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PE3IOME

B cratee mpeacTaBieH ciydail KIMHAYECKOTO HAONMIOAeHHMsI peOeHKa C TUIaTallMOHHOMN
kapauomuomnarueit (KMII) B cTpykrype nporpeccupytomieit mpimedHon auctpoduu (IIMJ])
Bekkepa, OCIOKHEHHOW XPOHMYECKOW CEepIeuHON HEAOCTATOYHOCTHIO. OTpa)KeHbl 3THOJO-
rusi, TaTOreHe3, KIWHUKA, JMAarHOCTUKA, OCOOCHHOCTH TU(PEPEHIIUANIBHON IHMarHOCTUKH
Y HOBBIC TIOIXOJIbl K JICUEHHIO MMPOTPECCUPYIOIINX HEHPOMBIIIEYHBIX TUCTPO(UH, aKTyab-
HBIX B JE€TCKOM KapJAHOJOTUYECKOM MPAKTUKE.

KuioueBblie ¢jioBa: BocmnaneHue, JETH, KAPAUOMHUOIATUHN, HAPYLICHUSI pUTMA U MPOBOIUMO-
CTH Cep/illa, HACJIeICTBCHHBIC 3a00JIeBaHUS, HEHPOMBIIICUHBIC 3a00JICBAHUS.

Jna yumuposanus: Agonuna A1, Bacuuxkuna E.C., Kocmapesa A.A., Bepwununa T.JI.,
Hepeynuna T.M., Anexceesa /I.10. [Juramayuonnasn kapouomuonamus 6 Cmpykmype npozpec-

cupyrowel mvluteunoti oucmpoguu bexxepa. Poccutickuil JCypHAn NepcoHAlu3upO8aHHOU
meduyunwvt. 2023, 3(2):127-138. DOI: 10.18705/2782-3806-2023-3-2-127-138.
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ABSTRACT

A case of clinical observation of a child having with) dilated cardiomyopathy in the structure of
Becker’s progressive muscular dystrophy, complicated by chronic heart failure of the second
A degree, the second functional class. The etiology, pathogenesis, clinic, diagnostics, features
of differential diagnostics and new approaches to the treatment of progressive neuromuscular
dystrophies, which are relevant in pediatric cardiology practice, are reflected.
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Cnucoxk coxkpamenuii: AJIT — ananuHamu-
HotpaHcepasza, ACT — acmapraTaMHHOTpPAHC-
(depaza, KD — kemyaodkoBas 3KCTPACUCTOIHSA,
UAII® — WHTHOUTOPHI AaHTHOTCH3WHITPEBPAIIIAIOIIIC-
ro depmenta, K/IO — KOHEUHBIA AUACTOIMYCCKUN
o0bvem, K/IP — koHEUYHBIN MUACTONWYECKUN pa3Mep,
KMIT — kapanomuonartus, KCP — xoHeuHslit cucTo-
nudeckuii pasmep, KOK — kpearundocdoknna-
3a obmas, KOK MB — xpeatnndochokunaza MB,
JIAI' — nakratneruaporenasa, JIJK — neBblil xe-
nynouek, MPT — marauTHO-pe3oHaHCHast TOMOrpa-
¢usi, MCKT — mynbsrucnupaibHas KOMIIBIOTEpHAs
tomorpadust, HBITHIIT" — Henoxnast 610kaa mpaBoit
HOXXKH TTydka ['mca, HM3 — HelipombItieunbie 3200-
neBanus, OPBU — ocTpas pecniupaTopHast BUpyCHasl
ungexuus, [12K — npassrii xxenynouex, [IM/] — npo-
rpeccupytomas Mpimeunas aucrpodus, IMLIP — mo-
nuMepasHas memHas peakius, [19T — mo3uTporHO-
smuccronHas tomorpadus, CMOKID — cyTtouHoe
mouutopupoBanue IKI, Y31 — ynsrpa3BykoBoe uc-
cienoBanne, ®B — ¢dpaxuus Beidopoca, DK — dyHk-
uoHaNbHEIHN Ki1ace, XCH — xponudeckas cepaedHas
HeJI0CTaTOYHOCTh, YJI — vactora npixanus, DK —
anekTpokapauorpadust, IxoKI" — sxokapauorpadusi.

BBEAEHUE

Heiipompimeunsie 3a0oneBanus (HM3) — kmuHU-
YECKU U TeHETUYECKH IeTepOreHHast TpyIa BPOK/IeH-
HbIX 3a00JIeBaHUM, XapaKTePU3YIOIAsACS IMPOTpec-
cUpylolleld MBIIIEYHOH cnabocThio, JaucTpoduei
u arpodueit MBITIIeYHON TkaHu. Ha mepBoM gecsTuie-
THUU JKU3HU JIEOIOTUPYET OONBIINHCTBO KIMHUYECKUX
¢dopm IIM/1 1 amuoTpoduii, IMEIOLIIMX MPOTPEIUEHT-
HOE TEUYCHHE W HA CETOMHSLIHUYN ICHb HEU3ICUUMBIX.
K 2001 romy cMepTHOCTH OT CEPICIHO-COCYTUCTRIX Ha-
PYIICHU BHINIUIA Ha TEPBOE MECTO MpH BcexX (hopmax
MbIedHbIx auctpoduii [1]. Bmecte ¢ Tem B mocien-
HEe NECSITUIICTUE NOCTUTHYTHI 3HAYUTENbHBIC YCIEXU
B U3yYEHUHU MOJICKYJISIPHBIX MEXaHU3MOB HACJIEICTBEH-
HBIX HEHPOMBIIIEYHBIX 3a00JIEBaHUM W WX TepaIrnu
C TpUMEHEHHEeM METOJIOB TeHHOW WHxeHepuu. s
OOJIBIITMHCTBA OMMCAHHBIX KIIMHHYECKUX (OPM HEHUpO-
MBIIIIEYHOM TMATOJIOTUU BBISIBICHBI T€HBI, TATOTCHHBIC
BApUAHTHI B KOTOPBIX ACCOIMUPOBAHBI C PA3BUTHEM
3aboneBanus. [Ipu 3TOM B CHIEKTpe HEHPOMBIIICTHON
MaTOJIOTUN CYIIECTBYeT MHOXKECTBO aJUIEIBHBIX (popM
3a00JIeBaHU, MTPU KOTOPBIX MYTAIlMA B OJHOM M TOM
K€ TeHE aCCOIMUPOBAHBI C PATMYHBIMHU KIMHUYECKH-
Mu hopMaMu HEHPOMBIIIICTHON TTATOJIOTHH (BPOXKICH-
HbIE MUOIIATHH, MHUOAMCTPO(HHU, TONUHEHPOTIATHH).
B T0 e BpeMs o/1Ha 1 Ta ke KiIuHrYecKas Gpopma 3a00-
JICBaHUs, HApUMEpP, BPOXKICHHBIE MHOIMATHH, MOXET
OBITH 00YCJIOBJICHA MTAaTOTCHHBIMHA BapUAHTAMH IIEJIOTO

psina renos [2, 3]. Tak, MHOTHE U3 HOPM BPOXKICHHBIX
MHUOTIATHH ¥ MHOAUCTPO(UI UMEIOT B KauecTBE MpPHU-
YUH BO3HHKHOBEHHS MyTalUM B T'€HAX, OMHUCAHHBIX
B CBSI3U C Pa3BUTHEM Pa3IMUYHBIX (HOPM KapAHOMHUOIA-
TUNA — AWIATAUOHHOU, PECTPUKTUBHON, apUTMOICH-
HOU |, pexe, rurneprpopudeckoit [4].

[IpoGnema mopakeHUsI cepAeIHO-COCYIUCTON CH-
crembl pu HM3 akTyanpHa, MOCKOJIBKY JE€TaJbHbBIN
MCXO/I MHOTHX U3 HUX OOYCJIOBJICH HMEHHO BOBJIEYE-
HUEM cep/lia B naTojoruieckuii nmpouecc. Cepaeunas
MBIIIIIA TOpakaeTcs MEepBUYHO BCIEACTBHE Aehuin-
Ta TOrO K€ O€JKa, KOTOPOro HET B CKEJIETHOM MBbIIL-
1€, MTOCKOJIBKY CTPYKTYypHasi OpraHn3aius MUOLUTOB
U KapAAMOMHUOLIUTOB BO MHOTOM CcXOAHa. B HacTosiee
BpeMsI HE BBI3BIBACT COMHEHHUH, UTO OOJBIIUHCTBO
TIM/T conpoBosxkaercs passutueM KMII, u Hepenko
ne0I0T MHONATHM HAauYMHAETCsl MMEHHO C KapauoJo-
THYECKUX MPOSIBICHUN (HarlpuMep, ¢ OJIOKaabl HOXKEK
nyuka ['uca no OKI, ¢ quacronnyeckoi TucyHKIHH
MHUOKapJa 1o JaHHBIM dxokapauorpaduu (3xoKI)),
B TO BpeMs KaK CHUMITOMBI MOPaXKEHUSI CKEIETHBIX
MBIIIII MOTYT OBITh MACKUPOBaHHBIMH [3, 6].

HecmoTpss Ha KIMHHYECKYIO MpPEICTaBICHHOCTD
W TporHoctuyeckyro 3HadyumMocTh KMII y GonbHBIX
TIM/I, nopaxeHue cepala I0JIroe BpeMs 0CTaBaioch
«3a KaJlpoM» IPOSIBJICHUN MHOJUCTPOPUUECKOTO CHH-
JapoMa. ToBKO ¢ BOCBMMJAECATHIX T'OAOB IPOIIJIOrO
CTOJIETUSI UCKJIIOUEHUE cTajia cocTaBusaTh [IMJ] Jlro-
IIEHHA, TTPU KOTOPOW pPaHbIlle BCET0 CHCTEMHO Hadaln
M3y4aThbCsl CEpIEYHO-COCYAUCTBIE HapyleHus. [s
nuctpodunonaruii J[romeHHa n bekkepa xapakTepHO
pasButue nunatauronnoit KMII ¢ panueit cepneunoi
JIEKOMIICHCALlMEH, HAPYILICHUSIMU PUTMAa U HUIIEMHEH
MHOKapZia CO CTEHOKAPAUTHYECKHM CHHIPOMOM (Y
6 % u 8 % OOIBHBIX COOTBETCTBEHHO) [7—8].

ITarorenes IIM/I pa3nuueH B 3aBUCUMOCTU OT KJIH-
HUYECKOM (OPMBI M KOHKPETHOTO T'€HETHYECKOTO Jie-
tdexra. Kaxnas dopma muommuctpoduu oOycnoBieHa
OTAEIbHBIM TOYEUHBIM I'€HETHYECKUM Ie(EeKTOM, Ha-
PYLIAIOIIMM CHOCOOHOCTb MBIIICUHBIX KJIETOK CHHTE-
3upoBarh HeoOxoanMmble Oenku. CylIecTBEHHOE 3Ha-
yeHHe B MaHH(ecTauuu 3a00eBaHMs MPUHAIIICKHUT
OCTPBIM M XPOHHYECKHM HH(EKIHSIM, TpaBMam, aju-
MEHTapHBIM AUCTPODUAM, GU3UIECKAM Teperpy3Kam
U ApyruM (pakTopaM BHEIIHEH Cpeabl, KOTOPbIE MOTYT
ABJISITbCA TPUTTEPAMM JJISL Pa3BUTHS U TPOrPECCH-
pOBaHUS HACIEICTBEHHO IETEPMUHUPOBAHHOTO IPO-
necca. Tounass Ho3oj0rMYeckas aguarHoctuka I[IMJI
HEBO3MOKHA 0e3 HCIIOJIb30BaHUSI COBPEMEHHOIO apce-
Hajla MOJIEKYJIIPHO-TEHETHUECKUX METOJI0B, METOOB
UMMYHOOHOXMMHYECKOT0, HMMYHOTUCTOXUMHUYECKO-
ro aHalu3a W, B PAJE CIydaeB, IEKTPOHHONH MHUKPO-
ckonuu. OnHAKO, yYWTBIBas OIPAaHUYEHHBIN IOCTYII
K MPOBEJECHUIO BBICOKOTEXHOJIOTHYHOIO T€HETHYECKO-
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ro CKPWHHHTA, IOCTOBEPHAsI MOJIEKYJISPHO-TeHEeTHYe-
CKasl IMarHOCTHKA B PsJE CIydaeB BCE elle He Mpef-
CTaBJseTCS BO3MOXKHOM. IloaTOMy U1t TMAarHOCTUKU
PaHHUX TPOSIBJICHUH MPOTrPECCHPYIONIMX MBIIIECUHBIX
mucTpoduit m aMHOTpoduit HEOOXOTUMO HCIIONIH30BA-
HUE TIEPBUYHOTO AJITOPUTMAa KIMHUYECKOTO 00CIeno-
BaHUSl, BKIIOYAIOIETO0 KIMHUYECKHH OCMOTP, CIIEKTP
a0OPaTOPHBIX TOKa3aTee (MapKepbl MHOITUTOIN3A:
kpearuapochoknnaza (KOK), kpearundocdokmHaza
MB (K®K MB), nakratnerunporenasa (JI/II'), ypoBenb
TPOMOHKHA), ONPEeJICHNE HMMYHHOTO U THPEOHTHOTO
cTaTyca W Mokaszaresieil KkoaryjaorpamMmbl. MHCTpyMeH-
TaJbHOE 00CIIeI0BaHUE TAKUX MAIIHEHTOB 00s3aTEIBHO
nomxHO BKItouaTh DKI, OxoKI, cyTouHoe MOHUTOPH-
poBanue OKI' (CMDOKT'), pentrenorpaduio rpynHoit
KJIETKH C OINpelelieHueM KapaIuOTOPaKaJbHOTO WH-
JieKca, yiasTpa3BykoBoe nccnenoanue (Y3M) opranos
OPIONIHOI TIOIOCTH, NEKTPOHEHpOMHUOTpaduIo, MO3BO-
JISTFOIIYFO BBISIBUTH «(DEHOMEH TTOJIOKUTEIFHBIX OCTPBIX
BOJIH», MarHUTHO-pe30HaHCHYI0 ToMorpaduio (MPT),
MO3UTPOHHO-IMUCCUOHHYO ToMorpaduto ([19T) cepn-
1a, MPT wmbimiir, OHOTICHIO MBI (HEPBHO-MBIIIIETHOTO
JIOCKYTa) C TOCIICAYIOIUME CBETOBOW M 3JIEKTPOHHOU
MHUKDPOCKOMHUSIMH,  yJIBTPa3BYKOBYIO  JIOMILIEPOTpa-
¢uro, IymiIeKCHOe CKaHWPOBaHHE, JCHCHTOMETPHUIO
KOocTell W uccienoBaHne (YHKIMU BHEIIHETO JbIXa-
Husi. OnpeneneHre TOYHOro TeHeThdeckoro nedekra,
ocobeHHO Tipu mMuomucTpodusax [lromenna, bekkepa,
Omepu-/peiidyca, a Takke npu muoguctpodun Bepa-
nura-l'oddmana, ABIsSETCS KIIOUEBBIM HCCIICIOBAHIEM,
TaK KaKk UMEHHO IPH ITUX 3a00JICBAHUSAX ITONYUYCHBI
TeHHO-TEPANeBTUYECKIE IpenapaTsl HITH UMEIOT MECTO
MHOTr000€NIaIue JaHHbIe 00 uX pa3padboTke [9—12].
B xadectBe mpuMepa K3 KIMHUYECKOH MPAKTUKU
MPUBOJMM CITy4ail AMHAMHYECKOTO HaOIOICHHS B Te-
yenue 1,5 net 3a nanuerToM K. 12 et ¢ gunaramuos-
ot KMII B crpykrype [IM/] bekkepa (3ameHa B rene
muctpopuna R141 P (NM 004009:exon6:c.G422C,
chrX-32834681, HG7)), 0CIIO)KHEHHOH XPOHUYECKON
CepIeYHON HEAOCTaTOYHOCTHhIO 2 A cremenu, I OK.
ComyTCTByIOIIAsT TATOJIOTHSI TIpeICTaBIeHa TUChYHK-
LUEld CHUHYCOBOTO Y3Jla, PEIOKOM >KEeIyAOYKOBOM 3KC-
TPacUCTONUEH, XPOHUYECKUM TOH3WIIJIUTOM B CTaJuu
KOMIIEHCAIUH, TUCKUHE3UEN KETUEBBIBOJSAIINX Ty TEH.

Kaunudeckoe Hadoionenue. [Ipu mepBom o0Opa-
meHuu B otaenenue neguatpun OI'bY «HMUL[ um.
B. A. Anma3oBa» MuH3npaBa Poccun manieHT npeab-
SIBJISLT %KaJIOOBI HA CHIDKEHHUE TOJIEPaHTHOCTH K (pusu-
YECKMM Harpys3kaM, [OBBIIICHHYI YTOMJISEMOCTb,
MUAJITUHU, NPEUMYIIECTBEHHO B [BYIVIABBIX MBIII-
Hax IJjie4a, UKPOHOKHBIX M 3aJHCH T'PYINE MBIIII
Oeqpa, BO3HUKAIOIIKNE, KAaK MPaBUIIO, Tocie (usmue-
CKHMX HAarpy3ok (XoabObl B YMEPEHHOM TEMIIE, TOIb-
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ema 1o jectHuie). Hapsiay ¢ 3TumMm — 0oiu B JieBOr
MOJIOBUHE T'PYAHON KIJIETKH KOJIIOIIETO XapakTepa,
yamie Mpu TIIyOOKOM ABbIXaHWH, BO3HUKAIOIHME 0e3
YETKOW MEPUOMYHOCTH, BHE CBS3U C (PU3HUCCKUMHU,
TICUXO3MOIIMOHATBHBIMA ~HArpPy3KaMHu, H3MEHCHHEM
IIOJIOKCHHUA TEJiIa B OTCYTCTBI/IG I/IppaI[I/IaHI/II/I, KOTO-
pbie KYIHPOBAJIUCh CaMOCTOSTEIbHO. [leproanuecku
OTMEYallach MAaCTO3HOCTh T'OJICHEH B BeuepHee BpeMs
B T€UCHHE TMOCIEIHUX 6 MecsIeB. 3a 3 Mecsua a0 00-
pamenus B Haw LIeHTp MOSBUINCH OTpaHUYCHHS 00b-
eMa JBHKCHHS U YCUJICHHE 0O0JISBOTO CHHAPOMA B JIie-
BOM KOJICHHOM CYCTaBe, IIPOrPECCUPYIONICE CHUKECHHE
TOJICPAHTHOCTH K (U3HUUCCKON HATPy3Ke, COXPAHCHUE
00JIEBOI'0 CHH/IPOMA B JICBOU TIOJIOBUHE I'PYAHOM KJIET-
KM aHAJIOTUYHOT'0 XapaKTepa.

OO6pamraeT Ha ceOst BHUMaHUE, YTO pEOSHOK MPeThb-
SIBIISLT JKa00bl Ha MUAJITHH B HIJKHAX KOHEYHOCTSX,
00111yI0 C1ad0CTh ¥ YTOMIISIEMOCTh C PAHHETO BO3pac-
Ta, OJTHAKO POJAUTEININ PACIICHHBAIHU 3TO KaK 0COOEHHO-
CTHU IIOBCACHUSA U CTpeMI/IJ'II/ICB HpI/IOGHII/ITB MaJIbYUKa
K 3aHATHSIM QU3HIECKON KYIBTYPOH U CIIOPTOM.

JKanoOw1 Ha oy mieHne nepedoeB B paboTe ceparia,
HaJIMYUe CUHKOMAJIBHBIX ¥ MTPECHHKOIAIBHBIX COCTO-
STHUM, SMIU30/bl TIUXOPAJKU OTPULIAET.

AnamHe3 ku3nu. PebeHok ot 1-if GepemMeHHOCTH,
mpoTekaBlIell Ha (OHE TOKCHKO3a MEPBOH M BTOPOM
MOJIOBHUHBI, HEOJHOKPATHBIX yIpo3 npepbiBanus. Ha-
CJIEZICTBEHHOCTb, CO CJIOB, HE OTsATOIIeHa. Ponurenn
BpefHbIe MPUBBIUKN OTpunaroT. [IpodeccnonanbHbix
BPEIHOCTEH HE 3aperucTpupoBaHo. MaTh Ha BHYTPHY-
TpoOHBbIe MHpEKIUU He oOcienoBana. Ponbl nepsbie,
nyTeM ollepaluu KecapeBo ceueHue, Ha 39/40 Hene-
Jie, TI0 BBITHCHBIM JOKYMEHTaM — 0€3 TIaTOJOTHH.
3akpuuall cpa3y, Macca Tena npu poxiaeHun 3240 r,
nuHa — 54 oM. Onenka no mkane Anrap — 8/9 6ai-
noB. EcrecTBeHHOE BCKapMiIMBaHue 10 S5 Mecsiues. Poc
W pas3BUBaJics 1Mo Bospacty. [Ipu anamuse mMenuuuH-
CKOM JTOKYMEHTAIIMX B BO3pacTe 3 JIET NepeHec BeTps-
HYIO OCITy, B 6 JIET — T'pbDKECeUeHHUE IO/l HAPKO30M,
OPBU — 3—4 paza B roa. HaGmogancs oTonapunro-
JIOTOM TI0 TTOBOJTY XPOHUUYECKOT0 KOMIIEHCHPOBaHHOT'O
TOH3WJUINTA; TaCTPOIHTEPOJIOTOM — B CBSI3H C JH-
CKMHE3HEH KeITYeBBIBOASIINX MTyTEH TI0 CMEIIAHHOMY
tuny. Pu3znveckoe pazBUTHE CpeaHEe, TAPMOHHYHOE.
Hanuuue cynopor 10 HacTosIEro BpeMeHu MaTh Ma-
[IUCHTa U caM pebeHOK oTpunaT. CeMeiHbIi aHaM-
He3 o Hanuunto HM3 He otsaromen. Bropoii pebeHok,
JIEBOYKa 6 JIeT, 37I0pOBa.

AHaMHe3 3a0oJsieBaHusl. B Bo3pacte 10 net npu
MIPOBE/ICHUY JMCIIAHCEPHU3AIMH B IIIKOJIC BIICPBhIC Ha-
MPaBJICH K KAPAUOJIOTY B CBSI3U C BbIABIEHHOU 110 OKT
HEMoJIHOW OJIOKaJod mpaBol HOXKKM myuka ['mca
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(HBITHIII"), uTo Ha TOT MOMEHT OBIJIO PACIEHEHO KaK
BapuaHT HOpMEL. [1o pe3yipraramM ocMOTpa BEICITYIIaH
CHCTOJIMYECKHH IIyM cepaua 0e3 dKCTpakapIuaibHO-
r'o MPOBEJICHHUSI, HE3HAYUTEIILHOE YBEINUYCHHUE IICUCHH
(+ 1,0 cm). OxoKI" — He IpoBOaUIIACE.

I[lo mamapMm OKI' ot HosOps 2015 roma (10,4
roga) — coxpanenue HBITHIIT, obparano BHumanue
nosiBJieHne riryookoro 3y6ma Q B I, avL, avR, V4-V6.
ITo pesymsratam DOxoKI — BBIpakKCHHAsI ITHJIATAITUS
neBoro xenmynouka (JIDK) m peskoe cHmxeHue ¢pak-
uuu BeiOpoca (PB) JIDK: koHEUHBIH AMACTONUYECKHIA
pasmep (KJP) JIDK — 60 MM (z-score 6.24), koHEeUHBII
nuactonudeckuit ooveM (KJO) JDK — 180 mu, ®B
JDK — 40 % mo CumricoHy, 30HBI THIIOKHHE3a C -
CKMHE30M BEPXYIIKH, MUTpPAIIbHAs, TPHUKYCITUIAIbHAS

peryprutanuu 1 crernenu (radn. 1). IlpusnakoB ru-
nepTpogun MUOKapzaa He BbisiBIeHO. CrycTs 1 mecsin
TOCIUTAIM3UPOBAH B IJIAHOBOM TIOPSIAKE B OT/CICHUE
JETCKON KapIIMOPEBMATOJIOTUH 110 MECTY KHUTEIbCTBA.
IIpy moctymiieHHH: OTMEYAJOCh HapacTaHUE AMJIaTa-
un JDK — K/IP 62 mm, iporpeccupytoliee CHUKEHHE
COKpaTUTENbHOM criocodHocTn Muokapaa — DB JIK
25 %; muddysnbrit runoknnae3 creHok JIXK, moBblime-
HUE JIaBJICHUS B JITOYHOM apTepuu 10 32 MM PT. CT.,
MUTpasibHasi peryprutanus 1 crermenu (tadm. 1). [Ipu
nposeneHnn CMOKT: cpeansis UHCC — 85 B MUHyTY,
makcumanpHas YCC — 115 B MUHYTY, MUHUMAaJbHAS
UCC — 58 B muHyTy (B ITHEBHBIC Yachl) M COOTBET-
cTBEHHO 57, 81 11 50 B MUHYTY B HOUHBIE YaChl. DKTOIH-
YyecKasi akTUBHOCTD NpeJCTaBieHa 57 MOIUMOPQHBIMH

Ta6nuua 1. lJuHaMuKa axoKapanorpadpu4ecKux nokasarenem

AorocnutanbHbi .
s1an | rocnutanusauumsa Me)<rocnurtanbHblA nepuop,
Honbpb Hekabpb | Main 2016 | VioHb MapT Mionb CeHTA6pDb
2015 . 2015 r. r. 2016 r. 2017 r. 2017 r. 2017 r.
60 62 59,2 58,1 60,9 61,5 59,6
KOP JIXK, mm (Z-score (Z-scoreb. | (Z-score (Z-score (Z-score (Z-score (Z-score
6.24) 6.99) 5) 4,65) 5.36) 5.49) 4.7)
180 175 167 186 190 177
KOO JIXK, mn (Z-score (Z-score (Z-score (Z-score (Z-score (Z-score
4.34) 3.88) 3.66) 3.98) 3.81) 3.36)
®B (T) 30 % 38 % 32,3 % 33,7 % 27 %
®B (S) 40 % 25 % 27 % 35 % 30 % 36 % 30 %
7,3 6,3 6 8 7,3
MM, MM (Z-score (Z-score (Z-score (Z-score (Z-score
0.17) -1.07) -1.55) 0.66) -0.21)
8 9 75 7.2 77
3CJIK, MM (Z-score (Z-score (Z-score (Z-score (Z-score
-1.47) -2.85) 0.59) -0.01) -0.58)
31,8x 37,9%
M, mm 37 x 40 33 x 37 367 446 44 x 46
11 14 9
TAPSE, mm (-6.35) (462 | (703)
MK per. lct lct lct lct lct lct lct
TK per. lct lct lct lct lct lct
Hasnerne 32 25 24 24 25 26
B JIA, MM pT. CT.

Mpumedvanusa: KOP JIK — KoHeYyHo-gmacTonmndeckuin pasmep nesoro wenypouka; KOO JIXK — KkoHeu-
HO-OMaCTONMNYECKN 06beM neBoro wenynodka; ®B (T) — dpakuma BbiGpoca no Tenxonbl,; OB (S) —
dpakuma Boibpoca no Cumncony; M — MmexikenypodkoBas neperoponka; 3CJ/IK — 3agHAA CTeHKa
neBoro xenypouyka; JlMN — nesoe npepncepaune; TAPSE — Tricuspid Annular Plane Systolic Excursion; MK
per. — peryprutauusa MuTpasbHOro knanaHa; TK per. — peryprutauma TPUKyCnMAaanbHOro KianaHa;

JIA — nero4Has apTepun.
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KEJTYZOUKOBBIMHU 3KCTpacucToiaaMu. [1o Mecty sxurens-
cTBa ObLI YCTaHOBJICH AUAarHo3: AujaranuonHas KMII,
XCH 2A 1I ©K. Haznauena Tepanusi CeleKTUBHBIMU
OeTa-0okaTopamMu (OGHCOIIPOJION B CYTOYHOH 103¢ 2,5
MT/CYTKH TIOCTOSTHHO), MHTHONTOpamMmu AllD (sHana-
IIPUJI B CyTOYHOH J103€ 5 MI/CYTKH IIOCTOSIHHO).
Bnepsble rocnurtanusuposad B ®I'bY «HMUIL»
uM. B. A. AnmazoBa Munsznapasa Poccuu B Bo3pacre 11
neT. Ha ocHoBaHMM %a1100, aHAMHECTUYECKUX IaHHBIX,
Pe3yabTaTOB KJIMHUKO-T1a00PaTOPHBIX M MHCTPYMEH-
TaJbHBIX MCCIEIOBAaHUI COCTOSIHUE OBLIO PacIEHEHO
kak KMII nunatanmoHHOTO ()eHOTHIA, TPUIHHOMN KO-
TOPOH, KpOME TEeHETUYECKON, MOT' OBITh BOCTIAJINTEIb-
HBIN nporecc B Muokape. Kpome toro, ¢ yuetom nosia
U paHHero nedrTa 3a00JeBaHUsl, a TAaKXKe XapaKkTep-
HBIX KaJ100 Ha YTOMJISIEMOCTh U MBIIICYHYIO CIa00CTh
B IuddepeHIHaNbHbIi psia Obuin BKIFOYeHB! HM3.
[To pe3ynmpTaTaM MPOBEACHHBIX 00CICIOBAHUN: B KJIH-
HUYECKOM aHaiu3e KpoBH — Oe3 matonoruu. Ilpm
OLICHKE OMOXMMHYECKUX TOKa3areield KpoBH oOpa-
I1aJ10 BHUMaHUe HaJU4Yie BbIPa)KEHHOT'O MOBBIILICHUS
Kapnuocnenuduieckux GepMeHTOB MPU HEOTHOKPAT-
HO IIPOBOJMMOM JIMHAMUYECKOM KOHTpOJIE (JlaKTaTIe-
rugporenassl (JIJI') mo 704 —> 802 —> 747 En/m nipu
Hopme 710 220 En/i; kxpearnngochoxnnazst MB (KOK
MB) no 194,9 — > 340,9 —> 377,9 —> 115,5 En/n npu
HopMme 10 24 En/m; Tpomoruna I o 0,0750 —> 0,0657

I I . KITMHWYECKWE CJZTYHAN | CLINICAL CASES

HIr/™Ma 1pu HopMme 10 0,0340 Hr/mun), a Tak)ke 3HA4YU-
TEJIBHOE TIOBBILICHNE MUOTEHHBIX MapKEPOB — OOILEH
K®K 10 4 267 —> 13 882 Exa/n npu Hopme 10 200 En/n
(tabm. 2). TecTsI CTPENTOKOKKOBOW CEPOJIOTUH OTPH-
narenbHble. [lokazarenu TupeonaHoro craryca — 6e3
narosioruu. IIpu uccinenosanuu kposu meronom I[P
Ha BUpYCHl OmmiTeiHa-bapp, IUTOMEraioBupyc, BH-
pyc repreca 6 TUIa NOJy4€Hbl OTPULIATEIbHBIC pe-
3ynbraTthl. 1lo maHHBIM MMMyHOrpamMMmbl 00paiano
BHUMaHHE MOBbIIeHHE ypoBHs CD45+numdonnTtos
10 2 739 xn/mMka ¢ HapactanueM 10 2 819 kii/MKI npu
KOHTpoJIe B AuHaMuKe. OcTalbHbIe TOKA3aTEN HMMY-
HOI'PaMMBI, BKJIIOYasi YPOBHU UMMYHOITI00ynInHOB G,
Mu A, KOMIIJIEMEHTa, OCTAaBAJIUCh B IIPEAEIax HOPMBI.
ITo nanubM Ox0KI" — coxpansiach BeIpakeHHas IU-
naTanus JeBbix kamep cepana (KJP JIXK 60 mm, neBoe
npeacepaue — 37 x 40 MM); COKpaTUTEIBHAS CITOCO0-
HocTh JIK pesko cHmxkeHa (OB nmo Cumncony 27 %,
no Teiixonby — 31 %) (puc. 1, Tadn. 1). Jlanusix 3a
BPOXKICHHBIN IIOPOK cepaLa He nosyuyeHo. IIpusHakos
rUIepTpoPHH MUOKAP/IA HE BBISBICHO.

[To manaeiM CMOKI, cpenuss UCC — 70 B mu-
HyTYy, MakcuMasibHasi YCC — 106 B MUHYTY, MUHU-
ManpHast YCC — 48 B MUHYTY B AHEBHBIE Yachl U 53,
106 u 47 B MUHYTY B HOYHBIC Yachl COOTBETCTBEHHO,
nay3 — 85, muurenbHocThio 0T 1 504 mo 1 760 mc 3a
CYET CHHYCOBOH apUTMHUU. DKTONHNYECKAsi AKTUBHOCTD

- LVPWs
B -LVIDs
T _IVSs
- LVPWd

1.08 cm
5.14 cm
1.08cm
0.864 cm
KAP MK 6.05 cm
- IVSd 0.821 cm
EDV (MM-Teich) 183 ml
LV Mass (Cubed) 201 g
IVS/ILVPW (MM) 0.950
IVS % (MM) 31.5%
ESV (MM-Teich) 126 mi§
FS (MM-Teich) 15.0 %]
EF (MM-Teich) 31.1 %"
LVPW % (MM) 25.0 %

Puc. 1. Pe3synbTaTbl aXxokapauorpadum (napactepHanbHas No3nLnUa No AJIMHHOWN OCH):
M-peXuM, CHMKeHne cokpaTuTenbHou cnocobHocTu JIXK, punatauma NnosocTn neBoro

eJlyao4Ka)
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npeacTaBiieHa 54 OAMHOYHBIMM  KEJTyIOYKOBBIMH
skctpacucronamu (JKD). Ha pentrenorpamme rpyn-
HOU KJIETKM — 0€3 WHQHIBTPATUBHBIX W3MEHECHUH.
ITo pesynbraTam Y3U OpromrHO# MOJOCTH NTAHHBIX 32
rernaTocIICHOMETaluio He nosydeHo. C ydeToM Io-
JYYCHHBIX JAaHHBIX, OBLIM ONpEACICHBl MOKA3aHMS
Kk nposeneHuro MPT cepaua u MynbsTHCIUPAaIbHOU
kommbioTepHoi Tomorpaduu (MCKT). Ilo pe3yinbra-
tam MCKT naHHBIX 32 HaJTMYHUe BOCTIAJICHUS HE TIOJTY-
4eHo, BeIsiBNeHa quiaramnus JIK (puc. 2).

[Ipu nposenennu MPT ¢ BHyTpUBEHHBIM KOHTpa-
crupoBanuem maunatanus JOK (KAP JDK — 55 mwM,
KOHEUHBIN cuctonuueckuii pasmep (KCP JIK) — 48
MM), BBIPAaXEHHOE CHMKCHHME COKPATUTEIbHOM CIIO-
cobnoctu Muokapaa (OB JIDK — 27 %, ®B npasoro
wenynouka (1K) — 35 %).

[IpuHrMas BO BHUMaHHE PE3KO BBHICOKHE IOKa3aTe-
T KapAHOCTIEIM(PHYECKUX W MBIIIEYHBIX (DEPMEHTOB,
B ToM uncie KOK, pesynasrarel [IOT u MPT cepaua,
peOeHKyY BBIIIOIHEHA dIEKTpOHEHpoMuorpadusi, o pe-
3yJbTaraM KOTOPOH yOemUTeNIbHBIX JaHHBIX 3a TOJIHU-
HEHpPONaTuio IMOJy4yeHO He OBUIO, OAHAKO OBLI 3ape-
TUCTPUPOBAH MbleuHbIM nartepH. [lo nanasim MPT
MSTKHX TKaHeH TojieHH, Oeapa y peOeHKa TakKe Hellb-
351 OBUIO UCKJIIOYUTH HAJIMYKE MBIIIEYHON JUCTpOodUH
(CHW)KEHHME TONIIMHBI TUaMeTpa MBI Oexep, roie-
HU, CTOIBI, YMEpPEHHas W BBIpAXCHHAs JIeTeHepalys
BBILICTIEPEUUCICHHBIX MbIMIEUHBIX Ipynn). C mesbro
Bepupukau HM3, acconunpoBaHHOTO ¢ MOPaKeHU-

€M CepJICYHO-COCYTUCTON CHCTEMBbI, OBLIO MPOBEICHO
TEeHETHUYECKOE HMCCIICOBAHME, MO MOTYYCHUH Pe3ylib-
TaTOB KOTOPOTO 3allUIaHMPOBAaHA OMOIICHS CKEJIETHBIX
™Mb, Ha manHoMm stare peOGeHOK OB BBIMHCAH IO
HaOJIO/ICHNE KapAHOJIOTa U HEBPOJIOTA IO MECTY HKH-
TENbCTBA, HA (DOHE MMOJIMKOMIIOHEHTHOW Tepanuu cep-
Je4HOl HepocTatouHocTh (MHrnouTopsl AIl®, crimpo-
HOJIAKTOH, MOYCTOHHBIC U OeTa-0JI0OKaTopHI).

Uepes 3 mecsria mociie BEITUCKH, TTPA 00cIenoBa-
HUU TI0 MECTY JKUTEIhCTBA, HA (DOHE MPOBOJUMON Te-
panuu oTMe4all CyObeKTHBHOE Yy UIICHUE IEPESHOCH-
MOCTHU (PU3UYICCKUX HArPy30K, YMEHBIIICHUE IITHU30/I0B
1 WHTCHCHBHOCTH MHUanTuil. Ilo pesymsraram Onoxmu-
MHYECKUX TOKa3aresieil B JUHAMUKE — IOBBIIIICHHE
AJIT o 92,0 En/n pu Hopme 1o 55 En/m; ACT no 97,0
En/n npu vopme 1o 34,0 Ex/n (npu oTpuuareabHbIX
pesyabpTaTax ucciaenoBanus Kposu Ha HBS Ag, HCV).
Hapsny ¢ aTuM oTMeuanoch THHAMHYECKOe CHUKEHHE
nokazareneit JI/II" (747->399 En/n), oomeit KOK kpo-
BU (13 882 —>5 476 En/n) npu yMepeHHOM HapacTaHUH
ypoBust KOK MB no 155,2 En/n (tabm. 2).

[Tpu noBTropHO# rocniutanuzaiuu B OI'BY «HMUILL
uM. B. A. Anmazoa Munszapasa Poccun uepes 1,5 rona
COCTOSIHHE PACLIEHEHO KaK CpelHEel TSKECTH, CaMOUYB-
CTBHEC YIOBIECTBOpHUTENbHOE. lloNmokeHnEe akTHUBHOE,
OMOIMOHATLHBIA (HOH TTONIOKUTETHHBIA. [IpaBHIIBHOTO
TEJNOCIOKEHHUS, YIOBIETBOPUTENbHOTO THTaHusA. O0-
palnajgo BHUMaHHE HAJIMYME THIIOTOHYCA MBIIII] HUAXK-
HUX KOHEYHOCTEH, OTPAaHUUYCHHE MOABMKHOCTH KOJICH-

Puc. 2. MCKT ceppua: gunatauua NosioCTU IEBOIro0 XenyaodKa
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HOTO CycTaBa NPH aKTHBHBIX IBIKEHUsX. [lanbrnanus
MBI JOCTYMHBIX Ipynn — Oe30ose3neHHa. Ilymbe
apUTMUYHBIN 55-64 B MUHYTY, CHMMETPHUYHBIH, yIOB-
JICTBOPUTEILHOTO HanojaHeHus. AJ]— 90/60 mm pT. CT.
ITaronoruyeckux mynbcalluii HE 3apErUCTPUPOBAHO.
[lepkyTOpHO — pacIIMpeHHE TPaHHIl CEpAla BIEBO.
Tonbl cepnua mpurtymieHsl, aputmuyHbsle. Jeduu-
Ta mynabca He 3adukcupoBaHo. CUCTONMUYECKUI LIyM
C DIUIIEHTPOM B TOUKe boTknHa-Ipba, 0e3 aKcTpakap-
nuanbsHoro nposeneHus. Y[ — 18 B munyTy. B nerkux
JbIXaHUE BE3UKYISIpHOE, 0e3 y4yacTusi BCIIOMOIaTellb-
HOW MYCKYJIATypbl M JIOKAJIBHOTO OCIa0NIeHHUs, MPO-
BOJIUTCS BO BCE OT/AEIbBI, XPHUIIOB HE 3a(pHKCHPOBAHO.
JKUBOT MSATKWN, AOCTYIEH TIIyOOKOH MaNIbITallik BO
Bcex otnenax. [leduens He yBenuueHa. Kpait nmpu nanib-
Manuy IUIOTHBIN, MOBEPXHOCTh Majkasd. Cele3eHka
HE NalbNupoBanack. J(u3ypruueckue sBICHUsS peOSHOK
Y MarTh nanuenTta orpunand. [lepudepraecknx oTexoB
He Obuto. Cryn 1 pa3 B cyTku, opopMieHHbIH, 6e3 ma-
TOJIOTMUECKHUX MpUMECEN.

[Ipu oOcnenoBaHNM B OTAETICHUN B KIMHHUYECKOM
aHaJu3e KPOBH U KoaryjorpamMme — 0e3 MaTOoJOTHH.
[Ipu ananu3e OMOXUMHYECKUX TTOKa3aTeIe KPOBH —
B JIUHAMHUKE OTMe4aeTcs HapacTaHue ypoBHed AJIT
u ACT no 238 En/n u 156 Ef/in coOTBETCTBEHHO, a TaK-
K€ MapKepoB MHUOIMTOJIN3A 110 CPABHEHHUIO C JIAHHBI-
mu ot aBrycta 2016 roma (JIAI 399 En/m — 743 En/m,
obmeit KOK 5 476 — 16 704 En/n, KOK MB 155,2
En/m — 313, 2 En/n) (Tadn. 2).

[To OKI" — purm cunycossiii ¢ YCC 58 B Muny-
Ty. MeCTHbIE HapyILEHUs] BHYTPUXKEIYyJOUYKOBOH IPO-

I I . KITMHWYECKWE CJZTYHAN | CLINICAL CASES

BOIMMOCTH. Hapymienus mporeccoB penoyspu3aui.
ITo pesynsraram OxoKI' coxpaHeHue auinaranuu Jje-
BBIX KaMep cepana. MUHUMaIbHOE YITyqIIeHHe COKpa-
TUTEIBHON CIIOCOOHOCTH MHOKAp/Ia JIEBOTO M TPaBOTO
JKEITyZI0YKOB II0 CPaBHEHUIO C JaHHBIMH OT aBTycTa
2016 roga (®B JIK no Cummncony — 30 % -> 36 %,
o Teitxombiry — 32,3 % —>33,7 %, TAPSE — 11 cm
—> 14 cm) (Tadm. 1). [Ipu3zHakoB runepTpodun MHOKAp-
Jla He BoIsiBIIeHO. B xone nposeaenuss CMOKI — yme-
peHHas OpaguKapaus B TEUEHHE CYTOK. DKTOMHYECKOH
JKEITyJOYKOBOM aKTUBHOCTU HET. [lapokcu3manbHbIX
HapyIIeHUl CEepIEeYHOTO PHUTMA, 3aMEIJICHHs aTpho-
BEHTPUKYJISPHOH TPOBOAMMOCTH, HIIEMHYECKHX W3-
MEeHEHMH He 3apeructpuposano. Ilo pesynsraram Y3U
OpIOIIHOI MOJOCTH AAHHBIX 33 TE€NaTOCIIICHOMET aIHIO
He nonydeHo. IIpu npoBeneHUU KOHTPOJIBHOW 3JIEK-
TpoHEHpOMHOTpapUU B THHAMUKE COXPAHSIIOTCS Iu]-
(dy3HBIE MHOTEHHBIE HM3MEHEHHs, C MpeodiaaHueM
B HI)KHUX KOHEUHOCTSIX. BhimonmHeHna Ouorcus 1eBoi
MKPOHOKHOW MBIIIIIBI, TIOTY4€HbI JaHHbIe 32 HM3.
ITo pe3ympraTaM TeHETHUECKOTO OOCIEIOBAHUS
B mccuexyemom obOpasie JIHK oOnapyxkena 3ameHa
B rere muctpopuna R141 P (NM 004009:exon6:c.
G422C, chrX-32834681, HG7), 4uTo mo3BOJIsIET rOBO-
pUTh O HAaNWYMH Yy ManueHrta auiaranmuonHoil KMII
B CTPYKType HACIEICTBEHHO JIETEPMHHHUPOBAHHOTO
HM3 — muctpodunonarnu bekkepa. C ygeroM momy-
YEHHBIX PE3YJIbTaTOB, PEOCHKY CKOPPEKTUPOBAH 00bEM
Tepanuu, MpUHUMas BO BHUMaHHE OTCYTCTBHE IIPO-
TpeccUpOBaHMs XPOHUYECKON CepaeuHOi HEeJ0CTaTOu-
HOCTH, YMEHBIIICHA /1033 ANYPETHIECKUX MPETaparToB.

Ta6nuua 2. iluHaMnKa na6opaTopHbIX NOKasaTteneu

JlabopaTopHbie .
| rocnutTanunsauua MexxrocnuranbHbii nepuopn

nokasarenu
ACT, Eg/n 131 223 288 64 97 91 238 125
ANT, Eg/n 110 180 287 102 92 86 156 100
:Ef;ﬁ”"'” g 0.0750 | 0.0169 | 0.0227 | 0.0657 0.0690 | 00713 | 0.1294
K®K, En/n 13 882 5476 6 192 16 704 8137
K®K MB, En/n 340 377 115 155 183 313 190
nar, Eo/n 704 802 747 399 398 743 494
NTproBNP, 1334 502 556 588
nr/mn

Mpumeyvanusa: ACT — acnapTaTaMuHoTpaHcoepasa; AJIT — anaHuHamuHoTpaHcdepasa; KOK —
KpeaTuHpocdoknHaza obuwan; KOK MB — kpeaTtnHdpocdokmHaza MB; JIOIT — naktatoerngporeHasa;
NTproBNP — N-TepMuHanbHbIl dparMeHT HaTpUnypeTUYeCKOro nponenTmnoa MO3roBoro.
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B Teuenme mociemyrommx 7 MecsIeB COCTOSHHE
MaUeHTa CTPEMUTENBHO YXYALIMIOCH 3a CYET Ha-
pacTaHMsi TPU3HAKOB CEpIEYHONW HEIO0CTaTOYHOCTH
II0CJI€ MEPEHECEHHON pecnupaTOpHOM BUPYCHOW HH-
(dexmuu. B Bo3pacte 14 net Ha poHE pecrmpaTopHOIH
BHPYCHOW MH(EKIUHU MAIUEHT MOTU0 OT JeKOMIIEHCa-
uun XCH B cranmoHape 1mo MecTy KHUTelIbCTBA.

OBCYXKAEHUE

[IM]] bekkepa oTHOCHTCS K MEIJIEHHO MpOrpec-
CUPYIOIIMM (OpMaM H SIBISIETCSI aJIeIbHBIM 3a00-
neBaHueM ¢ wmuonucTpodueit [romenna. Cremyer
OTMETHTH, UTO 00¢ (popMBbI 00yCIOBIICHBI nedeKkTamMu
reHa guctpoduna (DMD), nokanuzoBannoro B Xp2l.
O0a 3a0oneBaHUsT HACICAYIOTCS MO PELECCHBHOMY
THUITYy, CUEIJIECHHOMY ¢ X-xpoMocomoi. Tem He MeHee,
npu MuoauctTpoduu JioneHHa B CUITy CTPYKTYPHBIX
ocoOeHHOCTEH TeHeTHYeCcKoTo neexTa cmaTe3 OelKa
JUCTPO(HHA CYNIECTBEHHO HAPYIICH, YTO OMPEIeIIs-
€T paHHIOI MaHH(ECTANIO U BEIPAKEHHYIO CUMIITO-
MaTHUKY CO CTOPOHBI MBIIICYHOW CUCTEMBI B paHHEM
Bo3pacrte. [Ipu muommcTpoduu bekkepa BermeacTBHE
MeHee 3HAYMMOro (DYHKI[MOHAIIBHOTO XapaKTepa My-
TallMd CHHTE3 AMCTPO(HHA MOJHOCTHIO HE MpeKpa-
iaeTcs, CHHTE3UPYIOTCSl TaKKe IPYTUe ero ppakiuu
C HHU3KOH MOJIEKYJISIPHOM Macco, 4TO U ONpeAeIIsieT
Oonee MOOPOKAYECTBEHHBIM XapakTep 3a00eBaHMS
o cpaBHeHUIO ¢ mMuomuctpoduein lromenna. [1oa-
ToMy MuonucTpodus bekkepa B oTiiMuue OT Opyrux
[IM/] iposiBiisieTCSI OTHOCUTEIIBHO MO3HUM JICOF0TOM
(mocie 5-10—15 net) u MaTkuM TeuenneM. Hapymenune
WHTEIJIEKTa HE XapaKTEepHO /ISl TaKUX TaI[UeHTOB,
W MBIIICYHAs ¢1a00CTh, MOBBILICHHAS YTOMIISIEMOCTD
nocye GU3NYECKUX Harpy30K, KapJuaiabHbIe Tpooie-
MBI HE CTOJIb BBIpa)keHbI. YacTo IMarHo3 Heyb3s Mo-
CTaBHUTHh JO TOJPOCTKOBOTO BO3pacTa WIW FOHOCTH,
HaIrpuMep, KOra MOJIOJIbIC JTIOAU 3aMeUaroT yXy/IIIe-
HUE NePEHOCUMOCTH (PU3MUECKUX HATPy30K, MBIIIEY-
HYI0 CJIa00CTh Ha yPOKax PU3KYJIBTYPHI B IIKOJIE UITH
BO BpeMsl BOGHHOM IOJATOTOBKHU. bosibHBIE 1OCTATOU-
HO JOJTO COXPAHSIOT pabdOTOCIOCOOHOCTH, HO, TEM
HE MEHee, yPOBEHb CMEPTHOCTH OCTAETCs MO-IPEKHE-
MY BBICOKHM. 3a00JIeBaHHE HOCHT IPEUMYLIECTBEHHO
CEMEHHBIN, peXe — U30JUPOBAHHBIN CIIOpaAUYECKUI
xapaxTep, X-CIeTUICHHOe HACJe0OBaHUE, U B3POCIbIe
MY>KYWHBI, UMEIOIINE TeHETHUECKUil AedeKT, depes
J0Yb MOTYT TIepeaBaTh ero BHYKY («dPQeKT nenar)
[13].

CrnemyeT OTMETHTH, 4TO X-CIEIJICHHAS AUIaTalln-
onnass KMII, accouuupoBaHHas ¢ MyTaluedl B reHe
nuctpoduHa, — penkasi, ObICTPO MpOrpeccupyomas
MATOJIOT U, XOTsl Y OONBIIMHCTBA JieTel 3a00IeBaHue
MIPOTEKAET OTHOCUTEIIBHO 0ECCUMITTOMHO JI0 MTO3AHEH

craaun. [Ipu 3ToM y manueHToB HaOmrogaeTcs HOp-
MaJbHBIH JTUCTPOPUH CKEJETHBIX MBIIII, HO OTCYT-
CTBYET 3KCIIPECCHUSI B CEPACYHOU MBIIIIE, YTO MPHU-
BOIUT K Gubpo3y u arpodum mmokapma. Ilpu stom
TSOKECTh U pa3Butue nuinataunonnoit KMII e koppe-
JUPYIOT C THIIOM MyTanuu reHa aucrpoduua. MPT
¥ MOJIEKYJISIPHO-TEHETHYECKOE TeCTHPOBAHNE UTPAIOT
KJIFOUEBYIO POJIb B TUATHOCTHKE 3a0oneBanus [14].

B mpencraBneHHOM ciydae BBICOKHE YPOBHH MHU-
OLIUTOJIUTUYECKUX (DEPMEHTOB B CHIBOPOTKE KPOBH
M COXpaHEHHE TMOCIEeIHUX TPHU HEOTHOKPATHO MPO-
BOJAMMOM JHWHAMUYECKOM KOHTPOJIE B COYETAHUU
¢ npusHakamu nporpeccupyromeid KMII co chuxke-
HueM ®B 1 oTcyTCTBHEM KIMHUYECKHX U JJabopaTop-
HO-WHCTPYMEHTAJIbHBIX JAHHBIX 32 BOCHAJIUTEIbHBIN
MIPOIIECC MTO3BOIMIIN 3armono3puTh Hannune HJI3, aro
MOJATBEPAUIIOCH PE3ybTaTaMU T'€HETUUYECKOr0 HCClie-
JIOBAaHUS M J1aJI0 BO3MOXHOCTH OINPEAEIUTHCS C Tak-
TUKOM BEJEHUS MalUEHTA U Ha3HAYUTh JieyeHue. Tak,
COTJIACHO JIAHHBIM CHCTEeMaTh4yeckoro ob3opa Gaspar
1 COaBTOPOB, OBLIIO 0OHAPYIKEHO 6 CITydaeB pa3BUTHS
nunataunoHHo KMIT y Mononsix nronei, y KOTOphIX
BIocieAcTBUU Obuta quarnoctuposana [IMJ] Bekxke-
pa. Y OONbIIMHCTBA MAIlMEHTOB M3HAYaIbHO HAOIIO-
JAJINCh CHUMITOMBI 3aCTOMHOM ceplaedyHol HenocTa-
touHocTH (5/6, 83 %), a cpenusiss ®B JIXK cocrasmsiina
23 %, 1 TONbKO uepe3 1-6 JeT MOSBUINCH CKEJeT-
HO-MBIIIEYHble CUMITOMBI. [Ipy 3TOM TpaHcmiaHTa-
st cepaia Oblia Hanboliee paclpoCTpaHCHHBIM Ba-
puaHToM JiedeHus [15].

B HacTosimuii MOMEHT IOBCEIHEBHAsi Tepamnus
TaKUX IalMEeHTOB HAaNpaBleHa TJIaBHBIM 00pa3oM
Ha O0opbOy c ocinoxHeHUsIMU. COBpEeMEHHBIC CTaH-
JapThl JeUYeHUs BKIIOYAIOT B ce0s HCIOJIb30BAHUE
TIIFOKOKOPTUKOCTEPOUIOB, HYTO CIHOCOOCTBYET CO-
KpPAlllCHUIO0 BOCHAJCHUS B CKEJIETHBIX MbIIIIax. Tem
HE MeHee, Ha3HaueHUe TNIIOKOKOPTUKOCTEPOUIOB Ya-
CTO TMPUBOAUT K PA3BUTHIO TSAKEJBIX JOJITOCPOUHBIX
mo609YHEBIX AP PekToB (OBICTPHIN HAOOP Beca, yXyaIIa-
romuit reuenne KMII, 3aMenienue TeMIoB pocTOBBIX
nokasaresiel, I0J0BOT0 CO3pEBaHNUsl, yTpaTa KOCTHOU
MAacCChl, YTO KpailHE HeKeNaTeJbHO B JIETCKOW IOMY-
nanun). K ToMy ke HazHaueHWe CTEPOMIOB JOJKHO
OBITH PETYISIPHBIM U TOCTOSTHHBIM. AHa0OJIWYEeCKHe
CTEPOUJbI, IIHUPOKO MPUMEHSBIIUECS 10 HEIABHETO
BPEMEHU NP MBIIICYHBIX AUCTPOPUIX, eme Oonblie
YBEIWYMBAIOT TOBPEXKICHHUS MBIIIEYHBIX BOJOKOH.
Hapsany ¢ »TuM — npuMeHEeHHE AHTHUOKCUJAHTOB,
AHTUTUIIOKCAHTOB, AHTUXOJMHACTEPA3HBIX U METa-
0O0IMYECKUX MEIMKAMEHTO3HBIX CPEICTB OKa3bIBAaeT
cUMIITOMaTUYeCcKoe JeiicTBue. Bce 3To moOyxkimaer
K TIOMCKY HOBBIX METOOB JIEYCHHS W KOMOMHAIWN
MpenapaToB, CIIOCOOCTBYIONIUX 3aMEJICHHIO TIPO-
rpeccupoBaHms 3a00JICBaHNS U CHIIKEHUIO PUCKA pa3-
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BHTHS KU3HEYTPOKAIOIIUX OCIOKHEHUN CO CTOPOHBI
CEPACUHO-COCYAUCTON U ABIXaTeNbHOU cucteM [16—
18]. B paborax O. C. I'po3noBoii, B. B. UepHukooi
W COaBTOPOB IOJIYYCHBI JaHHBIC, TOBOPSIIUE O TOM,
YTO paHHEe Ha3HAYeHHWEe WHTHOWTOPOB AHTHOTEH-
3WH-TIpeBpaniarmiero pepMerTa u 6era-0JI0KkaTopoB
MOJKET 3aMEIJINTh TOBPEKICHUE CEPIECYHON MBIIIIIBI
npu [IM]] bekkepa. Jleuenne KMII u comyTcTByIO-
IHUX CEePACYHO-COCYIUCThIX HapyueHud npu [IM]]
OCYIIECTBISICTCS 0 Pa3BUTHS CHMIITOMOB CEPIeYHON
HEIOCTATOYHOCTH (MHTMOMTOPOM aHTMOTEH3MH-KOH-
BepTupytomiero gpepMenra, 6era-010karopamu, npej-
HU30JIOHOM B HHU3KHUX JI03aX) W/WIM KIMHUYCCKUX
MPOSIBIICHUH HapylIeHUM pUTMa M MPOBOJUMOCTHU
cepana (AHTHAPUTMHYECKHUE TTpenapaThl UJIU UMILIaH-
Talus OAHOKAMEPHOTO AJIEKTPOKAPAHOCTHMYJISTOPA),
YTO JOCTOBEPHO MPUBOJUT K YBEIMYCHUIO BEIKIBAC-
MOCTH O60pHBIX [8, 18-21].

B namem cirydae muarsos manueHTy ObLIT YCTaHOB-
JIEH I0CTAaTOYHO MO3/IHO, a TePaIlus Ha3HaYeHa yKe To-
ClIe Pa3BUTHS CEPACYHON HEOCTAaTOYHOCTH, YTO HE MO0-
3BOJIMJIO B3SITh MO/ KOHTPOIIb TEUEHHE 3a00JICBAHHUSI.

Emte omHuM mepcrieKTUBHBIM HAIIPaBIICHUEM JIede-
HUSI TaKUX MAIMEHTOB MPEICTABISETCS TeHHAs Tepa-
nus. Tak, Ha JaHHBI MOMEHT CTpaTEerHy pernapanuu
muctpoduHa npu aucTpodun JlromeHHa BKIIOYAIOT
B ce0sl HOHCEHC-CUMTBIBAIOINIYIO TEpPaIuio, BEKTOP-
HO-OTIOCPEIOBAHHYIO JIOCTABKY T€HOB M TMPOITYCK K-
30HOB C IOMOLIBIO CHHTETHYECKHUX AHTHCMBICIOBBIX
OJIUTOHYKJICOTH/IOB MJIM pPEJaKTHPOBAHWUE TEHOMA.
Tem He MeHee, MHOTHE M3 3THX METOJOB JICUCHHUS BCE
eIIe HaXOATCSA B CTAIUU TOKIUHUYECKON pa3padoTKu
WITM TIOKa HE JIOKa3aHO WX TOJOKHUTEIBHOE BIUSIHHE
Ha CepAeUHYI0 Mblny [22].

SAKJTIOHEHUNE

Taxum 00pa3oMm, TaHHBIN KIMHAYECKHUH CITyvaii 1e-
MOHCTPHUPYET, UTO Ienaecoo0pa3Ho Bkiroyenne HM3
B auddepeHInaIbHy0 JHarHOCTUKY Y MAIUCHTOB
¢ npuszHakamu KMII co cuuxenHoit @B u BbicOkuMU
YPOBHSIMH MHUOIHUTOIUTHYCCKUX (PEPMEHTOB B CHIBO-
POTKE KpOBU IIPU OTCYTCTBHH MPU3HAKOB BOCTIAJICHHS
1o 1abopaTOpPHBIM AaHHBIM. THiaTenbHOE KOMILIEKC-
Hoe o0cieoBanne pedeHKa ¢ MPUBJICYEHHEM K padoTe
JETCKOT'0 KapIHOoJIora, HEeBPOJIoTa, MEAUITMHCKOTO Te-
HETHKA U IPYTUX NPO(UIBHBIX CHEIHATICTOB MO3BO-
JIUT CBOEBPEMEHHO U B 0OOJiee paHHUE CPOKHU BBISIBUTD
noteHnuanbabie HM3 u oTtoOparh 100pokayecTBEH-
HbIe (HOPMBI, TPH KOTOPBIX BO3MOXKHO 3aJ€pPKaTh MPO-
rpeccupoBaHue, Mo00paB aeKBaTHYIO TEPATUIO JUTS
Ka)KJJOr0 KOHKPETHOT'O CITyyasl.

Kpome Toro, HeoOxonuMo HanpasiIsTh Ha 00cIeno-
BaHWE XCHIIMH Ha CTaJMU IMJIAHUPOBAHHS OCpeMeH-
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HOCTH Ha HAJIM4YHUC IIAaTOJIOT'MYCCKHUX I'CHOB, onpez[ensl-
IOIUX Pa3BUTUE MUOAUCTPOHII, 0COOCHHO B CiIydae
HaJIMYWS TaHHBIX 3a00JIEBaHUH Y pOJACTBEHHHUKOB, KaK
0 TMHUY MOTEHUIUAJIBHON MaTepHy, TaK U oTLa. BBUIy
CYLLECTBOBAHUS pPa3JIMYHBIX BapUaHTOB HACJEI0Ba-
HUs 3a00JICBaHUs, TAKTUKA IUIAHUPOBAHUS OyyIien
OCpEeMEHHOCTH TOJDKHA PEIIaThCsl CTPOTO WHIUBHUIY-
abHO B KaXJOM KOHKPETHOM ciydae ¢ 00s3aTelb-
HBIM [IPUBJICYEHUEM MENULIMHCKUX T'€HETHUKOB.
TonabkO KOMIIJIEKCHBIM IMOJXOM K OIEHKE COCTOSI-
HUSL CEpPACUYHO-COCYJIMCTON CHCTEMBI, C OINpPEIEICHU-
€M CTENEeHU MOpaKEHUs HEHPOMBIIIEYHOTO armapa-
Ta, JaeT BO3MOKHOCTH HA3HAYWUTH IMATOINCHETHUYECKU
A CUMIITOMAaTH4YeCKH OOOCHOBAHHOE JIEYEHHE, BKIIIO-
Yasi MEJIMKAaMEHTO3HYI0 TEPaIui0 U peabuIuTalluOH-
HOE JICUCHUE C yIeTOM (POPMBI, TSHKECTH M XapakTepa
Te4YeHHs 3a00JIeBAHNS M COMYTCTBYIOIIEH TaTOJIOTUH.
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