TOM 14

102

HepsHo-Mblweynbie O JIE3HU
Kaunuueckuii pasbop | Clinical case

DO https://doi.org/10.17650/2222-8721-2024-14-3-102-107 ) BY 4.0

MMonoxKuTenbHbIN ONbIT JIEYEHMA NALMEHTOB

C MbllweyHoun auctpopuen lioweHHa, BbI3BaHHOU
HOHCEHC-MyTaLuuen: CeMeMHbIN KNNHNYECKUI
cnyyau

JI.C. Kpaesa!, E.B. ®aneesa’

IDIrBOY BO «Cubupckuii 2ocydapcmeennbiii meduyunciuil yrusepcumen» Munzdpaea Poccuu; Poccus, 634050 Tomck,
Mockoeéckuii mpakm, 2;
20IAY3 «Jlemckas 6oavruya Ne 1»; Poccus, 634050 Tomck, Mockosckuii mpaxm, 4

Kountaktel: Jliogpmuna CepreesHa Kpaesa [skraeva@yandex.ru

I'Iporpeccmpylom,aﬂ MbllleYHan ﬂ,VICTpOCbI/Iﬂ ,D,IOLIJeHHa — TAXeJloe reHeTnyecKoe 3a6one3aHme, BbI3BAHHOE MyTaUUAMU
B reHe ,D,VICTpOd)VIHa (DMD), KOTOpbl€ NPUBOAAT K 3HAYUTEIbHOMY CHUXEHUIO NNWN NONTHOMY OTCYTCTBUIO OAHOUMEHHOIO
6enKa B MbllleYHbIX BONOKHaX. 3abonesaHune nposasnAaeTca y maJib4MMKOB C BO3pacTa 2-5 net B BUAE nporpeccmpylom,eﬁ
MbILLEYHOW cna6ocm, Kapauomuonatnm u nblXaTeNbHOM HeaoCTaTouHOCTU. B pe3ynbrate nporpeccupoBaHua nauneHThb
TEPAIOT cnoco6HoCTh nepenBuraTbCa K NnOApOCTKOBOMY BO3pacTy U noru6aoT Ha 3-m AeCATUNETUN OT CEPAEYHO-NTIETOYHbBIX
ocnoxHeHuin. OgHako CBOEBPEMEHHO HavyaTaa naTtoreHeTu4yecKaa tepanuna MbILEYHOM ﬂ,VICTpO(bVIVI ,U,IOLIJeHHa no3ssonser
NPOANIUTL XN3Hb NALUEHTOB U YyNYYLWINUTL €€ Ka4eCTBOo. B cBA3M C 3TUM OYE€Hb BAXHbI PaHHAA AMATHOCTUKA 3aboneBaHus
M paHHee Ha4dano naToreHeTMYeCcKon Tepanuu.

B cTaTbe onucaHbl 2 KNMHUYECKMX cny4vas 3abonesaHus POAHbBIX 6paTbEB C p,e6IOTOM B 2rojam Pa3HbIM BO3PAaCTOM YCTAHOB-
NeHus auarHo3sa. llatoreHeTnyeckas Tepanua B 1-M c/iyyae no3sosiuna nNpopaunThb aM6ynaTopHocn> nauueHTa n ynyyvwunTb
Ka4eCTBO €ro }M3HK, a paHHWEe ANarHoCTUKa U Havyano naToreHeTU4ecKo Tepanuu BO 2-M cny4dae no3sonumnu u3bexarb npo-
rpeccnpoBaHus 6one3Hun 1 cnocobcTsoBaNM Bblpa6OTKe HOBbIX MOTOPHbIX HABbIKOB. npeﬂ,CTaBﬂeHHble KNUHNYECKKNe cnydvyan
[OEMOHCTPUPYIOT HeO6XO,D,VIMOCTb paHHe|7| AWNarHOCTUKK 3aboneBaHus elle 00 Havana KNMHUYECKNX I'IpOﬂBJ'IEHVIVI.
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Duchenne muscular dystrophy is a severe genetic disease caused by mutations in the dystrophin gene (DMD), which lead
to a significant decrease or complete absence of the protein of the same name in muscle fibers. The disease manifests
itself in boys from the age of 2-5 years in the form of progressive muscular weakness, cardiomyopathy and respiratory
failure. As a result of progression, patients lose the ability to move by adolescence and die in the third decade from
cardiopulmonary complications. However, timely pathogenetic therapy for Duchenne muscular dystrophy can prolong
the life of patients and improve its quality. In this regard, early diagnosis of the disease and early initiation
of pathogenetic therapy are very important.

The article describes two clinical cases of the disease in siblings with onset at 2 years of age and different ages
of diagnosis. Pathogenetic therapy in the first case made it possible to prolong the patient’s outpatient stay and improve
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the quality of life, and early diagnosis and initiation of pathogenetic therapy in the second case avoided disease
progression and contributed to the development of new motor skills. The presented clinical case demonstrates the need
for early diagnosis of the disease even before the onset of clinical manifestations.
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MpiieyHas nuctpodust HioleHHa — TSoKeIoe TeHeTH -
yeckoe 3a00J1eBaHK1E, IIPU KOTOPOM HETOCTAaTOYHOE KOJIJe-
CTBO TUCTpOodHHA CTAHOBUTCS IPUYMHOMN MPOrpecCUpyIoNIei
MBILIEYHON CJIa00CTU, KApIMOMMOMNATUN U IbIXaTeJbHOM
HeIoCTaTOYHOCTU. 3abojieBaHrEe O0YCIIOBICHO MATOreHHBIMU
BapuaHTaMU B TeHe auctpoduHa (DMD), 4To MpuBOOUT
K CHIDKEHUIO VT TTIOJTHOMY OTCYTCTBUIO OTHOMMEHHOTO OeJT-
Ka B MBIIIEUHBIX BojiokHax [ 1, 2]. [Topazkast mpermyIiiecTBeH-
HO MaJIbYMKOB, MbIllIeuHast nuctpodus droimeHHa MmaHude-
CTUpYeT B paHHEM JIETCKOM BO3pacTe, IMPUBOAS K IOTepe
CIIOCOOHOCTH TePEIBUTAThCS CaMOCTOSATENbHO K 10—12 ro-
JIaM, CEpAEYHO-JIETOYHbBIM OCJIOKHEHUSIM U JIETATbHOMY HC-
xony [3]. OcHOBHOI XapaKTepUCTUKOI 3a001eBaHUsI SIBJISI-
€TCsl IIPOrpecCUpyIoNasl MbIIIEYHas C1ad0CTh, Jerpagalius
MBIIIIL, HAUMHAIOIIASCS B IPOKCUMAJTBHBIX, 4 3aTEM U B IHC-
TaJIbHBIX OTEIaX KOHEeYHOoCTe [4, 5].

MpbiieuHas guctpodust JdrolieHHa — HEYKJIOHHO MTPo-
rpeccupyloliiee 3a0ojieBaHKe, B KOTOPOM BBIIESIOT 5 cTa-
TN 6ECCUMIITOMHYIO, PAaHHIOI0 aMOYJIaTOPHYIO, IIO3THIOI0
aMOYJIaTOPHYIO, pPAHHIOIO 1 TTO3IHIO HeaMOyJIaTOpHYIO [6].
YcTaHOB/IEHME TarH03a OOBIYHO MPOMCXOAUT Ha MOMEHT
MOSIBJICHUS] CUMIITOMOB 3a00JIeBaHUsI, TAKUX KaK YacThle
MafcHUsI, TPYAHOCTH MPU MTOIbEME TTO JIECTHULIEC WU Oere
[5]. IIpu 3TOM BaxkHO IMOMHUTHL O TOM, UTO Jaxe Ha Oec-
CUMIITOMHOI CcTaguu 3a00jieBaHWE MOXHO 3aIll003PUTh
Yy MaJIbuMKa C USMEHEHUSIMU B OMOXMMUYECKOM aHaJIM3e
KPOBHU, B YACTHOCTHU IPU MOBBIIIEHHON aKTUBHOCTU Kpe-
atuHdochOoKHa3bl, HEOOBSICHUMOM ITOBBIILIEHUU YPOBHE
TpaHcaMMHa3 (aJlaHMHaAaMUHOTpaHcdepasbl, acrmapTar-
aMHUHOTpacdepasbl) WM ceMeiiHOM aHamMHe3e [6]. Hamaue
B Poccuiickoit @enepaniiy 6ecIiaTHOM IMarHOCTHIECKOM
MOJIEKYJISIPHO-T€HETUYECKOI ITporpaMMBbl (TesiehoH ropsi-
yeii muaun 8-800-100-1760), KoTopast AeHCTBYET Ha BCe
TEPPUTOPUU CTPAHBI, TTO3BOJISIET Bpauy 13 JII0OOT0 peruo-
Ha MOATBEPIUTH WM WMCKIIOUUTDH XU3HEYIPOXAIOIIUIA
JIMarHO3 MbIIIeYHO nucTpoduu iolieHHa.

3HaHMEe OCHOBHBIX KJIMHUYECKMX U Ja0OPaTOPHBIX
CHMIITOMOB 3a00JIeBaHMSI, HACTOPOXKEHHOCTb B OTHOIIIE-
HUU MaJIbYMKOB C 3aJeP>KKOI TEMITOBOTO Pa3BUTHUS U UC-
MOJIb30BaHUE AUATHOCTUYECKON IpOorpaMMbl JOJKHBI
CYILIECTBEHHO COKPATUTh BpeMsI Ha TMarHOCTUYECKUI O~
HCK, YCTAHOBJICHE OKOHYATEJbHOIO AUarHo3a u coxpa-
HUTb KauyeCTBO XXU3HU MallMeHTOB.

B nanHoOl myGaMKanUu Mbl ONMMCHIBAEM CEMEWHBIM
clly4yail mporpeccupyloliieit MplleuHoi nuctpopuu Jio-

mwenHa (ITMJIJI) y 2 6patbeB u3 ToMcKoit 001acTH, pOXK-
JIEHHBIX OT OJU3KOPOJCTBEHHOTO Opaka.

[TanmeHTsl — 2 OpaTta U3 OAHOU CEMbU C MOATBEPXK-
JIEHHBIM JIMAarHO30M MBIIIeUYHOM nucTpodun JliomeHHa.
IManmeHTaM IPOBOAMIIMCH KIIMHUYECKAsT OIICHKA COCTOSI -
HUSI, HEBPOJIOTMYECKOI0 CTaTyca, UCCIeI0oBaHue 10 Olie-
HOYHBIM IIKaJlaM (TecT 6-MUHYTHO# Xomp0nl (6MWT),
TECT IMOIbeMa 13 MOJIOXKEHHSI JIEXa, TECThI ITOIbeMa,/CITyCKa
Ha 4 cTyneHbKH, mkKana «CeBepHas 3Be3ga» (North Star
Ambulatory Assessment, NSAA)). st neyeHuss Mcnomb-
30BaH Ipenapar maToreHeTUIeCcKoi Tepanuu TpaHcaapHa
(aTasypeH) B mopolIKax JJjis IepopabHOro Iprema.

Knuunyeckuin cnyyai 1

Hayuenm A., 2011 2.p. (cmapwuii 6pam), podxcoeH om
1-ii 6epemennocmu, 1-x podos é cpok 40 ned. Ouenka no
wkane Aneap — 8/9 6aanos. Jlo 2oda peberok poc u paseu-
8ACS COOMBEMCMBEHHO B03PACMY: HAYAN 0ePIHCAMb 20408
¢ 2,5 mec, cudemo ¢ 7 mec, nouien camocmosmensvto 6 13 mec.
Peub ¢hpazosas c 2.aem. C 3 nem (c 2014 2.) podumenu cma-
AU 3amMeqams y pedenka yxXyouleHue noxooKu, mpyoHocmu npu
e3de Ha eenocunede. Manvuuk He Moe npbleamy, Xyice Noo-
HUMAACS NO JeCMHUYe, NOS8UAACH cAabocmb 6 Hoeax. B 603-
pacme 6 aem U3MeHUAACh NOX0OKA, PeOEHOK CIaAn HAZPYICAMb
nepeonue omaoenvl CMon, OMMeYALACh nceeoocunepmpopus
UKPOHONCHBIX Mbliy. T10 0aHHbIM GUOXUMUYECK020 AHAAU3A
Kposu, npogederHoeo 8 cenmsbpe 2017 2., ypoeeHv KpeamuH-
gocgoxunazel cocmasua 11490 Ed/n (nopma 30—200 Eo/a),
6 okmsbpe 2017 e. — 5652 Ed/a. C yuemom pe3yromamog
AHAAU308 U KAUHUMECKUX NPOoseAeHUll Obla 3an0003peH Jua-
2H03 MbluieyHoll ducmpoguu Arouwenna. Pebenok 6bia Ha-
npaeaen Ha MOAEKYAAPHO-2eHemu1eckKkoe Uccaed08anue
6 Hayuno-uccredosamenvckuii uncmumym MeOUyUHCKOL
eenemuku ToMcK020 HAUUOHAALHO20 UCCAE008AMENLCKO20
MeQUUYUHCK020 UEHMPA — NOUCK 4ACMbIX eneyuil u Oynau-
Kxayuii 6 eene DMD (memod MLPA): deaeyuii/dynauxauyuii
He gviseneno. Tlocae ueeo 6bin0 nPosedeHo ceKgeHUposanue
eeHa DMD 6 Meduko-ecenemuueckom HAY4YHOM UeHmpe
um. akao. H.Il. bouxosa, no pezysbmamam Komopoeo 8bl-
A6/1eH HoHceHc-eapuanm 6 21-m sx3omne eena DMD ¢.2665C>T,
Ha yposHe beaxa p.Arg.889Ter, 6 eemusueomnom cocmossHuu
¢ opmuposanuem cmon-xkodona UGA.

C 15 man 2018 . (7 nem) nayuenmy UHUYUUPOBAHA Me-
panus enokoxopmurxocmepoudamu. B urone 2019 e. pebenok
Obl/l BKANOHEH 8 KAUHUYECKOE UCCACO08AHUE NO U3YHEHUI I¢h-
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VHuumauma Tepanun
TMIOKOKOPTUKOCTEpouAamu /

Initiation of glucocorticosteroid therapy

6net/

3roga/
3 years 6 years

old

old

2011 rp./
Bornin 2011

[eHeTUyecKkan AnarHocTuKa:
HOHCEHC-MYTaLNA B 21-M 3K30He
reHa DMD ¢.2665C>T/
Genetics diagnostics: nonsense
mutation in exon 21 gene DMD

v €.2665C>T
[leboTB3roga/  [lMarHoctuka B 6 net/
Diagnosis at 6 years
old

MpoAomxaet nonyyatb atanypex +
TAKKOKOPTUKOCTEpOMAbI /
(ontinues to receive ataluren +

glucocorticosteroids

11 ner/
11 years
old

BKnioueH B KnuHuyeckoe
CCNesioBaHue atanypena /
Included in clinical
trial of ataluren

\/

Hauara tepanua
aranypeHom 40 mr/kr/cyt /

Puc. 1. Dmanw: duaecnocmuru u mepanuu mviweyrot ducmpoguu Jrowenna nayuenma A.

Fig. 1. Stages of diagnosis and treatment of Duchenne muscular dystrophy in patient A.

gexmuenocmu u 6esonacnocmu npenapama Tpanciapua
(amanypen) 6 Mockee, nocreoHull 6U3Um 8 pamkax uccie-
dosanus cocmosiacs 28.03.2022.

C cenmsbps 2022 e. (6 so3pacme 11 aem) b6bi10 Hauamo
namoeenemuyeckoe aexenue npenapamom Tpancaaprna (ama-
AYpeH) 6 cmanoapmuoi do3e 40 me/Kke/cym, Komopoe npo-
doaxcaemces no Hacmosiuee epems. Takce pebeHok noay-
yaem pecyasipHO Kypcol peaduiumayuu; pacmaicK 6epxXHUX
U HUIICHUX KOHeUHOCMell, AeeOHYI0 U3KYAbmYypy, Obixamenb-
HYI0 SUMHACMUKY.

Dmanbvi OUaeHOCMUKU U MePanuu NAyUeHma npueeoeHol
Ha puc. 1.

Obsexmusnbiii cmamyc om 04.2024 (13 nem): nogviuien-
HO20 numanus, macca meaa 65,3 ke, pocm 149 cm. Hndexc mac-
cot mena — 29,41 kea/m?, wacmoma cepdeurix cokpaueruii —
92—98 6 munymy, apmepuanvroe oaenerue — 130/75 mm pm.
cm. Tloxooka eénepesanky. Hapywenue ocanxu, epyoHoil kugos,
nosicHuuHbI eunepaopdos. Ha nockax xodumv moxcem,
Ha namiax — Hem. [lpucedaem u écmaem ¢ NOMOWbIO NPU-
emoe losepca. beeaem neyxarice. Ilpvieams Ha 08yx Ho2ax
Modicem HesblcoK0, HA 00HOI — He moxcem. [lpu nodseme
N0 1ecmuuYe 0epiICUmcs 3a nepua, CamocmosmenbHas xoovoa
coxpanena. Ommeuaromes IKUHYCHAS Deghopmauuss cmon,
KOHmMpakmypul 204eHocmonublx cycmagos do 90°. Peus
He usmernena. Tonyc 6 eepxnux KoneuHocmsx chuxcer. Cunra
6 NPOKCUMANbHBIX 0mdeaax pyk — 4 6aina, cumnmom 6s1oix
Haonaeyuil. Cuna 6 muluyax npeonieuuii — 4 6aina, 6 ouc-
manvHbix omdeaax pyk — 5 6aanos. Peghnexcol ¢ pyk Huskue,
pasHvl. B Hoeax moHyc cHudiceH, neekoe nepepaszeubanue
6 Koaennovlx cycmasax. Cuaa 6 npoKCUMAnbHbIX OMoesax Hoe —
3 6anna, 6 cmonax — 4 6anna. Peghaercol KonenHble He 6bi3b16a~
0mcst, axunnoeul pegpaexcol cpeduell acusocmu, pasiul. Ila-
monoeuueckue pegaexcol omcymemeyiom. dyscmeumens-
Hocmb unmaxkmua. Tazoevle PyHKyUU He HAPYUIEHDL.

B odunamuueckom Habaro0enuu 3a nayueHmom npUMeHs -
emest MyAbmuUOUCYUNAUHAPHBLE NOOX00 ¢ NpusieveHuem cne-
YUANUCTNO8 PA3HBIX HANPAGAeHUIL: Hespoaoea, Kapduoaoea,

SHOOKPUHON02A, 2ACMPOIHMEPON02A, NYAbMOHOA02A, OGMALb-
MOA02a U OpYyeUx ¢ Ueablo Ha3Ha4eHus U KOppeKuuu Conym-
cmeyruwei mepanuu, npohuiaKkmuxu ocaoxcHeruil. Habaro-
daemcsi Kapouoa02om ¢ 0UAeHO30M «Kapouonamus y pebeHka
¢ IIMJJT (cHuxcenue coxkpamumenvHoi cnoCOOHOCMU MUO-
Kapoda, aeekas curycosas maxuxkapous)». lloayuaem kapouo-
npomeKmueHyio mepanuio bema-aopeHodA0Kamopamu, uH-
eubumopamu aHeuoOmMeH3UHNpespaujaoueco pepmenma
u duypemuiu.

Ha gone nposodumoii mepanuu yayuwiuracoy noxooka,
pebeHoK cman MeHblle ycmagams, npoxooum 6oavuiue pac-
cmosnus. Hexcenramenvroix senenuii 60 epems mepanuu npe-
napamom Tpancaaphna evisienero He 0bL0.

TIposedena ouenra no ghynkuuonanvrvim wikanam. o wikane
«CesepHas 36e30a» 6 OUHAMUKe OMMeHaemcs CHUdICeHue QyHKUU-
OHABHBIX 803MONCHOCMEl nauuenma ¢ 22 6annoe (09.11.2021)
do 1906anno6 (29.04.2024).

IIpu nposedenuu mecma 6-munymnoi xo0b0bi omme4a-
emcs nocmeneHHoe CHudMcenue NPoudeHH020 PACCMOSHUS
c422m (09.11.2021) do 363 m (29.04.2024).

Ilpu nposedenuu mecmoeé Ha nodsem/cnyck Ha 4 cmy-
NeHbKU OmMeuaemcst CMaduabHbLIL pe3yabmam: épemst nods-
ema cocmaeuno 6 dunamuxe 12 c 6 2021 e. u 11 c 6 2022
u 2024 ee., epems chycka ocmaeanoco CmadunbHbiM 8 YKa-
3aHHble 200bt — 12 ¢. Jnsa nodsema u3 nonodcerus nedxca na-
yueHmy makace mpebyemcs 6ce 0oabule 8peMEHU —
5,3¢(09.11.2021), 6,5¢ (15.08.2022) u 11,7 ¢ (29.04.2024).

Knunuyeckum cnyyain 2

Hayuenm b., 2018 2.p. (Mmaadwuii 6pam), poxcoer om
4-ii uzuonoeuneckoii bepemeHHocmu, 3-X CPOUHbIX POO08.
Poowr 6 cpok, macca mena npu poxcdenuu 3650 2, pocm
55 cm, ouyenka no wkane Aneap — 9/9 6annos. Momoproe
passumue no 603pacmy, Ha4ai0 camoCMosMenabHol X00b0bl
¢ 13 mec. Peuw no 6o3pacmy.

B 6ospacme 3 niem mams ommemuna y pebenka Hapyule-
Hue noxo0Ku, mpyoHocmu npu nodseme no AeCmHuue u npu-
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Whnyvauma Tepanum

TMI0KOKOPTUKOCTepouaamu /

Initiation of glucocorticosteroid therapy

3,6r08a/
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old

3ropa/
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20181p./ old
Bornin 2018

\/

JlebroT B 3rona /

old

[lnarHoctuka B 3,6 roga /
Diagnosis at 3.6 years

lpoaonxaer nonyyatb atanypex +
TMIOKOKOPTUKOCTEpOUAbI /
(ontinues to receive ataluren +

glucocorticosteroids

4roma/
4 years
old

HOHCEHC-MyTaLMA B 21-M 3K30He
reHa DMD ¢.2665C>T / Genetics
diagnostics: nonsense mutation
inexon 21 gene DMD ¢.2665C>T  /

1
1
1
1
[eHeTnyeckan AarHoCTUKa: :
1
1
1
1

Hauara Tepanus
atanypeHom 40 mr/kr/cyT /

Puc. 2. Dmanw: duaenocmuru u mepanuu mviueynou oucmpoguu Jrowenna nayuenma b.

Fig. 2. Stages of diagnosis and treatment of Duchenne muscular dystrophy in patient B.

cedanuu. C yuemom HacaedcmeeHH020 aHAMHe3a Obiaa NPo-
sedena /THK-duaenocmuka (nouck panee 6vis164eHHOC0
8 cembe NAMo2eHH020 8APUAHMa), NOOMeEepIcOeH HOHCEHC-
sapuanm 6 21-m sx3one eena DMD ¢.2665C>T, na yposue
oeaka p.Arg.889Ter, 6 eemuzueomuom cocmosHuu ¢ Gopmu-
posaruem cmon-kodona UGA, ycmarnoenen duaernos ITMJILJI.
C mapma 2022 e. (6 6o3pacme 3,6 200a) nauama mepanus
enrwkokopmukocmepoudamu. C aseycma 2022 e. (4 200a)
UHUUUUPOBAHA NAMOEHeMUHECKas mepanus npenapamom
Tpaucaapna (amanypen) 6 0oze 40 me/ke/cym exnceoHesHo.

Dmanbsi OuazHOCMUKY U Mepanuu NAyUeHma nPUeoeHol
Ha puc. 2.

11

1 2

nlNe
slheuulelaln

Puc. 3. Podocaosnas cemvu ¢ 2 demomu ¢ mvliieunoti oucmpogpueii Arouien-
Ha. Tun nacaedosanus 3aboneeanus: X-cuyennennsiii. IV,4 — omey nayuen-
moes, 300pos; 1V,3 — mams nayuenmos, Hocumenv mymayuu, V,3 — npo-
bano, nayuenm A.; V,4 — dous, 30oposa; V,5 — npoband, nayuenm b.

90
1v
1 : 3 4
vOL]
1 2 3

4

Fig. 3. Pedigree of a family with 2 children with Duchenne muscular dystro-
phy. Type of inheritance of the disease: X-linked. 1V,4 — father of patients,
healthy; 1V,3 — mother of patients, mutation carrier; V,3 — proband, patient A.;
V,4 — daughter, healthy; V,5 — proband, patient B.

Hacaedcmeennviii anamues: y cmapuieeo opama ITMJI,
CpeoHsist 0esoHKa 300p06a U He ANSIeMCs HOCUMENeM, Mamb Oemeil
AGASEMCS HOCUMeneM 6apuanma, omeu, 300pos (puc. 3).

Obsexmugnotit cmamyc om 04.2024 (6 aem): macca mena
23 ke, pocm 114 cm, undexc maccot mena — 17,62 ke/m?. ITo-
Xo0ka ymuHas, caeeka nepegaausaemcs. Cmonbvlt 6anbeycHole,
nnockocmonue. Cycmagei 6e3 deghopmayuii. Tlcesdoeunepmpoghus
UKPOHOXMCHBIX Mbluy. Beeaem u npvieaem nenosxo. Ha namrax
u Hockax xooum. Mooem npucecms u cmamo 6e3 UCHOAb30-
sanus npuemog losepca. C noaa nOOHUMAEMcsi ¢ UCHOAb306a-
Huem npuemosg losepca. Peuv ne usmenena. Tonyc 6 pykax
CHUMICEeH 60abUe 8 NPOKCUMAaNbHbIX omdeaax. Cuaa 8 pykax He
usmMeHena, 5 6a1106 60 écex MolileuHbix epynnax. Peghnekcol
¢ PYK cpeoHell dcusocmu, pasHvl. B noeax monyc cnuicen.
Cuna 6 ducmanvibix omoerax — 5 64108, 8 NPOKCUMANbHbIX —
4 6anna. Peghexcol konenHble 8b13b186a10MCs, AXUAN08bL peghiek -
cbl CHUMICeHbl, pasHbl. [lamonoeuueckue pegprexcor omcym-
cmeytom. Habarodaemes kapouonoeom ¢ duaernosom «kapouo-
namus y pebenxa c IIMJJ], aeekas cunycoeas maxukapous».
Tloayuaem kapouonpomexkmusHyto mepanuio.

Ilpu nposedenuu ouenku no yHKYUOHANLHOU WKare
«Cesepras 36e30a» ommeuaemcst yayuuleHue yHKYUOHa b~
HbIX 803MONCHOCMEl NAYUEHMA ¢ NPUPOCMom 6an108 @ Ou-
Hamuke om 26 (20.09.2022) do 31 (26.05.2023 u 30.04.2024).

IIpu oyenke no mecmy 6-muHymuoii xo0b0bL ommeuaem-
¢ ygeauterue npotidenroeo paccmosnus ¢ 388 m (09.11.2021)
00 393,5m (29.04.2024).

Ilpu nposedenuu mecmog na nodsem/cnyck Ha 4 cmy-
NeHbKU MaKdice OMmmeHaemcs NOA0NCUMENbHASI OUHAMUKA
8 6uOe ymeHbuleHus epemeru nodsema c 3,2 ¢ (09.2022) do 3 ¢
(05.2023) u 2,5 ¢ (04.2024), epemsa cnycka na 4 cmynenu
cokpamunocs ¢ 3 ¢ (09.2022) do 2,22 ¢ (04.2024), epems
nodsema u3 noaoxcerust aexca — ¢ 5,5 ¢ (09.2022) do 3,61 ¢
(04.2024).

PesynbraThl OLIEHKM MAlIMEHTOB 10 IIKajlaM Ha ¢hoHe
Tepanuu MpuBeJeHBI B Ta0J. 1.
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Taomuna 1. Ouyenka nayuenmos no wikaiam Ha gone mepanuu
Table 1. Assessment of patients according to scales during therapy

Patient A. (13 years old)

Rating scale

09.11.2021 15.08.2022

chT 6-MUHYTHOM XOIBOBI, M 422 384
6-minute walk test, m
TTonbem U3 mosoxkeHUs Jiexa, ¢

o . 5,3 6,5
Lifting from a prone position, s
TTombeMm Ha 4 CTYIIEHBKH, C 12 11
Climbing 4 steps, s
Crnyck Ha 4 CTyNeHbKH, ¢

12 12

Descent 4 steps, s
IIkana «CeBepHas 3Be311a»,
OaJLIbl
North Star Ambulatory Assessment, 22 20
points

Patient B. (6 years old)

29.04.2024 20.09.2022 26.05.2023 30.04.2024
363 388 375 393,5
11,71 5,5 4,1 3,61
11 3,2 3,0 2,49
12 3,0 2,5 2,22
19 26 31 31

Hecmotpst Ha TO, UTO MeXXIy IIEPBBIMU CUMITTOMaMu,/
MPOSIBJICHUSIMU OOJIC3HU y CTapIllero OpaTa U yCTaHOBIIE-
HMEM IMarHo3a MpoIIUIo OKOJIO 3 JIeT, Ha3HaYeHME MaTo-
TeHeTHYECKOM Tepaliu mpernapaToM TpaHcaapHa (aTairy-
peH) npu IIMJJ, BbI3BAHHOII HOHCEHC-BapUaHTOM,
TTO3BOJIAJIO 10 HACTOSIIIIETO BpEMEHU COXPaHUTh aMOyJia-
TOPHOCTb NAIIMeHTA. YUUThIBAsl CEMEHbBII aHaMHE3, MJIaji-
1meMy OpaTy TMarHo3 ObLI YCTAHOBJIEH TOPa3/10 paHbIIIe,
a rmaTroreHeTUYeCKasl Tepalus HazHaveHa ¢ 4 jieT. Ha one
IIPOBOAMMOTO JICUCHUS Y MJIaIIIEro Opata OTCYTCTBYET
MpOTpeccHpoBaHKe 3a00JIeBaHMS, MAJIbYMK HayqIHJICs Oe-
raTh M MpbIraTh, HaOIIOAaeTCS HapacTaHUE MBIIICYHOMN
CHJIBI M BBIHOCJIMBOCTH, YBEJIUYMICS TEMIT XOIbOBI, OT-
CYTCTBYIOT KOHTPAKTYpPhI B TOJICHOCTOITHBIX CyCTaBax.

OnucaHHble KIMHUYECKHUE CyYau JeMOHCTPUPYIOT
BaxXHOCTh paHHell auarHoctuku [ITMIJ, ot KoTopoii

HaIpsIMYIO 3aBUCUT CBOCBPEMEHHOE Ha3HaYeHUE Tepa-
1Y, TIO3BOJIAIONIEN MPOMINTh aMOYJIaTOPHOCTD IMallv-
€HTOB, YBEJWYUTh BPEMsI 10 Pa3BUTHS OCIOKHEHUI OC-
HOBHOTO 3a00JIeBaHMSI U IPOJJIUTH XKU3Hb IMallMeHTa
C coxpaHeHHeM ee KauecTBa. HacTopoxkeHHOCTh Bpaueit
MePBUYHOIO 3B€HA B OTHOIIICHMU JIETeil MY>KCKOTO I10JIa
C HapyIIEHUEM MOTOPHBIX (DYHKIINIA, OTCTaBaHUEM B pa3-
BUTHUU, OTKJIOHEHUSIMU B OMOXMMHUYECKOM aHAJIM3¢ KPO-
BM, B YACTHOCTU C MOBBIIICHUEM YPOBHS KpeaTuH(OC-
(oxkMHa3bI, TO3BOJIUT COKPATUTh BPEMS 10 YCTAHOBJICHUS
KusHeyrpoxatomero auardHosa [IMJIJI. YuuTtsiBast co-
BPEMEHHbBIE BOBMOXHOCTH TepaliK, BOBPEMSI YCTaHOB-
JICHHBII NMarHo3 I03BOJIIeT HayaTh CTaHIapTHYIO,
a Takxke 3(POEKTUBHYIO MATOTeHETUYECKYIO TepaIluio,
MPUMEHUTDb MYJIBTUIMCLIUILUTMHAPHBIN ITOIXO0 B BEACHUMN
MOI00HBIX MAIEHTOB.
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