HEIUATPUA

YJIK: 616.8-056.76

KJIMHUYECKUHA CJTYYAN TEHETUYECKHU NOATBEPKJIEHHOU
MHOTYBYJISIPHOM MUOIIATHH

Juana T'ypamoBna Amxam®, Jlapuca Huxonaesna Brnacosa?, Exarepuna CepreeBHa
Mpanosa®, Jlapes Bagumosna lllamosa?, Mapuna Buransesna ['nanknx®

HMOI'BOY BO «YpanbCKuil TOCYyJapCTBEHHBIA MEIUIMHCKUAN  yYHHUBEPCHUTET»
Munzapasa Poccun, ExarepunOypr, Poccuiickas deneparms

['0CcynapCTBEHHOE Ka3€HHOE yUpexkIeHHe 3apaBooxpanenns CBepIIoBCKOl 0bnacTu
«Crienmanu3upoBaHHbIi 10M pedenka», ExarepunOypr, Poccuiickas deaepanus
3kkateivanovaa@mail.ru

AHHOTALMSA

BBenenne. IlonynsaiuronHass pacnpoCTpaHEHHOCTh MUOTYOYJSSPHOW MHUONATUU Ha
CEerOJHSAIIHUN JeHb Heu3BecTHa. IIporHo3 HeOnmaromnpusTHeIi, okojgo 75 %
HOBOPOXKJICHHBIX C TsDKeo (opmoil 3a00j€BaHUsI YMUPAET B MEPBBIE HECKOJIBKO
HEJIeTIb UJIM MECSIIEB KU3HU. Y BBIKUBIIMX JIeTe 3a00JieBaHUE HE MPOTPECCUPYET,
OJJHAKO MMEETCS BBIPAXKCHHOE HAPYIICHHUE JIBUTATEIIBHOM aKTUBHOCTH, JETH PEIAKO
OBJIAJICBAIOT HABBIKOM XOJBOBI, COXpaHss TSXKEIYI0 MbllIeuHyo Tunotonuto. Ieab
HCCICA0BAHUA -  MPEICTABICHUE  KIMHAYECKOTO  Cllydasg  TI'€HETUYECKH
MOATBEPXKJAECHHON MHUOTYOYJIApHOW Muomatuu. MaTepuajibl W MeTOAbl. THUIIBI
MCCJICIOBAHMS BKIIIOYAJIM B ce0sl KIIMHUYECKOE HAOJI0ICHHE, T1e CrIoco0oM oTOopa
YYaCTHUKOB HCCJIEJOBAHMS SIBIISTIOCH MOHOTpadUyYeCKOe UCCIEOBaHUE TAlMEeHTa C
peaKoi reHeTnueckoi natojoruent. Kiuaudeckoi 6a30if sSBISIIOCH TOCYIapCTBEHHOE
Ka3eHHOE YYpeXKJeHue 3ApaBooxpaHeHus CBepaJIOBCKOW  o0jacTu  ropoja
ExarepunOypra «Crnenuain3upoBaHHOTo jgoma pebHka». Pesyabrarhl. Manbunk
., 24.10.2018 r.p., Haxogutcs B 'KY3 CO «Cnenuanu3npoBaHHbIi 10M peOeHKa» ¢
04.06.2019 r. no Hacrosiee Bpems. [1o pe3ynbraTaM T€HETUYECKOTO OO0CIEIOBAHUS
ot 09.04.2020 r. 6s11 BepudunupoBan auarao3: G71.2. MuotyOynsipHass MUOTIaTHSA,
o0ycnoByeHHas nmaroreHHbIM BapuanToM ¢.109 C>T B rene MTMI1 B reMusurotHom
COCTOSIHMU. THN HacneqoBaHUs X-CLEIUICHHBIM. | €eHETUYECKH PUCK MO AAHHOMY
3aboneBanuto i1 OpaTheB mo matepu — 50 %. O0cyxneHue. J[aHHBIN KIMHAYECKUMA
Cllydyail JEMOHCTPUPYET THUIUYHYIO KIWHUYECKYI0 KapTUHY MHOTYOYJISIpPHOM
MHONATUHA C OPTAHUYECKUM MOPAXKEHUEM LIEHTPAIBbHOM HEPBHOW CUCTEMBI TSKEIION
CTEIIEHU, COIYTCTBYIOLIEH COMAaTUYECKON MATOJOTUEN U PA3BUTUEM NMAJUIMATUBHOTO
cocTtosiHus. BbIBOABI. YYacTKOBBIN TeauaTp, HAOMIOAAIONIEro pedeHKa ¢ paHHUM
Ne0I0TOM TeHEepPaTN30BAHHON MBIIIEYHOW TUIIOTOHUH, PEKOMEHYETCs] BKIIOUUTH B
muddepeHnranTbHO-TMarHOCTHYECKUN PNl Pa3IMvHbIe BapUAHThl MUOIATUHU, B TOM
qHCIie, MUOTYOYIISIPHYIO MHOTIATHIO.

KiroueBble cJioBa: reHeThyeckoe 3a0oyieBaHUE, MHOTYOyJsipHass MHUOMATHS,
OynbOapHbIi CUHAPOM, CMEIIaHHAas THIpoLieaius, aMaATIMYECKUN CUHAPOM.

A CLINICAL CASE OF GENETICALLY CONFIRMED MYOTUBULAR
MYOPATHY
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Abstract

Introduction. The population prevalence of myotubular myopathy is currently
unknown. The prognosis is unfavorable, about 75% of newborns with a severe form
of the disease die in the first few weeks or months of life. In surviving children, the
disease does not progress, but there is a pronounced violation of motor activity,
children rarely master the skill of walking, maintaining severe muscle hypotension.
The aim of the study - presentation of a clinical case of genetically confirmed
myotubular myopathy. Materials and methods. The types of research included
clinical observation, where the method of selecting study participants was a
monographic study of a patient with a rare genetic pathology. The clinical base was
the state public health institution of the Sverdlovsk region of Yekaterinburg
"Specialized Children's Home". Results. The boy D., born on 24.10.2018, is in the
State Institution of the SO "Specialized Children's Home" from 04.06.2019 to the
present. According to the results of the genetic examination of 09.04.2020, the
diagnosis was verified: G71.2. Myotubular myopathy caused by a pathogenic variant
of C.109 C >T in the MTML gene in a hemizygous state. The type of inheritance X is
concatenated. The genetic risk for this disease for maternal brothers is 50%.
Discussion. This clinical case demonstrates a typical clinical picture of myotubular
myopathy with severe organic damage to the central nervous system, concomitant
somatic pathology and the development of a palliative state. Conclusions. A district
pediatrician observing a child with an early onset of generalized muscular
hypotension is recommended to include in the differential diagnostic series various
variants of myopathy, including myotubular myopathy.

Keywords: genetic disease, myotubular myopathy, bulbar syndrome, mixed
hydrocephalus, apallic syndrome.

BBEJAEHUE

«MuotyOymnsipHass MHOMATHUS)  SABJISETCS TE€HETUYECKUM T'eTEePOreHHBIM
3a00JIecBaHUEM C ayTOCOMHO-PELIECCUBHBIM THUIIOM HacienoBaHus. TepMuH
«MHOTYOYJISIpHAsi MHUOIMATHs» TIPEANOaraeT OCTAaHOBKY CO3peBaHUsS (eTaabHBIX
MBIIII] HA MUOTYOYJISIPHON CTaAuM pa3BUTHUS, KOTOpas COOTBETCTBYeET 8-15 Henenb
BHYTpUyTpoOHOTO Tieprona. ['eH kaptupoBaH Ha X- XpoMOcoMe B JIoKyce X(28.
NnentndunupoBana genens B reHe MTMI1, oTBeTcTBeHHas 3a pa3BHUTHE
3a0oneBaHusl. OTOT Te€H Koaupyer OeloK MHOTYOyIsIpuH C  JOMEHOM
nupyBaTTUpo3uHpocdaTaspl. [lpm naHHON MATONOTrMM Yy MALMEHTOB MEPBUYHO
HapyllaeTcs  CHHTE3  MHOTYOyJIsIpMHA,  OTBETCTBEHHOTO 3a  aKTUBHOCTH
tupo3uHpocdarassl. Kpome »storo, MTM MoxkeT Takxke OBbITh 00yclOBIEHA
CHIDKEHHEM aKTUBHOCTHU 3TOoro depMenTa [1]. [lonmynsimonHas pacnpoCcTpaHEHHOCTh
Ha CETOJHSALIHUN JI€Hb HEU3BECTHA. B COBpEMEHHOM HAYYHOU JIMTEPATYyPE ONMMCAHBI
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oT/eNbHbIC citydyau Tsokesnod MTM. O6a nosa mopa)karoTcsi ¢ OJIMHAKOBON 4aCcTOTOM.
Crnenuguyeckoro  nedeHus  3aboneBaHusi He  paspabortano. IIpoBomutcs
MOJJIEP KUBAIOIIas M NauIMaTuBHAs Tepanud. [IporHo3 HeOmaronpusTHBINA, OKOJIO
75% HOBOPOXKIEHHBIX C TsDKeno ¢(opMoil 3a0oneBaHus yMHpaeT B TIEPBbBIE
HECKOJIBKO HEAENIb WM MECSIEB >KM3HU. Y BBDKMBIIMX J€Ted 3a00JIeBaHHE HE
MPOTrPECCUPYET, OJHAKO HMMEETCS BBIPAKEHHOE HApyUIEHWE JBUTATEIbHOU
AKTUBHOCTH, JETH PEIKO OBJIAJCBAIOT HABBIKOM XOJbOBI, COXPAHSETCS TsDKENas
MBIIIE€YHAs! TUTIOTOHMS.

Ve mnpu pOXKICHUM OTMEYAeTCs CHIKEHHE MBIIIEYHOM MAacChl U
reHepaiu30BaHHasl MbIIIEYHAsi TMMOTOHUS. J[pIXxaTelbHbIE IABUXKEHUS MOTYT OBITh
HedppekTuBHBIMU, uYTO Tpebyer mnepeBoga Ha HBJI. Moxer mnorpeboBaThes
30HJIOBO€ IMUTAHHUE B CBS3U CO CIA0OCTHIO MBI, OTBETCTBEHHBIX 32 COCAaHUE U
riotanue. Yacto BBISBISIETCS KpUNTOpPXU3M. Bo3MmokHa ci1aboCcTh MUMHYECKON
MyCKyJaTypbl. B oTAeNbHBIX cilydasx HaOmogaeTcss opTalIbMOILIETHs, TOTHYECKOE
He00, TOHKUM SI3bIK, PACIUKYJISIIUU B S3bIKE OTCYTCTBYIOT. CyX0KUIbHBIE Pe(IICKChI
CHIDKEHBI UJIM OTCYTCTBYIOT [2].

Heap wuccieqoBaHUsi — TMPEICTABUTh KIMHUYECKUU CIIydald T€HETUYECKH
MOATBEPKAECHHON MUOTYOYJISIpPHOM MHOIIATHH.

MATEPHUAJIBI U METO/bI

PebeHOK ¢ TeHeTHMYeCKH MOATBEPKACHHON MHUOTYOYISIpPHOM MHOIATHEH C
OpPraHUYECKUM TMOPAXKEHUEM LEHTPAJIbHOM HEPBHOM CHUCTEMBI TSXKEION CTENEHH,
anayuimdeckuM curapomoM. CocTosiHue mociie KinHudeckon cmeptu (16.02.2020 r.)
C UCXOJIOM B BEr€TAaTUBHBIN CTaTYC.

Tunel ucciaenoBaHus, KOTOpble ObUIM TPUMEHEHBI B XOJ€ H3yUYCHHUS
KJIIMHAYECKOT0 Cliydas MalMeHTa, BKIYaIN B ce0sl KIMHUYECKOe HAOII0/IeHHE, T.€.
MoApoOHOE OMUCaHWE KIMHUYECKOTO Cliydasi, TJe CIocoOoM OTOOpa Y4YaCTHUKOB
MCCJIEIOBAHMS SIBJSUIOCH MOHOTpaUyecKkoe HCCIEIOBAHUE MAlMEHTa C PEAKOU
reHeTu4eckol maronorued. Takke OblUla MPUMEHEHA METOAMKA IPOBEICHUS
M3MEPEHUI: aHTPONOMETPUUYECKHE TaHHbIE MAMEHTa, KIIMHUYECKUE, Ja00opaTOpHbIe
U HUHCTPYMEHTQJIbHBIE METOABI HCCJICAOBAHUS, OSTUUYECKUE TMPUHIMIBLI TPU
oOcnegoBaHuM ObUTH COONIOICHBI. PEOEHOK OCMOTpEH € pa3pelieHusl 3aBeayrolen
orneneHuss ['ocygapCTBEHHOr0  Ka3eHHOIO  YUPEKIEHUS  3/PaBOOXPAHEHUS
CeepmiioBckoit obnactu ropoaa EkarepunOypra «Crnenualu3upoBaHHOTO JoMa
pebénkay — M. B. I'magkux. Ilpu 00paOoTke HaHHBIX HCCIIENOBATENSIMUA OBLIO
BBISIBJIEHO, YTO JIaHHAs MAaTOJIOTMSl JOCTATOYHO pEJIIKasi, 4acTOTa BCTPEYAEMOCTH
coctamsier 1 Ha 3500-5000 HOBOpOXIEHHBIX. B nuTEpaTypHBIX HCTOYHHKAX
ONMCAaHbl EAUHUYHBIE KIIMHUYECKUE CITy4aH.

PE3YJIBTATBI U OBCYXIEHUE

Manpbuuk /l., 24.10.2018 r.p., Haxogutcs B ' KY3 CO «Crneunann3upoBaHHbBIN
nom pedenka» ¢ 04.06.2019 r. no HacTosiee Bpems.

Anamnesis vitae et morbi. HacieqcTBEHHOCTH OTSTrOIIEHA: aHAJIOTMYHAsS
HEPBHO-MBbIIIIEYHAsl MAaTOJIOTHsl y TMojycubca (Opara) Mo MaTEPUHCKOW JIMHUMU.
PebGeHok o1 2 6epeMeHHOCTH, 2 ONEPATUBHBIX MPEKIEBPEMEHHBIX POAOB B Cpoke 34
Henenu. Macca nipu poxaenuu 2180 r, nunHa tena 47 cM. OueHka 1o mkaine Anrap
3/6 6amnos. [locne poxaenus pedenok nepeseneH B OPUT 'AY3 CO OJIKB, rae B
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TeYeHue 2 MecCsIEeB HaxoJujcs ¢ AuarHo3oM: HepBHO-MbllieuHoe 3a00sieBaHUE
HEYTOYHEHHBI  3THONOTUU: CUHAPOM Ju(G(GY3HON  MBIIMIEYHON THUIOTOHHH,
OynpOapHBI  CHHAPOM. OHIedanonaTus IepuHaTaNbHas, CyOKOpTHKaIbHAsS
neiikosHuedanonatus, CyIopoXxHbIil cuHIpoM. KpoBousnusHue B obimacTu cepma
rojjoBHOro Mosra. MBIIP — anoManust pa3BUTHS IPABOTO JIETKOTO, J00aBOYHAs JIOJIS
HEMapHOI BEeHBI, aHOMAJIbHBIN BEHO3HBIN APEHAX B JIEBOM JTOOHOM f07Ie.

B Bo3pacte 2 MecsieB, yUYUTbIBasg HEOIArOMPHUATHBINA MPOTHO3 JJS JKU3HU U
3I0pPOBbsI, MEPEBEICH M1 NPOBEACHUS IMOCHHAPOMHOM M CHUMITOMATHYECKOMN
teparuu B OPUT 'AVY3 CO «I'b r. Acbect», rae Haxoauics 10 04.06.2019 r.

B Bo3pacte 7 mecsiiieB peOeHOK 10 COIMAIbHBIM MOKa3aHUSM MEPEBENICH B IOM
pebenka. Ilo pesynpraram renernudeckoro ob6cnemoBanusi ot 09.04.2020 r. Obun
BepudunupoBan auaruo3: G71.2. MwuoryOymnspHas wmuonatusi, OOyCIOBJIEHHas
natoreHHbIM BapuaHToM ¢.109 C>T B rene MTM1 B reMu3uroTHom coctosiHuu. Tun
HacJeI0BaHMUs X-CUEIUICHHBIA. ['eHeTHUeCKui pUCK Mo JaHHOMY 3a00JI€BaHUIO JJIS
OpatreB o Matepu — 50 %.

OOBEKTUBHO: COCTOSIHUE TshKesoe. J{pIxaTelbHasi HEI0CTaTOYHOCTh 3 CTENEeHH,
Haxoautcs Ha MIBJI. C annmapaTtom UBJI cMHXpOHU3HPOBAH, KACIOPOI03aBUCUMOCTH
HeT, catypauus 96-99 %. CynopokHblii CHHIpOM OTCyTcTBYyeT. HabGmromaroTcs
rpyOble KOHTPAKTYpPhl MEIKUX M KPYIHBIX CycTaBoB. IloyioxkeHNE BBIHYXJIEHHOE 3a
CYET TSKENION MBIIIIEYHOW TUIOoTOHMH. ['010Ba ruapouedanbHoil GOpMBbI, CAaBIEHA C
O0okoB. bonbmoi pomnuuok 3akpwIT. llles kopotkas. Ilo Tpaxeoctomuueckon
KaHIOJIE YMEPEHHOE CIIM3HCTOe OeliecoBaToe OTAeNseMoe. SIBisieTcss HOCHUTENeM
ractpoctombl. Koxka OnenHasi, MpamMopHasi, BbIChIIaHUN HeT. [101KOXKHO-KUPOBOIA
CJIIO pa3BUT YMEPEHHO, pACHPENECIEH pPaBHOMEPHO. lIMeeTcss OTE4YHOCTh JIMIA,
TyJIOBUIIA, KOHeuHocTed. JlumdaTuueckue y3npl He YyBenuueHbl. CIU3HCThIE
000JI0UKH YMCThIE, BIaKHbIE. [ pyaHast kieTka sMpuzemarosHas. [[pIxaHue *ecTkoe,
anmapaTHoe, MpU ayCKyJbTallMd — TMPOBOAHBIE XPHIbl, HE JIOKAJIU30BaHHBIE,
MCUE3aI0T MOCJIE CAaHAIIMU BEPXHUX AbIxaTenbHbIX myTeil. YJIJ[ 3amannoe — 28 B MuH.
Tonsl cepaua sicHble, putMm mnpaBwibHbld, YCC 88-126 B muH. JKuBOT OKpyrioun
(GbopMbl, MATKHI, TOCTYNEH Nalblally BO BceX oTAenax. Koxa BOKpyT racTpoCTOMBI
0e3 BocnaiauTeNbHbIX H3MeHeHU. [leuens +2-3 cm, kpail anactuuHblid. Cene3eHka He
yBennueHa. Mouencnyckanus peryisipabeie. Omuroypusa 350-600 mn B cytku. Cryn
no 4 pa3 B CyTkH, TOJyo(OpPMJICHHBIN, O€3 MaTOJOTMYECKUX MPUMECEil.
JIByXCTOPOHHHMI KPUIITOPXU3M.

®duznueckoe pazputue. Jnuna Ttena 121 cm (Bbicokoe 3HaueHue), macca 22,5
Kr (CpeaHee 3Ha4yeHUue), OKPYKHOCTh TPYAHON KJIETKU 72 cM (BBICOKOE 3HAa4YEHUE),
OKPY>KHOCTH TOJIOBBI 51 cM (cpennee 3HaueHue). ['pybast 3aaepikka mCUXOMOTOPHOTO
pa3BUTHSL.

@aktuueckoe nuranue. Cmecbk Hytpunon Ilentu ["actpo B pazsenenuu 1 mi =
1 xkan, 5 pa3 B AeHb 4yepe3 ractpocromy. [IpoBoauTCS MTOMOJHUTENBHOE BBEJICHUE
wukocty 1mo 200-300 Mi1 B CyTKH.

O6mmit ananu3 kposu: neiikonutsl 10,9 x10%m1, sputpoumtsr 5.19 x10%%/m.
TCemorno6un 139 r/m, remarokput 42,2%, tpombouuts! 421x10%07, cpenuuii 00bem
sputpouuta (MCV) 81,3 Bn, cpeanee coxaepxkanue remorinoomna (MCH) 26,8 mr,
cpennsis koHreHTparus remoryiioomna (MCHC) 329 r/a, mmpunHa pacnpeaeneHust
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spurporutoB  (RDW-CV)14,3%, 6azopunst 0,90%, »so3unodpunsr 3,2 %,
Hertpodmiel 55,1 %, mamdonurer 31,0 %, moHoumtel 9,8 %; buoxummueckwmii
aHaIM3 KPOBU: TIIOKO3a 5,63 Mmoib/n, moueBwHa 1,87 MMonb/n, KpeaTuHUH 33
MKMOJIL/JI, oommi 6enoxk 61 r/a, CPb 16,7 mr/n, xxenezo 7,1 Mxmouns/i1. OOumii
aHAJIN3 MOYH: JISHKOIHUTHI 10 85-90 B 11/ 3p ., SMHUTENNHN IIOCKUN 2-4 B 11.3p., OCJIOK —
OTpHUIIATEILHO, KETOHBI — OTPHUIATENIBHO, OKcanaThl ++, 6akTepun ++, pH 6,0. Y3U
nmouek W MoueBoro my3bips: KoHkpemeHThl 00emx moyek. YpereporuapoHedpos
CcJeBa.

Huarno3: MuotyOynsipHas  Muomnartus, OOyCIOBJIEHHAs  MaTOTEHHBIM
BapuantoM ¢.109 C>T B rene MTMI B reMu3uroTHom coctosHur. OpraHuydecKoe
nopaxxenue [HHC tspkenoit crenenn. CoCcTOSIHUE TOCHE KIMHAYECKOM CMEPTH OT
16.02.2020r. ¢ wucxomoM B BereratuBHbIM crtaTyc. CMemaHHas Tuaporedans,
cTagus CyOKOMITEHCAIIHH. [lepuBeHTpUKYISIpHAs neiikosHedanonaTus.
ApaxHouJiajapHasi KHCTa IMOJI0CA JIEBOM BUCOYHOM TOJIH. ATpopUUeCcKue N3MEHEHUS
MO030JIMCcTOro Tesia. CUHAPOM JIBUTATEIbHBIX HAPYIICHUN B BUJIE BSJION TETpaIljieruu.
BbynbOapHbIil CHHAPOM. ANAITIMYECKUNA CHUHIPOM. AHTHONATUS COCYJOB CETUATKH.
ITueBmonatust (bJI/1). MBIIP — anHomanusi pa3BUTUSI TPABOTO JIETKOTO: TO0OABOYHAs
JI0JIsl HEMapHOW BEHbI, aHOMAaJbHBIA BEHO3HBIM JpEHaXX B JIEBOM JIOOHOU more.
CHuHIIpOM BereTaTMBHOM AMCPYKUUU CHHYCOBOTO Yy3ia (Opaaukapaus, HEHoJHas
Oyokajza mpaBod HOXKKM mydka ['wca, 3HaunTenbHOE yBenmueHue uHTepBaga QT).
JlpixatenbHass ~ HEAOCTATOYHOCTh 3 creneHd.  [lpunyaurensHas — MBJL
JIByXCTOPOHHUI KPUNTOPXU3M, OpIOIIIHASL PETEHIIUA C 00€UX CTOPOH. TpaH3UTOpPHOE
MMMYHHOJE(QUIIUTHOE cOCTOsIHUE. KpyInHble KOHTPAKTYypbl KPYMHBIX M MEJIKHX
CycTaBOB. XPOHHUYECKHI BTOPUYHBIN mHenoHepHUT (ypeTeporuaporedpos ciesa).
MouekameHnHas 00Jie3Hb. XPOHUYECKUIM KaHIOJEHOCHUTENb. HOCUTENh TPaxeoCTOMBI.
Hocwutens ractpocromsl. [lanmnuatuBHoe cocrosinue. PeOeHOK MHBAIMI.

BbIBO/IbI

JIaHHBI KJIMHUYECKUN CIydall AEMOHCTPUPYET TUNUYHYI KIMHUYECKYIO
KapTUHY MHOTYOYJISIPHOM MHOMATUU C OPTraHUYECKUM TMOPaKEHUEM IEHTPaJIbHOU
HEPBHOW CUCTEMBI TSHKEJIOW CTENEHH, COMYTCTBYIOIIEH COMAaTUHYECKON MATOJIOTHEN U
Pa3BUTHEM MNAJJIMATUBHOTO COCTOSIHUS. YYacTKOBOMY IMeIUaTpy, HaOJIOAAr0IIeMy
pebeHka C paHHUM JI€OIOTOM TEHEPAIM30BAHHOM  MBIIIEYHOW TUMOTOHUHU
pPEKOMEHyeTCsl BKIOYaTh B AU PepeHIInanbHO-IMarHOCTUYECKUM PsIi pa3IndHbIe
BapUAHThHI MUOIIATUH, B TOM YHCIIE, MUOTYOYJIIPHYIO MUOTIATHIO.
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AHHOTALMSA

BBenenne. B neTckoil MOMyJsiLUM COXPAHSETCA BBICOKAs PACHPOCTPAHEHHOCTH
3a00€BaHUN IIUTOBUIHONW JKele3bl BO BCEX BO3pacTHhIX mnepuomax. Lleab
HCCJIe0BaHMs — OlLICHKAa aHaMHe3a, KJIMHUKU U JAHHBIX OOCIe0BaHUs y JAETed C
pacrpocTpaHeHHbIMU (opMaMu HO0ACUIIMTHBIX 3a00JIEBaHUN: CYOKIMHUYECKUM
TUTIOTUPEO030M U TP dy3HBIM dHIEMUYECKUM 3000M. MaTepuajbl 1 MeTobl. bruin
MIPOAHAIM3UPOBAHBI UCTOPUU Pa3BUTUA 15 nerel ¢ CyOKIMHUYECKUM THIIOTUPEO30M
(CT) u 15 peret ¢ muddy3HsiM sHAEMUYeCKUM 3000M (/[33). Pedyabrarsl.
Bricokast OTAronmeHHOCTh nepuHaTaibHOTO aHaMmHe3a y aerent ¢ CI' - 53,3%, y nereit
c 1193 — 80%. Iluk pasButus CI' mpuxoautcs Ha JOWKOJIbHBIA Bo3pacT (33,3%),
J193 — yarie perucTpupyercs y Maaamux mkoabHukoB (33,3%). letu umeror ¢ CI™ u
33 umerot cxoxue xano0bl 1 KIMHUKY. O0cy:kaenune. Hanbosnee yacteie xkaao0bl
KacaJluCh HapylIeHU OOMEHa BEIIECTB W PACCTPOUCTB IHIAOKPUHHOMN (TI0JIOBOIN)
CUCTEMBI, UYTO IO [JIaHHBIM JIUTEPATYpPbl TaKXKE acCCOUUHUPYETCS C MaTOJOTUEH
IMMATOBUAHOM JKeJe3bl. TakkKe OTMEYEHO pPacCTPOMCTBO JCATEIbHOCTH HEPBHOU
cucteMbl B o0emx rpymmax. BeiBombl. MomogeduupTHBIE  COCTOSHHUS
PETUCTPUPYIOTCS MOYTH BO BCEX BO3pACTHBIX rpynmax. bonbmmHcTBo aereit ¢ CI' u
33 umerot xanoObl. YactoTa BeisiBieHus naronoruu DK Ha npodocmoTpax B 2-4
paza pexe 4eM Mpu caMoOOpaIieHHH.

KiarwueBble cioBa: 1ionoAeUIMTHBIE COCTOSIHUS, CYOKIMHUYECKHN THUIIOTHUPEO3,
b dy3HbIA SHAEMUYECKUH 300, ETH.
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