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PE3IOME

B pabote onncaH KnnHU4eckui cnyyar mmoanctpodumn [JioleHHa B cTaamm MaHMMecTaunm KIMHUHECKNX MPOosB-
NeHun. PaccMoTpeHbl NpobneMbl AMarHOCTUKN MyTaumin B reHe DMD. [NpvBefeHbl KMMHUYECKME 1 NabopaTopHble
OaHHble npu MuogmncTpodun JioweHHa. OTMEHEHO, HYTO TPYAHOCTb KIMHUYECKON AMArHOCTUKLA MUOAUCTPOMUM
[oleHHa ceagaHa ¢ Hamn4nMemM OOKIIMHNYECKOro Nepuoaa, B KOTOPOM OCHOBHbIM AMArHOCTUYECKVM MapKepOM
SABNAETCA NOBbILLEHNE TPAaHCaMUHA3, NaKTaTaAeryaporeHasbl U KpeaTMHMOCHOKMHASbI!, & TaKXKe C Pa3HOW CTEMEHBIO
TSHKECTU KIIMHNYECKMX NposBieHU. OTMedeHa HU3Kasa HAaCTOPOXKEHHOCTb BPaYel K HacnedCTBEHHOW NaTonorm
Ha [OKNMHUYECKOM aTane 3abonesaHns. MonekynsapHO-reHeTnyeckas AMarHoCTVKa 3atpyaHeHa 13-3a 60/bLLOoro
pa3mepa reHa DMD, KOTOpbI NPy HApYLLEHWN PaMKK CHATbIBaHWA AAET 60/bLLOE KOMMHYECTBO pasfnyHbIX BapuaH-
TOB MyTauui. BbISBNEHO, YTO COBPEMEHHAs NaTOreHeTUYEeCKas Tepanusa AaHHOro 3abofieBaHms ManosdeKTBHa,
a Havbosnee NepcrnekTVBHBIMY HaNPaBIEHUAMK STUONOMMHYECKOrO JIEHEHUS ABNSKOTCA reHoTepanua 1 KNeToYHbIe
TexHoNnornn. CrnoXKHOCTU ANarHOCTUKM HACNEACTBEHHbIX MUOOUCTPOMUIA CBA3AHbI C HU3KOW OCBEOOMAEHHOCTHLIO
N HACTOPOXKEHHOCTBIO BPaYel B OTHOLLEHWN HACNeACTBEHHOM naTonorun. [ng shhekTUBHOMO Ne4eHs NaumeHToB
¢ muoamcTpodmen [drolleHHa HE0BxXoaMMO BHEOPEHME B NEHEOHYIO OEATENBHOCTL 3TUOMOMMHECKMX METOAOB IEHEHNS.
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ABSTRACT

The article presents a clinical case of Duchenne myodystrophy at the stage of clinical manifestation. The problems
of diagnosing mutations in the DMD gene are considered. Clinical and laboratory data for Duchenne myodystrophy
are described. It is noted that the difficulty of clinical diagnosis of Duchenne myodystrophy is associated with the pres-
ence of a preclinical period, when the main diagnostic marker is an increase in transaminases, lactate dehydrogenase
and creatine phosphokinase, as well as with varying degrees of severity of clinical manifestations. Low alertness of doc-
tors to hereditary pathology at the preclinical stage was noted. Molecular genetic diagnosis is difficult due to the large
size of the DMD gene, which provides a large number of different mutation variants at the reading frame shift. It is found
that modern pathogenetic therapy of this disease is ineffective, and the most promising methods of etiological treat-
ment are gene therapy and cell technologies. Difficulties in diagnosing hereditary myodystrophy are associated with low
awareness and alertness of doctors to hereditary pathology. For effective treatment of patients with Duchenne myo-
dystrophy, it is necessary to introduce etiological methods into treating activity.
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AKTYAJIbHOCTb

Muoauctpoduu 1 MUOIIATUKM — OOJIbIIASI pa3HO-
pomHasI rpyrmia HacJeACTBEHHBIX 3a00JIeBaHUi1, MHO-
rMe M3 KOTOPBIX UMEIOT TSKEJIoe TeueHue U HebJa-
rOIpUsITHBIN nporHo3 [1]. JlanHas rpyra 3aboyeBa-
HUI TIPUBOIUT K TIEPBUYHOMY TMOPAXKEHUIO CKEIeT-
HOI MycKynaaTypbel. OTBEYalOT 3a pa3BUTHUE MUOIU-
crpoduii 6osee 30 reHon [2].

HaHHas rpymia 3a0ojieBaHUI UMeeT MOoJIUMOpPQd-
HYI0 KIIMHUYECKYIO KapTUHY, pa3Hble CPOKU MaHM(e-
CTallMM, CTeTIEHb TSLKECTU M MporHo3. Koppensium
MEXIy BIMSIHUEM TeHa M KIMHUYECKUMU TIPOSBIIC-
HUSMU Ha JaHHBII MOMEHT HEIOCTAaTOYHO MCCIIen0-
BaHbI [3]. [Io MHEHUIO HEKOTOPHIX aBTOPOB, «HECTaH-
JMapTHBIE TIOJIMOPTaHHBIE TTPOSIBJICHUST, KOTOPHIE TTOKA
MaJio M3Y4YeHBI ¢ TOYKM 3PEHUS KOPPETALUI MEXKITY
reHoM,/0eaKoM U (heHOTUIIOM, MEXKIY 9K30HOM U THU-
IOM MyTalluH, a TaKXXe H1U3Kask MHGOPMUPOBAHHOCTh
MEIUILIMHCKUX PAOOTHUKOB, IPUBOIAIT K ITO3IHEH I1-
arHOCTUKE, CJIOKHOCTSIM B IpoBeaeHUU auddepeH-
MATBHO-IMAaTHOCTUYECKUX MEPOIPUITUIL, U CIIeH0-
BaTeJIbHO, K HECBOEBPEMEHHOMY M HU3KOMY Ka4eCTBY
OKa3aHMsl JIeYeOHOI U MPOoPUIAKTUIECKON MOMOIIU
CeMbsIM C TaKUMM 3a00yieBaHUSIMMW» [2].

BBEJEHWUE

Muoauctpodus dromeHHa — X-CLEIUIEHHOe Ha-
CJIeICTBEHHOE 3200JIeBaHUE, XapaKTepU3YIOILIUECS T10-
CTEIIEHHOM THOEIbI0 MBIIIEYHBIX BOJIOKOH. Ilpuun-
Ha 3a00JieBaHMs 3aKJII0YaeTcsl B Myrtauuu reia DMD
(nuctpouH). DTOT I'eH KOAMPYET OJHOUMEHHBII
O0enok (puc. 1), sBISIeTCS OOHUM U3 CaMbIX 0O0Jib-
IIMX T€HOB YEJIOBEKA U CBSI3bIBAET BHYTPEHHUI 1M~
TOCKEJIET C CapKo- U AUCTPOIJIMKaHaAaMU B MeMmOpa-
HE U BHEKJIETOUYHOM MaTpuKce, obecrieurBasi Mexa-
HUYECKYIO U CTPYKTYPHYIO CTaOMJIbLHOCTh MeMOpaHbI
MBILIEUHBIX BOJIOKOH IpU coKpalueHuu [4]. B cBa3u
¢ 9TuUM 0eJIOK OIUCTpO(UH ydacTBYeT B paboTe cKe-
JIETHBIX MBI, IbIXaTeJIbHOU U CEepAEeUYHO-COCYAU-
CTOW CHUCTEM, SIBJIIETCS aMOPTU3aTOPOM, obecrieun-
BalOLLIMM BO3BpallleHWE MBILILILI B UCXOJHOE COCTOSI-
HUE mocje HampspkeHus [J].

Mytauuu B reHe DMD u3MeHSIOT CTPYKTYpY
win QyHKUM guctpoduHa. MuouuTsl 6e3 gocra-
TOYHOTO KOJMUYECTBa AUCTPODUHA TMOBPEXIAAIOTCS,
TaK KakK MBIl MHOTOKPATHO COKpPAlIaloTCs U pac-
cinabasorcss npu pabote. IToBpexXn€HHBIE BOJIOK-
Ha CO BpeMeHeM 0cjiadeBaloT U I'MOHYT, YTO IIPUBO-
JUT K MBILIEYHOM CJIa00CTU U HAPYLIEHUSIM PaObOThI
CepAeYHOU MbIlIbI. MyTaluu, KOTOPbIe MPUBOAST
K aHOMAaJIbHOI Bepcuu IUCTpodUrHa, COXpaHSIOLIeH
HEKOTOpble (DYHKIMU, OOBIYHO BbI3bIBAIOT MbILLIEYU-
Hyl0o aucTpoduio bekkepa, B To BpeMsl KaK MyTalluHu,
MPEISITCTBYIONINE BEIPAOOTKE J11000ro (PYHKIIMOHAIb-
HOIo AUCTpOo(rHA, OOBIYHO BBI3LIBAIOT MBILLIEYHYIO
nuctpoduio Jdromenna [6]. [Ipu mporpeccupoBaHun
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3a00JIeBaHNUS MBIIIIEYHbIE BOJIOKHA 3aMELIAOTCs (pu-
OpO3HOIT U XUPOBOI TKAaHbIO [J].
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LUutockeneT

PUC. 1. benok gucTpouH B MbILLEYHOM BOJIOKHE [6]

I'en DMD pacrionioxeH B X-XpOMOCOME U HacJie-
JIyeTCsl TI0 pelieCCMBHOMY Tuily. B ¢Bsi3u ¢ atum 00-
JIEIOT B OCHOBHOM MYKUMHbI, a XEHIIWHBbI SIBJISIOT-
Csl HOCUTEJIbHULIAMU, XOTSI MHOT/AA Y XEHIIUH-HOCU-
TEJbHUIL OTMEYAIOTCsl MbILIEYHAas CJIaboOCTh, CYyI0pO-
I'Y, TOBBILLIEHHBIM PUCK pa3BUTUS aHOMAJIMM cepala
Mo TUMY KapaAuoMmuonatuil. TeopeTuuyecku XeHIIrHa
MOXeT 0oJieTh MuoaucTpodueit oiieHHa, B ciydyae
€CJI OHAa TOMO3UTOTHA I10 MyTaHTHOMY reHy DMD, T. e.
y He€ IBa TaKMX MYTaHTHBIX reHa [6]. [Ipubnusnrenn-
HO B 8 % ciydaeB Muomuctpodus JjoleHHa MOXET
HabJII0aThCS Y KEHILWMH, KOTOPbIE SIBJISIOTCS HOCUTE-
JISIMU Ae(DEKTHOTO reHa. DTO CBI3aHO ¢ MHAKTUBALIM -
eil (JailoHu3auueir) X-XpoMOCOMbI, JIMOO BO3HUKAET
IpU PerysipHOM WM MO3au4yHOI ¢opMax CUHIpOMA
IepemeBckoro — TepHepa. B aToM ciyyae KiMHU4Ye-
CKH€ MPOSIBJIEHUS AEOIOTUPYIOT B EPUOJ TOPMOHAJIb-
HBIX IIepecTpoekK (0epeMEeHHOCTb, MEHApPXE, KIMMAaKC).
3aboseBaHMe MpoTeKaeT B OoJjiee JErkoil hopme [7].

Muoauctpopus lolieHHa BMECTe C MUOIU-
crpodueit bekkepa, KoTopas SIBJseTCS Oosiee JIEr-
Koil Bepcueil myrtauuu B reHe DMD, BcTtpedarorcst
¢ yactotoii 1 Ha 3500—5000 HOBOPOXAEHHBIX MaJlb-
4yuKOB BO BcéM Mupe. Exeromno B CIIIA poxnaeTcs
oT 400 1o 600 MaJIbUYMKOB C TAKUMU 3a00JI€BAHUSIMU
[6]. Hanubie 1o 3aboseBaemMocT B Poccun Ha gaH-
HbIi MOMEHT OTCYTCTBYIOT.

KITMHUYECKNIA CNYy4AI

IManueHT, ManbuuK B Bo3pacte 14 jeT, mOCTyIuaI
B otaeneHue HeBposiorun OT'AY3 «I'opoackas Mea-
Ho-MaTpE€HMHCKas 1eTCKasl KIIMHUYecKas: 00JIbHUILIa»
(OTAY3 'MMJKB) 30.11.2022 ¢ xxamobamMu Ha TI0-
BBIIIEHHYIO YTOMJISIEMOCTb, Te€Tpamapes.

Anamnes. PeOEHOK OT IepBOil GEpeMEHHOCTH,
nepBbiX poaoB. Co cJIoB MaTepu, OEpEMEHHOCTD IIPO-
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Tekaja 0e3 ocioxHeHuii. Poabl B CpoOK, caMOCTOSI-
TeJIbHbIE; PEOEHOK B TOJOBHOM MpemiexkaHuu. Bec
npu poxaeHun 3400 r, poct 53 cM, OLleHKA IO 1IKa-
jie Anirap 6—8 6ayutoB. K rpyau npuiioxeH cpasy Imo-
clie poxneHusi. BckapmiauBaHue rpynHoe Ao 1 roma
1 mecaua. Xomut ¢ 1 roma 4 mecsueB, (ppazoBas
peub ¢ 2 aetr. Jo 2013 r. BaKLIMHUPOBAH I10 KaJleH-
JIapio OpuBUBOK, ¢ 2013 r. uMeeT MEAMLUMHCKUIA OT-
BOJI B CBSI3U C OCHOBHBLIM 3a0oseBaHueM. IIpu cOope
reHeaJornYeckKoro aHaMHe3a HaCJIeACTBEHHON maTo-
JIOTUU HE BbISBIEHO. B HacTosIIMit MOMEHT peOEHOK
SIBJISIETCSI MHBAJIMIIOM.

B 2,5 roma y peb€HKa Ipu rocCIuTaau3aluU 10
IOBOJY TSIKEIOr0o TeUEHUsI OCTPOro MH(MEKLMOHHO-
ro BUPYCHOIro 3a00jieBaHUsI ObUIO BBISIBJIEHO IOBBI-
menune kpearuHpochokuHazbl (KD®K), acnaprara-
muHoTpaHcdepa3sl (ACT) u ajaHMHAMUHOTpPaAHC-
depasnl (AJIT). IlokazaTtenu cowid 3a CiaydailHbIE,
MPpYU KOHCYJBTAllMM HEBPOJIOTa HUKAKUX HapYIIeHUI
HE BBISIBJICHO.

ITosbiieHHbie mokazaTeau AJIT u ACT 6butun oT-
MmeueHbl Takke B 2013 r. B cBs3u ¢ 3TMM B armpelie
2013 r. ObLI rOCIUTAIU3UPOBAH B MH(EKILIMOHHOE OT-
JieJIeHre ¢ JUArHO30M: I'elaTUT HeYTOUYHEHHbIN. O~
Hako MHMEKIMOHHAas IIpupoaa 3a00jieBaHUs He MO/ -
TBEpAUJIach, U peOEHOK ObLT MepeBeAEH B OTASICHUE
ractpoaHTeposorun OI'AY3 TMMIKDbB. B kauecTtse
JIEYEHMS TIOTyJasl ypcoalibK, YTO MPUBEIO K HEKO-
Topomy cHxkeHuto nmokazareseil AJIT u ACT. Kon-
CyJabTallisl HEBPOJIOTA BBISIBMJIA MUOIIATHIO HEYTOY-
HEHHOTO IreHe3a, MocJie Yero NaluueHT ObLT HalpaBieH
Ha cTallMOHApHOE 00CIeI0BaHUE B OTAEICHNE HEBPO-
noruu B ceHTs10pe 2013 r. Ha ¢oHe neyeHus mojio-
XKUTEJIbHOI AMHAMUKU He HaOmwonanochk. Ilpu mo-
clienytoleii rocruranu3auuu B aBrycte 2014 r. Obuia
BoinojiHeHa JIHK-nguarHoctruka, KoTopasi He BBISIBU-
Jla YacThIX JeJelIMii B Te€He, BBI3BIBAIOIEM MUOIM-
crpoduto dromenHa. ['ocnmuTaniu3upoBaH B CEHTSI-
ope 2020 r. ¢ xkajnobamMy Ha HapacTaHUE MBIIIEYHON
cnabocTu, HapyllleHWe TIOXOAKHU, YacTble IMaaeHUI,
norepio Beca. IlpoBenéHHas Tepamnusl pe3yabTaTOB
He nama. ITociae KOHCynbTallud TeHETHMKA B aBryCTe
2021 r. HampaB/ieH Ha MOJIEKY/ISIPHO-I€HETUUECKOe
ucciaenosane B ®I'BHY «Menuko-reHeTU4eCcKuii
Hay4yHbIi LeHTp uMeHMu akagemuka H.II. boukoBa»
(®I'bHY MTI'HL) Ha cekBenuposanue JJHK c mo-
Moubio raHenu «Limb-Girdle Muscular Dystrophies»
¢ aHanu3oM 95 sk30HOB. B mosiyueHHOM pe3yJibrare
MMaTOTeHHBIX BAapMAHTOB HYKJICOTHIHON ITOCIENIOBa-
TEJbHOCTH, SBJISIONIMXCS HanboJee BepOsSTHOM Mpu-
YUHOU 3aboyieBaHUsI, He BBIIBICHO. OIHAKO B MH-
tpoHe 46 rena DMD (NM 004006.2) B mMos0XEeHUN
chrX:31950196C>T B caiite komupytouieir JJHK BbI-
SIBJICHBI BEPOSITHO TTAaTOTeHHBIE BAPUAHTBI HYKJICOTHI -
HOI1 TTocIe1oBaTeIbHOCTU 6762+ 1G>A, aBIdronecs
BO3MOXKHOI IIpUYMHOI 3a00j1eBaHus. [JaHo 3aKiIoue-
Hue o auartosy (16.11.2021): muonucrpodus dio-
IIEeHHA, BapMaHT HYKJICOTUIHBIN MOCIea0oBaTeIbHO-
cti B MHTpOoHe 46 rena DMD.

Marepuan OJIM3KMX POACTBEHHUKOB OTIIpaBJIECH
Ha MOJIEKYJIIPHO-TE€HETUYECKYIO TMarHOCTUKY. B pe-
3yJIbTaTe BbISIBJE€HA aHAJIOTUYHAsI MyTallusl y MaTepu
MaluKueHTa B T€TEPO3UTOTHOM COCTOSIHUU (HOCUTEJIb-
cTBO). BTOpoii pe6GEHOK B JaHHOM Opake (IeBOYKa)
JTAHHOW MyTallud HE MMEET U SBJILIETCS 3I0POBOM.
B Bugy cuerieHHOCTH MyTalMud ¢ X-XpPOMOCOMOI
orel] He oOciienoBaH (3I0pOB).

Hacrostias rocrmranuzauus (30.11.2022) Obuia
TUIAHOBOW.

Obsexkmueno. OOl11Iee COCTOSIHUE CPEIHETSKEI0MN
crerieHu. CaMOYyBCTBUE CTpagaeT (HAaCTPOEHUE CHU-
xkeHo). Co3HaHue sicHoe. [1ojioxkeHre aKkTUBHOE B I10-
crenn (peOEHOK CUAUT Ha IIOCTEIM, UrpaeT B Telle-
(oHE B KOMIBIOTEPHBIE UTPHI, HA BOMIPOCHI OTBEYAET
OIHOCJIOXHO, UHTepeca K OOILEHUIO HE TPOSBIISET,
3pUTEJIbHOIO KOHTaKTa n30eraer). TemrepaTypa B aK-
cHIIIsIpHOM obnact — 36,7 °C. AprepuajibHOE I1aB-
nenne — 110/68 MM pt. cT. TenocnoxeHue acTeHUYE-
ckoe. Poct 145 cMm, Bec 28,3 xr. MHIeKc Macchl Teaa
(UMT) — 14,4 xr/m2. Koxa GneaHasi, cyxas. BbIChl-
MaHUsl OTCYTCTBYIOT. Buanmbie ciau3ucTbie OOBIYHO-
ro uBera, 6aecrar. KarapanbHbix siBieHuil HeT. Ciu-
31cTast 000JI0UKAa POTOBOM MOJIOCTU OJIEAHO-PO30Bas,
onectawas. Hanéra Ha MuHgaaMHax HeT. JInMmdaTtuye-
CKME Y3JIbl HE YBEJIMYEHBI, MOJBUXHbBI, MSITKOI KOH-
cucteHMu. [TonKoXHO-XUpoBas KJieT4yaTKa pa3BU-
Ta ci1a60. Co CTOPOHBI MBILLIEYHOM CUCTEMbI OTMeYa-
ercs siBHas1 auctpodusi. Co CTOpOHBI KOCTHO-CYCTaB-
HOM CUCTEMbI OTMEYAETCS IBYCTOPOHHSISI KOHTPAKTypa
KOJIEHHBIX CyCcTaBoB. [TaToJIOrMU CO CTOPOHBI OCTAIb-
HBIX CUCTEM HE OTMEUYEHO.

Hesponoeuueckuii cmamyc. 1 napa (nn. olfactorii):
obonsHue B Hopme; II mapa (nn. optici): 3pe-
HUEe B HOpMe, moJjisg 3peHus coxpaHeHbl; III mapa
(nn. oculomotorici), IV napa (nn. trochleare), VII mapa
(nn. abducensi): TpoON3BOJIbHBIC IBVXKEHUS TJ1a3 B MOJI-
HOM 00BbEME, 3paukKy OJAMHAKOBLIE, IIMPUHA 3PAaUYKOB
COOTBETCTBYET OCBElleHUIO; V mapa (nn. trigemini):
YyBCTBUTEJIBHOCTh Ha JIMIIE COXpaHEHa, cuja Xe-
BaTeNbHBIX MbIIL B HopMme; VII mapa (nn. faciale):
smuo cummerpuuHo; VII napa (nn. vestibulocochleare):
CIyX COXpaHeH, HUCTarM OTcyTcTByeT; XI mapa
(nn. accessorii). IBUXKEHUSI COXpPAHEHBI B IIOJIHOM O0b-
éme; XII nmapa (nn. hypoglossi): 13bIK O CpeaHEN Jn-
HUM.

Jeueamenvras cucmema. O0BEM aKTUBHBIX IBVKE-
HUI B KOHEYHOCTSX orpaHuueH. CyxoxXuabHble ped-
JIEKChl B HOPME; KJIOHYCBI, TTaTOJOTMYECKU U MEHUH -
rdajibHbie pedieKChl OTCYTCTBYIOT; OpIOLIHBIE ped-
JieKChl cHMXeHbl. Cuiia MBILIL B pyKax COCTaBJISIET
4 bama, B Horax — 3 Oayta. OTMevyaeTcsl IBHAsI TH-
noTpodusi.

YyecmeumenbHblx HapyuleHuii HeT.

Cucmema koopounauyuu. PeGEHOK caMOCTOSITEIb-
HO He xoauT. M3 Kpeciia Ha KpoBaTh MEPECaKMBaeTCs
camocTosiTeJibHO. CUUT U TI0 KPOBATU TE€PEBUTAET-
Csl ¢ TIOMOLLBIO pYK. ITanblieHOCOBYIO IIPOOY BHIMOJI-
HseT TouHo. KojieHoMmsITOUHY10 ITpo0Yy HE BBIMOIHSET.
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Becemamuenas cucmema. I'unepruapos, akpouu-
aHO3 OTCYTCTBYIOT, Ta30Bble HApYIICHMS HE BBISBIIC-
HbI. JIepMorpacdu3M KpacHbI HECTOMKUIA.

Ilcuxuueckasn cgpepa. Peub He nameHeHa. KoHTak-
Ty AocTyneH. B mpocrpaHcTBe, BpeMeHU, COOCTBEH-
HOI JIMYHOCTM OPMEHTHUPOBaH TpaBWiIbHO. KomaH-
JIbI BBITIOJTHSIET.

Jlabopamopuvie uccredosanus. OOWMNI aHATU3
KPOBU ¥ MOYM B HOpMe. B OMoTHYeCcKOM aHaIn3e Kpo-
Bu: ACT — 85 ME/n, AJIT — 97 ME/n, nakratneru-
nporenasa (JIAI') — 1015 ME/n, wmenounast ¢ocda-
taza — 90,15 En/n, kpeatunkunasza — 3529,37 En/in.

HnempymenmanvHole uccaedosanuist

DyeKTpoKapauorpaMMa: CUHYCOBasl TaXUKapaus
yMepeHHas, TUIepTpodus mpaBoro XeaymnoJka.

Pentrenorpagus rpyaHol KJIETKU: peHTIeH-IIPU-
3HAKOB TATOJIOTMYECKUX M3MEHEHUII OpraHoOB TPYiI-
HOM KJIETKM Ha MOMEHT UCCJIEIOBAHUS HE BBISIBIICHO.

VabTpa3ByKOBOE MCCIEAOBAHUE OPraHOB OPIOLLI-
HOI TTOJIOCTM Y MOYEBBIACIUTEIbHON CUCTEMBI: BBI-
SIBJIEHA CILIEHOMETaIus.

Ha sxokapauorpacduu maTojioruu He BBISIBIEHO.

Pe6GEHOK NMPOKOHCYJIBTUPOBAH Y3KHUMMU CIlelMa-
JINCTaMMU.

Tlonyuaem caedyrouee aeuerue. Pexxum obuuii. [Mura-
HMe I10 00I1IeMy BapuaHTy nueThl. DusnoTeparnus He To-
kaszaHa. [Tpegnusonon 30 mr B pactsope 100 M1 0,9%
NaCl BHyrpuBeHHO KaneabHo Ne 10; pactBop JIeBokap-
uutrHa (351bKap) 500 mr B pactBope 100 M1 0,9% NaCl
BHYTpMBEHHO KareabHo N 10; reueOHast (pU3KyIbTypa.

B pesynbrare rocnuTaan3aliy COCTOsSIHUE Oe3 me-
pemeH. PeO0EHOK BbIIMcaH, PpEKOMEHIOBaHO HaOJII0-
JIEHUE yY4aCTKOBOTO TMearaTpa 1 y3KUX CIeNaNCTOB.

OBCY>XXJEHWE PE3YJIbTATOB

HunarHoctuka muonuctpoduu oiieHHa 1Mo Kim-
HUYECKON KapTUHE JOCTAaTOYHO CJIOXHA. KiomHuve-
CKUe TIPOSIBJIEHUST BAPbUPYIOT OT TSKEBIX MPH MHO-
nuctpoguu HromeHHa 10 6ojee JErkux opM Mpu Mu-
oguctpoduu bekkepa. OCHOBHbIE KIMHUYECKHE IIPO-
SIBJICHUSI MAaHM(DECTUPYIOT B 3aBUCUMOCTH OT CTeTICHU
TsKecTu 3a0oJieBaHUs B Bo3pacTte 2—3 yet. Jlo aToro
BO3pacTa MPOUCXOMSIINKM B OpraHu3Me peOEHKa MH-
TEHCUBHBIM POCT MBIIIIL] CKPBIBAET AUCTPOGUUECKIE
MPOIIECCHI, MO3TOMY 3a00jieBaHME Ha MOKIMHUYE-
CKOI1 cTanuu pa3BUTHUs He pacrio3Haércs [8]. OmHako
KJIMHUIIMCTA MOTYT HACTOPOXUTD 3aIepKKa peueBOTo
1 MOTOPHOTO pa3BuTusd. I1o TaHHBIM HEKOTOPBIX aB-
TOpOB [9], peOEHOK HAUMHAET AEPXKATh I'OJOBY MO3XKe
8 Mecs1ieB, caMOCTOSTENIbHO XOAUTh 1ocyie 18 mecs-
ueB. Kak npaBuio, nosbiiieHue ypoBHs AJIT, ACT,
K®K u JIII' o6HapyxxuBaeTcs ciaydyailHO IIpu obpa-
IIEHUHU 32 MEIUIIMHCKOM MTOMOIIIBIO 10 APYTOMY TO-
Boay (4alue ocTpble MH(MEKUMOHHBbIC 3a00JIeBaHUS).
ITpu stom nosbilieHe KD®K mpoucxomouT B COTHU
pa3, AJIT u ACT — B necsatku pa3, JIJII' — B HeCKOJIb-
KO pa3 M He CBSI3aHO C MopaxkeHueM IteueHu [9].
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OCHOBHOE JMarHOCTUYECKOE 3HAUYEHUE HUMEIOT
KapTUPOBaHUE U MOJIEKYJISIPHO-TE€HETUUECKUE UCCIe-
JIOBaHUSI HaJIU4us MyTauuii B reHe DMD.

Oxo/10 OBYyX TpeTeidi MyTaluil reHa-gucTpodu-
Ha — 3TO JeJIelIlMU OJHOTO WM HECKOJbKUX 3K30-
HOB. IIpu 3TOM YE€TKOI KOppEesSLUUU MEXIy CTelle-
HbIO IeJIELIMU U TSKeCThIO0 3a00JieBaHUSI HE OOHapy-
XKeHo. B mo0oM ciyyae Aejelyu NpUBOAST K CIABHU-
ry pamku cuutbiBanus [10]. B ¢Bs3u ¢ TeM, 4TO reH
DMD noctaToyHO 0OJIBIION, 3TO IPAaKTUUECKU BCErIa
MPUBOJAUT K U3MEHEHUSIM CTPYKTYpbl Oejika JUCTPO-
(vHa 1 BapuaHTaM KJIMHUYECKOTO TEYEHUS.

B nutepaTtype onucaHbl ciaydyad TOHaJHOTO U CO-
MaTUYEeCKOro Mo3aulu3Ma npyu Muoguctpoduu Jio-
meHHa [11, 12].

HecmoTps Ha CJIOXKHOCTU MOJIEKYJISIPHO-TEHETH -
YeCKOil IMarHOCTUKM, OCHOBHOM Mpo0JIeMOIi IIPU MU -
ogucTtpodum [roiieHHa sBisSeTCsl IpobdyemMa IOuC-
Ka 3 HEeKTUBHOIO JeYeHUs (3TUOJIOIrMYECKOro 1 Ia-
TOreHeTuyeckoro). Tak Kak OCHOBHBIMM IaTOTeHE-
TUYECKMMU 3BEHbSIMU PAa3BUTHUS 3a00JI€BaHUS SIBJISI-
10TCS1 TMOEJIb MMOLIMTOB U BBIXOJ TTPOTEOJIUTUUYECKUX
¢epMeHTOB (TaKUX Kak KajibllanHa) [2, 14], Bocmaie-
HUE, peaKTUBHas perapaTuBHas pereHepaius (1mocrt-
HaTaJIbHbII paOJOMUOTUCTOIeHE3), 3aMEILEeHUE MUO-
LIUTOB COCAMHUTENbHON U XKMPOBOM TKAHSAMU (JIOXK-
Has rurneprtpodusi), yrpara dynkuuii [2, 15], To oc-
HOBHasl MaTOreHeTUUYeCcKas Teparus OyaeT HalpaBiie-
Ha Ha 9T 3BeHbs MaroreHe3a. OnHaKO U3BECTHbBIE Ha
Cero/iHs MeTO/bl MaTOr€HEeTUYECKOW Tepanuu Majlo-
3 EKTUBHEI, B CBSI3U C YeM Heobxoauma pa3padboT-
Ka HOBBIX 3TUOJOTMYECKUX METOMIOB JIEUEHUS.

CeromHs yxe pa3paboTaHbl TEOPETUUECKUE IO/~
XOIIbl K KJIETOUHOM Tepanuu (puc. 2) [2].

OHU BKJIIOUAIOT KJIETOYHBIE U F€HOTEpaneBTuIe-
CKME METOJIbl B 3aBUCMMOCTM OT BUAa MyTallUu y Ta-
LIMEHTA: TIPU MUCCEHC-MYTallMM BO3MOXHA MOCTTPaH-
CJISILMOHHAsI KOppeKLus neeKTHOro 0ejika oeaKaMu-
1IarepoHaMu J1M00 3aMeCTUTEIbHAS KJIETOUHAs Tepa-
MUs1; IPU HOHCEHC-MYTALMSIX BO3MOXHO ITPUMEHEHUE
METOAUKM IIPOMycKa 3K30Ha U T. A. [2].

3AKJTHOYEHUE

JuarHocTuka HacJeICTBEHHbIX MHOIUCTpOPUil
JIOCTaTO4YHO ciioxHa [16]. [TpuunHOiT 3TOMY SBISIET-
Ccs HU3Kas OCBEIOMJIEHHOCTb Bpauell U OTCYTCTBUE
HACTOPOXEHHOCTU B IJIaHE JUMAarHOCTUKW Haclje[-
CTBEHHOI martojioruu. HecMoTps1 Ha 3TO OCHOBHOM
npobysieMoil okazaHusl 3¢p(GHEKTUBHON MEAULIMHCKOM
IIOMOIIM MaleHTaM SIBJISIETCS BCE XKe pa3paboTKa
3 PeKTUBHBIX MeTOIOB JeueHus1. Ha ceromHsiHui
JIeHb Mbl 00JajaéM 3HAYMUTEJbHBIMU TEOPETUUECKU -
MM MO3HAHWSIMM B JIEYEHUU HACJIEICTBEHHOM IaTo-
JIOTUM, B 4YacTHOCTU muomuctpocduii [2, 13]. Ogna-
KO pa3paboTKa MPaKTUUYECKUX TEXHOJOTUU JieueHUs
3HAYUTEJILHO OTCTAET, UTO TpedyeT 0COOOro BHUMA-
HUS CO CTOPOHBI OPraHU3aTOPOB 3APABOOXPAHEHMUSI.



Bankansckunin meguumHeKkmi xxypHan, 2023, Tom 2, Ne2 Baikal Medical Journal, 2023, Vol. 2, No2

PepaktupoBaHue reHa

MyTauus B reHe gucdepnuHa:
CTON-KOAOH / cCABUI paMKu
npo4YTeHue

CUMTLIBaHUA
cTon-kogoHa
LllanepoHbI
\/ MyTaHTHbIM 6enok

Mponyck 3k3oHa —I /
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YceyeHHbIN 6enok 6enokK
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HedyHKUMOHaNbHbIN 6enok

NS
N
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N
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-
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J BOJOKHa MUoreHesa

YBenuueHue
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nocpeaHUKoB
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MeMObpaHbI

Perynauusa

KIIeTO4YHOW —I BocnaneHue
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UmmyHHas
MoaynAuus

MbiweyHasa paereHepaums

PUC. 2. NoTeHumnansHO BOSMOXHbIE TeparneBTUYEeCKUE CTpaTerum 1e4eHus muogmnctpogum [roweHHa [2, 13]
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