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Peztome. Mbviuweunas oucmpogpus [owenna — HacieOCmeeHHoe npocpeccupyroujee HepeHO-MblUeUHOe
3abonesanue, CesA3aHHOe C NAMO2eHHbIMU 8apuaHmamu 6 2ene DMD, xooupyrouem 6enok oucmpoghum, u
xapaxkmepu3zyloujeecsi nopadceHuem NnOonepeyHOnoLO0CAmol MyCKyiamypsbl myLosuyd U KapouoMUoyumaos.
Tun Hacnedosanus 3a001e8aHUs — peyeccusHvll, cyenjieHuvili ¢ X-xpomocomot. Ilposersemcsa @
OONbLUUHCMEBE CYUAe8 Y MANbYUKO8. HKeHWunbl A61810MCs HOCUMETbHUYAMU NAMO2eHH020 8apuanma. mo
CHUDICAem HACMOPONCEHHOCMb MEOUYUHCKUX CNeYUaiucmos 6 OudeHOCmuKe OAHHOU NAmoniocuu y auy
arcerckoeo nona. Knunuueckue nposigienus om jecKux 00 GbIPANCEHHBIX CUMNMOMO8, MSINCEL0e MeYeHUe V
HCEHWUH MAKICE BO3MONCHbL U CEA3AHbI C AHOMAUAMU X-XPOMOCOMbL U HEPABHOBECHOU UHAKMuUSAayuell
X-xpomocomwsl. B cmamve npedcmasieHo KIUHU4eckoe Habmooenue mvluleyHou oucmpoguu Jrouienna y
0egouku ¢ HoHcenc-mymayueti 6 2ene DMD. [luacnos 6vin 3ano0o3per 8pavoM-2acmpo3IHmMepoLocoM ¢
VUemoM BblCOKO20 YPOBHI MPAHCAMUHA3 U Kpeamungocghoxkunazvl Kkposu. Iloouepxkusaemcs 6axcHOCMb
OUACHOCIUKU HA OOKIUHUYECKOU Cmaouu 3a001e6anus, Ymo CMAHOBUMC OCODEHHO AKMYAlIbHbIM Npu
OMKPBIBULELICS. BOIMOICHOCTNIU MEPANUL NAYUEHMOE C OAHHbIM MUNOM MYMAYUU.

Knroueswle cnosa: mviuweunas oucmpogus Jrouwenna, ouasnocmuxa, 2en DMD, mymayus
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Abstract. Duchenne muscular dystrophy is the hereditary progressive neuromuscular disease associated
with mutations in the DMD gene encoding dystrophin protein and is characterized by striated muscles and
cardiomyocytes impairment. It is X-linked recessive disorder and more prevalent in males. Females are
carriers of the pathological mutation. It leads to impediment to diagnosis of this disease in women. Mild and
severe clinical manifestations can also appear in women and they are attributable to chromosomal
aberrations on the short arm of X-chromosome (Xp21.2) and skewed X-chromosome inactivation. The article
presents a case of Duchenne muscular dystrophy in a girl with a nonsense mutation in the DMD gene.
Primary diagnosis was suspected by gastroenterologist due to elevated levels of creatine phosphokinase and
transaminase. The importance of diagnosis in preclinical stage of the disease is highlighted, moreover it
became significantly relevant with appeared therapeutic options for patients with this mutation.
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Bsenenue.

Mpieunas  auctpodus  [romenna (MJIJ]) — HaciencTBeHHOE pPEIECCHBHOE HEPBHO-MBIIIEUHOE
3a00JeBaHUE, BBI3BAHHOE IATOI€HHBIMH BapuaHTaMu B reHe DMD, koTopble HM3MEHSIOT (YHKLUUIO U
CTpYKTypy Oenka aucTpoduHa, 0OECIEUMBAIOLIETO IPOYHOCTb, CTAOMJIBHOCTh M (YHKLUHMOHAJIBHOCTh
muopubpun. Knuauueckue nposiBineHus: 00Je3HU BIIEPBbIE OMHMCAHBI (PPAHILY3CKUM yUeHbIM J[IOIIIEeHHOM B
1861 r. PenieccuBHBIH, CIETIIICHHBIH ¢ X-XpOMOCOMOM THIT Hacjae0BaHUs 3a00J€BaHUs YJaJIOCh YCTAHOBUTH
B 1989 r., xorna Ha kopoTkoM Iuiede X-xpomocombl (Xp21.2-p21.1) Obin kaptupoBad reH DMD, kotopsiit
ABJISICTCS OJHUM M3 CaMbIX OOJBIIMX T'€HOB yejoBeka. [latorenHsie BapuanThl B reHe DMD, npuBoasime k
pa3BUTHIO OOJIE3HU, MPECTABICHbI Yallle BCETo JENEIUsIMU Pa3InYHON MPOTSHKEHHOCTH, TaKKe BO3MOXKHBI
OYNJIUKAaUU 3K30HOB M TOYKOBBIE MyTallMM B BHJE MyTallUHd calTa CIUIaliCMHra, HOHCEHC-MYTaluH,
ayrukanuil, uacepunid. MJIJI cTpanaloT MajlbdMKH, MMOJYy4YUBIINE B OOJBIIMHCTBE CIy4aeB MAaTOr€HHBIN
BapUaHT OT MaTepyd HOCUTEIbHHIIBI, OJHAKO OKOJO TPETH ciy4yaeB 3a00JeBaHMS SIBISAIOTCS CIEICTBHEM
cnoHTaHHoO¥ myTtauuu B rene DMD [1, 2].

Hapymenne cunTe3a Oenka IUCTpO(HHA, OTBEUYAIOMIETO 32 LEIOCTHOCTh IIMTOCKENIETa MBbIIICUHBIX
BOJIOKOH, TPUBOAMT K HMX IMOBPEXKACHUIO M TrHbenu ¢ mocienyromeil (Gpuoépo3Ho-KUpoBOil nereHeparuen
MBILIEYHON TKaHU. KIMHUYECKH 3TO BBIpaXKaeTcs MBIIIEYHOHN cl1abocThio U arpodusmu. CTpasaeT He TOJIbKO
CKeJIeTHasi MyCKyJaTypa, HO ¥ KapJUOMHUONHTHI [2, 3, 4]. 3a0oneBaHue B OOJIBIIUHCTBE CIy4YaeB AeOIOTUPYET
B Bo3pacTe oT 2 1o 5 ner. Pomutenu oTMedaroT IMJIOXYI0 HNEPEHOCHMOCTb CTaHIAPTHBIX (PU3NYECKUX
Harpy3ok. PeOeHok yailie mpocuTcsi Ha pyKH, HE MOXKET MpbIraTh, Oerarb, BbIpaKeHa MOTOPHAsl HEJIOBKOCTb,
U3MEHsIeTCs MOXO/IKa (CTaHOBUTCA «yTUHONY). IIporpeccupoBanue 3a0oneBaHus MPUBOAUT K BBIPAXKEHHBIM
arpousiM CKEJIEeTHOM MYyCKyJaTypbl, yTpare MOTOpHbIX HaBbikoB. K 10-12 romam yTpaumBaercs
CIOCOOHOCTh K caMOCTOATENbHOM Xoap0e. Ilpu ecrecTBeHHOM TedeHHMH 3a00J€BaHUS MPOAOIKUTEIHHOCTh
KM3HM 3HAYUTEIBHO CHIDKEHA U He npesbiiaeT 20-30 jet, yTo 00yCI0BIEHO pa3BUTHEM IPOrPECCUpPYIOIIEH
KapIUOMHOIIATUH, JbIXaTeIbHOM HEAOCTAaTOYHOCTH M MPHUCOCIMHEHUEM HHTEPKYPPEHTHBIX HHQEKIIHA.
3aboneBanue pacrnpoctpaneHo ¢ 4actoroit 1:3 500—1:6 300 HOBOPOXKAEHHBIX MATBIHUKOB [5, 6].

W3BecTHO, uTO KiMHKUYeckue nposiBieHuss M1/l y *eHIuH, kKaK 1 J11000ro X-CHEeMICHHOTO PeleCCUBHOTO
3a0oseBaHusl, BO3MOXKHBI. OHH MOTYT ObITh OOYCJOBJIEHBI CIEAYIOUIMMHU HPUYMHAMHU: XPOMOCOMHBIMU
abeppanusaMu 00I1aCcTH KOPOTKOTO Iieda X-XpOMOCOMBI, €€ MOJIHOM noTepeil npu cunapome LllepenieBckoro-
TepHepa, 0OqTHOPOOUTENBCKON TUCOMUEN X-XpPOMOCOMBI, KOMIIAyH-T€TEPO3UTOTHBIMU COCTOSHUSAMU IO ABYM
[aTOreHHBbIM BapuaHTaM B reHe DMD, a Tax:ke HepaBHOBECHON MHAKTUBaLMeld X-XpOMOCOMBI, IIPU KOTOPOH
B OONBIIMHCTBE KJETOK NMpoOaH]a HWHAKTHUBHpYETCs X-XpoMOcoma, Hecymias HopMmaiubHbId re” [7]. Ilpu
MHAKTUBALMU X-XpOMOCOMBI (JallOHM3allMK) B COMAaTHYECKUX KIIETKaX y >KEHIIMH OJHAa M3 X-XpOMOCOM
CTaHOBUTCSI HEAKTHBHOM, MPOLIECC IKCIPECCUH T€HOB TOPMO3HUTCS JIMOO COBCeM Mpekpamaerca. B ocHoBe
JEXKAT pa3iNyYHble SMUICHETUYECKHE MeXaHW3Mbl. EciaM y JKEHIIMHBI-HOCHUTENBbHMIBI X-CLETIEHHOTO
perieccuBHOrO 3a00sieBaHMsI B OOJBIIMHCTBE KJIETOK MHAKTUBUPYETCS X-XpOMOCOMa, HeCylllas HOpMaJbHbIH
I€H, CTAHOBMUTCS BO3MO)KHBIM IIPOSIBJICHHE KIMHUYECKUX IPU3HAKOB pELECCUBHON maronoruu [5, 8]. B
HaCTosIIIee BpeMs B JIUTEPAType BCe OObIIE MOABISIETCS CBEICHUN O MPOSBICHUH KIMHUYECKUX NMPU3HAKOB
M/l y JuIl KEHCKOrO MOjia, TaKUX KaK MHUONATUYECKUH CHHIPOM, KApAMOMHOIIATHS B COYETAaHUM C
U3MEHEHUSIMU J1a0OpaTOpHBIX IOKa3aTeleil B BUAE IOBBIIICHUS YPOBHS IEUCHOYHBIX TpaHCAMUHA3 U
kpearuHpocpokunazpl (KOK) kpoBu. Yactora BBIABICHHUS KIMHUYECKUX TMPOSBICHUN Yy IKECHIIMH-
HOCHUTEJIBHULl Pa3HUTCS, MO JAHHBIM psiAa aBTOpoB, U cocraBisgeT or 8—17% mo 27-46% [3, 4, 6, 9].
3a0oseBaHue TeUET, KaK MPaBUIIo, JIETKO, B BU/I€ YMEPEHHOM MBIIIEYHOH c1ab0CTH, MOTOPHON HEOBKOCTH. B
pse cilyd4aeB MMEET MECTO IPOrpeccHpyrollee MOpaXXeHHe MHOKapha, 4To TpeOyeT IUarHOCTUYECKOro
KOHTpPOJSl Ja)e y JKEHIIMH-HOCUTENBHHUI[ NaToreHHoro BapuaHta B TreHe DMD. Omnucanst
HEMHOT'OYHMCIICHHBIE CIyYau TSHKENIOTo TeueHHst U ObicTporo nporpeccupoBanust MJI/] y neBouexk [5, 10].

Huarnoz M/I/I, kak npaBuiio, yCTaHABIMBAETCS B BO3pacTe 6-7 JIET, XOTA MEpBbIe MPOSBICHUS 3a00I€BaHUS
UMeIT Mecto Yyxe B 2-3 roxma. IloBblieHMe axkTMBHOCTH (EPMEHTOB CBHIBOPOTKM KpPOBH —
ananuHamuHoTpancdepassl (AJIT), acmapraramunotrpancdepassl (ACT), makrarnerugporenassr (JIAD),
K®K — MoxeT ObITh MEpBBIM TOKIMHUYECKUM TMposBIeHUEM 3aboneBanus [3, 4]. M3 MHCTpyMEHTalIbHBIX
METO/IOB JIMarHOCTUKM MPUMEHSIOT 3JIEKTpOMHOrpaduio, MOATBEPKIAIONIYI0 TEPBUYHO MBIIICUHBIN
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XapakTep H3MEHEHH; YNbTPa3ByKOBOE HCCIEAOBAHHE W MArHUTHO-PE30HAHCHYIO TOMOTPAa(HIO MBIIIILI,
MO3BOJISIIONIMX JaTh KAa4eCTBEHHYIO M KOJMYECTBEHHYIO XapaKTePUCTHKY W3MEHEHHMSIM B MBIIIIAX;
ANeKTpoKapArorpaduio 1 dXoKapAUOrpaduio UCMONB3YIOT JJs YTOYHEHHs] BOBJICUEHUS B MATONOTHYECKUN
mporecc Muokapza. B CIOpHBIX JMAarHOCTHYECKUX Ciydasx HeoOXxoauma OuorcHs MbI. MoeKynspHO-
TeHETUYECKOE UCCIIEZIOBAHNE TO3BOJSET TOYHO BEPUPHUIIMPOBATH AUATHO3, YTO SBISIETCSI OCOOEHHO Ba)KHBIM
Ha JIOKJIMHUYECKOM 3Tare JAMarHOCTUKH. PaHHee yTOuHEHHWE nuarHo3a crajo OCOOEHHO 3HAYMMbBIM IOCIe
TMOSIBJICHUS] BOBMOYKHOCTH THONATOT€HETUUECKOTO JieueHus A1t manuentoB ¢ MJIJI [11, 12].

Ha npotskeHun MHOTHX JieT Oblila JOCTYIHA JIMIIb CUMIITOMaTHYecKas Tepanus i 6onbHbIX ¢ M/,
BKJTIOYAIOIIAsl UCTOIb30BAHUE TIIIOKOKOPTHUKOUIOB, MO3BOJISIIOIIMX 3aMEUIMTh YTPaTy MBIIIEYHON CHIIBI U
(GYHKIHM, Tepanuio cepAeyHO-COCYIUCTON MATOJIOTMH W HEMEIMKAMEHTO3HBIE METO[bl, HalpaBlICHHbIE Ha
yAaydllIeHre KayecTBa KU3HU. B HacTosIee BpeMs MosBUIaCh BO3MOKHOCTh ATHONATOT€HETUYECKON Teparun
JUIS JTaHHOW Tpymmbel manueHToB. Ha ceromusmHuii JeHb B MHpE OJ0OpEHO HECKOIbKO MPernaparos,
BOCCTAaHABJIMBAIONIUX CHHTE3 Oenka nuctpoduna. B 2020 r. B PO Obut 3aperucTpupoBaH MepBbIM Mpenapar
utst iedenus 6onpHBIX ¢ MJIJ] — aramypen. Tepanus aramypeHoM mokazaHa 60onbHeIM MJI/] crapmie 2-x e,
Yy KOTOPBIX MOJEKYISPHO-TEHETUUYECKUM HCCIIEOBAHUEM MOATBEPKICHO HaJU4he HOHCEHC-MyTalllh —
MAaTOreHHOTO BapuaHTa B TeHe DMD, mpephiBalolIero CHHTE3 MOJHOpa3MepHoro Oenka aucTtpoduHa.
[Ipemapar mO3BONSIET BOCCTAHOBUTH paMKy CUMTHIBAHHS W TPOMOIKHTH TpaHCHSANUIO Oeika, dYTO
oOecrieuyrBaeT MOAU(DUKAIIUIO TEUEHUS TSDKEIOro 3a00JeBaHMs B BHJE JOCTHIKEHHS] CTOMKOTO YIydIlIECHHS
JIBUTATEIIbHOW W AbIXaTenbHON (yHKuwmi [13, 14].

Kiaunnueckoe Haodaronenue.

[TanmenTtka, neBouka M., 2020 1. pokaenus. PeOeHOK OT BTOpO, HOpMaJbHO MPOTEKABIIEH OEpeMEHHOCTH
Y BTOPBIX HOPMAJIBHBIX CPOYHBIX po/ioB. IlepBhIit peOeHOK (1eBOUKa) 370POB. AHTPOIIOMETPUYECKHE TaHHBIE
IIPU POXKACHUU COOTBETCTBOBAJIM CpeAHHM 3HadeHHsM. OlieHKa Mo mikaje Amnrap cocTtaBuia §8-9 06amios.
Ponutenu pebeHka He COCTOST B OIM3KOPOACTBEHHOM Opake, B aHAMHE3€ CEMbH HE ObLII0O MEPTBOPOXKACHUN U
CMEpTU JeTel paHHero Bo3pacTa. 3aciHy>KMBAaeT BHUMAHHsS HEKOTOpas 3a/lepikKka MOTOPHOTO pPa3BUTHS
pebenka. /leBouka Havana JepKarh TOJIOBY € 2,5 MecCsIeB, CHAETh — ¢ 6 MECAIEeB, CAMOCTOATEIHLHO XOAUTh —
¢ 14 mec. B 1,5 rogma peOGeHOK Hayal IMOCEMIaTh JETCKUN KOJIJIEKTHB, YTO CONMPOBOXKIAIOCH YaCTHIMU
pecniuparopHsiMu 3a0oneBanusMu. Habmronanach y oTolapuHrosnora no noBoay runepTpoduu aeHoua0B 10
3 cTemneHu, CHIKEHUS CIyXa, IByCTOPOHHETO CPEIHEro dKCCyAaTUBHOTO oTuTa. [Ipu moAroToBke K riiaHOBOM
aZIcHOTOMHH B Bo3pacTe 2-X jeT (B saBape 2023 1.) Buepssie BbisBiaeHO yBenmuuenue AJIT no 129 En/n u
ACT no 130 En/n, npeBplmaronux moka3aTeay HOPMbI IPAKTHYECKH B 4 paza. ITOT (aKT MOXKHO CUHUTATh
HAyaJIoM «JIMarHOCTUYECKOU Ofluccen» JUIsl 3Toro pedbeHka. B pesynsrare noo0cienoBanus Ha aMOyIaTOpHOM
JTame B BO3pacTe 2 JeT 3 MecsIeB BIEpBbIe MeauarpoM 3adUKCUPOBAH TeMaTOIMEHABHBIN CHHIPOM,
COTIPOBOXKIABIIUICS MPOTPECCUPYIONINM CHHIPOMOM ITUTONIN3a B BHJIE HAPACTAIOLIETO YBEIHMUEHUSI YPOBHS
tpancamuHa3z (AJIT — 164 En/n, ACT — 189 Epn/m). C ydYeroM BBIINICONUCAHHBIX TEPBUYHBIX
JTUArHOCTUYECKUX JAaHHBIX NpoBoawics IuddepeHnanbHblii AUarHo3 ¢ BUPYCHBIMHM TeMaTUTaMH U
TernaToJeHTUKYIIAPHON JAereHepanueil. Pe3ynbTarbl aHajanM30B KpOBM HAa BUPYCHBIE TEMaTHTHl OKa3allMCh
OTpHUIIaTeIbHBI, YPOBHU MEAM B KPOBU U LEPYJIOIUIa3MHMHA HE BBIXOJWIM 3a Npelesbl pedepeHTHBIX
3HaueHui. B deBpane 2023 1. aHanM3e KPOBH METOJAOM UMMYHO(PEPMEHTHOTO aHaIN3a BBISBICHBI MapKEPhI,
XapaKTepHble s ocTpoit (pa3el Dmmrein—bapp BupycHoit nadeknuu (anti-VCA EBV IgM, anti-VCA EBV
IgG, anti-NA-EBV IgG). C storo MoMeHTa JAeBOYkKa HaOMo[anmach € JHArHO30M: HWH(EKIIMOHHBIN
MOHOHYKJI€03, BBI3BaHHBI raMMa-reprneTudeckuM BUpycoM. B momnb3y 3a0oneBaHus yKa3bIBaIH CIEIYIOIINE
KIIMHUKO-AMArHOCTHYECKHEe  JaHHbIe:  JTUMQONpoIu(epaTUBHBIA  CHHAPOM B  BUAE  YBEIHUCHUS
nepudeprudeckux JauMGoy3T0oB Oonee uYeM B JBYX TIpynmax, MOHOIMTAapHAas peaklus B aHaIu3e
nepudeprudeckor KpOBHU, BEIPAXKEHHOE HApyIIEHHE HOCOBOTO JbIXaHUs, TACTO3HOCTH JIUIIA, COXPAHSIOIIUECS
renaTojueHaNbHbIM CUHAPOM U CHUHApOM nuTonu3a. OmHako mpu HabmoneHuu pebeHka Oosee Mmoiyrona,
YUMUTHIBas ~KYNHUPOBAHHWE TNPOSBICHUN JUMQONPOIH(PEepaTUBHOTO CHUHAPOMA TPU  COXPaHSIONIEMCS
renaToJIMeHAIBHOM CHHJIIPOME M MPOTPECCHPOBAHUU CHHIApoMa muTonu3a (ceHtsaops 2023 r.: AJIT — 269
En/n, ACT — 322 En/xn), BpadoM-TieiuaTpoM MPUHSATO perieHue 06 o0cinenoBannu peoeHka Ha ypoBeHb KOK.
[Tomy4yeHHBIN pe3ynpTaT, IPEeBBIAIINA HOPMAaTUBHBIC MTOKa3arenu npaktudeckd B 100 pa3 (KOK — 18948,0
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En/n (B my0Omnsx)), yka3piBall Ha HEOOXOAMMOCTH HMCKJIIOYCHHUS WM TIOATBEPXKICHHUS Y peOCHKa HEPBHO-
MBIIIIEYHON naronoruu. Tak, B Bo3pacTe MpakTHUeCKH 3-X JIeT peOeHOK MomaaeT noj HaOIoaeHne TeHeTHKa
U HEBPOJIOTa.

HccnenoBanre MeTOIOM TaHAEMHOM Macc-criekTpomeTpun (ceHTsiopp 2023 1) Ha opraHuYecKue
aluI0ypHUH, aMUHOAIMI0ONAaThH, anb(a D-MaHHO31103, 1ePUIUT TU30COMHOM KUCION JUMa3bl U HAPYLICHUS
oOMeHa >KHUPHBIX KHUCIIOT MAaTOJIOTMYECKHX OTKJIOHEHWH He BhIABHIO. C IeIbl0 MOHUCKA T€HETUYECKUX
BapUAHTOB, SIBJISIOIIMXCS BEPOSATHOW NMPHUYMHON 3a0oseBaHus, B Mapte 2024 . MpOBEICHO MOJHOTCHOMHOE
cexkBenuposanue JIHK (OOO «32oren»). [1o pesynbraram uccienoanus, B rere DMD (NM_004006.3) B 39
aKk30HE U3 79 obHapyxeH BapuaHT (HG38, chrX-32345978G>A, ¢.5551C>T) B reTepo3UroTHOM COCTOSIHUH,
MPUBOAAIINNA K (POPMUPOBaHHIO TMpexAeBpeMeHHOTo ctom-komoHa (p.GInl851), panee 0003HaYeHHBIN B
JTUTepaType Kak MaToreHHbI. Takue roMO3UTOTHBIE, KOMITAYHI-T€TEPO3UTOTHBIE M TeMU3UTOTHBIE BApUAHTHI
B rene DMD onucaHbl y AIlAEHTOB C MBIIIEYHON aucTpodueii J(romenna, bekkepa ¢ X-ClieTUICeHHBIM THITOM
HACJIEIOBaHMS. 3aclly’)KUBAIOIIMM BHUMaHUS SBJIseTCS (akT, YTO TMpHU JOMOIHUTENIBHON OLeHKe
HOCHUTENIbCTBA MMaTOTEHHBIX T€HETUYECKUX BapUAHTOB, aCCOIMMPOBAHHBIX C PELIECCUBHBIMU 3a00JIeBaHUSMH,
BBISIBJICHO TETEPO3UTOTHOE HOCUTENBCTBO IATOTEHHOTO BapuaHTa B TreHe ATP7B, OTBETCTBEHHOrO 3a
pa3BUTHE ayTOCOMHO-pEIECCUBHOTO 3aboseBanus Oosie3nn Buiabcona—Konosanoa (rs137853281, ¢.3402del
(p.Alal135GInfsTer13)). Meromom cekBenupoBanuss 1o Coarepy (OOO «DBoreH») BBISABICHHBIN
natoreHHblii Bapuant c¢.5551C>T rena DMD, cootBercTBytomuit rs1128625228 chrX: g.32345978G>A B
reTepO3UroTHOM COCTOSIHUM ObLT MOATBepkAEH. OnpeneneHue MyTallMOHHOTO CTaTyca y mMarepH mpobaHia
HE BBISIBUJIO MATOT€HHOTO BapuaHTa, AMarHOCTHUPOBAHHOTO y pebeHka. Takum oOpa3oM, B MpeAcTaBICHHOM
ciydyae umeeT Mecto myTanus de novo. IlonTBepnuB Hanmuuue MaToreHHOW HOHCEHC-MYTallMu y peOeHKa,
XapaKkTepHOW 1 Oosye3Hu JlroleHHa, MoJiydeHa BO3MOXKHOCTH TpoBecTH ucciemoBanue (07.03.2025 —
OI'AY «HanmoHanmbHBI MEIUITMHCKHN HMCCIIENOBATEIbCKUN IIEHTP 3J0pPOBbsl JIeTel») Ha BBISBICHUE
MPOTSHKEHHBIX JeNeNuid U ayruiukanuid B TeHe DMD, koTopbIX BbIsBIEHO HE ObU10. C HENbI0 UCKITIOYCHUS
XPOMOCOMHOM TATOJIOTMM y AEBOYKM C KIMHUYEeCKOW kapTtuHod MJIJI mpoBeneHO KapuOTHUIIMPOBAHHE
(07.08.2024), monaTBEepKIEH HOPMAJBHBIH JKEHCKMH KapwoTum. [lo pe3yasraraMm  MOJIEKYJISPHO-
UTOTeHEeTHYeCKoro mccieaoBanus ot 25.12.2024 (FISH-ananu3) nanmuuue nenenuid peruoHa reHa XIST
(Xpl3) u Mo3aummM3Ma 1O TOJOBBIM XPOMOCOMaM HE€ BBISBIEHO, KOJIMYECTBO TMOJOBBIX XPOMOCOM
COOTBETCTBOBAJIO HOpME sl jKeHCkoro mona. C y4yeToM moia MaluMeHTKH W Halu4usl TMPOSBICHUI
X-CIETJIEHHOTO PEIeCCUBHOrO 3aboyieBaHus OBLIO TPOBENCHO HCCIEAOBaHHWE Ha JIaOHU3aIUI0 X-
XpOMOCOMBI B KjeTkax KpoBu peOenka (11.03.2025 — ®I'BHY «Meauko-reHETUYECKUM HAyYHBIH IIEHT
umenu akagemuka H.IT. BouxoBa», r. MockBa), Mo JaHHBIM KOTOPOTO BBISIBJIEHa HecOallaHCHPOBaHHAs
(nepaBHasi) HHAKTUBAIUS XpoMocoM X — 21:79%. JlanHblid QakT AOKa3bIBa€T BOZMOKHOCTH KIMHHYECKOTO
MpOosIBJICHUsT X-CIETVIEHHOTO PElleCCUBHOTO 3aboneBaHus — 0Oose3nu [omeHHa B JAaHHOM KIMHUYECKOM
ciyudae. [locne monTBep:kaeHUs AUarHo3a MPOTPECCUPYIOIEH MBIIEYHOW TUCTPOdUU AUCTPOPUHONIATHH Y
JIEBOYKH C HeCOAJIAaHCHPOBAHHON HWHAKTHBaIMEeH X-XpoMocoMmbl B Bo3pacte 4 jer 10 mecsmeB peOeHOK
TOCMUTAIN3UPOBAaH B (henepanbHblii MEIULIMHCKUNA IIEHTP C LENbI0 J000CIeOBaHUS M OMNpeAeNeHus
NaJIbHEWIIEN TaKTUKU BENCHU.

[Ipu noctymuieHnn B HEBPOJIIOTUYECKOM cTaTyce: B co3HaHUU. KoHTakTHa, OpHeHTHpOBaHa 1Mo Bo3pacty. Ha
OCMOTp pearupyer CIOKOWHO. JIBurarenbHO pacTopMokeHa. PeueBas MNpOAyKIMs — TMOJHBIE (pasbl,
nu3aptpusi. OOIIEMO3rOBBIX M MEHUHTEaJbHBIX CHMIITOMOB HET. [IBMKEHMs TNa3HBIX SOJOK B IOJHOM
o0beMe, JUI0 CHUMMETpPHYHOE, OynbOapHBIX PAacCTPOMCTB HET, S3BIK MO cpeaHeil IuHUU. TOHYC MBIIII]
CHIDKEH. [05TOBY ynep:KUBaeT, U3 MoJIoKeHus Jiexa nogaumaet. [loxonka He HapymieHa. C moja MOXeT BCTaTh
C JIOTIOJTHUTETIFHOU OMOpoi oAHOM pykoi o Oeapo. ber 3HaunMo He M3MeHEH, X0/1b0a Ha MATKAX BO3MOXKHA.
He moxeTt npeirats Ha neBoil Hore. Crniabo BbIpaskeHHas! TICEBAOTHNEPTPOdUs UKPOHOKHBIX MBI, CTOMBI
yrutomieHsl. Cuiia MBI 3HAYUMO HE M3MEHEHa BO Bcex rpymnmnax. Peduekcel ¢ koHeuHoctel D = S, xuBsbIe.
[Tatonoruueckux peduiekcoB HeT. bpromabie peduiekcbl D = S oxusnensl. KoopanHaius u craTika B HOpMe.
CeHcopHBIX paccTpoicTB HET. DYHKIIMU Ta30BbIX OPraHOB HE HapylleHbl, KOHTpoaupyeT. Tect NSAA — 29
O6amnoB. M3 ¢eHoTMnMUecKuX OCOOEHHOCTEW: BBICOKMN BBINYKIBIA JI00, 3amaBiias MEpPeHOCHIIa,
cuHAakTuIus 2-3 manplieB cron. B OMoXxuMuyeckoM aHaiM3e KPOBH COXPAHSIOTCS MOBBIIICHHBIE YPOBHU
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K®K (17262 En/n), ACT (252 ME/n), AJIT (202 ME/n), JIAT" (1 005 Exn/n). [To nanabIM 3X0Kapauorpadun
BBISIBJICHO HE3HAYUTENIbHOE YCHIIEHHE SXOTEHHOCTU JHJO0KapJa OT 0a3albHbIX OTAENIOB JIEBOTO >KETYI0uKa.
Pa3mepsr nonocreit cepana B Hopme. Cucronuyeckas U Auactoianueckasi GyHKIMS HE HapylIeHbl. 3HAYMMON
peryprutanuu HeT. DKTOMHYECKHe XOpAbl W TpabeKylbl B MOJOCTH JIEBOro kenmyaouka. [lepukapn 0e3
ocobenHocre. Ilpu mpoBeneHUM 3MEKTpOKapAHOTpadUu: PUTM CHHYCOBBIN peryspHbii, YCC — 97-87
yIapoB B MHUHYTY. HapymieHune BHYTpHKETYIO4YKOBOrO TmpoBeaeHus. [myOokuit 3yoenm Q Bo II, III
CTaHIAapTHBIX OTBeAeHUsX, B aVF u V4-V6 rpyaHbIX OTBENCHUSX. YUUTHIBas OTCYTCTBUE JUJIaTallMHU
MOJIOCTeM cepllla CO CHW)KEHHEM COKpPaTHUTENbHOM CIIOCOOHOCTH MHOKapla, KapAHOJIOTOM CJIeTaHo
3aKJII0YeHHEe 00 OTCYTCTBUM HEOOXOJUMOCTH KapAMOMPOTEKTUBHOM Tepanmuu Ha JAaHHOM OJTare TeueHUs
3a0oneBaHusi. MarHUTHO-pe30HaHCHAsI TOMOTpadus MBIIII Oe/ipa U TOJIEHH MaTOJOTUU He BbissBUiIa. OleHKa
¢byHKIIMKM BHENIHeTo nbixanus BbissBuia cHuxkeHue JXXEJI — no 88% ot momkno#, dhopcupoBannoit XKEJI no
73%. Ilo manneiM Y3M opraHoB OpIONIHOM TMOJOCTH, COXPAHSETCSA TeNaTOCINICHOMETallus. Y4YUThIBas
coxpaustomuecs Bbicokne nupper KOK B mabopaTOpHBIX HCCIIEIOBAHUAX, MOSBUBIIMECS KIUHUYECKUE
MPU3HAKA MUOMATUYECKOTO CUHIPOMA, YKa3bIBAIOIIME HA MPOTPECCUPYIONIYI0 MUOMATUIO, TIOATBEPKACHHYIO
HOHCEHC-MYTAllNI0, TIAHUPYETCs JAMHAMUYECKOe HaONIOeHHE M pElIeHHe BOIpoca O HEOOXOAMMOCTH
HA3HA4YeHHUs MATOreHEeTUYECKON Tepanuy peOeHKY KOHCUIMYMOM CIIEIIUATHCTOB.

Oobcy:xknenne.

Juarno3z M/1J1 yacto ycranaBnuBaeTcs yke B (ha3y SBHBIX KIMHUYECKUX MPOSBICHUN 3a00eBaHUs, KOTAa
UMEIOT MECTO HE TOJIbKO NpPHU3HAKKM MHUOMATHYECKOTO CHUHAPOMA, HO M KapIMOMHUONATHUH, IbIXaTeIbHON
HE0CTAaTOYHOCTH, OCIIOKHEHHS CO CTOPOHBI OMTOPHO-/IBUTAaTENLHOTO amnmnapara. JJoKInHIYecKie MpOosiBICHUS
00JIe3HU B BHJIE 3a/IP’)KKH MOTOPHOTO M PEUYEBOTO Pa3BUTHS, MOBBIIICHHS YpoBHS TpaHcamuHaz u KOK
KpPOBH PACLIEHUBAIOTCS KaK MPOSBICHUS JIpyroi naronoruu. KeHCcKHii o, Kak mpaBuiio, He COMOCTAaBISETCS
C BO3MOXKHBIM TIPOSIBIEHHEM X-CIEIJIEHHOTO pelecCUBHOTO 3aboneBanus [5, 15, 16]. IlpencraBneHHbIN
KIIMHUYECKUN ClIy4ail TMOAYEepKUBAET BaXHOCTh HACTOPOKEHHOCTH Bpauell NEpBHUYHOTO 3BEHA Ha
JTUArHOCTUKY Op(aHHOW HACJIEJCTBEHHOW MATOJIOTMHM Ha JOKIMHUYECKOW CTaauu. BakHOCTH MpoOiIemMbl
BO3pACTaeT B CBSA3M C OTKPBHIBAIOIIMMHUCA BO3MOKHOCTSIMU MAaTOT€HETUYECKOW U T€HHOW Tepamuu Jjs dTOH
rpynnsl - naneHToB  [11, 12]. Bo3MoOXHBIE KIMHUYECKHE TPOSBICHUS Yy SKEHIIMH-HOCUTEIbHMI]
MATOJIOTMYECKOro ajuiensi X-CIEMJIEHHOTO pPEeleCCUBHOTO 3a0ojieBaHMsl B OOJNBIIMHCTBE CIlydyaeB He
BBIpQKEHHBIE ¥ MOTYT TpeOOBaTh CUMITOMAaTHYECKHX METOJIOB Tepamnuu. B cilydae mporpeccupyromero u
TSDKEIIOTO TeUeHUs 3a0oJeBaHHsl y JHUI[ JKEHCKOrO Toja IeJ1ecoo0pa3Ho paccMaTpuBaTh BOMPOC O
HE0OXOMMOCTH T€HOTEPANIEBTUUECKUX METO/IOB BeIeHUS MalneHTOK. ONbIT IPUMEHEHHUs MaTOreHeTUYeCKON
Tepanuu y neBouek ¢ MJIJ] yxe mpencraBieH B oTAeNbHBIX myOnukarnusx [13, 14]. B paccmarpuBaemom
HaMU KIMHUYECKOM cllydae 3a0oJieBaHHE MMEET MpOrpeccupyrollee TeUeHHEe B BUJIE HApacTaHUs ypOBHS
KOK kpoBwu, mosiBlieHUs: IPU3HAKOB MHUOMATH4YeCKOro cuniapoma. [loarBepikieHHas y mpoOaHia HOHCEHC-
MyTalus OMpeAeNsieT BO3MOKHOCTh Ha3HAYEHMsI MATOT€HETHYECKON Tepamuu, YTO MOXKET MpPedOTBPATUTh
pa3BUTHE OCIOKHEHUI 3a0oyieBaHHs, HE TOJNBKO CHIDKAIOIIUX Ka4eCcTBO, HO U  OIpPeIessIoNInX
MPOAOIDKUTENBHOCTD )KU3HU MAlUEHTA.

3akiroueHue.

Kenckuii o He AOMKEH SIBIATHCS UCKIIOYEHUMEM JJisi MOocTaHOBKM auarHoza MJIJ[ ¢ X-cuenneHHbIM
perieccCuBHBIM THUNOM HaciefoBaHusa. [loBeimienue ypoBHs KOK kpoBu u TpaHcamMuHa3 sBIsSETCS
OONUTaTHBIM, JOKIMHUYECKUM MPHU3HAKOM MPOTPECCUPYIOLIEH MBIIIEYHOW AUCTPOPUH, YTO JOJKHO
SBIIATHCS yKa3aTelleM JJisi Bpaua Jito0o#l crennaabHOCTH Ha HEOOXOAMMOCTh JalbHEUIIEro oOcieaoBaHus
IpU TPHUBICUCHUHM KOMAHJABI CIEHUATHCTOB C OO0S3aTeNbHBIM Te€HEeTHYECKHM YTOUYHEHUEM JIMarHo3a.
[TonTBepxknenune nuarnoza MJIJl Ha DOKIMHUYECKON CTaguu ¢ YTOUHEHUEM BHJAa MYTallud OOECHEUHBaET
BO3MOXKHOCTH HE TOJIBKO T€HETUYECKOTO MPOrHO3a AJIsl CEMbU MPO0aHa, HO U CBOEBPEMEHHOTO PUMEHEHUS
TeHOTEePaNeBTHUECKIX METOO0B TEepaluu B 3aBUCUMOCTH OT BHJA T€HETHUYECKOro Jedekra, YTo B CBOIO
odyepelb YIy4IIaeT KayeCTBO JKU3HM OONBHBIX M CIOCOOCTBYeT HX COMAaTHMYECKOM M COIMaJIbHOM
peaduIMTaInH.
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Ceéedenusn o punancuposanuu ucciedo06anus u 0 KOHGIUKme unmepecos.

UccnenoBannie He umeno GUHAHCOBOM MOAIEPIKKH.

ABTOpBI 3asIBJISIOT 00 OTCYTCTBUU KOH(IMKTa HHTEPECOB.

Ceéedenusn o éxknade agmopos.

Bsnoa H.B. — 50% (cymiecTBeHHBIN BKJaJ B Hay4HO-UCCIIEIOBATENbCKYIO pabOTy, HallMCaHUE TEKCTa,
OTBETCTBEHHOCTH 32 IIEIOCTHOCTh BCEX YACTEH PYKOMHICH, OKOHYATEIbHOE YTBEPKACHUE AJIs MyOIUKaInN ).

[Muorposuu U.II. — 10% (c6op, aHanu3 U UHTEpHpETalUs JAHHBIX, J0pabOTKa U UCIIPABIIEHUE PYKOITUCH).

Cuxopa H.B. — 10% (c60p, aHanu3 U HHTEepIpeTalus JaHHBIX, JopaboTKa 1 UCIIPaBIIEHNUE PYKOITUCH).

CkpetneB A.C. — 10% (c6op, aHanu3 U UHTEpIpETalns JaHHbBIX).

Koganenko B.O. — 10% (mopaboTka U HCTpaBieHHE PYKOIIHCH).

Enuceea M.B. — 10% (c6op, aHanu3 1 UHTEpIpPETAIUS TaHHBIX.)

Hugpopmayus o coomeemcmeuu cmamovu HAyUHOU CREYUATLHOCHIU.

3.1.24 — HeBpoutorus.

3.1.21 — Ilenunarpus.
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