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Nuadanruasnaa pudpocaproma (U®P) ornocurca k peaxum Bugam 3HO nerckoro Bospacra, ABISAACH
IIpH 3TOM HauboJiee YaCTHIM BHIOM CAPKOM MATKHUX TKaHell B MepHoOJe HOBOPOsKIeHHOoCcTH. B HacTo-
AIIel cTaThe ONMNCAaH KINHUYECKHUI CIy4ail paHHel TMarHOCTHMKHM MBINIeYHOH nquctpoduu [ronieHHa
(MIQ) y pedenka ¢ BposkaenHoin P MArkux TkaHei MpaBoro ivieda. B jmrepaTtype onmcaHbl equ-
HUYHbIe KJIMHNYecKue Haomonennsa BosHuxkHoBenusa SHO y mereit ¢ M/I/I. B craTbe o6cyskmaroTcs
Bonpocsl B3aumocBsa3u ML/l ¢ passutuem 3HO y mereii 1 BO3MOKHBbIE MOJIEKYJISIPHbIE MeXaHU3MbI,
JIesKaniye B OCHOBE JaHHOW acCOIUAIUN.

Knrouessie cnosa: unpanmunvras puobpocaproma, mvluleynas ducmpogus Jiowenna, demu.

Hum.: I''B. Caeoan, J.JO. Kauanos, M.A. Kypnuxosea, A.M. Cyaeiimanosa, HA. Boavuwaros, B.IO.
Powun, I.B. Tepewerro, A.B. I[Tuwonxun, T.B. Illamanckas, C.P. Bapponromeesa. Panusas duaznocmu-
Ka moviueunoil ducmpouu Jiowenna y pebenka ¢ 8poicdeHHol URPAHRMUNLHOUL QUOPOCAPKOMOIL Mse-
Kux mrateil npasozo naeva. [Teduampus. 2019; 98 (4): 275-281.
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EARLY DIAGNOSIS OF DUCHENNE MUSCULAR DYSTROPHY
IN A CHILD WITH CONGENITAL INFANTILE FIBROSARCOMA
OF RIGHT SHOULDER SOFT TISSUES

National Scientific-Practical Center of Pediatric Hematology, Oncology and Immunology n.a. D. Rogachev,
Moscow, Russia
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Malignant neoplasms (MNP) in children of the first year of life have the highest incidence rate
among children of all ages and occur in 20—25 cases per 100 000 children. The article shows the
association of a number of hereditary syndromes with MNP development in children. Infantile
fibrosarcoma (IF) is a rare type of pediatric MNP, being the most frequent type of soft tissue
sarcoma in the neonatal period. This article describes a clinical case of early diagnosis of Duchenne
muscular dystrophy (DMD) in a child with congenital IF of right shoulder soft tissues. The literature
describes just a few clinical observations of MNP in children with DMD. The article discusses the
relationship of DMD with MNP development in children and possible molecular mechanisms of this
association.

N

Keywords: infantile fibrosarcoma, Duchenne muscular dystrophy, children.
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Mpeimeunas guctpodus Miomerna (M) — Hacaexn- Nupantunpuasa pudbpocaproma (MP) — peakasd 3Jo-

cTBeHHOe X-CIleIIJIEHHOE pellecCuBHOe 3abojeBaHUeE,
pacupoCcTPpaHEeHHOCTh KOTOPOTO cOoCTaBysgeT 1 caydail Ha
3600-6000 MasbUYMKOB, POMKIEHHBIX KuUBBIMHU [1, 2].
Huaruos M1l B GOJBIIMHCTBE CIYy4YaeB yCTAHABIUBAIOT
B BO3pacTe OKOJIO D JieT, IepPBble CUMIITOMBI BOSHUKAIOT
no 3 jet [3]. B cBsA3u ¢ mporpeccupoBaHUEM MBIIIIEUHOMN
ciaaboctu B cpegHeM no 13-yeTHero BospacTra IallueHThI
TEPSAIOT CIIOCOGHOCTH K CAMOCTOSITEJIHbHOMY IIePeBUIKe-
uuio. IlocTeneHHO Pa3BUBAIOTCS PECHIUPATOPHBIE, OPTO-
nefMYeCcKre U KapAMOJOTMYECKUe OCJIOKHEHUs, U IIPU
OTCYTCTBUU MEIUIIMHCKOTO BMEIIIaTeJIbCTBA CPEeIHUNA BO3-
pacT HACTYILJIeHUsS CMepPTH GOJBLHBIX cocTaBisgerT 19 jer
[4]. MO pasBuBaercsa BciencTBue abeppanuii (uare
BCETo JeJielnii) TeHa, KOAUPYIOMIEero 6eJ0K AUCTPOGUH
(DM D; smoryc Xp21.2). [lanHBIe U3MEHEHUA IPUBOJAT
K HeJOCTATOYHOI BHIPAOOTKE MW HAPYIIEHUIO CTPYKTY-
pul Genka guctpoduHa. M He paccmaTpuBaeTcs Kak
KJIacCUYeCKOoe HaCJIe[CTBeHHOe 3a00JIeBaHIe, aCCOIL[UIPO-
BAHHOE C MOBBIIIEHHBIM PUCKOM Pa3BUTUS 3JI0KAUECTBEH-
HOTOo HOBOoOOpasoBauud (3HO), ogHaKO B MEXKAYHAPOIHOMR
JIuTepaType OMUCAHO PA3BUTHE PA3JINYHBIX BUAOB OIYXO-
et y manmenToB ¢ MIIII.

KadyecTBEeHHAs OIYyXO0JIb MATKUX TKaHe! y AeTel mepuona
HOBOpPOXKIAeHHOCTH [5, 6]. IP BcTpedaerca ¢ 4acTOTOH
1% ot Bcex 3BHO y pmereii mepsBoro roja xkmsuu. VD
cocraBisieT 24% OT cCapKOM MATKUX TKaHeW, 3aHUMAasi B
HUX CTPYKType 2-e MecTo mociie padzomuocapkomsl (PMC)
y Zeteii mepBoro rozxa :xusHu [ 7]. 1D pazBuBaerca B Teue-
HUe mepBBIX 5 jer xKusHu [8, 9]. B 80% cayuaes 3aboJe-
BaHUE JUArHOCTHUPYyeTCA B TeueHMre IIePBOro rojga XKu3HU,
B 30% cayuaes P obHApYKUBaETCA IIPU POXKAEHUHU [8,
10]. Yamre Bo3HUKAET y MaJIbYUKOB, UeM y neBoUeK. Hak
upasuio, UP nopakaer BepxHUE U HUIKHUE KOHEUHOCTH.
K peaxum sokanmsanusaM OTHOCAT TYJIOBUIIE, 006JIaCTh
TOJIOBBI U IIIEU U JKEJIYyAOUHO-KUITeUHBIN TpakT [11].

Iruonorusa VP ocraerca HeM3BECTHON, OTHAKO [JIA
® xapaxkTepHBIM ABJIAETCA BBIABJIEHUE DPEIUIIPOKHON
Tpaucaokanuu t (12;15) (pl3, q25) ¢ popmupoBanrem
xumepHoro resa ETV6/NTRK 3 [12].

NP npeacrasaser coboit MeIIeHHO PAaCTyIyio, 0e3-
0osesHeHHYI0 OmyxoJib. IIpu VP meracTasbl BO3HUKA-
T peako (merHee 10%) m B OCHOBHOM JIOKAJIU3YIOT-
cAd B JIETKUX, KOCTAX u JjguMmdarmueckux yauaax [13].
KiuHnueckue nposBiIeHUs 3aBUCAT OT pasMepa, JOKa-



JIU3aNUU W CTENeHW WHBA3UU ¥ PACIPOCTPAHEHHOCTH
omyxosiu. He omncano reHeTUYECKUX CUHIPOMOB, IIPEJ-
pacmosaraiomniux K passutuio UD.

Jleuenue P tpebyeT MK IUCIIUIIINHAPHOTO II0XO0-
na. OCHOBHBIM METOIOM JIEUeHUS ABJISETCS PAIUKAIbHOE
XUPYyPrudecKoe ypansenue onyxouu. Xumuorepanus (XT)
PeKOMeHIyeTCs IJid MallueHTOB ¢ HeonepabeJ JbHBIMU Oy -
XOJIAMU, TAKOH IOAXO0/ B OOJIBIITMHCTBE CIyUaeB IT03BOJIA-
eT m30eKaTh aMIyTallil ¥ COXPAHUTH (MYHKIIMOHAIBHO
aKTUBHYIO KOoHeUHOCTH [14]. B cBoto ouepenn, Loh et al.
IPOJEeMOHCTPUPOBAIN, UTO HeoadbioBaTHass X'T ¢ mocie-
IYIOIUM XUPYPTAUECKUM yaaJeHreM OIMYyXOJH yaydIina-
IOT Pe3yJbTaThl JeueHusd [15].

O6maa 5-nmetHssa BeiKuUBaeMocth (OB) mpu pazgu-
KaibHOI omepanuu gocturaer 80—-90% [16—-18].

B craThe onmcan KIMHUYECKUI caydali paHHel gua-
raoctuku MJIIJl v peGeHKa ¢ BpokgeHHOH VP MATKUX
TKaHell IpaBoro mjaeva.

Kaunuueckoe HaGaogeHue

Pe6enox [I. poguics ot :KeHiuHbl 30 JeT 6e3 coma-
TUYecKoil martoJsioruu, oT II Gepemennoctu (I Gepemewn-
HOCTBH — CBOEBPEMEHHbIE POJbl, MAJIbUUK 3 JIET, 3aJIePrKKa
TEeMIIOB paHHEro MOTOPHOTO pa3BuUTHUA), II cBOoeBpeMeH-
HBIX, CAMOCTOSATENBHBIX POAOB Ha 39-i HeJesie TecTanuu,
maccoir Tena 3600 r, maumuoir Tesa 54 cm. OleHka Io
mkase Anrap 7/8 6amioB. Math pebeHKa cocTosAja Ha
yueTe B »KEHCKOM KOHCyJbTamuu ¢ 6-if Hefenn GepeMeH-
HOCTHU, TpeHATa/JbHbIe CKPUHUHTY BBITIOJHEHBI B CPOK
(12-sa, 18-, 37-a HeZleu TeCTAIIMN), TATOJOTUH He BBISB-
neno. IIpu ocMOTpe B pOAUIBHOM 3aJie Ha mepemHe-00Ko-
BOI1 TOBEPXHOCTH IIPABOTO IIJIeYa BhISBJIEHO 0O0pasoBaHue,
BO3BBIIITAIOINTEeCA HAZl KOMKell, TEeMHO-BUIITHEBOTO I[BETA, C
yJyacTKaMu IOBPeXKIeHUA TKaHel, 3aunuMaert 2/3 mpaBoro
mieua, pasmepom 10x13 cm. CocTosiHue peGeHKa mociie
POZIIOB paciieHeHO KaK KpaiiHe TsyKeoe 3a CUeT MaCCHUB-
HOTO KPOBOTEUEHUSA W3 MOBPEXKIEHHBIX TKaHe# HOBOOO-
pasoBaHUs IPABOTO IJIeYa, YTO MOTPEe0OBATIO HATOMKEHU A
IaBAIIel MMOBA3KY C TeMOCTAaTUYECKOU I'yOKOI.

B Bo3spacTe 3 u pebeHOK ObLI epeBeleH B OTAeJIeHUe
peaHUMAIU ¥ MHTEHCUBHOM Tepanny HOBOPOYKIEHHBIX IO
MEeCTY *KUTeJIbCTBA, T/ie ObLJIO BBIIIOJTHEHO 00CIeJOBAHIE.

B 6moxmMuUUecKoOM aHaJin3e KPOBU BBIABJIEHO ITOBBI-
meHune acmnapraramuHorpanchepassr (ACT) mo 154,9
En/n (mopma 0-56 EIT /).

Ha 2-e cyTKu Ku3HU ObLia BBITTOJHEHA MYJIbTUCIIH-
panbHas KoMmmbioTepHasa Tomorpadus (MCKT) mAarkmx
TKaHell IpaBoro Ijeva: BEIABIEHO 00beMHOe HOBOOOPas3o-
BaHUe, IPEACTaBJAIONIEe CO00 MacCUBHOEe 00pasoBaHUe
MATKUX TKaHEe! IIpaBoro iJjeda, pasmepom 6,5x5x4 cm
(06beM 67 cm3).

Ilo pesyabTaTaM MTpPOBEAEHHOTO OOCJIEJOBAHUS IIO
MECTY JKUTeJbCTBA y MalneHTa ObLI0 3aII003PEeHO0 HOBO-
obpasoBaHUTe COCYIUCTOTO reHesa.

Hns manbHeiiniero moo6caeJ0BaHUA U ONPeHeeHus
TaKTUKU BeJeHUs DPeO0eHOK ObLI TOCIUTAIU3UPOBAH B
HamnmuonaJabHBIE MeIUIUHCKUN MCCIeLOBaATEeJIbCKUN
IEHTP JEeTCKOI TreMaTOJIOTUH, OHKOJIOTMUA W MUMMYHOJIO-
ruu uM. [Imutpus Porauesa (HMUIL AT'OU). Pogutenu
mamueHTa Jajii corjiacue Ha MCIOJb3oBaHue wHbopMa-
IIUY O HEM, B T.4. (hoTorpaduii, B HAyUHbIX UCCIETOBAHU-
AX U MyOJUKaIUAX.

IIpu mocTymjaeHMm B Bo3pacTe 7 OHEH COCTOSHUE
MaJbUMKa PacIeHWBaJOCh KaK T)Kejoe 10 OCHOBHOMY

3aboJsieBaHUIO, CTaOMIBLHOE. ¥ pebeHKa Ha IPaBOM ILeue
oTMeUaJoch 00beMHOe oOpasoBaHHWe, MPU HaJbIAIUNA
ILJI0THOE, 6e360I€3HEHHOE, TI0/] ITOBA3KOM O0IINPHAI KPO-
BOTOUAIIAA PaHeBasA TOBEPXHOCTD.

PebGenky mpoBeseHo KOMILJIEKCHOe 00ceJoBaHue.

OmpegeneHne KOHIEHTPAIMl OHKOMAapKepPOB B
KpoBU: ajb(da-peTonpoTenH, HeHpoHcIenMupUuuecKas
9HOJa3a, 0eTa-XOPHMOHUUYECKUH TOHAJOTPONWH, (eppu-
THUH — B IIpefiejiax BO3PaCTHON HOPMBI, 38 UCKJIIOUEHNEM
naktargerunporenussl (JIIAT) — 1034 Ex/x (mopma 0—451
En/mn).

B OumoxmmMmueckoM aHaIu3e KPOBU COXPAHAIOCH
nosbitiedne ACT mo 156 Ex/m, obiero 6unupyouna mo
88,5 mkMoub /a1 (HopMa 0—17 MKMOJIB/ ).

MCKT MArKkmx TKaHeW IpaBoOro Ijiedya BBIABUIIA
yBeJnueHne o0beMa MPaBOTO Iljleya 3a CYeT HaJUUYUsS
MSATKOTKAHHOTO 00pa30BaHMs HEOAHOPOAHOM CTPYKTYPHI,
miaoTHocThIo oT 23 10 53 HU, pasmepom 8x7x6 cm (06beM
175 cm3). Tlocie BHYTPUBEHHOTO KOHTPACTHPOBAHUA B
aprepuajbHYIO (hasy B mepeaHe-HUKHUX 0TAeIax 00paso-
BaHUSA OIPEIeNIsJICA YIACTOK aKTUBHOTO KOHTPACTUPOBA-
Huda (o 1500-1780 HU) pasmepom 11x24 mm, 06ycCI0B-
JIEHHBINI HaJWUYWeM apTepUo-BeHO3HON Masb(opManuu
C IIOCTEIeHHBIM BBIMBIBAHMEM KOHTPACTHOTO IIperapara
no 500-730 HU B Benosuyio ¢pasy, o 150-160 HU B
MapeHXuMaTo3Hy0 a3y U MOJHOE BEIMBIBAHUE B OTCPO-
yeHHYI0 (pasdy ckaHupoBaHusd. B TosIie 06pasoBaHus U 1O
mepegHel TOBePXHOCTU 00pa30BaHMUA C IEPEX0I0M Jajiee
Ha MpeAIiedbe IPOXOAUIN N3BUTHIE COCYbI MAaKCUMAJIhb-
HBIM AuaMeTpoM 10 2,5—3 MM, BOAJalOIiie B IPaBYIO
MOAKJIOUNYHYI0O BeHY. OCTalbHOM MSATKOTKAHHBIA KOM-
TMOHEHT c1a60 HepaBHOMEPHO HAKAaIlJIWBaJ KOHTPACTHBIH
npemapat go 63—65 HU, uerkoil rpaHuikl obpasoBa-
HUSA C TMPUJIEKAIIMMU MBINIIaMU TIJIevya He IOJYYeHO.
CTpyKTypa mpaBoil MjIeueBOil KOCTHM U TIPABOIl JIOMMATKU
He u3MeHeHa (puc. 1).

KT opranoB rpyaHoi#l KJIETKU HE BBISBUJIO BTOPUU-
HBIX u3MeHeHuii. Ilo JaHHBIM MHEJIOTPAMMBI, ATUINY-
HBIX KJIETOK He HaiiJeHo.

PebeHoK OB KOHCYJBTUPOBAH HEBPOJOTOM, OUa-
TOBOM HEBPOJOTUUYECKON CHUMITOMATUKHU He BBHIABJIEHO,

Puc. 1. MCKT Msarkux TKaHeil MpaBoro mjieda: a — akCualb-
HadA IPOeKIUsdA, BeHO3HadA (asa; 6 — KOPOHAJIbHAA IIPOEKIU,

BeHO3HadA (dasa.
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OTMEeUYaJINCh CHUKEHVE MBIIIIEUHOM CUJIbI HA IPABOM PYyKe
¥ TUIIEPTPODPUST MKPOHOIKHBIX MBIIIIII.

ITocme mpoBeneHUs HEOOXOAMMOTO 00BEMa AMATHO-
CTUUYECKUX IPOIEeAYD BBIMOJHEHA OTKPHITASA OUOICHUS
HOBOOOpAa3OBaHUs MpaBoro mieda. IIo JaHHBIM THUCTO-
JIOTUYECKOTO UCCJIENOBAHUA, B OMEPAI[MOHHOM MaTepH-
ajile OmpenenAnnch (ParMeHTHI COJUIHOIN OMYXOJH C
VHBA3UBHLIM DPOCTOM B IPUJIEraiol[ue MATKHEe TKaHW.
HeomsmacTuueckas TKaHB COCTOsAJAa U3 OTHOCUTEIHHO
MOHOMOP(MHBIX OBOUJHBIX WUJIM BEPETEHOBUAHBIX KJIETOK
CO CPeIHUM SAAEPHO-IUTOIIa3MAaTHUYECKUM COOTHOIIEHM-
em. KieTku opMupoBaau KOPOTKUE, Pa3HOHATIPABJIEH-
HBbIe TyYKU. SIapa coep:Kalm MeJKOTJIBIOUaThIM XpoMa-
TuH. l{luTonsmasma 6e3 4eTKUX KOHTYPOB, aMPuduiabHad.
IIpocmarpuBajica pPeaKTUBHBIA (POoH u3 JUMQOIUTOB.
Oobpamiana Ha ce0A BHUMaHNUE BBICOKAs MUTOTHUYECKAA
aKTUBHOCTb.

IIpoBeieHO MMMYHOIMCTOXMMHUYECKOE WKCCJIeN0Ba-
HUE: KJEeTKM ONYXOJU TOTAJbHO IIO3UTUBHBI K AHTU-
Vimentin (BuMeHTHH), (OKaJLHBIE HTO3UTUBHBLIE Deak-
muu OTMeuYeHbI ¢ aHnTureramMu SMA (riaJKOMBIIIEYHBIN
aktuH), CD99, TLE-1 (Transducin-like enhancer of split
1), ¢ oCTaJBPHBIMU AHTUTEJIAMYU OTMEYAJINCH OTPUIATEIb-
HBbIE PeaKI[Uu.

3akJII0UeHNe: TUCTOJIOTHYECKAA KapTUHA U UMMYHO-
(deHOTHUI COOTBETCTBOBANIN MH(PAHTUILHONI (PruOpocapKo-
me (puc. 2).

Ilo maHHBIM IUTOTEHETUYECKOTO WCCJIeJOBAHUSI
MeTomoM (hryopeciieHTHOM rubpugusanuu in situ (FISH),
obHapy:KeHa mepecTpoiika reHa ETV6, uTo MO3BOJIUIO
OKOHYATEJHbHO IMOATBEPAUTE JUATHOS.

Takum o06pa3oM, Ha OCHOBAaHUU KOMIIJIEKCHOTO
o0cyiemoBaHUA B BodpacTe 17 mHeH yCTaHOBJIEH KJIMHU-
YyecKU AuarHod: nupaHTuIbHasg GuopocapKoMa MATKUX
TKaHei mnpaBoro mieda. T2bNOMO, III kauHMUecKasd
rpymia mo IRS (Intergroup Rhabdomyosarcoma Study —
Mesxrpynnosoe ucciaegoanue no PMC).

YuurbiBas BepudUINPOBAHHBIN JUATHO3, IPOBEJEHO
IoobciiefoBaHUe.

Ilo maHHBIM MAarHUTHO-PE3OHAHCHOW ToMorpaduu
(MPT) MArKux TKaHe# TYJIOBUINA, OMPEAessJ0Ch Mac-
cuBHOe 00'BbeMHOE 00pa3oBaHUe IPaBOIl IJIeUeBOIl 0bJia-
CTH TOYTH IO YPOBHSA IUCTAJBHOTO MeTadusa, IIPeumy-
IIeCTBEHHO II0 IepefHeil MOBEPXHOCTH, Pa3MEPOM OKOJIO
7,56%5,6x4,7 cM, o6bem 102 cmM3, HEOTHOPOTHOH CTPYK-
TYPBI, IPEUMYIIECTBEHHO 34 CYET YYACTKOB KPOBOUBJIUSI-
HUS, C HEYETKUM HEPOBHBIM KOHTYPOM IIO JIATEPATHLHOMY
Kpaio Ha YpPOBHE KOXKHOTO MOKpoBa. [Ipu BHYTPUBEHHOM
BBeIEHUU KOHTDPACTHOTO IIpermapaTa OTMEeYaJioCh HaKO-
IJIeHWe IMapaMarHeTUKa, MPEeNMYINeCTBEHHO B apTepu-
anpHy0 (asdy. IIpociexuBannch TUTAIOINE COCYIBI.
Ilo mamubBIM AU(GOY3MOHHO-B3BEIIEHHBIX M300paKeHUH
(DWI - Diffusion Weighted Imaging), ormeueHno orpanu-
yenne AudG@ysun coTuAHBIM KoMIoOHeHTOM — oT 0,72 mo
0,9x1073 mm2/c. O6pasoBaHue JOCTATOUHO YETKO OTTPA-
HUYEHO OT MBIIIIeUHOI TKaHu (puc. 3).

BreimosmneHa crimHTHUTPa(GMA KOCTEHN CKeJleTa C TeXHe-
mueM, o JaHHBIM KOTOPOU MPU3HAKOB METACTATUYECKO-
TO IOPaKeHMUs KOCTel CKeJieTa He BBIABJIEHO, OTMEUaeTCA
muddysHoe HaKoIJIeHUe pamgurodapmmIpenapata B obJia-
CTH MEPBUYHOTO MOPAKEHUSA B MATKUX TKAHAX MIPaBOIO
mieua.

Puc. 2. 'ucrororuueckas kapruna UdD.
a—ysB. 200; 6 — yB. 400.

Puc. 3. MPT markux TkaHeil TyJIOBUIIA (KOPOHAJBHAS IPO-

eKIud).

PebGeHKy HauaTo IpoBeJeHNE IOJUXMUMHOTEDA-
nuu (IIXT) mo mporoxonry CWS-guidance (Cooperative
Weichteil Sarkom Study), Bepcuum 2009 mo cxeme VA
(Bumkpuctus 1,5 mr/m2, akrumomunus I 1,5 mr/m2) 1
muKJI 4 Hemeau (COTJIACHO PEKOMEHIAIIMAM IIPOTOKOJIA
CWS-guidance, yuuTbsiBasi, YTO BO3pacT IaIreHTa MeHee
3 Mec, pacueT IpemapaToB IPOBOIUIN HA KI' MAacChl Teaa
+50% penykIiusa H035I).

ITo mamapim MPT npaBoro mieua, BBITTOJTHEHHOU
mocye mepBoro m Broporo muikiga IIXT B cpaBHeHuUu c
manabIMu mHUINuaabHOM MPT coxpaHsasmochk mMaccuBHOE
00beMHOe 00pa3oBaHNe B MATKUX TKAHAX IIPABOTO IJIeua,
BBIPA’KEHHO HEOTHOPOJHOIN KMCTO3HO-COJIMTHOM CTPYK-
TYPHI C TeEMOPPATUUYECKUMU KOMIIOHEHTAMU B KUCTO3HOM
yacTH (3a cueT pacmajga?), pacIpoCTPaHAIOIIeecs OT YPOB-
HS IJIEUEBOT0 CYCTaBa g0 HUKHEH TPeTU IJIeUeBOil KOCTH,
C HePOBHBIMU KOHTYpaMu, pasmepamu 1o 3,4x2,6x5,3 cm,
ob6seM 24 cm3 (mocate 2 ukios IIXT), paree 5x3x7,6 cMm,
o6seM 59 cm3 (mocie ogsoro mukaa IIXT), HHUIUATBHO
7,5x5,6x4,7 cM, o6bem 102 cm3.

Pebenok nepenocus IIXT yaoBaeTBopuTeabHO (IIPO-
GuUIb TOKCUYHOCTH: TeMaTOJOTUUYECKasdA U IeUeHOUHasd
— II-III crenenu). Cieayer OTMETUTH, UTO Ha (POHE IIPO-
BOAMMOI Tepanmuu y pebeHKa HaOIIOJAJOCH CHUMKEHUE
0 IBYyX HOpM 3HaueHwuii Tpancamuuas (AJIT no 60 Ex/m,
ACT 10 80 Exg/n) u JIAT mo 700 Ex/xa, obitero 6uinpy-
6urHA 10 8 MKMOJB/JI TI0 CPAaBHEHUIO C MHUIMAIbHBIMU
3HAUEeHUAMHU Ipu moctymienunu 8 HMUIL [ITOU.

TakuM 00pasoM, YUUTHIBadg COKpalleHne obbeMa
omyxoJyu Ha 76,5% cyMmmapHO mocJie 2 ITUKJIOB (8 Hexesb)
IIXT m BOBMOKHOCTH IPOBENEHUA OPTAHOCOXPAHAIOIIEH
omepamnuu, B Bo3pacTe 4 MeC BBIIOJHEHO OIEPATUBHOE
JleyeHVe — yaajieHue OIyXoJu mpaBoro myieda. Ilo gam-
HBIM THCTOJIOTUYECKOT0 3aKJIOUEeHUA, OTMEUEeH MHIYITI-
POBaHHBIN TepameBTudYeckuii matromopdos III cremenu.
O0BeM OIIepPaTUBHOTO BMEIIATEJLCTBA OBLI MHTEPIPETH-



Tabaruuya

Cayuau MJII u 3HO, ony01uKoBaHHBIE B INTEPATYpe

Bospact Ha MOMeHT JIUTEeNbHOCTD
ABTODSI, TOT 3HO IIOCTAHOBKH JHATHO3a Jleuenne HaO0JIOAeHNsI HA MOMEHT
3HO HaNMCAHUA CTATHH, MeC

tIIg}SHGlS[tZO??] et al., Heiipobiacroma 7 mec XJIL, XT 25
?g;réc%lzi‘; al., OcTphIit J;Ix:\é(}lc)ggnacq‘nmﬁ HeusgecTHo HeussecTHo HemsBecTHO
Rossbach et al., PaGnomuocaproma 4 rona Buoncua, XT, Hewusgecrno
1999 [25] P JIT
g(%a(l)?g%ft al., Hedpobaacroma 3 rona XT, XJI, JIT 6
gglézb[gt’?]al., Pab6zomuocapkoMa 7 ner XT, XJI, JIT 30
gg{)dg,aflghéa] et al., Pa6nomMuocapkomMa 5 et XJI Heussecrio
]2)8391[}5%1]& Jalali, Menysno6nacTroma 7 et XJL, JIT 8
g(l)(II<2eI£3e(‘;]al., Meny.no6nacToma 9 ner XT, XJI, JIT 36
CobGcTBeHHOE NuapanTunpHasa 17 nueit XT, XJI 9
HalI0IeHTe ¢pubpocaproma

XT — xumuorepanus, XJI — xupypruueckoe jgeuerue, JIT — iyueBas Tepanus.

poBaH Kak R1-pesekius 3a cueT HAJUUUS OMYXOJEBBIX
KJIETOK B OJHOM U3 KPaeB Pe3eKIUM.

CoryiacHo pexoMeHgamuaM nporoxosa CWS-
guidance, Bepcuu 2009 maimueHTaM C BBINIEYKa3aHHBIM
nuarso3oM u oosemoM pesexmuu (R1) mposenenme aabio-
BauTHOU IIX'T He moKasaHo 1 pe6GeHOK MOYKeT ObITH OCTaB-
JIeH T0J AuHaMuuecKuM Habuaogenuvem. OmHaKo, y4u-
ThIBAs Pa3PBIB KAICYJbI OIMYXOJU B POLAX B COYETAHWUU
C pesyJbTaTaMu OIEePATHUBHOIO JIEUYEHUS, ObLIO MPUHATO
perterue o mposenennn oguoro iukaa [IXT mo cxeme VA.

B mocsieonepannoHHOM IIE€PUOE OTMEUEHO MOBBIIIIe-
Hue B quHamuke Tpancamuuas (AJIT ¢ 60 go 162 Ex/x,
ACT ¢ 80 mo 323 Ex/n), JIAT (c 700 mo 1100 Ex /), ob1te-
ro 6maupy6buHa Ao 18 MKMOJIb/JI HESCHOI STHUOJIOTUHU, B
CBs3U C UYeM PEIeHO Bo3aepsKaThesa oT nmpoBenenus [IXT
Ha BPeMs IIPOBEJEHUA H000CTeT0BAHMS.

PeGeHKy c 1eabI0 WMCKJIIOUEHUA WHOEKIMOHHOMN
narosoruu (muromerasoBupycHas uubpernusa (IIMB),
reprec 1-ro u 2-ro tumna, supyc dmuireiina—Bapp (B9B),
renatutbl B u C), pabmoMuosinza, BEHOOKKJIIO3MOHHOMN
00JIe3HU TEeUeHU, TOKCUUECKOI'0/JIEKapCTBEHHOT'O Tela-
TuTa, opmMupymIleroca (puéposa MeYeHU BBHIMOJTHEHO
moobciieioBaHMe B 00'beMe MOJIMMePas3Hoil IMemHoH peak-
muu (IIIIP) ma BuUpyCHI cemeiicTBa repmeca, TelaTUTHI,
ompenenenne ypoBHs KpeatuHuH@ochoruuassl (KPK),
K0aryJIoTpaMMBbl, VJIBTPa3ByKOBOTO uccaenoBaunmus (Y3U)
OpPraHoB OpPIOIIHON IIOJIOCTH, AKYCTUYECKOTO WMITYJIb-
cuo-BosHoBoro (ARFI) Y3U meuenu, sxoxkapauorpaduu,
2JIEKTPOKapAuorpauy — IMATOJOIMM HEe BBIABJIEHO, 3a
ucKJIoueHueM noBbimenusa yposaa KO®K no 5000 EII/x
(aopma menee 295 EI /1) Ha 22-e CYTKU IOCJI€E OTI€PAIIHN.

B gumaMukKe oTMeueHO gaJsibHeHIee IOBBIIIEHNe
ypoBHaA KPK 1m0 11 116 EIT/ .

YuuTeiBadg MOBBIINIeHMe TpaHcammuHas, JIAI', oTrme-
YeHHOe [0 Hauaja crhernuduyecKoil Tepanuu, oOHAPY-
sKeHue BhICOKuX sHaueHuiit KOK B numamuke Ha (QomHe

JeUeHusI, a TaKiKe IPUHMMAsS BO BHHUMAaHUE MYIKCKOM
mosi GOJIBHOTO W HaJWYMe CTapIiero Opara C¢ 3aJepiK-
KOM TeMIIOB PAaHHEero MOTOPHOI'O Pa3BUTHUS U HCKJIIOUE-
HUS [0 pes3yJbTaTaM [T000cjaefoBaHUA WH(PEKIMOHHOI'O
MOpasKeHusa IMeYeHU U IIaTOJOTUU CEepAedYHO-COCYAUCTOM
cucTeMbl, ObLia 3amomo3dpena M. duddepeHnnaibHO-
OIUArHOCTUUECKUN PAN BKJIIOUYAJ TaKiKe TOKCUUYECKUH
reraTuT, YUYUTHIBAA IpeflrecTByoIlyo XT ¢ ucmoab3o-
BaHUEM aKTUHOMUIHA [I.

Takum oOpas3oM, BBUAY IIOBBIIIIEHUSA TpPaHCAMUHA3,
ounupyouna, KOK, JIIT HesAcHON 9THOJIOTUY OBLIO IPHU-
HATO perreHne 06 okonuanuu XT, peOeHOK OBIJI OCTaBJIeH
o[ AUHAMUYECKUM HAOJIIOeHeM.

ITo maHHBIM BBIIOJHEHHOTO KOHTPOJBHOTO 00CJIem0-
Banue (MPT npaBoro mieua) B BodpacTe 7 Mec uepes 3 Mec
OT OIIePATUBHOIO BMEIIATEJbCTBA, JAaHHBLIX 34 PEIUIUB
OCHOBHOTO 3a00JIeBaHUA HE MOJYUEHO.

Kposb marnuenTa B Bodpacte 4 Mec Obljia HalrpasJe-
Ha B PI'BHY «Meauko-reHeTHUECKUT HAYYHBIA IIEHTDP»
IJIs1 TIPOBEeJeHUsI 0eCIJIATHOTO TeHOTUIUPOBAHUSA 0O0JIb-
HBIX C AWArHO30M «MbIlIeuHas guctpodusa [iomenHa,/
Bekkepa». HWcciaemoBaHue MIPOBOAUIU C UCIOJIB30-
«Limb-Gridle Muscular
Dystrophies», a5 mpo60OmMOATrOTOBKY HMCIIOJIb30BaHA TeX-

BaHWEM KACTOMHOIW IaHeJIun

"HoOJIOTUA yabTpamyabTuiiekcHoi 1P ¢ mocaenyromum
CEeKBEHNPOBaHNUEM Ha CEKBEHATOPE HOBOTO ITOKOJIeHU lon
S5™ (Thermo Fisher Scientific, CIIIA). B Bospacte 7 mec
TIOJIyYeHBI Pe3yJIbTaThl CEKBEeHUPOBaHMA. BrIABIEH panee
onucanubl A.L. Kneppers et. al. [18] kak maroreHHbIi
BapuaHT HYKJEOTHUIHOH IIOCJIEeJOBATEJIHBHOCTH B 9KB30-
He 12 rena DMD NM_004006: c.1471C>T (GRCh37/
hgl19: chrX:32632431G>A) B reMUBUTOTHOM COCTOSHUM.
BrisiB/IeHHBIN BapMaHT IPUBOAUT K HOHCEHC-3aMeHe (D.
GIn491Ter) u mOABJIEHUIO IPEIKIEBPEMEHHOTO TEPMUHMI-
pyIoIero KomoHa. BeIABIeHHBIN BapUaHT BaJIUIUPOBAH
METO/IOM IIPAMOTO ceKBeHupoBaHud 1o CeHrepy.
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PeGeHOK KOHCYJILTHPOBAH FeHETUKOM 1 HEBPOJIOT'OM,
nuaraod MIIJT mogTBepKIeH.

V¥ crapirero 6paTa mpodaHga IIPY 0CMOTPE BhISIBIEHDI
CHIKEHNE MBIIIIEUHOM CHUJIbI B BEPXHUX U HIKHUX KOHEU-
HOCTSX, TUIEPTPOPUA NKPOHOMKHBIX MBIIIIIT, HAPYIIICHNIE
MMOXOIKM, NCIIOJb30BaHMne mprueMa ['oBepca mpu moabeMme
13 TIOJIOYKEHU S CUS, a TAKIKE 110 JaHHBIM OMOXMMUUYECKO-
ro anaausa Kposu mosslienue AJIT no 619 Ex/a, ACT o
331 Ex/n, K®K o 23 998 Ex/n, JIAT mo 1396 Ex/n. B
JTOM CBSA3YW KPOBb CTAPIIEro pefeHKa TaKyke HalIpasBJeHa
Ha IPOBeeHNre MOJIEKYISIPHO-TeHeTUUECKOTO NCCIe[0Ba-
HUA [JIs BLISBICHNU MyTAIlUN B r'eHe JUCTPoQMUHA, paHee
oO0Hapy:keHHOII y Mmiaxiiero opara. Cienyer oTMeTUTH,
yro y MaTepu orMeueHo moBbiienue KOK mo 570 Ex /.

B macrosimee Bpemsa o0a pebeHKa HAXOLATCA IO,
Ha0JIIOLeHNeM HeBpPOJIora.

Oo6cy:xaenne

Mpeimeunbsie UCTPODUY TIPENCTABIAIOT CO00H reTe-
POTEHHYIO TPYIIYy TeHETUUYECKUX DPACCTPOMCTB, Xapak-
TEePUBYIOIIUXCSA MIPOTPECCUPYIOIIEel MOTepeid CUJIBI CKe-
JeTHbIX MbImI. OgHON M3 caMbIX PACIPOCTPAHEHHBIX
W TAKeJBIX (OPM MBIIIEUHONH JAUCTPOMUU ABIAETCA
X-cuenynenHasa pereccuBHasa M [20]. Passutue UD y
pebeuka ¢ MJI]l paHee He OIIMCAHO U He SICHO, ABJIAETCHA
JIA 3TO COOBITUE CIYUANHBIM MU OTMEUAETCS IPUINHHO-
CJIeICTBEHHASA CBA3b MEXKAY JBYMSA COCTOIHUSAMU.

CBsa3p MexIy TeHOM auctpoduHa u pazsutuem 3HO
MaJjio udydeHa. Bosbinas yacTs Hamux sHaHuit o SHO u
M ocHOBaHA Ha MCCJIeOBAHUAX HA *KMBOTHBIX (MBIIIN
MDX) ¢ mepurniurom mgucrtpoduna. Tak, usBeCTHO, UTO Y
6oJiee crapwix Mbimeit MDX ecTh CKJIOHHOCTE K PA3BUTHUIO
PMC. Ilpenmosaraercs, 4TO MOKU3HEHHAA NereHepalusd
U pereHepanuda MUOGUOPUILI YBEIUIUBAIOT BEPOATHOCTH
CIOHTAHHBIX MYyTalliil, B CBA3U C UEM OTMEYAETCA BHICO-
Kuit puck passutud PMC [21].

WccnemoBanue, onyoaukoBanuoe B Cell Reports B
2019 r. yuensimu u3 Sanford Burnham Prebys Medical
Discovery Institute, npogemorCcTPUPOBAJIO, UTO Y MBIIIEH
¢ MIOO moxxker pasButbca PMC. B xome mcciaemoBaHusA
ydueHble OOHADY/KWJIN, UTO y MBIIIEH ¢ 0oJiee TAMKEIOH
MOO PMC pasBuBaeTca paHbIlle, yKa3blBasd Ha TO, YTO

yCUJIeHHAs MBIIIeUHad AereHepalus CIOoCOOCTBYET pas-
Butuio 3HO. Omnpegeneno asa reua (Cclll u Rgs5), cBs-
3aHHBIX C pOCTOM omryxouu [22].

B sureparype ommcambl €IMHUYHBIE KJIUHUUYECKUE
cayuyau BosHuKHOBeHusa 3HO y mamuenToB ¢ M, npu
39TOM OTMeYaeTCA 3HAUUTEJIbHOE Pa3HOOOpasue TUCTOJIO-
ruueckux BapuauToB 3HO (cMm. Tabauiy).

Haime HabsrtofeHMe TpeCcTaBIsAET 6OIBIIION NHTEPEC,
YUUTBIBAsA, YTO STO IIEPBBIN KJIMHUYECKUN caydail pas-
Butua VP y peberra ¢ M]II], AmarHOCTUPOBAHHOH B 4
MecC JKU3HU.

3akaroueHue

JanHOE KIMHUYECKOE HAOIIOfEeHNEe NeMOHCTPUDPYET
Ba’KHOCTH MEKJUCIUIIJINHAPHOTO TIOAX0Ja U KOMILIEKC-
HOro oocyenosanusa nanueHTos ¢ 3HO ¢ HEOObACHUMBIM
nosbieruneM ACT, AJIT u JIAT' 1 Heo6X0AMMOCTHU OIIpe-
nenenusi ypoBaa K@K nis panHeil [MarHOCTUKY MBIIITeY-
HOU qucTpoduu.

B macrodriee BpeMa HET TOYHBIX JAHHBIX O YACTOTE
Bo3HuKHOBeHUA 3HO y manmentoB ¢ M1 u B imTeparype
OIIMCaHbI eMUHUYHbBIE KINHUUeCcKe Habmoneru [23—30].

Bynymiue wucciemoBaHMA [OJIPKHBI OTBETUTH Ha
BOIIPOC O TOM, yBeJauduuTcsA Ju 3aboaeBaemocts 3HO
nanueHToB ¢ M1l Ha ()oHe BHeApeHUs HOBBIX METOAOB
geuenusa MIJl u oXumzaeMoro yBeJMUYeHUS IIPOJOJIKU-
TeJIBHOCTY JKU3HU OOJHHBIX.
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B craTbe onmcaH KIMHUYECKUH CIIydadl TAKeJI0N BposkaeHHON HemocTaTouHocTH XIII KoaryasnuoH-
Horo (akropa (menee 1%) y nesouxu 5 xer. Jedunur XIII pakropa — KpaiiHe peJroe ayToCOMHO-
pelieccuBHOe 3a00JieBaHNe, IPUBOAAINIEe K PA3BUTHIO TAKEJIbIX KPOBOTEUEHUIl, YaCTO OMACHBIX IS
ku3Hu. CJI0KHOCTH TUATHOCTMKH IPEICTABIEHHOW IATOJOTHM CBA3aHA C OTCYTCTBHEM W3MeHEeHWIl
B KJIACCHYECKHX TeCTaxX KOATyJAIMOHHOTO reMocra3a (IIpOTPOMOHWHOBOEe BpeM:A U aKTHBHPOBaHHOE
napruajJIbHOe TPOMOOILIACTUHOBOE BPeMs), KOTOpPbIe He YyBCTBUTEJbHBI K JedeKTaM cTa0uausanmun
cryctka u pudpunonausa. [laa ooHapy:xkenus nepunura XIII ¢pakTopa He0GX0AMM KOJINUECTBEHHBIN
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