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PE3IOME

Mporpeccupytowiasa MbiweyHas auctpodua OiowenHa (MAO) (OMIM # 310200) — 3To HacnefcTBeHHOe X-CLienjieHHOe HepBHO-MbILLeYHOe
3aboneBaHye, Bbi3BaHHOE MyTauueli reHa DMD, kopupytoLero 6enok AucTpoduH, NprBoAALLEE K OTCYTCTBUIO UMW HEOCTaTOYHON GYHKLUM
anctpoduHa. O6bIYHO MOPaXKaeT MasIbuMKkoB B AETCKOM Bo3pacTe. Cpean MyTaumin B ~65% crlyyaeB BCTPeUaloTcA KpynHble feneumu; ~10%
MyTaLui npeAcTaBneHo AynanKaumAaMi, @ OCTalbHble CJTy4an — TOUKOBbIMY U MaJibiMy MyTaLMAMK, U3 KOTOpbIX 10—15% — HOHceHC-MyTaLmum
(cTon-myTauumn). B HacToALee BpeMsA CyLecTByeT NaToreHeTMyecKan Tepanua npv page Aeneunii v npu TOYKOBbIX HOHCEHC-MyTaLMAX B reHe
DMD. B Poccum 3apernctpupoBaH leKapcTBEHHbIN npenapat TpaHcnapHa (atanypeH) — e[MHCTBEHHbIN NpenapaT Ana natoreHeTUYeckomn
Tepanuu naumeHToB ¢ MA/l, o6ycnoBneHHoON HOHCeHC-MyTauueld. [peacTaBnaeM KNMHUYECKUIA Clyyaii Hanbonee paHHero v ANUTENbHOTO
3¢ deKTnBHOrO NeveHns pebéHka TpaHcnapHo (@aTanypeHom).
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ABSTRACT

Progressive Duchenne muscular dystrophy (DMD) (OMIM # 310200) is an inherited X-linked neuromuscular disease caused by a mutation in
the DMD gene encoding the dystrophin protein, resulting in absent or deficient dystrophin function. It usually affects boys during childhood.
Among mutations, large deletions are found in ~65% of cases; ~10% of mutations are represented by duplications, and the remaining
cases are represented by point and small mutations, of which 10-15% are represented by nonsense mutations (stop mutation). Currently,
pathogenetic therapy is available for a number of deletions and point nonsense mutations in this gene. Translarna® (ataluren) is the only drug
for pathogenetic therapy of patients with DMD caused by nonsense mutations registered in the Russian Federation. We present a clinical case
of the earliest and long- lasting effective treatment with Translarna® (ataluren) in a boy born in 2016 in St. Petersburg.
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Mpeimeunast guctpodus Hromenna (MIJI) — Tsoké-
JIoOE WHBAIMIWU3UPYIOIIee HEPBHO-MBIIMICYHOE 3a00J1eBa-
HHE MaJIbYMKOB, KOTOpBIC O€3 Tepallui PEeIKO ITOXKMBAIOT
1o 25 net. Iporpeccupyromas M1 (OMIM # 310200) —
9TO HACJENCTBEHHOEe X-CIEIUICHHOE HEPBHO-MBIIICUYHOE
3a00j1eBaHME, BhI3BAHHOE MyTalueit reHa DMD, Konupyro-
ero 0e10K AUCTpodrH, MPUBOISIIEe K OTCYTCTBUIO WU
HemocTaTouHoi pyHKUIMM guctpodrHa. OOBIMHO MopakaeT
MaJbuYMKOB B JIETCKOM BO3pacTe. XapaKTepu3yeTcsl ciabo-
CTBIO TIPOKCHMAJIBHBIX TPYIII M TUIIEPTPOdDUEit MKPOHOXK-
HbIX MblL. B cpenHeM K 11 romam nauMeHThbI TEPSIIOT BO3-
MOKHOCTb CaMOCTOSITEJIbHO IePEIBUTATHCS UM CTAHOBSITCS
HeaMOyJIaTOPHBIMU 00JbHBIMU. CMePTh OOBIYHO HACTYIIaeT
BCJIEICTBUE KApAMOPECTTUPATOPHBIX OCIOXHeHM [1-3].

B ocnoe M/l u wmuomuctpodbuu bekkepa ie-
KWAT MyTaluusl B reHe nuctpodunHa (DMD), ipuBomsiast
K pa3BUTHIO AedulMTa U/WIM HapyUIEHUIO (QYHKIMU
ogHOUMEHHOTO Oenka. OOLIYHO MyTalus SIBISIETCST Ha-
CIICICTBEHHOM; B TPETH clydyaeB — de novo. I'eH auctpo-
¢rHA — OOMH 13 CaMbIX OOJIBIINX T€HOB YeJI0BEKa, COIEP-
KUt 79 3k30H0B. Cpeny MyTauuii B ~65% cirydaeB BCTpe-
YyaloTCsI KpYIHbIe Aesiennn; ~10% MyTaluii mpeacTaBieHb
OYTUTMKAITASIMHA, & OCTaJIbHBIC CIIy4ald — TOYKOBBIMU 1 Ma-
JIBIMU MyTaUUsIMU, U3 KOTOpbIX 10—15% — HOHCeHC-MY-
TamusMu (CTon-myTaums) [2].

B HacTosiiee BpeMsI CyIIECTBYET ITaTOreHETHYECKAsT
Teparms Ipu psIe ASIeIUA 1 IPY TOYKOBBIX HOHCEHC-MY-
Tauusix B 3ToM reHe. B Poccuu 3apeructpupoBaH Jiekap-
CTBeHHBIN Tiperapar TpaHciapHa (atallypeH) — eIUH-
CTBEHHBIN IperapatT I NaTOr€HETUYECKOM Tepalnu Ia-
mueHToB ¢ M/1]1, o0ycmoBiIeHHOI HOHCEHC-MyTalneit [4].

KnunHunueckoe HabnogeHne

B oxrta6pe 2019 r. x HeBpoaory CII6 I'BY3 KL/
obpaTuiiack MaMa ¢ peoénkom E., 3 rona, ¢ xkamobamu Ha
MPOrpPeCCUPYIONIYI0 MBILIEUHYIO CI1a00CTh, U3MEHEHHYIO
MMOXOIKY, HEBO3MOXHOCTh O€raTh M IIPHITaTh, 3aTPYIHE-
HUS TIpU TOOBEME IO JIECTHUIIC (IIPUCTaBHBIM IIIATOM
C OTIOPOI1 Ha TIepuJIa), OBICTPYIO YTOMIISIEMOCTbD.

W3 anamHe3a XKM3HU U3BECTHO, YTO PEOEHOK POIUIICS
Ha 40-i1 Hemene OT 1-X pogoB MyTEM BaKyyM-3KCTPaKIIMU
C acrupalueil OKOJOIJIOAHBIX Boa, Maccoii Tena 3220 r,
IUIMHOM 51 cM, olLIeHKOIi 1o 1iKae Arrap 6/7 6amnios. Ts-
XKENoe COCTOsSIHME, OOYCJIOBJIEHHOE IbIXaTeJIbHOM Hemo-
CTaTOYHOCTBIO, TOTPEOOBAJIO IIPOBENECHUS MCKYCCTBEH-
HO# BEeHTWISILIUM JIETKUX B TeueHue 9 4. MaTh mpuHUMAaJia
BO BpeMsl 0epeMEHHOCTH NPOTUBOSIMMICHITUIECCKYIO Te-
panuio (memakuH) U Thanpua. B manpHeineMm peGEHOK
pa3BUBAJICS C IICUXOMOTOPHOM 3aIEP>KKOM: IepKATh TOJI0-
BY CTajl ¢ 4 Mec, caMOCTOSITeJIbHO camuThess — ¢ 11 Mec,
BcTaBath — C 1 roga 1 mec, xoapba ¢ onopoil MmosiBUIaCh
¢ 1 roga 2 Mmec, camocTosTeabHas Xoas0a — ¢ 1 roga 8 mec.
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M3 anamHe3a 6oyie3HM U3BECTHO, YTO B Bo3pacte 1 Mec
MaLMEeHT OOCICHOBAIICS B CBSI3U C TOBBIIEHWEM YPOBHSI
TpaHCAMMHA3 C TIOHO3PEHMEM Ha BHUpYCHBIN rematut C.
B 4 mec pe6énok rocrmranusuposad B ®I'bY JIHKIIMb
DMBA Poccun, rae amarHo3 reratuTa Obll CHST, HO BBISIB-
JIEH TIOBBIIIIEHHBIN ypoBeHb KpeaTnHdochokmHaszel (KDK)
¢ HapacTtaHueM B nuHaMuke ot 2900 mo 8921 E/I/n 3a 3 mec
KU3HU. B CBA3M cO 3HAUMTENBHBIM HapacTaHWEM TIOKa3a-
teneii KOK B pyHaMuke ObIIIO 3aI1OI03PEHO HEPBHO-MBbI-
IIeyHoe 3a00eBaHue, 1 B Bo3pacte 10 Mec mpoBeneHo dJ1eK-
TpOHelpoMuorpapuIeckoe HMCCIACIOBAHNE, BBISIBUBIICE
10 JAHHBLIM MTOJIBYATOM 3JeKTpomuorpaduu Ha m. tibialis
anterior dexter et sinister IPU3HAKU TIEPBUYHO-MBILLICYHOTO
nopaxeHusl. PeOGEHOK rocnuraaiu3upoBaH B HEBPOJOTU-
yeckoe OTAe/ieHue, IpoBedeHa OWOIICHSI YEThIPEXTIABOM
MBIIIIIE Oeapa. [Tpr TMMYHOTHCTOXMMUYECKOM MCCIIEIOBa-
HHMU BBISBIICHO OTCYTCTBHE Oejika TMCTpO(MHA U KaIbIIar-
Ha-3 ¢ 9Kcrnpeccueil yrpoduHa Ha capKojeMMe MUOLIUTOB.
[Ipu rucTOIOrMYECKOM UCCIeIOBAHUM BBISIBJICHBI IIPU3HAKHI
MBILLIEYHOI AUCTPO(PUHU C 3aMEHOI OETKOB CAPKOJIEMMBI MU~
OIUTOB yTporHOM. PeKoOMEeHIOBaHO MpPOBEIECHNUE TEHETH-
YECKOT0 MCCIICIOBAHUS TSI UCKITIOYCHUS WY TTOATBEPIKIIC-
Hus nuarHoza MJIJI. JlaHHoe ucciieqoBaHUE BBIIOJHEHO
B 2017 1., BBISIBJICH paHee OMMCAHHBII MTATOTeHHBIN BApUAHT
HYKJICOTHIHOM TTOC/Ie0BaTeIbHOCTH B 3k30He 70 rena DMD
(chrX:31196901G>A) (p.Arg3370Ter"NM_004006.2). daH-
Hasi MyTaLMsI TOATBEePXKIeHA CeKBEeHNpOBaHeM 110 CaHTeEpY.
Jwuarno3z MJIJI, BbI3BAaHHOM HOHCEHC-MYyTalleii, MOaTBep-
Xn€H. BospacT maimeHTa Ha MOMEHT ITOCTAHOBKU TMArHO-
3a — 2 roga. B panbHelieM pe6EHOK perysipHO HabIroaan-
cs B (pemepanbHBIX yupeskneHusx CaHkr-IlerepOypra, mpo-
XOIUJI KyPChl peaOMIUTALIMU.

ITpu mepBuyHOM ocMoTpe HeBposiorom B CII6 I'bBY3
KOO B oktsaope 2019 r. B Bo3pacte 3 JjieT: pocT 86 cM,
SDS —3,6, macca Tea 12 kr, uHaekc Macchl Tena (UMT)
16,04, okpy:xHOCTb T0JIOBBI 49 cM. DuU3nyecKoe pa3BUTHE
HM3KOe TapMOHWYHOE. B peueBoM pa3BUTHH — HapyIIeHUE
3BYKOITPOM3HOIIICHUSA. B HEBPOJIOTMUECKOM CTaTyce: Yeper-
HO-MO3roBasl MHHepBaluus 0e3 ocobeHHocTeil. OTMeuanach
TICEBAOTUNIEPTPOdUS NEIBTOBUIHBIX, TEpeIHe W 3amHei
TPYIIIBI MBI Oefep, MKPOHOXKHBIX M. [Ipu maibna-
IIMM TIOBBIIIEHHAs] MBIIIEYHAsI TUIOTHOCTh MKPOHOXHBIX
bl Cuia MBI CHIKeHa 1o 4,5 0aia B Horax (0oJib-
11Ie B IPOKCUMAJTBHBIX OTAeax). PeOEHOK MOXET TTOIHATh-
Cs TIO JIECTHUILIE TIPUCTABHBIM IIIarOM Ha 2—3 CTYIIEHBKU
C OMOpPOI1 Ha TepUIa, MPU MOIBEME C M0 UCHOIB3YET MU-
oratuyeckue MpuéMbl, He yMeeT MIphirath, 6erath. [loxomka
«JIro1reHHa» ¢ packauMBaHUEM U X000 Ha Hocoukax. Cy-
XOXWJIbHBIE peIeKCHl ¢ PYK CpeoHEl XXUBOCTH, CHIKCHBI
KOJICHHBIE 1 aXWIIOBBI pehIeKCHI.

ITo maHHBIM OOcCHIemOBaHMSI B BO3pacTe 3 JIET OTMe-
yajioch noseiieHune yposHss K®K go 3600 EJl/n (Hopma
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<203 EJl/1), ananuHaMmuHoTpaHcdepasbl — 1m0 486 EII/n
(Hopma < 41 EN/m), acmapratramMuHOTpaHChepasbl —
1o 405 EJ1/n (Hopma < 56 EJ1/m).

B cBs13u ¢ 3amepxKoii pocta 00caen0oBaH SHIOKPUHO-
JoroM. PaccmaTtpuBaach Teparms COMaTOTPOIIMHOM B pO-
CTOCTUMYJIMPYIOIIEH 103€, OMHAKO, B CBSI3U C OCHOBHBIM
3abonieBaHuemM M, Teparnus Oblia oTiaoxeHa. [TynbpMo-
HOJIOTMYECKOM, KapaNOJIOTUYECKOI TTaTOJIOTUH HE BBISIB-
JneHo. OpTolenuyeckuii TMArHo3: INTOCKO-BaJIbTyCHBIC
CTOIbI, MOOMJIbHAST (popMa. PeKoMeHIOBaHbI PACTSIKKHU,
TyTOpa Ha TOJICHOCTOITHBbIC CYCTaBhI, JeueOHasT (pU3KYIIb-
Typa, THIpOTEepaIys.

C menpr0 Ha3HAYEHMST ITATOTCHETUIECKOTO JICUCHMS
MperapaToM aTajaypeH ObLUT MPOBeEH denepanbHbIil KOH-
cuimyM. [TanneHTy peKOMEHIOBAHO JIeYeHUE MTPENapaToM
Tpancmapna (ataaypeH) B 1o3¢ 40 Mr/Kr MaccChI TeJia B CyT-
K1 exxegHeBHO. [lepen HauagoM Tepanmuu IIpoBeacHa BaK-
LIMHAIIMS B COOTBETCTBUU C KaJeHOAPEM ITPUBUBOK.

[MammmeHT moyyaeT maToreHeTUIECKYIO TeParuio ¢ HO-
siopst 2019 1., Ie9eHre MePEeHOCHUT XOPOIIIO, HeXeJIaTeTbHBIX
SIBJIEHWI He HabsonaeTcsi. PeryasipHO mpoXoauT KOHTPOJIb-
Hble obcaemoBanus n ocMotpel B CI16 I'bY3 KA. I'op-
MOHAaJIbHAsI Tepanusi, peKOMEHIOBaHHAsI BCEM ITallEHTaM
¢ MJ1J1, ¢ 4—6-neTHero Bo3pacTa, He OblTa Ha3HAYeHa B 9TOM
BO3pacTe B CBSI3U C BbIpaxkeHHOM ocTeonieHuei. PebeHoK no-
JlyJaeT Teparuio NpenaparamMy KalbLys U BATAMUHOM [T

Ocmortp B asrycre 2023 r.: poct 106 cMm, macca Te-
na 16 xr, UMT 14,33. Poct orcraér (—2,89 SDS). ITuTta-
Hue ymosierBoputenbHoe, SDS UMT —0,88. ®dusmyeckoe
pa3BUTHE HU3KOE, TapMOHMYHOE. Pe3yibraThl o cucreMe
amOynaTtopHoii oLeHKU: 1Kana «CeBepHast 3Be3la». CyM-
MapHbiid 6aut 30 u3 34 Bo3aMoxxHBIX (+ 2 6amta ¢ 2022 1.).
Tecr 6-MuHyTHOM X0nb0bI — 405 M, BpeMEHHOI TECT ITOIBE -
Ma Ha 4 cryneHbku — 8 ¢, ciiyck — 10 ¢ ITo ma6opaTtop-
HbiM gaHHbIM: KDK 4242 EJI/n, anaHnHamMuHOTpaHChe-
paza 585 EJl/n, acmapratamuHoTpaHchepasa 588 EIN/m,
nakraraeruaporeHasa 1874 EJI/n (mopma 120—300 EJ1 /7).
Kapanonoruueckoidt 1 IyJIbMOHOJOTUYECKOIM I1aTOJIOTUU
HE BBISBJIICHO. DHIOKPUHOJIOTMIESCKUI TuarHo3: ['uromnm-
TyuTapusM. Jdeduimt coMaToTporTHOro TOpMOHa, ANOoIIa-
Tyeckuit. Tepanusi COMaTOTPOIMMHOM Ha JAHHBIM MOMEHT
otnoxeHa. Ilocie Kypca JIedeHUsI OCTEOIIEHMH IIperapa-
TaMU KaJbLM, a Takke Ha (oHe npuéma ButamuHa D,
C OPTOIIEZIOM COTIaCOBaHA MHUIIMAIIUS TOPMOHAIBHOM Te-
parmu, KOTopylo ¢ Bo3pacta 7 jet (¢ Mast 2023 1.) pe6EHOK
MTOJTyJaeT eXXeTHeBHO B TepalleBTUUECKOi qo3upoBke. [1a-
LIMEHT MIePeHOCUT Teparuio Xxopollo. B nuHamuke pedbeHOK
MIPOIOJIKAeT HAOMIOOAThCS JAHHBIMHU BpadyaMM-CITCIINAIM-
CTaMU IJIsT OIIPENeICHUsI CPOKOB CTapTa Tepalliy COMAaTo-
TporrHoOM, 6ucdocdoHaramu. Mcnonb3yeTrcss MyJIbTUINC-
LIMIUTMHAPHBIN TTOIX0, KOTOPHIA BKIIFOYAET 00sI3aTe/IbHBIC
OCMOTPHI HEBPOJIOTOM, KapAMOJOTroM, O(hTaIBMOJIOTOM,
ITyJIbBMOHOJIOTOM, OLIEHKY (DYHKLIMY CEPALIA U AbIXaTeTbHOR
CHCTEMBI, KIMHWYECKUI aHAJIM3 KPOBHU, OMOXMMHMYCCKIE
Y TOPMOHAJIBHBIE TTOKA3aTeIM KPOBH U TIP.

Ha ¢done neyennst mpenapatom TpaHcmapHa (aTaiy-
peH) B TedeHHe 4 JIeT OTMeUaeTcs TOJIOKUTEIbHAsT TUHA-

Clinical cases

KnuHunuyeckne cnyyan

MuKa. BriepBbie olieHKa 1o IIKajaM IBUTaTeIbHOMN aKTHUB-
HOCTHU Oblja IIPOBEdEHA TOJBKO B BO3pacTe 6 JieT B CUILY
XapaKTEePOJIOTUIECKIUX OCOOCHHOCTEM MallbuMKa (OTKa3s
B BBINOJIHEHWU T1p00). Pesynbrar mo mkane «CeBepHast
3Be3na»: B 2022 r. cymmapHbIii 6ami 28 u3 34 BO3MOXKHBIX,
B 2023 r. — 30 u3 34 Bo3MoxHbIX (+2 6anna). lo aToro
TeCTUPOBAHUE OBLIO BO3MOXHO TOJIBKO YacTU4IHO. boee
ITOJTHASI OLIEHKA MBIIIEYHONM CWJIBI U MOTOPHOTO pPa3BH-
THS IIPOBOAMJIACH HA OCHOBAHUU aHAJIM3a MEIUIIMHCKON
nmokyMeHTaumu. IlarmeHT Hayuwmiicst GeraTh, MpbIraTh Ha
NIBYX HOTaX 1 Ha KaXIIOW HOTe MO OTACIBHOCTH, JIETKO MO/ -
HUMaeTcs I10 JIECTHUIIE CaMOCTOSITEIbHO ITOTIEPEeMEHHBIM
11arom Ha 3 TIpoJiéTa. YIyqImioch peueBoe pa3BuTHe (aK-
TUBHas (Ppa3oBasi peyb), HAOIIOJAeTCsT HapacTaHUE MbI-
IIEYHOM CHUJIBI M BBIHOCIMBOCTU. MaJIbYMK ITOCEIIAST AT~
CKMI1 cafl, 3aHSITHUS TI0 ITOATOTOBKE B IIKOJY, MOSIBUJIACH
MOTUBaLMsS K y4€be, cTajl OoJjiee yIpaBiisieMbIM B IOBE-
neHuu. TeppuTopualbHON MeIUKO-NeJarornyeckoin Ko-
MHUCCUEN PEKOMEHIOBAHO MOCEIIEHNE MACCOBOM IIIKOJIBI.

B Hacrosiee BpeMsi B Poccuu 3HaUMTEIbHO YCKOPUII-
¢S TIpoliecC IMOCTAaHOBKM MHWArHO3a MalMeHTaM C HepB-
HO-MBIIICYHBIMU 3a00JIeBaHUAMU. Bce MabunKky, MMero-
e nosbiieHue ypoBHss KOK Briie 1000 EO /1, umeioT
BO3MOXXHOCTh O€CIUIATHO WCKJIIOUWUTHh WM TOATBEPIUTH
nuarHo3 MJI/I v psig npyrux hopM MbITIeUHBIX AUCTPODUIL
NyTéM TEeHETMYECKOro HucciemnoBaHus mertomom MLPA
n NGS ¢ nmoarsepxxaeHueM 1mo CaHrepy. DTo MO3BOJISIET
n30eXaTh 3aIep>KKU ITOCTAHOBKY TMArHO3a 1 IIPOBEACHUS
WHBAa3WBHBIX METOIOB OOCJIEIOBAHMS, CBI3aHHBIX C IIPO-
BEICHUEM DJICKTPOHEHPOMHOTPA(PUIECKOTO HMCCeIOBa-
HUS ¥ OMOTICMU MBIIIICYHON TKaHW. PaHHSIS nuarHocTmka
aéT BO3MOXHOCTh CBOEBPEMEHHO Ha3HAUYMThH KOMILJIEKC-
HYIO TepaITnio, YTO BEIET K 3aMEICHUIO ITaTOJIOTHYECKOTO
mpoliecca, MPOIJICHUIO CTanui (YHKIIMOHATBHON aKTHUB-
HOCTH M YIYYIIIEHUIO Ka4eCTBa KU3HMU.

B Cankr-IletepOypre tekapcTBeHHOE obecTieueHue e~
Teit, crpamarommx MJIJI, oOycioBieHHON HOHCEHC-MyTa-
mueii, ocymectsisiercs: B CI16 I'BY3 AI'b Caaroit Ombru
B COOTBETCTBHUU C TIPOrpaMMOIT MapIIpyTU3ALIMU ITALIMEHTOB
¢ JaHHBIM 3a0oneBaHueM. PUHAHCUPOBAHMUE JIEKAPCTBEH-
HOTo 00ecTIeYeH I OCYILIECTBIIETCS 3a CYET cpenctB PoHma
MOMICPXKKN AETeH C TSDKENBIMU KU3HEYTPOXKAIOINMU 3a-
o6oneBanusamu «Kpyr Joopa». Bce nannbie o getsx ¢ MJIJ]
ITOCTYTIAIOT IJIABHOMY BHEIIITATHOMY IETCKOMY CITEIIAATTNCTY
HeBposory Komurera Cankr-ITetepOypra o 3npaBooxpaHe-
HUIO U1 0(OPMIIEHMST TOKYMEHTOB 1 3aBKK B PoHI «Kpyr
Jobpa» Ha JIeKapCTBEHHOE 00eCTIEYeHUE 10 TAHHOM HO30J10-
TWH, TIPOBOAMTCS OLIEHKA COCTOSTHUS ITALIMEHTOB IT0 ITKaJIaM
U TecTy 6-MUHYTHOI Xomap0bl. Ilpermaparbl MMOCTaBISIOTCS
MMePCOHUMUITMPOBAHHO 1T KaXKIOTO IAllieHTa B COOTBET-
CTBUU C MHOVBUIYATbHOM ITOTPEOHOCTBIO.

ITpu rocnurtanuzauyu AeTei, MoayJyarolmnx naToreHe-
TUYECKYIO Teparnuio IpernaparoM TpaHciaapHa (aTaaypeH),
OCYIIIECTBIISIETCST pa3lesieHre ITOTOKOB, BpeMsl odopmiie-
HUSI ITOKYMEHTOB MPH IIOCTYIUICHUM MUHUMHU3UPOBAHO,
OpraHM30BaHa JOCTYITHAS cpena IS MaJOMOOMIbHBIX T1a-
LIMEHTOB. B3sTre maTepmana misi aHAJIM30B ITPOBOTUTCS
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KnuHunuyeckne cnyyan

HenocpeacTBeHHO Ha npuéme. [Ipenapart Beiga€Tcs repco-
HUGUIIMPOBAHHO C YUETOM Beca pebEHKa U B COOTBETCTBUM
C MHCTPYKILIMEN MO MPMMEHEHMIO TIpernapara. B cBs3u ¢ Tem,
YTO, IIOMHUMO IIATOTEHETUYECKON Teparuu, NalUeHTHI
B 00sI3aTEIPHOM TTOPSIIKE TIOJyJal0T TOPMOHAIBHYIO Tepa-
IO, CYIIECTBYET HEOOXOMMMOCTD ITOCTOSTHHOM KOPPEKIINHU
IO3HI TIperaparoB. Beem meTsiM Kaxkmple 3 MeC TTPOBOISTCS
MOHHMTOPYHT (PM3MYECKOTO pPa3BUTHUSI, KIMHUKO-Tabopa-
TOPHBIA KOHTPOJIb IS OLIEHKM MEePEHOCUMOCTH Teparuu,
BBITIOJTHSIETCSI OOCTICIOBAHUE B COOTBETCTBUM C KIIMHM-
YECKMMU PEKOMEHIALUMSAMU TI0 TAHHOW HO30JIOTUYECKOM
IpyIIe, OLIEHKA ABUIaTeIbHbIX (DYHKILIMIA, TECT 6-MUHYT-
Hoit xonp0bl. B 2023 1. Bcem netsam ¢ MJI/1, HaxonsmmmMcs
Ha IMaTOreHEeTUYECKOM Tepamuu IpernaparoM TpaHclapHa
(aTamypeH), BBIMOJIHEHA OWHAMMYecKas OLIEHKA COCTOSI-
HUSI, TIPOBEICHBI BpaueOHbIe KOMUCCUU JUTSI OCYIIIECTBIIC-
HUS 3aKYIIOK JIeKapCTBEHHOTO npenapaTa Ha 2024 r.

B wnHacrtosmee Bpemsa B Cankr-IlerepOypre Tepa-
nuio TipenapatoM TpaHcliapHa (aTtajlypeH) TIoJIyda-
o1 12 maumeHToB. Ha amMOyimatopHOM 3Tame KOHTPOJb
JICYSHUS U MYJbTUIUCIUIUIMHAPHBIN TTOAX0I B 00CIEnOo-
BaHMU U BedeHuM aeteil ocymectisiercss B CI16 T'BY3
KA. HeobGxonumble peabUIMTALIMOHHBIE MEPOIPUSsI-
THS TIAIIMEHTHI TTOJIYYalOT B IIEHTPaX BOCCTAHOBUTEILHOTO
JICYSHHSI, MAKCUMAJIbHO TTPUOJIVIKEHHBIX K MECTY TTPOXKU-
BaHMsI, a TakKe B cTaunoHapax CaHkr-ITerepOypra.

3ak/oyeHuve

OnucaHHBIN KIIMHWYECKUI CIIy4ail JeMOHCTPUpPYET
CJIOKHOCTb M JIMTEJBbHOCTb KJIMHUKO-UHCTPYMEHTAIb-
HoM nuarHoctukyu MJIJI, nonruii myTh NalyeHTa OT Ae010-
Ta 3a00J€BaHUS OO €ro TeHETUYECKOTO ITOATBEPXKICHUS.
Ha ceroaHsiiHuii 1eHb NyTh K AuarHo3dy M1 3HauuTe b-
HO yckopsieTcsi. Bce MaibuuMKy ¢ TTOBBIIIEHHBIM YPOBHEM
K®K yxe Ha TOKIMHUYECKOM 3TaIle MOTYT OBITh HAIlpaB-
JIEHbI HA MOJIEKYJISIPHO-TE€HETUYECKYIO TUAarHOCTUKY JaH-
Horo 3abojieBaHus. PaHHSIS MOCTaHOBKA IMarHo3a OaeT
BO3MOXHOCTb CBOEBPEMEHHOI'O Ha3HAYEHUS MATOT€HETU-
YeCKOM Tepanuu, o0ecneyeHuss MyJbTUANCIUTIIMHAPHO-
ro Moaxo/a, a TakXKe ONpeneeHUE aKTyalbHOTO CEMEHO-

NHdopmauua 06 aBTopax:

ro rporuo3a. Ha ¢one euenus npenaparom TpaHciapHa
(aTanypeH) B CTaHIAPTHON PEKOMEHIYyeMOM I03MPOBKE
y mauveHTa ¢ MJ11, BbI3BaHHOM HOHCEHC-MYyTalluMeil, yaa-
JIOCh 3aMeIJIUTh TMporpeccupoBaHue 3a00JieBaHUs, YIyd-
IIATHh TIOKA3aTeJIM IBUTATEJBHON aKTUBHOCTH, BBIHOC-
JINBOCTU M TICHMXopeueBoro pasputus. IIpuém mpemnapara
B TaHHOM KJIMHUYECKOM CJIydae XapaKTepU3yeTcsl XOpo-
M npoduiieM 6e30IMacCHOCTH U ITEPEHOCUMOCTH.
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