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MbiweyHasa guctpodua [iowenHa (MA[)) — HacnefcTBeHHas MporpeccrpyoLas MbllleyHas ANCTPodus, KoTopas B OCHOBHOM MPOABIAETCA
Y MasibuMKOB, XapaKTepr3yeTca HayaloM B paHHEM BO3pacTe, NMOCTeNeHHON CUMMETPUYHON aTpodrien nornepeyHo-nosiocaTon MyckynaTypb
KOHeUYHOCTel, TYNIOBWLLA, MOpaXKeHneM CEPAEUYHON MbILLLibl.

Kak npaBuno, AeBOYKM 1 XKeHLLMHbI, HacleaytoLMe NaToforMyeckyo MyTaLuio, KNaccuprLypyoTCa TONbKO Kak €8 HOCUTENN 1 He UMEIOT KIn-
HMYEeCKMX NposABneHuii 3aboneBaHna. Te pefikne Ciyyaw, KOrAa *eHLWMHbI MU AEBOYKM MMEIT KMHUYecKue npoasnenna MM, moryT 6bitb
06ycnoBieHbl XPOMOCOMHbIMY MePeCTPOoKamy, BOBIEKaLUMI 0651acTb KOPOTKOTO MNieya X-xpomocombl (Xp21.2), aeneymamm sToro perno-
Ha, MoNHOW noTepei X-xpomMocombl (cMHapoMm LLiepelueBckoro-TepHepa), 04HOPOANTENLCKOW ANCOMHMER X-XPOMOCOMbI, KOMMayHA-TeTepo-
3UrOTHBIM COCTOAAHVEM MO ABYM MaTOreHHbIM MyTaLam B reHe DMD, HepaBHOBECHOW MHaKTHBaLVen X-XpOMOCOMbI.

Korpa y HocuTeneil MyTaLmmn »KeHCKOro rnoJsia MMeloTcA KINMHUYECKe CUMMTOMbI 60/1e3HM, OHU 0ObIYHO MPOABMIAIOTCA HAMHOIO MArYe, Yem
Y ManbuvKoB 1 toHowwel. ONncaHnaA NaLMeHTOK C TAXENbIM TeueHrem 1 ObICTPbIM MporpeccrpoBaHriemM 3aboneBaHUsA, CONOCTaBUMbIMUA MO
CKOPOCTU NPOrpeccupoBaHna ¢ Manb4ymKami, eAMHNYHBL. B JaHHON cTaTbe aBTOPbI AENATCA COOCTBEHHBIM OMbITOM HabMIOAEHNA NALNEHTKY,
cTpagaBLien Taxénon popmon MAL.
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Summary. Duchenne muscular dystrophy (DMD) is a hereditary progressive muscular dystrophy, mainly manifested in boys, is characterized
by the onset at an early age, gradual symmetrical atrophy of the striated musculature of the limbs, trunk, as well as damage to the heart muscle.
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As a rule, girls and women inheriting a pathological mutation are classified only as its carriers and do not have clinical manifestations of
the disease. Rare cases when women or girls show clinical manifestations of DMD may be due to chromosomal rearrangements involving
the region of the short arm of the X chromosome (Xp21.2), deletions of this region, complete loss of the X chromosome (Shereshevsky-
Turner syndrome), homogenous X chromosome dysomnia, compound heterozygous state for two pathogenic mutations in the DMD gene,
nonequilibrium inactivation of the X chromosome.

When female mutation carriers have DMD clinical symptoms, they usually manifest much milder than boys and young males. Descriptions of
patients with the severe course and rapid progression of the disease, comparable in the rate of progression with boys, are rare. In this article,
the authors share their experience of observing a girl patient who suffered from a severe form of DMD.
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Mpeimeunast nuctpodust dromenna (MIJ) — Hacmen-
CTBEHHAsI IIPOTPECCUPYIOIIast MBIIIeYHAs ITUCTPOdUs,
KOTOpasi B OCHOBHOM IIPOSIBIISIETCS ¥ MaJIbUMKOB, XapakK-
Tepu3yeTcss HadaJoM B paHHEM BO3pacTe, IOCTCIICHHOM
CUMMETPUYHON aTpodueii ITOIepeIHO-TI0I0CaTON MYCKY-
JIaTypbl KOHEYHOCTEH, TYJIOBUIA, a TAKXE MOPAXKEHUEM
CepACUYHON MBIIIIBI. DTOT IMPOIIECC MPUBOIUT K ITOCTE-
MEHHOM yTpaTe IBUTAaTCJIbHBIX HABBIKOB, CEPICYHO-CO-
CYOUCTBIM M OBIXaTeJIbHBIM OCJIOXHEHMSM, TTOPaXKCHHIO
OIIOPHO-IBUTATEIBHOTO allfapara, 4YTOo 3HAYUTEIBHO
YXYOIIaeT KadyeCTBO KM3HM OOJBHOTO M COKpaliaeTr eé
MIPOIOJIKUTEILHOCTD.

XapakTepHbIMU cumiToMamMu M y MajlbuMKOB SIB-
JIsIeTCSI Ie0I0T 3a00J1eBaHMSI C TIEPBBIX JICT KU3HM, HATMIHE
B paHHEM BO3pacTe MOTOPHOM HEJIOBKOCTH B BUIE HEIIPO-
TMOJDKUTETBHOTO HEYKITIOKETOo Oera, TpYIHOCTEH TTPU XOIb-
0¢ I10 JIECTHUIIE, ITPBIKKaX, TTOBBIIIICHHON YTOMJISIEMOCTHI
MIpH CpemHUX (U3NIECKUX HATrpy3Kax, 0oyiee MEIJICHHOTO
MpUOOPETEHNST MOTOPHBIX HABBIKOB. B manpHelimem mpo-
TPECCMBHO HAapacTalT MBIIIeYHAs CIaboCTh M aTpous
MBI, YTO MPUBOAUT K ITOTEpE IBUTATEIHLHBIX HABHIKOB
U CIIOCOOHOCTH K CaMOCTOSITEJIbHOI XOmp0e B BO3pacTe
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okoyo 12 ner [1]. Takke TTOCTENIEHHO TPUCOESTUHSIIOTCS
KOHTPaKTYphl KPYITHBIX CYCTaBOB, aehopMaIus IT03BO-
HOYHMKA, OCTEOIIOPO3, HAPYIIICHNE XKeBAaHUS U TIIOTAHUS,
JIBIXaTeTbHAsI HeIOCTATOYHOCTD M KApAMOMMOTIATHS.

[Ipn ecTecTBEeHHOM TeYeHMU 3a00JCBAaHUS CPETHSS
MPOAOJIKUTEIBHOCTh KU3HU O00JibHBIX M/l He IpeBbI-
maet 25—30 ner. JleraapHblii ucxon B 90% cirydaeB CBsI-
3aH ¢ HapylIeHueM (PYHKIIUM TBIXaTeTbHOW MYCKYIaTyphI
U TIpUCOEeTMHEHNEM BTOpUYHBIX nHpeKkunit. Kpome MJIJI,
BBIIEJISIOT OoJiee JIETKYI0 (popMy 3a001eBaHNST — MBbIIIIEY-
Hyto nuctpoduio bekkepa (MAB) — ¢ mo3mHelr MmaHnbe-
cTalMei, MEIJICHHBIM IIPOTPEeCCUPOBAHUEM CHUMIITOMOB
1 O6oJiee OJIarOIPUATHBIM ITPOTHO30M.

MJ1JI oOycnoBieHa myTauusiMmu B reHe DMD, no-
KaJM30BaHHOM Ha KOPOTKOM Iuiede X-XpOMOCOMBI
(Xp21.2-p21.1). Yacrora 3abojeBaHUS  KOJeOIeTcs
ot 1:3500 o 1:6300 HOBOPOXKIEHHBIX MATBLYUKOB [2]. Tun
HacinenoBaHuss M — X-cCLeEIUIEeHHbI peLieCCUBHBINA.
OOBIYHO TIpY 3a00JIEBAaHMSIX C TAKMM THUIIOM HacJIeaoBa-
HUS TIOPAXKCHHBIMU SIBIISIIOTCS. MY>KIMHBI, KOTOPBIC TTOJIY-
YaloT MaTOJIOTMIECKUIT TeH OT cBoeil MaTtepu. KEHIIMHEI,
HMMEIOIINE TTATOJIOTUYECKYIO0 MYTAITUIO, SIBIISTIOTCSI TEMU3H-
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TOTHBIMU HOCHUTEJISIMU 1, KaK IIPaBUJIO, HE UMEIOT KITMHM -
YeCcKUX MpOosIBIeHMI 3a0oeBanus |3, 4]. Kak 1y My>k4uuH,
crpanaomx ML, y >)KkeHIIMH-HOCUTeei HabaonatoTes
pa3IMYHBIC TUITBI MyTalldil B TeHEe TUCTPOGUHA, TAKME KaK
JeJIeIn, TYTUTMKALIMA 3K30HOB M TOUYKOBBIE MYTAllMH,
BKJIIOYAIOIIYI€ HOHCEHC-MYyTallMK, MyTallUM CailTa CILIai-
CMHTa, MHCEpUUU U aeneunu B rene DMD [5].

B Tex penkux cimydasx, KOrga y HOCUTEIEH MyTalluu
JKEHCKOTO TI0JIa MMEIOTCSI KIMHUYECKUE CUMIITOMBI 00-
JIE3HW, OHU OOBIYHO IIPOSIBIISIIOTCSI HAMHOTO MSITYe, YeM
Yy MaJIbYMKOB 1 IOHOIIIEH, 1 Yallle COMMOCTABUMBI C TCUCHM -
eM MJZIB [6]. [To gaHHBIM HEMHOTOYMCIEHHBIX MMyOJINKa-
LU, TpuMepHO Y 8—17% XeHIIMH-HOCUTEIEH TTPOSIBIIS-
FOTCSI IBUTATEJbHBIC HAPYIICHUS, TaKMe KaK MBIIIeYHAs
cnabocts [7, 8]. B mpyrux ucciemoBaHUsIX cOOOIAeTcst
o OoJjiee BbICOKOI mone — 27—46% [9, 10]. I1o pe3ynbra-
TaM aHajau3a OMOICUU MBILIL HOCUTEIbHULL HAOII0JAEeT-
CS MO3aMYHBI PUCYHOK AUCTPOMPUH-MOTOKUTEIbHBIX
1 nucTpouH-oTpULaTeNbHBIX BoJIoKOH [10, 11]. Kpome
TOr0, KaK IOKa3bIBaIOT JaHHbIE UcciaenoBannid, y 23—47%
XKEHIIUH-HOCUTEJIEN UMEET MECTO IMMOPAXKEHUE CEPACIHOM
mbeIbl. [ToaTomy B MeXmyHapOIHBIX PeKOMEHIAIIMSIX
no jeyeHutro M/l pekomeHOyeTcs NpOBOAUTH KapAMO-
JIOTMYECKOe OOCIeqoBaHNe KCHIIMH-HOCHUTEIeH Kaxk-
Iple 3—5 JeT, HaYMHAas C paHHETO BO3pacTa, a Mpu HaJM-
YUY KIMHUYECKON CUMITTOMATUKMY — yvaie [12].

Takum obOpa3oM, aHallu3 MMEIOLIUXCS IMMyOIuKalui
JIEMOHCTPUPYET OO0JIbIIOE KOJUYECTBO PAOOT, MOCBSIIEH-
HBIX OIMMCAHUSIM IeBoYeK ¢ cumnTomamu MJIJI [13—15].
OmHako OIMMCAaHMWS TAIIMEHTOK C TSDKEIBIM TeYCHHEM
¥ OBICTPBIM IIPOTPECCUPOBAHUEM 3a00JIeBaHUS, COTIOCTA-
BUMBIMH I10 CKOPOCTH TIPOTPECCUPOBAHMS C MAJIBYNKAMMU,
eIUHUIHBI.

OnuncaHne KNNHNYECKOro ciyydan

HeBouka M., 7 ner. Pe6EHOK OT 5-i1 GepeMeHHOCTH,
npoTeKaBiieil gpusnonorndyecku. B cembe ecthb emg 3 ne-
Teii: crapiiast 1049b 20 JIeT, cpeaHsst 104Yb 16 JIeT ¥ MyIaaImnia
opat 3 roga. Bce getu 3mopoBul. Poabl TpeTbu, CpOYHBIE,
camocTrosTenbHble. Macca Tena npu poxnaeHuu 2800 T,
nnuHa Tena 48 cM. 3akpuyana cpasy, OlleHKa IOo IIKale
Arnrap 8/9 6aiioB. Beinucana oMol Ha 6-¢ CyTKU ¢ I1-
arHo3oM «3amepXKa BHYTPUYTPOOHOTO pPa3BUTHS, THUIIO-
TpoUUEeCKUi1 BapUaHT».

Ha 1-m roay ku3HuM pa3BuBajach B COOTBETCTBUU
C BO3pacTOM: T'OJIOBY yAep:KuBaja ¢ 2 Mec, cejia B 6 Mec,
HavaJia XOIUTh CAMOCTOSITEJILHO ¢ 12 Mec.

Ponurenn obpaTiiii BHUMaHKeE, 4TO B BO3pacTe 2 JIeT Ae-
BOYKA CTajIa yCTaBaTh IIPU HEOOIBIINX (DU3NIECKIX HATPYy3-
Kax, ¢ TPY/JIOM ITOJHMMAJIACh MO JIECTHULIE, Y HEE UBMEHUJICS
PUCYHOK XOIBOBI: Havajia IMOTHUMAThCS] Ha HOCKU BO BpeMsI
IBIKEHUS, CIIOTBIKATLCA, MalaTh, UCILITHIBATL TPYIHOCTA
npu Oere. B Bo3pacte 5 jeT meBoyKka IepecTaia Mphirarh,
TIpYCeNaTh, CTajla BCTaBaTh C HU3KMX ITOBEPXHOCTEH MJIH T10-
JIa, MCTIOJIB3YST PYKU IUTS TOTIOJTHUTEIIBHOM OITOPHL.

B Bospacre 6 et 11 Mec manmeHTKa MPOKOHCYJIBTHPO-
BaHa OPTOIIEIOM, TEHETUKOM M HeBposioroMm. IIpoBemeHO
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obcemoBaHue, TI0 Pe3yJIbTaTaM KOTOPOTO BBISIBJICHBI BbI-
COKMe ypOBHM acrapraTamuHoTpaHcdepassl (136,0 E[l/n),
ajaHMHamMuHoTpaHchepasbl (274,6 EJ/n), kpeatuH-
dochokunazer (5107,3 EIN/n1) M makratoeruaporeHasbl
(959,5 El/n). 1o maHHBIM YIBTPa3BYKOBOIO MCCIICIOBAHUS
OPIOIIHOM MOJIOCTU 1 CEPIIia MAaTOJIOTUH HE BBISIBIICHO.

Ilo pesynbratam sneKTpokapauorpadguy ObUIa 3aperu-
ctpupoBaHa cunycoBast Taxuaputmusi ¢ HCC 113—146 yn/mMuH
C MUTpalMell BOTUTENIST pUTMa, BBIpAKEHHOE OTKJIOHEHUE
SJIEKTPUYECKOI OCHM cepilla BIIpaBO, HEIOJTHAas OJoKama
npaBoii HOXKM Ttyuka ['uca.

C 1enpl0 HMCKITIOYCHHUST XPOMOCOMHOM IATOJIOTHU
y I€BOYKHU C KJIMHUYECKON KapTUHOM Oosie3HM [rolieHHa
MMPOBEICHO KapHOTUIIMPOBAaHNUE, IIOATBEPXKIEH HOPMaJThb-
HBIM >KEHCKUI KapUOTHUIIL.

IIpu mowucke myranuii B 15 reHax MosICHO-KOHEY-
HOCTHBIX MBIIIEYHBIX nuctpoduit metonom NGS (DI'b-
HY «MI'HII uMm. akanemnka H.I1. boukoBa», Mocksa)
BBISIBJICH ONKMCAHHBIA paHee NAaTOr€HHBIM HYKJIEOTUIHBIN
BapuaHT chrX: 31227798G>C B sk3oHe 65 rena DMD
B TeMU3UTOTHOM COCTOSTHUU. JIaHHBIN BapUaHT IIPUBOIUT
K HOHCEHC-MYTallUM U TIOSIBJICHUIO IIPEKIEBPEMEHHOIO
TepMuHupytomero komoHa (¢.9380C>G (p.Ser3127Ter),
NM 004006.2). INnanupyercsi m000CaenOBaHUE MaTepu
npobaHpaa.

C yu€ToM ToNa MALMEHTKU, MMEIOIIEH CUMIITOMBI
3a0o0JieBaHUsI C X-CLEIJIEHHbIM-PELIECCUBHBIM TUIIOM Ha-
cJeI0BaHMsL, IIPOBEIECHO UCCIeq0BaHre KapuoTumna: 46,XX
(HOpMAaJIbHBIN, )KeHCKUI) 1 JIAailOHN3aIUN X-XPOMOCOMBI:
BBISIBJIeHa HecOalaHCHpOBaHHAs (HepaBHOBECHAsT) MHAK-
TUBaLUs XpOMOCOMbI X — 5/95%, 3aMeTUIIMpOBaHa XPO-
MOCOMa OTIIOBCKOTO ITPOUCXOXICHMSI.

Takum obpa3oM, Ha OCHOBAaHUU KIIMHUYECKMX HaH-
HBIX W Pe3yJIbTaTOB MOJICKYJISIPHO-TEHETUUECKNX HMCCIIC-
noBaHuii nuarHo3 M1 y mauueHTKU ObLT ITOATBEPKISH.

C 6 J1eT B COCTOSIHUM OOJIbHOM OTMeYalach OTYETINBAS
OoTpHlIaTeJIbHAs TUHAMUKA: JeBOYKA CTajla pPeXe XOIUTh
0e3 MomIePKKM, MPAaKTUYECKN TepecTana BCTaBaTh C TO-
PU30HTATIBLHOM IMTOBEPXHOCTH axKe TIPU IIOMOIIY B3POCTIO-
ro. MenukaMeHTO3HOI Teparuu He IojyJania.

B Bo3pacte 7 JeT BIepBble TOCIUTAIM3UPOBAHA
B ®I'AY «HMMUILI 31m0poBes mereit» MuH3npaBa Poccnu
C 1LIeJIbI0 00CIeNOBaHUS U TNIAHMPOBAHUS TAKTUKM JAJThb-
HEUIIEeTO BEACHUS.

I[Ipn mocTymiaeHMM y MAlMeHTKA OTMEUEHBI OCO-
OeHHOCTU (DEHOTHIIA: BBIPAXKECHHBIM THUIIEPIOPAO3 IIO-
SICHUYHOTO OTIeNa ITO3BOHOYHMKA, TUIIOTPOMUS MBIIIIII
MHUCTAIIBHBIX OTAEIOB M YMEpPEeHHas MCEBIOTUNEPTPODUS
MBI TPOKCUMAJIBHBIX OTAEJIOB KOHEUHOCTE!, KOHTpaK-
TypBbl TOJICHOCTOITHBIX CYCTaBOB, YMEPECHHBIC KOTHUTUB-
HBbIe HapYIICHUS, TU3apTPUIHAS pedb CDOPMUPOBAHHBI-
MU (bpasaMu, HEITIOCTOSTHHOE PACXOIsIIeecs KOCOTIa3ue.

Kpome Toro mMenn MecTo MHOXECTBEHHBIC CTUTMBI
NUCcAMOpHOreHes3a: yIjolIEHHOe U0, 3amnaBllee Iepe-
HOChE, aHTUMOHTOJIOMIHBIN pa3pe3 Iiia3, HU3KO pPacio-
JIOKEHHBIE OTTOITBIPEHHBIC YIITHBIC PAKOBUHBI, JIMHHBIN
GuUIbTp, TOHKAS HaBHUCAIONIAs BEPXHSISI Iy0a, BHICTYIIAIO-

229

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2021; 2(4): 227-232



HEBPOJTOTMYECKUIA XKYPHAIT nmenu 11.0. BAOATIAHA. 2021; 2(4): 227-232

https://doi.org/10.17816/2686-8997-2021-2-4-227-232

KnnHnueckne cnyyan

11 mog00pOa0K, MaKpocToMUsl, KaMmnrogakTuaus [I1—-1V
MaJIbIIEB KUCTHU TIPABOIl PYKH.

CoMaTtuyecKuii cTaTyc 6e3 0COOEHHOCTE.
Bec — 22 kr, poct — 124 cM. B HEBpoJIOrMYecKOM CTaTy-
ce: TIpU OIIEHKE ABUTATEIBHOU Cephl 00bEM aKTUBHBIX
¥ TTACCUBHBIX OBIDKCHUM HECKOJIPKO OTpaHUYEH B TOJIe-
HOCTOITHBIX CyCTaBaX M3-3a (POPMUPOBAHUS KOHTPAKTYP.
MplmeyHslii TOHyC AU(POY3HO CHUMMETPUYHO CHIDKCH.
MpliieyHasi TUTIIOTOHUS TIPe00IagaeT B IMIPOKCUMAaIbHBIX
TPYIIIaxX MBI HIKHUX KOHEUYHOCTe. MBbIIIeuHast cuiia
B IMPOKCUMAJIbHBIX U IMCTAJbHBIX OTAEIaX pyK — Ha 5 6a-
JIOB, B MIPOKCUMAJIbHBIX OTAeIaX HOT — Ha 3 0ajia, B IHC-
TaJIbHBIX — Ha 3—4 6amna, S=D. CyxoxuibHbIe pehIeKChbI
C PYK CHIDKEHBI, CAMMETPUYHBIC, C HOT HE BBI3BIBAIOTCSI.
ITaTonoruueckue pedaekcbl OTCYTCTBYIOT. MOTOpHBIE
HaBBIKU: XOIUT CAMOCTOSITEJIbHO, TTIOXOMIKA «yTUHAS», Ya-
CTO TIEPEeXOIUT Ha HOCKM. He yMeer mpucenaTh, IphITaTh
Ha IBYX HOTaX, CAMOCTOSITEIbHO HE MOXKET BCTaTh U3 T10-
JIOXKCHMS CHIISI Ha TIOJTY, TaXe C OIOPOIi Ha TIPeaMET, TIpKU
TepeMeHe TOJIOKEHMS TeJla UCTIoNIb3yeT mpuéMbl I'oBepca,
3aTPYIHEH MTOABEM 10 JiecTHULIE. TecT 6-MUHYTHON XOIb-
661 — 70 MetpoB. Onenka 1o mkane NSAA («CeBepHas
3Be3na») — 9 u3 34 6aios.

BrinonHeH OMOXMMUYECKUI aHAlU3 KPOBU, MO pe-
3yJIbTaTaM KOTOPOTO OTMEYalIOCh MOBBIIICHHUE psia I0-
KazaTeneil: amaHumHaMuHOTpaHchepasel (171,17 EI/n),
acrapraTamuHoTpaHcdepasbl (86,76 EJI/1), KpeaTwH-
dbochokunazsr (2 671,58 EJI/1), kpeatrnHpOChHOKMHA3BI
MB (162,8 EJl/1), nakratneruaporeHnassl (786,87 E /1),
proBNP (35,06 mir/mj), 4To COOTBETCTBYET JaGopaTop-
HBIM IMpU3HaKaM 3a0oseBaHus. Takxke y OOJIbHOI BBISIB-
JIeH HUu3Kui ypoBeHb BuTamuHa D(25-OH) (34,34 ur/mon).

Ilo maHHBIM WTOIBYATOM 3JEKTpOMUOTrpaUM ycTa-
HOBJICHBI IIPM3HAKM, KOTOPBIC YKA3bIBAIOT Ha IEPBUY-
HO-MBIIIICYHBIA THUIT MOPAaXEHUS: YMEHBIIICHUE CpemHei
IUTUTEIBHOCTA TIOTCHIIMAJIOB JEWCTBUSI IBUTATEIbHBIX
ennnnu (ITIE), yBennuenne umcia monudasneix TTJIE
BO BCEX TECTMPOBAHHBIX MBIIIIIAX, TTATTEPH PEKPYTUPOBA-
Hus [I1E nonHblil co cMmelleHrneM o0JIauHOi aruarpaMMbl
13 HOPMATMBHBIX 3HAUYCHUN NPU TPOBEACHUM TYpH-aM-
IUIMTYIHOTO aHaJIM3a.

I[lo manHBIM 3X0Kapauorpacduu: TOJOCTU Cepala
HE pacIIMpeHBbl, CTEHKW HE YTOJIICHBI, TEePerOpPOIKU
WHTAKTHBI, KJIallaHbl U KPYITHBIC COCYIbl HE M3MEHEHHI,
(GYHKIIMOHAIBHBIE TTapaMeTPhI ceparia B HopMme. Buzyamm-
3alMsI 3aTpyaHEeHA M3-3a MPUKPBHITUST Ceparia JIETOUHBIMU
nojsaMu. JlormoHUTebHAsI TpabeKyia B MOJOCTH JIEBOTO
JKEJTyIoYKa.

C 1enbio OlleHKY (DYHKIIMU BHEITHETO IBIXaHUS TIPO-
BemeHa (uoymeTpus: (opcupoBaHHaAs KMU3HEHHAS EM-
KOCTb JIETKUX B HOPME.

Mo panueiM  OKI: cumHycoBwlii  putMm, YCC
82—91 yn/MuH, HOpMaJIbHOE TOJIOXKEHHE DJICKTPUICCKOM
ocH cepama, yMepeHHas apuTMus. [loBbImeHHe 3JeK-
TPUUYECKON aKTUBHOCTA MHOKapla JIEBOTO XKEJyIouKa,
BO3MOXHa ero rureprpodus. HapyiieHue mpoBeaeHUs
o TipaBoii HOXKe Iydka ['mca, sneBaums cermeHTa ST
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B V2-V6, 11, 111, aVF na 0,5—2,0 MM (MakcuMaibHas B V2,
B HEKOTOPBIX OTBEACHUSIX — II0 TUITY paHHEH PeIosIpu-
3allMM KEJyJTOYKOB). YUUTBIBAsl JaHHbIE OOC/IEeNOBaHUIA,
MNpOBENEHHBIX B JAMHAMMKE, PeOEHOK KOHCYJbTUPOBAH
KapaIMoJIOTOM, PEKOMEHIOBAaHO HaOJIOIeHNE OOJIBHOM
B IWHAMUKE, MPOBEICHNE KOHTPOJBHOTO OOCIeIOBAHUS
He MeHee | pasa B rop.

Ilo pesynbratam oOciegoBaHUSI Y TMALUMEHTKU ObLIUA
BBISIBJICHBI BhIpaxkeHHbIe cuMmIiToMbl M1, cormoctaBUMbIe
C TSDKENBIM TeUeHHeM 3a00J1eBaHMs Y MaJIbYMKOB. B cBSI3U
C HaJIMuMeM KJIMHU4YecKoi KapTuHbl MIJI 1 BbISIBIEHHOM
HOHCEHC-MyTaluu B reHe DM D npuHsSITO pellieHre 0 Ha3Ha-
YEHNH TITIOKOKOPTUKOCTEPOUIOB. Takske paccMaTpUBaICs
BOITPOC O Ha3HAYCHUM MTATOTCHETUYECKOM Tepalliy Ipera-
patoM atainypeH. JlaHHBII mperapaT MO3BOJISIET «O00UTH»
MPeXXIeBPEMEHHBIN CTOIT-KOIOH M IIPOIOJIKUTH ITPOILIECC
TpaHcguuu 0enka auctpoduHa. [TomobHag Tepanus mo-
Kazajia 3HaYMTeNbHYI0 3(P(PEKTUBHOCTD B BUJIE YIyUILICHUS
JIBUTATEJIBHBIX (DYHKIIMI ¥ CTAOWIM3ALIMU COCTOSTHUST JIbI-
XaTeJIbHON CHCTeMBI y IIPEICTaBUTENIC MY:KCKOTO IIOJIa,
crpagamommx MJIJI, oOycinoBlIeHHOI HOHCEHC-MyTaluei
B reHe DMD. OmHako KIMHWYECKUE WCCIICIOBAHUS, U3Y-
yaronye 3(p(HeKTUBHOCTD aTajlypeHa Y IeBOYEK U XKEHIIWH
C MOJIOOHBIMU MYyTalLUSIMU, HE TTpoBoaAnanCk. [Tyoaukannu
0 JICYCHUHU Y TIPEICTaBUTEIIPHUIL XXEHCKOTO TT0JIa aTarype-
HOM €IWHWYHBI U MPEACTABICHB B BUIE OTHCIBHBIX K-
HUYecKUX cirydaes [ 13, 14]. B HacTos11IMii MOMEHT ITPUHSITO
peleHre 0 TMHAMWYECKOM HAONIONEHUN 3a MallMeHTKOM
Ha (oHe JIeYeHUs TIIOKOKOPTUKOCTeponaaMu. Bompoc
0 Ha3HAYCHUM aTalypeHa OyleT pelatbesl B JaJbHEUIIEM
KOHCUJITYMOM CITCLIMAJTACTOB.

O6cyxaeHune

Juarno3d M MoxXeT ObITh YCTAaHOBJICH XKEHIIMHAM
C XapaKTepHBIMU KIMHUYCCKUMM TIPOSIBICHUSIMU, TTOBBI-
IIeHNEM YPOBHS KpeaTWH(OCHOKMHA3H U BBISIBICHHON
naToJlornuyeckoil myrauueit B rene DMD. Y null KeHCKO-
O T10J1a 3a00JIeBaHKME BCTPEUYACTCS OYeHDb PEeIKO, YacToTa
M/ y xxeHwmuH cocTtasisier meHee yeM 1 : 1 000 000 [16].
KimHuyeckue mposBiaeHUs MOTYT BapbUpPOBaTh OT KJlac-
CUYECKOM KJIMHUYECKON KapTUHBI OO0 OECCUMIITOMHOTO
HOCHUTENIbCTBA. XapaKTePHBIMU KIMHUYCCKUMMU CHUMIITO-
MaMU SIBJISTFOTCSI MBIIIIEYHAST CJIa00CTh, TICEBIOTUIIEPTPO-
(1T UKPOHOKHBIX MBIIIII, MUOIIATUYECKKUEe TTPUEMBI [ 0-
Bepca. B cpegHeM XeHIIMHBI, UMEIOIIIe MaTOJTOTMIEeCKYIO
MyTtauuio B reHie DMD, B 50% ciiyyaeB pa3BUBalOT KJIMHU-
ky M1, a B 30% cnyuaeB — MJIb [16, 17].

ITo maHHBIM psma aBTOPOB, KIMHUYECKUE MPU3HAKK
V )KEHIIIMH-HOCUTEILHUIL BADBUPYIOT TOCTATOYHO IITUPOKO
U CBsI3aHbI ¢ BapuabeJIbHOI MeHeTpaHTHOCThI. 1o maH-
ueiM E.M. Hoogerwaard c coaBr., y 24% XeHIIMH C 11aTo-
reHHoi Mmytauueit B reHe DM D xiuHu4ecKasi KapTUHa 3a-
6oaeBanust coorBerctByeT M1 1y 29% xeniunH — M/1b
[7]. IIpu 3tom y xeHmuH ¢ MJIJI MmbllieyHast ci1aboCcTh
M AWIaTalMs JIEBOro Kejlygouka orMevalorcs B 19% Ha-
OJIIOEHMIA, a QUaTallMOHHAs Kapauomuonatus — B 8%.
¥V nauueHrtoxk ¢ npuzHakamMu MJIb mbliieyHast ¢j1abocTb

Clinical cases
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BbIsIBIISIETCS V 14% naLMeHTOB, AWIaTalusl JIEBOTO XKeJly-
Jouka — y 16% OGOJbHBIX, AWJIATALMOHHAS KapIHMOMMO-
naTus He BBIABISICTCS. MUaITMy M KpaMIIU BCTPEYArOTCS
y 5% XeHIIMH ¢ 000MMHU TUIIAMU AUCTpoduHOnaTHi [17].

Kimanueckue niposisinenust MJ1/1 y >keHIIIMH MOT'YT OBITh
00YCIIOBJICHBI XPOMOCOMHBIME TIEPECTPOIKAMU, BOBJICKAIO-
IUMHU 00J1acTh KOPOTKOTO Tuieda X-XpoMOcoMBI (Xp21.2),
JIEJISIIASIMU 3TOTO PETUOHA, TTIOTHOM TToTepeit X-XpOMOCOMBI
(cunmpom IllepemeBckoro—TepHepa), OMHOPOOUTEIHCKOM
IrcoMueit X-XpoMOCOMBI, KOMITAyHA-TeTePO3UTOTHBIM CO-
CTOSTHMEM I10 IByM aTOT€HHBIM MyTaLusiM B TeHe DM D, He-
PaBHOBECHOI MHAKTUBalMei X-XpoMOcoMHl [17].

X-MHaKTUBaLMSI — OIUTCHETHMYECKMI IIpoliecc,
B X0 KOTOPOTO Y JIMII XXEHCKOTO IT0JIa JalOHU3UPYeT-
¢ (MHAKTUBHMPYETCSI, CTAaHOBMUTCSI HEAKTWUBHOI) OmHA
M3 IBYX Komuii X-XpoMocoMm. DTOT (peHOMEH ObLT OImucaH
B 1961 r. Mopu Jlaiton Ha Maekonuramoiux. Ha cragum
paHHETO 3MOpHOreHe3a B KJIETKaX aKTUBHBIMU SIBJISIIOTCS
00e X-XpoMOCOMbBI, 3aTeéM Ha CTaauu OJaCTOLMCThI He-
00paTUMO MHAKTUBUPYETCS ogHa U3 X-XpOMOCOM, U 3TO
COCTOSTHME HACIICAYIOT BCE IOTOMKHU 3TOM 3MOpPHOHAIb-
HOM KJIeTKU. B pe3ynbTaTre Takoit ”THAKTUBALIMU Y SKEHIIIH -
HBI OMTHOBPEMEHHO CYIIIECTBYIOT IBE KJICTOUHBIC TTOITYJISI-
11U, 3KCIPECCUPYIOIINE TeHbI pa3HbIX X-XpomocoMm [18].
MuaxktuBupoBaHHas X-XpOMOCOMa CTAHOBUTCS TEJIbIIEM
bappa, B KoTopoMm mpekpalaercs 3KCIpeccust 60JIbIINH-
CcTBa TeHOB. BBIOOp TOro, MaTepuHCKasl MM OTIOBCKAs
X-xpomocoMma OyneT MHAKTUBUPOBAHA, SIBJISETCS CIydaii-
HbIM. TeopeTudyecKn B KJIETKaX MNOJDKHBI MHAKTUBUPO-
Batbest 50% X-XpoMOCOM MaTepUHCKOIO IIPOUCXOXKIEHUS
1 50% X-XpoMOCOM OTLIOBCKOI'O ITPOMCXOXKIECHUSI, HO I10-
CKOJIBKY TIpOlIeCC MHAKTUBAIIMKA HOCUT CIIyJaiiHBIN XapaK-
Tep, TO BKJIAI KaXIOi M3 XPOMOCOM MOXKET 3HAYUTEIHbHO
U3MEHSThbCS. B psige cutyanuit MoxeT HaOI0maThCsl TakK
Ha3zpIBacMasl «HECTyJaiiHasi WHAKTUBAIUsS X-XpOMOCO-
MBbI», KOTJa B OOJIBIMMHCTBE KJIETOK ITPEHMYIIECTBEHHO
MHAKTUBHPOBaHa OJIHA U Ta Xke X-XpoMmocoma. Eciu rpo-
HMCXOIUT HEPaBHOBECHAs MHAKTUBAIIUS X-XPOMOCOMEI,
IIpY KOTOPOU B OOJIBIIMHCTBE KJIETOK WHAKTUBUPYETCS
X-XpoMocoMa, Hecyllass HOpPMaJIbHBIi Te€H, TO y IEBO-
YeK-HOCUTEJICH MOTYT BO3HUKHYTh CUMIITOMBI 3a00JIeBa-
Hus. ISl BEIIBIICHUSI HeCTyJaiilHO MHAKTUBAIIUU X-XPO-
MOCOMBI HCTIONIB3YeTCS] METOJ OIpeNeIeHUsT KOJUIeCcTBa
TPUHYKJICOTUIHBIX IIOBTOPOB B reHe AR, pacIiooXeHHOM
Ha X-xpomocowme [18].

I1pu panbHeiIeM AETOPOXKIASHUN TTOBTOPHBIN PUCK
JIJIst CMOCOB B ceMbe, UMeIoleit 00JIbHOTO peOEHKa, 3aBU-
CHT OT TOTO, SIBJISICTCSI JIV XKCHIIIMHA HOCUTEJIEM ITaTOJIOT -
4yeCKOro reHa. 2KeHIMHbI-HOCUTEIbHULILI MMeIoT 50% Be-
POSITHOCTD Tlepeadyy IaToreHHOro BapuaHTa B reHe DMD
npu Kaxnaoil 6epemeHHocTu. IIpu 3TOM BCe MajbuuKWU,
KOTOpbIE YHACIIeAyIOT HaToreHHbii BapuaHT (50%), Oy-
nyT 6oapHBI. M1 Bce meBOYKM, KOTOpHIE YHACIEOYIOT TIa-
TOreHHbIi BapuaHT B rene DMD (50%), OyayT TakuMu ke
HOCUTEIISIMM, KaK MaTh, M B psIe CIydaeB MOTYT MMEThb
KJIMHUYEeCKHUe TIPosIBIeHUs 3a001eBaHus. Ecim XeHmHa
He SIBJIICTCSI HOCUTEJIEM MaTOJIOTMYeCKOro BapraHTa B Ie-

Clinical cases

KnuHunuyeckne cnyyan

He DMD, noBTOpHBIN pucK poxaeHus pedéHka ¢ M/
OyIeT COCTaBIsATh OKOJIO 14% 13-32 BO3MOXHOCTU HaJIU-
4yusl y He€ roHagHOro Mo3auuusma [17].

3ak/oueHme

IIporpeccupyromasi MJIJI oTHOCUTCI K peaKuM
3a00JIeBaHUSIM W3 TPYIIbl BPOXIEHHBIX MMOIATUM
U uMeeT X-CLEeIJIEHHBIM pelieCCUBHBIN TUIT HacjienoBa-
Hus. Ha nmpoTsokeHMrM MHOTMX JIET CUMTAIOCh, YTO JdaH-
Hoe 3a00JieBaHME BCTPEYAETCsl TOJbKO Yy MpeacTaBuTeseit
MYXCKOTO 10J1a, a I€BOYKM Y >KEHIIMHbI SIBJISIIOTCSI HOCU-
TeJISIMU, KpaliHE PEAKO UMEIOT MUHUMAJIbHbIE CUMIITOMBbI
00JIE3HU U HE HYXIIAIOTCS B JICUCHUU.

OmHako B HACTOSIIIIAI MOMEHT YK€ MMEETCSI JOCTaTOU -
HO JaHHBIX O TsKENoit hopme MJIJI y neBoUeK 1 XKEeHIIMH,
COMOCTaBMMOM C MaJbUMKaMM W IOHOLIAMU IO CTENEHU
BbIPAXXEHHOCTU KJIMHMUYECKUX MPOSIBJEHUIM U CKOPOCTH
nporpeccupoBanusi. Takas dopma 3abojeBaHUs TpeOyeT
Ha3HAYeHMUsI TEpalUU [JIIOKOKOPTUKOCTEPOUIAMU U, BO3-
MOXHO, TaTOT€HETUYECKUX MPeTnapaToB, MPUMEHSIOIIX-
C$1 B HACTOSIIIIMII MOMEHT IPU JIEYEHU N TaHHOTO 3a00J1eBa-
HUS Y IpeACTaBUTENEN MY>KCKOTO MoJia.
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