix omdenoe cepdya, pacuuperie npedcepduil,
Henonxas 6nokada npasou Hoxcku nyuxa luca, uame-
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HeHuA npoyeccos penonspusayuu 8 sude denpeccuu ST

8 Il III, AVF, V5, V6c (x) T:

*  2eHemuyeckux uccnedosanuil (MaccusHoe napaniens-
HOe CexBeHUpOBane): 00HAPYHCeHIEe NAMOZEHHO20 8a-
puanma zena TNNI3.

Heobxodumo ommemums, wmo pariue axozpaduuec-
kue npusnaxu PKMII (pacwupetue negozo npedcepdus,
npusnaku pezypeumanuu I cmenenu Ha MUmMpansHom u
mpexcmeopuamom K1anaHax cepoya, HeHa4umensHoe
nosviuterue dasneHus 8 1e204HOl apmepui) ObLU 86198~
JIeHbL YIrce HA NePBOM 200y HUBHU, HO 0N YCMAHOBNEHUS
duaznosa PKMII docmamounsix 0CHOBAHUL He UMENOCH
8 CUNY MAJOU BbIPAHCCHHOCTIU KIUHUMECKUX U UHCMPY-
MEeHMANbHBIX NPUIHAKO8. Dmom JuazHo3 deaouxe Ovin
anepgvie ycmarnosnern 8 PI'BY «HMHI] um. B.A. Anmaso-
8a Munsdpasa Poccui» npu manugecmauyuu kauHutec-
KUX NPU3HaKo8 3a60oneeanus cepoya 8 xode Mynsmumo-
dansHou suzyanusayuu cepoya.

U3 npomokona namonozoaHamoMueckozo uccnedo-
BAHUA: CePOEHHAS COPOUKA HE HANPANCEHA, be3 KPoaou3-
TUAHUIL, NOBPENCOEHUI U HATONCEHULL; 8 NONOCMU ee codep-
HCUTNCA OKOTIO 5 MAL RPO3paunoul becysemmou 1udxocmu,
BHYMPEHHAA €€ NOBEPXHOCMY 2N1A0KAA, HE YMONUfeHd,
He cpaiyena ¢ Hapyxcrou 06onouxoil cepdya, 6e3 Kpoaous-
nusnui. Cepdye c80600H0 nexcum 6 nOLOCMU cepdetHou
COPOUKU, YMEPEHHO 0ONI0IHCEHO HCUPOBOL MKAHLIO NPEUMY-
U{eCmeeHHO No X00y KOPOHAPHBIX apmepuil, 20e MONUUHA
ee do 0,3 cm. Cepdye pasmepamu 7,3 x 7 x 4,9 cm, maccou
86 epammos. Okpyxcrocms cepdya 17,4 cm. Hapyncrnan
obonouka cepdya 2nadkas, npo3pawHas, Oiecmawas, He
ymonugea, ¢ eQUHULHbIMU MOHEHHBIMU APKO-KPACHOIMU
KPOBOUBTUAHUAMU. DNuKapd 1ezKo omaensemcs om Muo-
kapda npu He3HAHUMENbHOM MEXAHUHECKOM 6030eli-
cmeuu. Jlegstil scenydouex KOHMYPUPYEIMCS YMEPEHHO.
Hnuna oxkpyxcHocmu ycmos aopmoel HA0 KAARAHAMU
3.5 cm, nezourozo cmeona 4,5 cM, MUmMpaibHOz0 K1ANAHAa
5,5 cm, npasozo npedcepdno-rcenydouxosozo 5,7 cm. Yc-
Mbs KOPOHAPHLIX apmepuil 3UsI0m, npoceentsl Ux c80600-
Hot. CmeHku KOPOHAPHBIX APMEPULL He YIMONU[eHbT, UHMU-
Ma ux ceposamozo yeema, enadkas. XKenydouxu ymepen-
HO pacwupenv; npedcepdus pe3ko pacwiupexsi,
waposudrsie, duamemp npasozo npedcepdus docmuzaem
7.3 cM, 1e6020 — 6,1 cm; codeparcam HUOKYIo meMHo-Kpac-
HY#0 Kposs., DHAokapd enadkuti, He YmMoJier, ceposamozo
ysema, 6e3 kposousnusHuit. Cmeopxu K1ananos aopmsl u
JIE204HO20 CINBOJIA He YMONUeHbI, NOOBUNHCHBIE, CMbIKAIOM -
cq naomuo. Ipu nposedenuu 800HOI NPoBsL Ycmanos.iex
obpammsiil 3a6poc 800b1 U3 NOAOCMEN 1€8020 U NPABOZO
Jcenydoukoe 8 coomeemcmayroujie npedcepdus, Kaanarns
naommno He cmeikaromes. Xopoanveie HUMU MOHKUE, HE
yKopouenst, ceposamo-benecogameie. TpabexyaspHsie
MblUlYbl HECKOIbKO YMONujensl. Jauna npunocaujezo
mpaxma JUK 5,6 cm, dnuna svinocsuezo mpakma JK
5 cM; dnuna npunocawezo mpaxma npasozo Henydouxa
4,9 cM, OnuHa 8bIHOCAIE20 MPAKMA NPAB020 HeNYIOUKA
5,7 em. Tomyuna meruyer JUK 0,4 cm, npasozo — 0,3 cu,
nepezopodku — 0,5 cm. Muoxkapd nnommuo-pe3uronodod-
HOU KOHCUCMEHYUU, HA pa3pe3e KPACHOB8AMO-KopuHHesa-
Mblil € XOPOULO BbIPAHCEHHOU BOIOKHUCTROCTNBIO, HEPABHO-
MEPHBIM KPOBEHANOTHEHUEM C NPEUMYULECNBEHHBIM NON-
HOKPOBUEM.
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meduyurckui XXYPHAN ©
U3 npomoxona zucmonozu1eckozo uccaedosanus cepo-
1a: 8 JIeabIX U NPassix omdenax cepdya ducmpoduueckue uz-
MEHEHUS, 8 OOHOM U3 NIPENApamos 04azo6slil NepUsacKyIp-
Hblll U MescMbliuenHbill CyBaHdokapouansHulil Ckepos, npu
3MOM IHOOKAPOUANBHOZO CKIEPO3a 8 CPe3ax He 0bHapyxHce-
HO; UMEEMCS HEPasHOMEPHOe NOTHOKPOBHUE U OHAZ0BbIL Me-
HCYMOUHDIIL OMeK, cpedHe- U KPYNnHo04azo8as 801H000pa3-
Has OehopMayus MyieHbIX B0JIOKOH MUOKAPOA.
ITamonozoanamomudueckuii duazno3: PecmpuxmueHas
kapduomuonamus. OcnoxcHenus: JexoMneHcUposanHas

3acmounas XPOHUHECKAA cepdeqna}z HeQOCMAamo4HOCM®!

HEQOCMAMOHHOCMb MPEXCMBOPHAMO20 U MUMPATLHOZO
Knananos (no OanHsIM MeGUYUHCKOU DOKYMeHmayuu, no
pesynsmamam nposedenus 800noi npobsl); anacapxa,
deycmoponnuii 2udpomopaxc (50 mn cnpasa, 40 Mn cne-
8a), acyum (70 M), CHACHOME2ANUA, <MYCKAMHBIL> PU-
CYHOK neHeHu, nOPMAansHoill CKNepo3, Hanu4ue cudepoda-
208 8 NPOCBEMAX ANbBEO; HEPABHOMEPHOE NOTHOKPOBUE U
04A208bIL MEHCYMOHHDIU OMEK, CPedHe- U KPYNHOOHAZ08AS
801H006Pa3HAA JePOPMALUL MBIUEHHBIX BOTOKOH MUO-
xapda, pacnpocmparenmsie ducamenexmasvt 1€2KUx, noji-
HOKPOBUE BHYMPEHHUX 0P2aAHO8, C1A00 BbIPANCEHHBIL ne-
PUBACKYNAPHBIN U NEPUUETTIONAPHBIA OMeEK KOPbl U CMBO-
N108bIX OMOEN08 207108H020 MO32d, HUOKOE COCMOAHUE
MpYnHoL kPO 68 NOJNOCMAX CEPOUA U KPOBEHOCHBIX COCY-
dax, KposousAUAHUA NOJ NIEBPY N€2KUX U 6 CIUBUCTYIO
obonouky xeenydxa, 06unbHbIE KPACHOBAMO-DUoNEMOBbIE
mpynivie RAMHA; QUCOANAHC INEKMPONUNOE 8 MUoKapde.
Conymcmeyrouue 3aboneeanus: Beaxosas ducmpodusa
neveHU U NoHex.

006cyx)aeHne

AHanu3 KIUMHUYECKOTo CIy4as CBUAETENbCTBYET O
BAXXHOCTH M [IOKA3aTETbHOCTH MOJIEKYIAPHO-TeHeTH-
YeCKUX UCCTIeNOBAHUN, TO3BOMSAWIMX JHATHOCTHPO-
BaTb 3THOJOTHYECKUE NPEANOChIIKY pa3suTusa PKMII,
a TaKXe OMpeIeNATh IPOrHO3 H IPHOPHUTEThI U151 TPaHC-
nua”Tauuu cepaua [11].

B yacTHOCTH, B IPe/ICTABIEHHOM Clly4ae reHeTuyec-
Kasi SKCIepTH3a yCTaHOBH/IA HATMUMe MyTalluu B CapKO-
mepHoM rese TNN13, koTopbli, 110 JaHHBIM UCCIE/I0BA-
Huil, nposefeHHslx Bo ®TAY «HMMUII 3poposba
neteit», y poccuiickux nereit B 40 % ciyuaes acconuu-
posaH ¢ pazsuruem PKMII [3] u asnserca Tpetbum no
3HAYUMOCTH TFeHeTH4eCKUM AedeKToM B pa3BUTUH
PKMII [15]. T'en TNN13 kozupyer cyObeAHHHULLY TPO-
noHuH I (cTnI). Tpononun I sxcnpeccupyercs y 4eno-
BeKa MCKJIOUMTENIbHO B cepievyHoi mblie. Kommiekce
TPOMOHHMHOB, COCTOAIIMI U3 TPEX OTAENbHbIX CyObesH-
Hull — TponoHuH C, Tpononun T u Tpononud I, B cove-
TAHUH C KaJIbLIHEeM YUaCcTBYeT B COKpalleHH MHOKap/a,
perynupys B3aUMOJIeHCTBHE MeXK Y TOJICTHIMH U TOHKH-
MU BOJIOKHAMH BO BpPeM# COKpalleHHUs MUOKapAUOLH-
ToB. [IprueM TPOMOHUH I ABJIAETCA MHTHOMPYIOIIEH
cybbeauHuIeit KoMmiekca, GyHKIHOHUPYIOIIei B mep-
BYIO o4epejb [l Ipe/JOTBpalleHUs B3auMOJeNCcTBUA
aKTMHA ¥ MHO3WHA B oTcyTcTBHE CaZ+. OTCYTCTBUE TPO-
NnoHMHA | Hapywaer nocjaej0BaTe/bHY0 aKTHBHOCTb
CapKOMEpOB C 11a/IeHHeM COKpaTUTeIbHOH QyHKIMY cep-
nua [15, 16] u HeoOpaTUMbIM Pa3BUTHEM TPOTPECCUPY-
[O1Ielt cep/ievHoi HeocTaTOMHOCTH. FIMeHHO 3T0 06-
CTOSITEJIBCTBO OTPEIeNIAN0 PAHHMIA 60T XPOHUYECKO
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cepaevHoi HeIOCTATOYHOCTH, ee OBICTPOe POrpeccupo-
BaHHe ¢ GaTaTbHBIM HCXOZOM.
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