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OnbIT Tepanuu nauneHToB ¢ MuogucTpoduen [lioweHHa, s i
BbI3BaHHO HOHCEHC-MyTaLuein

I'BY3 «HayuHo-nccnepoBaTenbCkmin KNMHUYECKNA MHCTUTYT AeTcTBa» MH3gpaBa MockoBcKko obnacTty, r. Mbituiym, 141009, Poccua

PE3IOME

BBegeHwme. Llenb nccnenoBaHms — oueHKa ANHAMVKL IBATaTeSIbHOW aKTUBHOCTM C MOMOLLbI0 C6opa aHaMHeCTNYECKUX faHHbIX 1 AUHaMunye-
CKoro HabrioAeHNA 3a NaumneHTamm ¢ muopmcTpoduein [lolweHHa, Bbi3BaHHOW HOHceHC-MyTaumern (HMMA[), B MockoBcKol obnactu Ha poHe
naToreHeTUYECKON Tepanum NpenapaTom atajsypeH.

Matepwmanbl n metoppl. [lnHamuyeckoe HabnoaeHwe 13 nauveHtoB ¢ HMMJ ocywecTBnanu Ha 6a3e LleHTpa AeTcKoln NcMxoHeBponorum
HayuHo-nccnefoBaTenbcKoro KIMHMYECKOro MHCTUTYTa AeTcTBa MOCKOBCKOM obnacTu. B saHHOM nccnefoBaHUy NPOBOAMIICA PETPOCMEKTUB-
HbIli aHaNM3 aHAMHECTUYECKNX AaHHBbIX, ABAraTeNIbHOW aKTUBHOCTU NaumMeHToB no Tectam «CeBepHas 3Be3ga» (NSAA) 1 6-MUHYTHOI XoAb6bI
(6MWT). ins oueHKn 3$dEKTUBHOCTM Tepanuy NpenapaTomM atanypeH Obiio NPOBefeHO HeMpAMOe CPaBHEHUE C JaHHbIMU U3 PerncTpoB
STRIDE 1 CINRG DNHS.

Pe3ynbTtatbl. B uccnenyemoii rpynne nayueHTOB BO3PAcT Hayana caMoOCTOATENIbHOW Xofbbbl cocTaBun 15,7 + 4,5 Mec, BO3pacT YCTaHOBKM
AnarHosa — 60,2 + 21,7 mec (5,0 + 1,8 roga). 92% nauuneHToB (n = 12) nonyyatot rntokokoptukoctepomnabl (MKC), 5 n3 HUX — NpefHN30M0H, 7 —
nednaszakopt. CpegHuin BospacT Hauyana npuéma MNKC coctasun 7,1 + 0,9 roga. BospacTt nHMumaLmm natoreHeTMYeCcKon Tepanuu npenapaTtom
aTtanypeH coctaBun 7,0 = 1,3 roga. JnutenbHOCTb HabnoaeHrA NaLreHToB BapbupoBanach oT 1,5 fo 8 net. [laHHble no nauueHTam ¢ Bepudu-
LIMPOBaHHbIMU pe3ysibTaTaMu CripomeTpun (46%) 1 sxokapanorpadum (92%) 3a nocnepHne 12 mec pacnpepenunnch cnegyowmm obpasom:
CHVKEHUA GppaKLuy BbIGpOCa NIEBOTO »eJlylouka He 3aperncTpupoBaHO HY Y OAHOTO MaLMEeHTa, CHXeHUe GOPCUPOBAHHOW XN3HEHHON EM-
KOCTU NETKNX NErKoW cTeneHn Habnoaanoc y 1 naumeHTa. PerynapHble peabununtaLyioHHble MEPONPUATUA NonyyatoT 8 (62%) naymeHToB. [ina
OLleHKM ABUraTenbHbiX GyHKUMI ncnonb3oanu Tectbl NSAA (n = 10) u 6MWT (n = 8). Mpw aHanu3e faHHbIX ¢ nomolybio 6MWT Habnoganocb
yBennyeHre NponaeHHOro pacctoaHua y 6 (75%) nauneHToB, ymeHbLUeHne — Y 2 (25%). Pesynbtatbl Tecta NSAA:y 2 (20%) naumeHTOB oTMe-
yaetcA ynyylueHue, y 6 (60%) — ctabunmsauma coctoaHms, y 2 (20%) — yxyaLieHve (B Tom yucne y 1 — noteps ambynaTopHocTH).
3aknouyeHne. CBoeBpeMeHHasA ANarHoCTUKa 1 ledeHne nauneHToB B COOTBETCTBUM C KIIMHUYECKMMI PeKOMEHAALMAMMN UrpaioT KIloyeByio
ponb B ycnewHon Tepanuu nauyueHTtos ¢ M. MNaTtoreHeTnyeckasa Tepanua npenapaTom atanypeH 3ameanseT CKOPOCTb NPorpeccmpoBaHns
3aboneBaHiA 1 ynyyllaeT BbKMBaeMOCTb NauueHToB ¢ HMMA.

KnioueBble cnoBa: mbileyHasa AncTpodus [loleHHa; HOHCEHC-MyTaUua; AeTV; NaToreHeThYecKas Tepanus; atanypeH; TpaHcnapHa; s¢pdekx-
TUBHOCTb

Co6niofeHne STUYECKNX CTaHAAPTOB. 3akOHHble NpeACTaBUTeNN NaLMEeHTOB fanu AO6POBONIbHOE NHPOPMUPOBAHHOE cornacre Ha obpa-
60TKy nepcoHasibHbIX JaHHbIX.
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ABSTRACT

Introduction. Aim. Assessment of the trend in the motor activity by collecting anamnestic data and dynamic monitoring of patients with
Duchenne myodystrophy caused by nonsense mutation (hmMDD) in the Moscow region and receiving pathogenetic therapy with ataluren.
Materials and methods. Dynamic monitoring of thirteen nmMDD patients was carried out on the basis of the Center for Pediatric
Neuropsychiatry (CDPN) of the Scientific Research Clinical Institute of Childhood of the Moscow region. In this study, a retrospective
analysis of anamnestic data, motor activity of patients according to the tests “North Star” (NSAA), and 6-minute walk (6MWT) was
performed. To evaluate the effectiveness of ataluren therapy, an indirect comparison was performed with data from the STRIDE and
CINRG DNHS registries.
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Results. In the study group of patients (n = 13), the age of onset of independent walking was 15.7 + 4.5 months, and the age of diagnosis
was 60.2 + 21.7 months (5.0 £ 1.8 years). 92% of patients (n = 12) receive glucocorticosteroids (GCS), 5 of them take prednisone, and 7 take
deflazacort. The average age at the start of taking GCS was 7.1 + 0.9 years. The age of initiation of pathogenetic therapy with ataluren was
7.0 + 1.3 years. The duration of patient follow-up ranged from 1.5 to 8 years. Data on patients with verified results of spirometry (46%) and
echocardiography (92%) over the past 12 months were distributed as follows: no decrease in left ventricular ejection fraction was recorded, a
decrease in forced pulmonary vital capacity of mild degree was observed in 1 patient. 8 (62%) patients receive regular rehabilitation measures.
The NSAA test (n = 10) and the 6-minute walking test (n = 8) were used to assess motor functions. When analyzing the data using the 6-minute
walk test, an increase in the distance traveled was observed in 6 (75%) patients, and a decrease in 2 (25%). The results of the NSAA test showed
improvement in 2 (20%) patients, stabilization in 6 (60%), and deterioration in 2 (20%) (including loss of outpatient care in 1).

Conclusion. Timely diagnosis and treatment of patients in accordance with clinical guidelines play a key role in the successful treatment in
DMD patients. Pathogenetic therapy with ataluren slows down the rate of disease progression and improves the survival nmMDD patients.

Keywords: Duchenne muscular dystrophy; nonsense mutation; children; pathogenetic therapy; ataluren; translarna; effectiveness
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BBepgeHme

IIporpeccupytoiiasi MpiiedHast auctpodus JlroiieH-
Ha (MJIJ) mpencraBisieT co00if peaKoe HaCIeACTBEHHOE
X-cuenjaeHHOe HEPBHO-MBIIIEYHOE 3a0o0jieBaHUE, O00y-
CJIOBJIEHHOE MyTauMsMu B reHe DMD. DTo 3aboneBaHue
OBLJIO BIIEpBbIE OMMCaHO (ppaHIly3CKUM BpadyoM I[acma-
pom JliomeHHoM B 1861 1. u siBisieTcss HanboJiee pacpo-
CTpaHEHHO# (OpMOIi MBIIIEYHOM AUCTpOoUU Yy neTeit
[1]. PacnpoctpanénHocts MJIJ| BapbupyeTcsi B 3aBU-
CUMOCTH OT TMOMYJSILUU, HO B CPEIHEM COCTABJISIET OKO-
J10 1 Ha 3500 HOBOPOXIEHHBIX MaJIBUMKOB [2]. [IpuMepHO
B 8% cityuaes rposiBiaeHus M1/l MoryT Takxke Hab1101aTh-
Cs y JIAI] XXEHCKOTO TI0JIa, SIBJIIONINXCSI HOCHUTEIIEM Ie-
¢ekTHOTrO TeHa [3]. 1o omleHKaM, B MIUpe HaCUNTHIBACTCS
6onee 250 Teic. manmenToB ¢ M/ [4].

Kak npaBuino, mytanus B rene DM D siBnsieTcs Hacien-
CTBEHHOI, T. €. IepeaaéTcsl OT MaTepH, OOHAKO B TPETHU
clyJaeB OHa BO3HMKAET de novo. CIieKTp MyTallid JOCTa-
TOYHO LIMPOKUIA: IPUMEPHO B 65% cilyyaeB BCTpEYaloT-
cs1 KpyIHbIE Jenenuu; 0koiao 10% Myrtauuii npeacrabiie-
HBI TyIUIMKAIIASIMM, a OCTaJIbHBIC CIIy4ald — TOYKOBBIMU
M MaJIbIMU MyTaUUSIMU, U3 KOTOpbIX 10—15% cocTaBistioT
HOHCeHC-MyTannu (ctom-myrtaumu) [5]. HoHceHc-MyTa-
WU TIPUBOISAT K MOSIBIICHUIO IIPEXICBPEMEHHOIO CTOII-
konoHa B MPHK, yTo Hapyliaer npoliiecc TpaHCKpUITUWU
¥ TIPUBOIUT K 00pa30BaHUIO YKOPOUSCHHOTO HE(MDYHKIINO-
HaJIbHOTO OeJIKa TCTpodUHA.

I'er DMD coctout u3 79 3K30HOB M KOOUpPYyeT OET0K
IACTPO(UH, KOTOPBIN UTPaeT KIIOUEBYIO POJIb B ITOMIEP-
KaHUM CTPYKTYPHI U (DYHKIIMU MBIIICYHBIX KICTOK CKe-
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JIETHBIX MBILIL, OBIXaTEJIbHOU U CEPIEYHO-COCYIUCTON
cuctem [6, 7]. IuctpodnH obecrieynBaeT CBSI3b MEXIY LI -
TOCKEJIETOM MBIIICYHBIX KJIETOK 1 0a3aJIbHOM MeMOpaHOii,
YTO KPUTUYECKU BaXXKHO IS MX CTAOMJIBbHOCTU WM 3alUThI
OT MeXaHMYECKUX MOBpeXIeHul. B oTBeT Ha moBpexme-
HHUE MBIIIEYHBIX KJIETOK aKTUBUPYIOTCSI BOCTIATUTEIbHbIE
MPOLIECCHI, UTO YCYryosieT AereHepanuio TkaHeit. Co Bpe-
MEHEM IPOMCXOMUT 3aMEIIeHUe MBIIIL] XUPOBOM U Coe-
MUHUTEIbHOUN TKaHbIO, M 3TOT IIPOILIECC IIPOrpecCupyeT Ha
MPOTSIKEHUM BCEl XKM3HM NalyeHTa [8].

XapakrtepHble cumnToMbl M1/ BKITIOYAIOT MPOTrpeccu-
PYIOIIYIO MBIIIEYHYIO C1a00CTh, OCOOCHHO B MPOKCUMAJIb-
HBIX OTAEJaX, a TaKKe TMOBBIIIEHHYIO YTOMJISIEMOCTb. JleTn
C 9TUM 3a00JIEBaHUEM IEMOHCTPUPYIOT XapaKTePHYIO «yTH-
HYIO» MIOXOAKY U TIpuéMbI 'oBepca («BCcTaBaHUE JIECEHKOM»).
Taxke HaOMIOmAIOTCS TICEBOOTUIIEPTPOMHUS HKPOHOXHBIX
MBIIIILI, X0nb0a Ha Majablax HOTr, «<KPbIJIOBUIHBIE» JIOMATKH,
TUIEPJIOPIO03 B MMOSICHUYHOM OT/E/Ie TO3BOHOYHMKA, CHIDKE-
HME CYXOXXMIBHBIX pe(dJIEKCOB 1 TOHYCa MBI [8, 9].

Hau6onee 3ameTHBIE TTPOSIBIICHUS] HAYMHAIOTCSI B BO3-
pacte 3—5 JieT, Koraa y AeTeit BO3HUKAIOT TPYIHOCTHU B T10-
BCEIHEBHBIX (PU3MUECKUX 3a/1auax, TAKUX KaK OeT ¥ Xxoan0a
no jgectHule. B cpenHem Kk 8—10 rogaM mauueHThI TEPSIOT
BO3MOXHOCTb CAMOCTOSITEJIbHO IIePEIBUraThCsl U CTAHO-
BATCS HeaMOyJIaTOPHBIMU OOJNbHBIMU. CMepTh OOBLIYHO
HACTYIAET BCJIENCTBUE KAPAMOPECITAPATOPHBIX OCIOXK-
HEHUI (OuaTaliMoHHas KapAWOMMOIATHsI, HapyIIeHUs
MPOBOAMMOCTH, apPUTMUM, JbIXaTeabHas HEZOCTaTOY-
HocTh) B cpenHeM K 20—30 romam [8].

BaxxHO OTMETUTD, YTO HA BCEX CTAOUsX 3a00JIeBAHUS
HaOJtogaeTcs BeIpaXkKeHHOE TTOBBIIICHNE YPOBHS KpeaTUH-
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ocdoxmHazbl (3a9acTyi0 B COTHU pa3), UTO SIBIISICTCST OfI-
HUM U3 [VIAaBHBIX MApPKEPOB JJis1 nuarHoctTuku MJI/I.

HeszaBucumo oT TuITa MyTaliuy NalMeHTaM Ha3Hava-
eTcd Tepanus rmokokopTukocreponnamu (I'’KC) cucreM-
Horo aeiicTBus. JJaHHYIO Tepanmunio Ha3HAYarT A0 Hadaja
MIPOTrPECCUPYIOLIETO YXYAIICHUSI IBUTATEIBHBIX (DYHK-
LW, KOTAA €CTECTBEHHOTO Pa3BUTHUS MOTOPHBIX (DYHKIIMI
y pebenka 6ombire He otMeuaetcs: [8]. 'KC okasbiBaioT
MOJIOKUTENbHBIN 3(PdEKT 3a CUET MPOTUBOBOCTIATIUTEIb-
HOTO IEUCTBUSI: OHU 3aMEIJISTIOT YTPATy MBIIIICUHON CHIIBI
1 QYHKIIMY, YMEHBIIAIOT PUCK PA3BUTHS OPTOTICAMIECKIX
OCJIOXXHEHMI M CTAOMIM3UPYIOT (PYHKIIMOHAIBHOE CO-
CTOSIHHAE OBIXaTECJIbHOU U CEepIEYHO-COCYIUCTOM CUCTEM
[10, 11]. UccnemoBaHmsT MpOAEMOHCTPUPOBAIIH, YTO TIPH-
meHeHne ['KC nponjieBaeT amMOynaTopHOe COCTOSTHUE T1a-
ureHToB ¢ MJIJ1 B cpenHem Ha 3 roma [12].

Baxnywo ponb B Tepanuu nauueHtoB ¢ M urpa-
€T TIOBCEIHEBHBIN NBUTATEIbHBIN PEXUM C M30eraHueM
Ype3MEePHBIX HArpy30K M SKICHTPUUYECKUX YIIPaXKHEHUN
C BBICOKMM compoTuBlieHreM [13], a TakKe peryiasipHbie
KypPChl peaOMJINTAIIMOHHBIX MEPONPUATUII KaK amOyia-
TOPHO, TaK M CTallMOHapHO [9, 14].

ITomumo TI'KC, cymiecTByloT BapMaHTBhI IaTOTeHe-
TUYECKOU TepaIuu TPy PsIae NeJenid 1 TOUKOBBIX HOH-
ceHc-MyTaLusx B reHe DM D, cnocoOHble 3aMeIIUTh IPO-
rpeccrupoBaHue 3aboaeBaHus [15].

ATanypeH — MepBblii TipenapaT njs JiedeHuss MJI/I,
BBI3BAHHOM HOHCEHC-MYyTalyeil B TeHe JIucTpoduHa
(HMMJI/T), y mamueHToB crapiie 2 JIeT ¢ BO3MOXHOCTBIO
CaMOCTOSITEJIbHOTO TNepenBuxeHus. [Ipemnapart ObL1 3ape-
ructpupoBaHd B Poccun B 2020 T. 1 BKIIIOYEH B KIMHUYE-
ckne pekoMmeHaaunu nmo MJIJI [16]. AtanypeH OTHOCUATCS
K KJIacCy IIPerapaToB <«UUTAIOIIMX Yepe3 CTOI-KOIOH»
areHTOB [17]. OH B3aMMOIEICTBYET C pUOOCOMOI U CITO-
COOCTBYET WTHOPHPOBAHMIO IIPEXKIECBPEMEHHOTO CTOII-
KomoHa Bo BpeMs TpaHcasuuun MPHK. Brto mosBonsger
pubocoMe TMPONOJKUTh CUHTE3 OejlKa 10 €CTECTBEHHOI'O
CTOIT-KOJIOHA, BOCCTAHABJIMBASI IPOM3BOICTBO ITOJTHOPA3-
MEpHOTo (PYHKIIMOHAIBHOTO OejTKa. BasxkHO OTMETUTD, UTO
aTaJypeH He BIMSET Ha HOPMaJIbHBIE CTOIT-KOIOHBI B KOH-
1Ie TeHa, YTO CHIZKAeT PUCK 00pa3oBaHUS HE(DYHKIIMO-
HaJIbHBIX WJIM TOKCUYHBIX OenKoB [18, 19].

Ienbp vccnenoBaHuss — C IOMOILLIbLIO cOOpa aHAMHe-
CTUYECKUX JAHHBIX Y MTMHAMUYECKOTO HAOJIOIeHNS 3a T1a-
nueHTamu ¢ HMMJIJI B MocCKOBCKO# 00J1aCTU OLIEHUTh
MTWHAMMKY IBUTATEIbHOM aKTUBHOCTY Ha (hOHE TTaToreHe-
TUYECKOM Teparny aTAIypEHOM.

Matepuanbi u meToabl

JuHamuyeckoe HabOmaoneHue rmnauueHToB ¢ M/
no MocKoBcKo#t 061acTu ocyluecTBisieTcss Ha 0a3e LleH-
Tpa IEeTCKOW TCUXOHeBposiornu HaydHo-mcciemoBarTesnb-
CKOro KJIMHWYECKOTO MHCTUTYyTa HeTcTBa MOCKOBCKOI
obnactu. 3a nepuoa pabotsl eHTpa ¢ 2021 r. HaGmona-
I0TCSI M OECIIPephIBHO IOJIYYAOT TEpaIMio aTaIypeHOM
B 103¢ 40 MI/KT B CYyTKH 3a CYET CPEACTB rOCYIapCTBEHHO-
ro ¢ponna «Kpyr nobpa» 13 maumeHTOB. Y BceX MaJbuYUKOB
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MMeeTCs TIOATBePXKAEHHAS CeKBeHUpOoBaHUeM 110 CeHrepy
HOHCeHC-MyTauus B rene DMD.

B naHHOM MCCIemoOBaHMM MBI IIPOBEIN PETPOCIICKTHUB-
HBIII aHaIW3 aHAMHECTUYECKUX TAHHBIX, JIBUTATEIBHOM
aKTUBHOCTH MALIMEHTOB 10 IIKajaM JJIsl OLUeHKU 3P deK-
TUBHOCTH TepaIlMy aTalypeHOM Y IMallMeHTOB B MOCKOB-
CKOIi 00J1aCTH, a TaKxKe MpoaHaJIu3upoBaiu 0€30MacHOCTh
OPOBOAMMOM TEpAIIUH.

AHaMHeCTHMYeCKHe IaHHbIE BKIIIOYAIU CICIYIOIIne
ITOKAa3aTeIIN:

* BO3paCT yCcTaHOBJIeHUs auarHo3a MI/I;

* pexuM u go3upoBanue 'KC;

* BO3pacT HavaJia TepaIliy aTaTypeHOM;

* peabuINTALIMOHHBIE MepoNnpUITUSI (OOBEM U pery-

JIIPHOCTB);

* OlLIeHKa MaHHBIX 3XoKapauorpadum (DxoKI') 3a mo-
cnemHue 12 Mec (ypoBeHbB (DaKTopa BEIOpOCaA JIEBOTO
JKeJTyIouYKa, HATMYME KapIUOMUOTIATUN );

* OlIEHKa JbIXaTeJbHOM (DYHKLIMY 3a TTociegHue 12 Mec
(00BEM (bopcupoBaHHOTO BhIIOXa 3a 1 ¢, hopcupo-
BaHHasl XXu3HeHHas éMKocTb NErkux (P2KEI));

s olleHKHW OBUTATeIbHBIX (DYHKIIUI MCIIOIb30BaIN
TECTHI:

* TECT OlleHKU (hYHKIIMOHAIBHOI akTUBHOCTU «CeBep-
Has 3Besma» (North Star Ambulatory Assessment,
NSAA), koTopbIit BKIIoUaeT 17 mMyHKTOB M OLICHMBa-
ercs mo mkajie oT 0 10 2 ¢ MaKCMMaJIbHBIM BO3MOXK-
HBIM Oasuiom 34;

* TecT 6-MHUHYTHOI X0nbObI (6 Minute Walking Test,
6MWT) — MakcUMajIbHOE PACCTOSIHKE, KOTOPOE MO-
KET IMPOMTHU MalMeHT B Te4eHue 6 MUH;

Hnsa oueHKN 3¢ GEKTUBHOCTA Tepaluy aTaTypeHOM
MBI IIPOBEJIM HEMPSIMOE CPaBHEHUE C JAaHHBIMU U3 PEru-
CTPOB:

* STRIDE — npopoikaronieecss MeXIyHapOIHOE, Ha-

OromatesbHOE, IMOCTPETUCTPALIMOHHOE MCCIeIOBa-
HUeE 10 olleHKe 6e30MmacHOCTH 1 3P (PeKTUBHOCTH aTa-
JypeHa y auu ¢ HMM/T;

* CINRG DNHS — koonepaTuBHast MeXXIyHapoaHast
TpyIIIIa MO0 HAYYHBIM HEHPOMBIIIIEYHBIM UCCIICI0BA-
HUSIM ecTecTBeHHOTo TeueHuss M.

PesynbraTtbl

B nccnenyemoit rpynne namueHToB (n = 13) Bo3pact
Hayajia caMOCTOSITeJIbHOM Xoab0bl cocTaBmi 15,7 +4,5Mec,
BO3pacT YCTAaHOBKM auarHoza — 60,2 * 21,7 wmec
(5,0 £ 1,8 roma) (Tabamma).

92% nauuenTtoB (n = 12) nonyvaior 'KC: 5 — npen-
HU3010H, 7 — pednazakopt. CpegHuii Bo3pacT Hayaja
nmpuéma 'KC cocraBun 7,1 £ 0,9 roma, omHako ciemyer
OTMETUTD, uTO 67% manmentoB Havanu npuém 'KC B Te-
yeHue 6 Mec Iocie YCTaHOBJICHUs AMarHo3a.

Bo3pact wHMIIMaIIMM TATOTEHETHMYECKOM Teparuu
mpenaparoM arainypeH cocraBui 7,0 = 1,3 roma (camoe
paHHee Hayajao — 3 roma, camoe nozaHee — 10 ser). JIim-
TeJIbHOCTh HAOJI0IEeHUs] MalMeHTOB BapbupyeT oT 1,5
1o 8 JeT.
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OHEHKa KJINHNKO-aHAMHeCTUYeCKNX AaHHbIX

Evaluation of clinical and anamnestic data

Bospact Havyana

Ne CaMOCTOSITEIbHOI losgeT Bospact nHuimanuu il
naimeHTa XOIBOBI [IOCTaHOBKH Tepanuu T'KC CrniupomeTtpust (hperi Peabumuranus
. .. JMarHo3a .. . BBIOpOCA, %) e
Patient Age at the beginning Age of initiation GCS Spirometry . Rehabilitation
number of independent el of thera (i o7 aliny
waliing diagnosis Py (EF, %)

H/n

1 1 7,0 8,5 8,1 N/i 68 4
H/n

2 1.7 8.0 10.0 8.0 N/i 68 +
H/n

3 1.8 5.0 6.0 5.0 NJi 64 —

GOXEJ = 2.30 7;
73.56% nomxHOTO)
4 1.3 8.0 10.0 8.0 FEVI =230 L: 60 —
73.56% of expected

5 1.2 6.0 8.0 6.0 N 59 -

6 1.3 5.0 7.0 5.0 N 62 —
H/n

7 1.5 2.3 3.0 3.0 NJi 61 4
H/x

8 1.5 5.5 6.7 6.0 N/i 73 —

9 1.2 2.9 7.3 7.3 N 62 4
H/n

10 1.3 7.5 7.9 7.5 N/i 68 e

11 1.3 4.4 5.9 4.4 N 74 4

12 1.8 5.1 5.8 5.8 N 68
H/n H/n

13 1.0 1.2 3.5 — N/i N/i +

JlaHHBIe 10 MMaIeHTaM ¢ BepU(UIINPOBAHHBIMU PE- O6cyxaeHune

3ynbraTamu cripomerpun (46%) u DxoKI (92%) 3a mo-
caemHue 12 Mec pacipeme/iInCh CASHYIOIINM 00pa3oM:
cumxenus @B JIK He 3aperucTpupoBaHO HU Y OJHOTO
nauueHTa, cHmkeHne MXKEJI nérkoit creneHn Habrona-
ercsy 1 mamumeHTa.

Perynapabie  peaOMIMTALIMOHHBIC  MEPOIIPUSTHS
110 TaHHBIM MEIUIIMHCKON TOKYMEHTAIIMN W CO CJIOB PO-
JIuTelei moydaior 8 (62%) malueHTOoB.

7151 OLleHKW OBUTATEIBLHBIX (DYHKIIUI MCIIOIb30BaIN
tectbl NSAA 1 6MWT. U3-3a 3a1epXKHU IICUXOPEYEBOTO
pa3BUTHUS Y HAPYLIEHUS MOBEICHUS HE yOAIOCh TPOBECTU
tectupoBanue 1Mo NSAA 3 mauuenTtam, mo 6MWT — 5.

IIpu anHanmuze maHHbBIX ¢ TTomolnblo 6MWT yBeanye-
HHUE IIPOMIEHHOIO PACCTOSHUS YCTaHOBIEHO Yy 6 (75%)
MMalUeHTOB, yMeHblIeHne — Yy 2 (25%) (puc. 1).

PesynbpraThl Tecta NSAA olleHUBAJIM COIJIACHO HC-
ciieqoBaHuio V. Ricotti 1 coaBT., B COOTBETCTBUU C KOTO-
pPBIM TIPY €CTECTBEHHOM TEUCHUM 3a00JIcBaHUS HAOJIO-
JaeTcs CHUXeHMe Ha 8 OamioB B ron mocie 7 net [20].
B Hamem uccnenoBanuu y 2 (20%) malueHTOB OTMeYe-
HO yJydllleHHe cOcTosiHusI, y 6 (60%) — crabunu3anusi,
y 2 (20%) — yxynuieHue (B TOM uKcie y 1 — moTeps aM-
OynaTopHOCTH) (pHC. 2).
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V manuentoB ¢ HMMJIJ B MockoBckoit obGiacTu
CpPemHMI BO3pacT Havyajla CaMOCTOSITEIbHON XOmBbOBI CO-
cTaBWJI 15 Mec, YTO KOppeaupyeT ¢ JaHHBIMU HCCIIeI0Ba -
auit MD STAR u PPMD [21].

3abosieBaHMEe ObUIO TMATHOCTUPOBAHO Y HAIIIMX TallM-
€HTOB B cpeiHeM B 5 jieT. HecMoTpst Ha TO, YTO 3TO COOTBET-
cTByeT pesyiabratam uccienoBaHus E. Ciafaloni u coaBr.
[22], y HEKOTOpBIX MAallMEHTOB HabJII0aIach BhIpaXkeHHasI
3aJiepKKa B JUArHOCTUKE (camoe Io3aHee — § JIeT), UTo
00ycJIoBJIeHO HecieU(bUIeCKUMU paHHUMU ITpU3HAKaMu
3a00JIeBaHUsI M BO3MOXHBIM OTCYTCTBUEM HAaCTOPOXKEH-
HOCTH Y Bpadeil U poauTesieil TI0 OTHOIIEHUIO K HEPBHO-
MBIIIEYHBIM TIaTOJIOTHsIM. OmHAKO BO3pacT WMHUIIMALIUM
Teparuy aTajlypeHOM COCTaBWUJ 7 JIET, YTO HECKOJIbKO
MmeHblie, yeM B uccienoBanuu STRIDE (8,9 roga) [19].

IToutm Bce mammeHTH (92%) MOIYJalOT TEPAITHIO
I'KC, n3 aux 67% Hadamu TIpuéM B TedeHUE 6 Mec TTocie
MVarHOCTMKM 3a0o0JIieBaHUsI, a CPeIHUN BO3pacT COCTa-
BWI 7 JIET, YTO KOPPEIUPYET C JaHHBIMU MCCIIEIOBAHUS
STRIDE [19]. B pazau4yHbIX uccaeaoBaHUSIX ObLIO MOKa-
3aHo, uro ['KC yBenmnumBaT BO3pacT IMOTEpH amOyJia-
TOpHOCTU Ha 2,1—4,4 roga u Bo3pacT MoTepu (YHKIIMU

Original investigations
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Fig. 2. 6-minute Walking test results.

BEpXHUX KOHeuHocTelt Ha 2,8—8,0 siet [12, 23]. Haubonee
ONTUMAJLHON CXEMOU Tepanmuu SIBISIETCS €XKeTHEBHBIN
npuém 0,75 Mr/KT nipeqHU30JI0Ha B cyTKU win 0,90 Mr/Kr
nedaazakopra B cyTkM [24]. OgHako tepanust 'KC cBsiza-
Ha ¢ MOOOYHBIMM 3 PEKTaMU, TAKUMU KaK TOBBIIIEHNE
Macchl Teja, 3aepXKKa pocTa, OCTEONopo3 M T. 1., YTO, Be-
POSITHO, OOBSICHSIET HEOOJIBIIYIO 3a/IePXKKy C Ha3HAYeHU-
€M JaHHO IpyIIbI TpernapaTos [16].

AHanmu3 pesynbratoB OxoKI u cnupomMerpuu 3a mo-
cnenHue 12 Mec mokasall coxpaHeHre HOpMaJTbHOW CHCTO-

Original investigations

JIMYECKOM (PYHKIIMU JIEBOTO XKEeJTyIOYKa Y BCeX MallMeHTOB
u camkenre ®2KEJI n€rkoii cTeneH TOJBKO Y 17-J1eTHeTO
MalyreHTa, Ha OCHOBAaHUU YeTr0 MBI MOXEM KOCBEHHO TO-
BOPUTH 00 3(h(HeKTUBHOCTU TIPOBOAMMOI TepaIruy aTajy-
pEHOM.

CTOUT OTMETUTD CBSI3b KAPANOMHUOIIATUI Y CHUKCHMUST
GYHKIUM JIETKUX C KIIMHUYECKOW cTaauei 3aboeBaHus,
0COOEHHO 3aMeTHBI JaHHble M3MEHEHUs y TalMeHTOB
nocjie nmorepu amobynaaropHoctu [25]. Ilaronoruu cepana
W/VW JETKUX SIBJISIIOTCST CMJTBHBIM MapKEPOM TTOCIIEAYIO-
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1Ieii BHICOKOM CMEPTHOCTU, B YACTHOCTM, 5-JIETHSISI BbI-
kuBaemocTb nocie nageHus ®2KEJI vuxke 1 11 cocrapisieT
Bcero 8% [26].

PerynsipHble peabuaMTAllMOHHBIE MEPOMPUSITUSI T10-
JIy4aioT TOJbKO 62% NalMeHTOB, YTO CBS3aHO B IEPBYIO
oyepenb ¢ HU3KUM YPOBHEM KOMIUIAGHTHOCTH POIUTENCH
¥ TIALIMEHTOB. PerynsipHple 3aHITUS amanTUPOBAHHOM Jie-
yeOHOI (PU3KYIBTYPOii, PACTSIKKY 110 3aMHTEPECOBAHHBIM
cycTaBaM, HOIIIEHWE OPTE3HBIX U3ACIMI MO3BOJISIOT TIpe-
TOTBPATUTD MBIIICYHYIO aTPOGHIO U pa3BUTHE BTOPUYHBIX
OCJIOXKHEHMH, TAKMX KaK KOHTPAKTYPhI CYCTABOB U CKOJIM -
otrmyeckue necdopmarnmu [9].

B MexayHapoagHoM HaGJtomaTeIbHOM MCCIEI0BaHUU
1o 6e3onacHocTy 1 3 dektuBHOCTH atanypeHa (STRIDE)
MPOAEMOHCTPUPOBAHO, UYTO MAIMEHTHI, MOJyJaloIIre ma-
TOTEHETUYECKYIO TEPAIIMIO aTATypPEHOM, 3HAYUMO JOJIBIIIE
COXPaHSIOT CITOCOOHOCTD CAMOCTOSITETLHO TIEPEIBUTATHCS
(p < 0,0001) Mo cpaBHEHMIO C MMAIIMEHTaMU, TTOJIyJarOIIH-
MM MCKITIOYMTEIBHO CTaHAAPTHOE JICUCHUE IO JaHHBIM
nccnegoanuss CINRG DNHS. Takxe, Tonsko y 21% na-
LIMEHTOB, ucnoab3oBaBmmx aranypeH, ®XKEJI okazancs
Huxe 60%, B TO BpeMsl KakK B IpyIIle CTaHAAPTHOM Tepa-
MUK JaHHBIIA MoKa3aresb Obl1 MeHee 60% y 36,5% maru-
eHToB (p = 0,0021) [19]. D10 MOTIEPKUBAET CITOCOOHOCTD
arajypeHa IOJITO COXPaHSITh OBIXaTeJbHYIO (YHKIIMIO
y 60osbHBIX ¢ HMMI/I.

JInms TMHAMUYIeCKOM OIIEHKM IBUTATEIbHBIX (DYHKIIMI
npu MJIJI ucnonb3yroTcss MHOXKECTBO TECTOB, IJIaBHbI-
MM U3 KOTOpPBIX siBiIsttoTcs TecTl NSAA n1 6MWT. Tlpo-
BellCHNE TECTOB MOXET OBITh 3aTPYIHEHO Yy MAIlMEHTOB
milaaiie S JieT, a TakXe y AeTeld ¢ 0COOEHHOCTSIMU KOTHU -
TUBHOTO pa3BuTusa. [1o JaHHBIM NMpUYMHAM HaM He yaa-
JIOCh MpOBecTU TecTupoBaHMe no NSAA 3 maumeHTaMm,
no 6MWT — 5 nmauueHTam.

OueHKa IBUTATENIBHONM (DYHKIIUM C TOMOIIBIO TecTa
NSAA B HalieM uccle0BaHUM IToKa3aa Clenylolue pe-
3yJbTaThl: yay4yllleHne Ha 1—2 6ajnia y 2 maiueHTOB U CTa-
OMIM3ALIMIO COCTOSTHUA y 6 TarieHToB. [To NSAAu6MWT
BBIpAXKEHHOE YXYIIIIEHWE BBISIBJICHO TOJBKO Y 2 IMallieH-

TOB 14 1 17 neT, a moTepst aMOyIaTOPHOCTH HabIIoAanach
ToJIbKO y 1 mauuenTa B Bo3pacte 17 net. I1o naHHbIM V. Ri-
cotti 1 coaBT., MPU €CTECTBEHHOM Te€YEeHUHU 3a00JeBaHUS
perucTpupyercs yBeanueHne 6amuioB mo NSAA nmo 7 ner
U CHIDXKeHME Ha 8§ 0ajutoB B ron mocie 7 JieT, a Mo JaH-
HbIM MeTaaHanu3a E. Landfeldt u coaBrt., Bo3pacT nmorepu
aMmOysaTopHoCcTH Bapeupyer ot 8,6 mo 10,3 roma [20, 27].
B cBs131 ¢ 3TUMU JaHHBIMUA MOXHO CAEIaTh BHIBOJ O TIOJIO-
XKuTeJabHOM 3(ddeKkTe aTaaypeHa B BUIE YIyJIICHUS WA
CTa0MIM3alMK IBUTATeIbHON (DYHKIIMU MAIIMEHTOB C HM-
M. CtouTt OTMETUTD, YTO MAIIUEHT, IMIOTEPSIBIINIA CBOIO
aMOyJIaTOPHOCTb, B 17 JeT mpoaoyKaeT mojaydyaTh Tepa-
IMUIO aTalypeHOM B cTaHZApTHOU mo3e 40 MI/KT B CYTKHU
C MOCJIEAYIOIIEN KOPPEKIIMENA B 3aBUCUMOCTH OT BECa.

Jlob6aBuM, 4TO MPU OLIeHKE 0€30MaCHOCTHA UCITOJIb30-
BaHUS aTaJypeHa y BCeX IAIlMEHTOB OTCYTCTBOBAJIM CE-
pPbE3HBIC HEXeNaTeJIbHbIC SIBJICHMS, W TperapaT IMpUHH-
MaJjicsl 6e3 mepepbIBOB B Te€UEHME BCETo Mepuoaa HabJIto-
IeHUS.

Baxno Takxke oTMETUTh, 4TO 3(PPEKTUBHBIN KOH-
TPOJIb CUMIITOMOB U 3aMeJICHUE TIPOrpeCCUPOBAaHMS 3a-
0oJIeBaHMSI MMEIOT IOJITOCPOYHBIEC IPEHMYIIECTBA. DTO
MOXKET TIPUBECTM K MEHBIIEMY YHMCIY TOCIUTATU3AIINIA,
CHIDKEHMIO TIOTPEOHOCTH B PECHUPATOPHON MOIIepKKe
U 00oJiee BLICOKOMY YPOBHIO y4acTUsl B COLIMAIbHBIX U 00-
pa30BaTEeIbHBIX ACITeKTaX XXU3HU.

3aknuyeHne

CBoeBpeMeHHAsl TMArHOCTHKA M JICYCHHUE ITallCH-
TOB B COOTBETCTBUU C KIMHUYECKUMU PEKOMEHIAIUSIMU
WUTpaloT KJIIOYEBYIO POJIb B YCIICITHOM Teparnmuy IalueH-
ToB ¢ MJI/I. ATtanypeH He TOJbKO 3aMeIsieT yXYAIleHue
KJIMHUYECKON CUMITOMATUKM, HO TAKXKe YIYJIIaeT BBI-
KMBAa€MOCTh TAIIMEHTOB. DTH Pe3yJbTaThl MOTYEPKUBA-
0T B&XXHOCTb JAHHOTO IMpernapara He TOJbKO B KOHTEKCTE
JICYEHUST caMUX OOJIbHBIX, HO M B OTHOIIEHUU UX CeMEit,
IMOCKOJIbKY COXpaHEHME HE3aBUCUMOCTH B TIEPEIBUKCHIHT
U AbIXaTeJIbHON (DYHKIIMU CITOCOOCTBYET IMOBBIIICHUIO Ka-
YeCTBa XU3HU U aBTOHOMUH ITAIIEHTOB.
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