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Cumno3suym «CuHgpom XaHTepa —
HOBbI€ BO3MOXHOCTHU Tepanuu nauueHToB
C HeuMponaTuyeckou dbopmon»

B pamkax XXVI KoHrpecca neanatpoB Poccumn ¢ MexxayHapoAHbIM y4acTUeEM «AKTyaslbHbIe Mpo6JieMbl
negmnatpmun» 1 mapta 2025 r. npowesn cumno3nym «CuHAPOM XaHTepa — HOBblE€ BO3MOXKHOCTH Tepa-
MUK NaLMeHTOB C HEHPONaTU4eCcKoM gopmMoi», B X04€e KOTOPOro crieLynaancTbl 06Cyansiv 0CO6EHHOCTHU
AMarHOCTUKKU, TAKTUKU BEAEHMS NaLMEHTOB C AaHHbIM 3a60/1€BaHMEM W MPUMEHEHUS QEPMEHTHOMN

3aMecTUTe/IbHOM Teparum.

eaunatp, AeTCKMK Kapauonor a.M.H. Hato [I}kymG6epoBHa

Bawakmagse oTKpblfia CMMNO3WyM JOKNa40M O HOBLUE-
CTBaX B KJIMHUYECKUX PEKOMEHAALMAX MO JIeHEHUIO MYKOMO-
nucaxapugo3sa ll Tuna (MIC Il, cuHapoma XaHTepa), 0TMETUB,
4YTO eAMHCTBEHHbIM B MMpe MnpenapaTt Ans Hemponatuye-
CKux dopm 3ab0osieBaHUS 3apernctTpmpoBaH B Poccumnckom
depepaumm, U B HacTosillee BpeMs nepecmaTpuBaloTcs
noaxoAbl K Tepanuun y aeten ¢ MIIC Il

3a nocnegHune 20 net MmeauLMHCKasa reHeTUKa CoBepLUm-
na npopsiB: ¢ 2006 r., Koraa npodeccop J. Muenzer Bnep-
Bble NpUMeHUN naypcynbdasy, 4o ee perncrpaumm B EBpone
(2007) n Poccuun (2008) HayKa aKTUBHO UCKasla HOBbIE pelue-
HUA. HeygayHble NOMNbITKKU, TaKMe KaK pa3paboTKa UHTpaTe-
KanbHOro npenapata (2012) u cy6cTpaTt-peayumpylolen
Tepanun Friso, He ocTaHOBWAM nporpecc. MccnegoBanus
TpaHCcNAaHTauMM remMono3TUYECKMUX CTBOJIOBbLIX KIETOK
(1999-2017) n co3gaHMe BEKTOPHOW MoAeNu ANs FreHHOM
Tepanun (2015) noAroToBMAM MOYBY AN HOBbIX METOAOB.
B 2017 r. cocTosi/iock MEPBOE pPeAaKTMPOBaHWE FeHoMa
y naumeHTa ¢ MIC Il, a B 2018 r. cTapToBanun KIMHUYECKHNE
ncnblTaHUs reHHon Tepanun RGX-121. B 2021 r. B AnoHUM
3aperucTpupoBanu nepsbiv npenapaT Ang GepMeHTHOM
3amecTutenbHon Tepanuun (P3T), npeogoneBalOWmnin rema-
TO3HUedann4yecknn 6apbep, HO ero aGPEeKTUBHOCTb OKa3a-
nlacb orpaHuMyeHHon. B 2021 r. AnoHua ogobpwuaa nepsyto
MHTpaBeHTpuKynapHyto ®3T, a B 2024 r. B Poccum 3aperu-
cTpupoBaHa XaHTepa3a Helpo — BaKHbIN LWAr B 1€4eHumn
Henponatuyecknx c¢opm MIC |, ynyywalowmn KavyecTBo
U3HU 70% NauMeHTOB C TAXKeNbiM GEHOTUMOM.

Bpay-reHetuk K.M.H. UpuHa BnagumupoBHa ConpyHoBa
npeactaBuna AoKnag O MNPaKTUKE KIMHUYECKOW OLEHKM
nauueHTa ¢ Henponatuyeckon dopmon MIIC Il Ha peruno-
HaNbHOM YpPOBHE, pa3obpaB KIWHWYECKMW CcryYyan Malb-
YMKa, KOTOPbIA C POXAEHMSA HaxoauNcs noA HabnaeHnem
B 06/1aCTHOM MNepuHaTaNbHOM LEHTPEe C MHOXECTBEHHbIMM
AnarHo3amu, BKoYas BPOXKAEHHYIO MHEBMOHMIO, GPOHXO-
JIEFOYHYKO AMCMIA3uI0, TMMNOKCUYECKU-UILEMUYECKOe nopa-
eHWe LUeHTpanbHon HepBHou cucTtembl (LHC), aHemwutio
W rpbn. B 6 mec y Hero pasBuiacb NMHEBMOHUSA, MaTb
nepBOHavyanbHO OTKa3anacb OT rocnuTanndauunun, Ho nocne
YXYALWEHNST COCTOAHUSA pPeBeHOK Obll roCnNUTann3nMpoBaH,
B CTalMOHape BbIABUAX peryprutaumio Ha KnanaHax cepa-
ua, renatocnjieHoMeranmio U U3MeHeHUs No pesynbTatam
NnpoBeAEeHUS MarHMTHO-PEe30HaHCHOW ToMorpaduu ronos-
HOro Mo3ra. PeHoTUNUYecKkne 0COBEHHOCTH (IK30dTaNbM,
nyxnole ry6bl, FPbiXKKM) M NOBTOPHblE WMHDEKLMU HACTO-
POXWAM Bpayerh B OTHOWEHMW 6O0SIe3HEN HaKOMNEHMUS.
JlabopaTtopHble aHanu3bl MOATBEPAUIN PE3KOE CHUMKEHMWe

aKTMBHOCTU uaypoHaTtcynbdaTadbl U MOBbIWEHWE [NKO-
3aMUWHOIMMKAHOB B Mo4Ye. [eHeTnyeckoe TecTMpoBaHue
BbISIBMJIO MaToOreHHyto myTtauuio B reHe IDS (c.1000G>C),
4TO MO3BOAMNO YyCTaHOBUTb AuarHo3 MIMC Il (Henpona-
Tnyeckaa ¢dopma) B 7,5 mec. B 9 mec Havata P3T mayp-
cynbdason 6eta (XaHTepasa), OAHAKO Mocse onepauuu
no noBoAy rpbixu B 1,5 roga y pe6eHKka npomaolna ytpaTa
peyeBbiX HaBbIKOB, YTO NOTpeboBano nepexoaa Ha WMHTpa-
LepebpoBEHTPUKYIAPHOE BBeAeHWe XaHTepasbl Henpo —
HOBOro npenapara, 3aperucTpMpoBaHHOro B Poccuiickon
depepaumn. JledeHne npepycmaTpuBaeT MMMNAaHTaALMIO
YyCTPOWCTBA AN PEerynsipHoro BBeAEHUS npenapaTa Kax-
able 4 Hepf, YTO OTKPbIBAEeT HOBblE BO3MOXHOCTU B 60pbbe
C HEBPOJIOTMYECKUMU OCNIOXKHEHUAMMN BONESHM.

KnnHW4yecknn ncmxonor POCCUMMCKOM [OETCKOM KIWMHMU-
YyecKon 60nbHULBL Onbra BnagumupoBHa MeHaeneBud
npeacTaBuina YHUKabHbIM ClyYan nauMeHTa ¢ HerlponaTtu-
yeckon popmon MIC Il (cnHapom XaHTepa). ManbyuK B BO3-
pacTte 1 roga 9 mec 1EMOHCTPMPOBaA BblPaXEHHYI0 3aAepiK-
Ky peyeBoro pa3BuTus: cnabo pearMpoBan Ha 06palleHHyIo
peyb, a nocne nepeHeceHHon onepawmnn No NoBoAy NaxoBo-
MOLIOHOYHOW TPbIXXK MOMHOCTbIO yTpPaTWa HavyaBluve ¢op-
MMpoBaTbCH peyeBble HaBblKK. JIOP-o6cnefoBaHne BbISIBU-
10 9KCCYAATUBHbLIN OTUT M AUCOYHKLMIO CIyXOBbIX TPYyO,
OAHAKO rpybblx HapylleHUn cnyxa O6HapyXeHOo He 6blfo.
Ona yTOYHeHWs AMarHosa peKoMeHAOoBaHO MpoBefeHue
06BbEKTUBHOIO MCCNeaoBaHMA Cllyxa MeToOM KOpoTKona-
TEHTHbIX C/TYXOBbIX BbI3BaHHbIX MOTEHLManoB. CneymanucThbl
NPUMEHUNIN COBPEMEHHBbIE MCUXOMETPUYECKUE METOAUKM,
BKJ/IOYas crneunann3mpoBaHHble LWKanbl pa3BuThs, NO3BO-
NFoWmne oUEHUTb KOTHUTUBHbIE, MOTOPHbIE M COLIMANbHO-
3MOLMOHaNbHble QYHKLMKW Yy AETEN C HAPYLWEHUSIMU peyu,
ayTM3MOM M TYroyXocTblo. HECMOTPS Ha COXPaHHbINM KOHTAKT,
pebeHOK crnpaBAsncs N1b C 3ajaHUIMK YPOBHS 6-Mecsay-
HOro Bo3pacTa. MHaeKc pa3BuTusa coctaBun Bcero 9,5 6an-
Na, 4TO CBMAETENbCTBYET O CEPbE3HOMN 3aepKKe, 0COOEHHO
B KOTHUTMBHOW cdepe. IKcnepT NOAYEPKHyNa BaXKHOCTb
paHHEN AMArHOCTUKM U MEXAUCUMNAMHAPHOro noaxoja
B BeeHWW MaLMeHTOB C Henponatuyeckon GOpMOW CUH-
pomMa XaHTepa, 4TO NO3BONSET CBOEBPEMEHHO KOPPEKTHU-
poBaTb Tepanuio 1 ynyyllaTb Ka4eCTBO XU3HU AeTEN C ITUM
TSXenbiM 3aboieBaHUEM.

B pamKax Hay4yHOro cummnosvyma Bpay-Henpoxupypr
PoccuicKon AeTCKOM KAMHMYECKOW 60/bHWLbI AMUTPUKA
AneKcaHapoBu4 PewWwMKOB BbLICTYNUA C AOKJagoM
«PezepByap OmMmara — 0OCOBGEHHOCTM BeAeHWs NalWeH-
TOB C¢ Hewnponatnieckon dopmon MIC Il», NOCBAWEHHBIM
COBPEMEHHbIM HENPOXMPYPrMHECKUM MeTofam JieyeHus

PEDIATRIC PHARMACOLOGY. 2025;22(2)

NEANWATPUYECKAA ®APMAKOJIOIUA / 2025 / TOM 22 / N2 2



FROM THE UNION OF PEDIATRICIANS OF RUSSIA

WH®OPMALIUA COIO3A NEAUATPOB POCCUU

aTon Tsenon 6onesHn. [oKknagyMk noapo6HO OCBETUN
KNloYeBYlO 3a/ady HeMpoxMpypra B Tepanuun TakmMx naumeH-
TOB — yCTaHOBKY pe3epByapa Ommana. 370 nnacTMKoBoe
YCTPOMCTBO B BWAe nosiychepbl, KOTOPOE UMMIaHTUpyeTCs
noA KOXy rofioBbl M COEAMHAETCH C KaTeTepom, BBOAUMbIM
B OAMH W3 )KENy[04KOB ro/IOBHOrO Mo3ra. [laHHas MeTo-
[WKa, TPaguLUMOHHO NpUMeEHsiemMas MNpu Ne4YeHUn onyxo-
nen UHC, Tenepb ycnelwHo agantupoBaHa Ans NauueHToB
C cuHApomoM XaHTepa. «[lpoueaypa YCTaHOBKM 3aHUMa-
eT He 6oJfiee Yaca M OTHOCUTCH K KaTeropum TeXHWUYECKU
HECNOXHbIX onepauun, — nogdyepkHyn A.A. PewnKkoB. —
lMocne umnnaHTaumm cuctema He TpebyeT creuunanbHoro
yxofla, NaumeHTbl MOryT BECTW MPUBbLIYHBIA 06pa3 XKU3HMU,
BK/oYasa 0O6bl4Hble TUrMeHu4yeckue npoueaypbl». Ocoboe
BHMMaHWe cneuuanucT yaenun Bonpocam 6e30MacHOCTU:
HEecMOoTpsi Ha MPOCTOTY 3KchnayaTtauuu, BBeAeHWe npena-
paToB 4epe3 pe3epByap TpebyeT CTPOroro cob6/t0AeHUs
npaBu acenTukM U aHTUCENTUKU MEAMLMHCKMUM MepcoHa-
JIOM, TaK KaK OCHOBHbIM MOTEHLMaNbHbIM OCNOXHEHUEM
ABNAETCH PUCK MHODEKLMOHHbBIX NpoLeccoB. JaHHasa mMeTo-
[IMKa@ OTKPblBaeT HOBblE BO3MOXHOCTK A/ 3ODEKTUBHOIO
Nle4eHUss nauueHToB ¢ HenponaTnyeckon dopmon MIC I,
no3BoONAA PerynspHo BBOAWTbL Npenapartbl HenocpeacTBEH-
HO B LlepebpOoCnuHanbHy0 XUAKOCTb. BHeapeHne aTon Tex-
HOMIOTMK B KJIMHUYECKYIO MPaKTUKY 3HAYUTENbHO yNnyyluaeT
nepcrneKkTUBbl Tepanuun TAXKeNbIX HEBPOJIOrMYECKUX NPOSB-
JIeHU 3ab6oneBaHms.

[.m.H. CBeTnaHa ButanbeBHa MuxainoBa BbicTynuna
¢ noknagom «OTKpbITas, NocTperncTpalunoHHas Habnoaa-
TenbHasa NporpaMma oLeHKW HOBOro npenapara B peanbHowm
KNMHUYECKOW MpPaKTMKe», B KOTOPOM MpeacTtaBuiia pesyib-
TaTbl NOCTPErncTpaLmMoHHON HabnoaaTeNbHON NPorpaMmbl
npenapaTa XaHTepasa Helpo, Noag4epKHYB ero yHuKanbHble

TepaneBTUYECKME BO3MOXKHOCTU. CuHApoM XaHTepa (MIMC
II) ¢ yactoTton 1 cnyydyan Ha 100-170 TbiC. HOBOPOXAEHHbIX
Masib4YMKOB 3aHMMaeT 0co60e MecTo cpeamn opdaHHbIx 3a60-
NeBaHWN, AoCcTUras B HEKOTOPbIX a3natcKkux ctpaHax 54%
OT BCEX C/ly4aeB MyKoMnoamcaxapuao3os. MMeHHO B ANoHUu,
rae otMeyaeTcs Hanbonbluas pacnpPoCcTpPaHEHHOCTb NaToNo-
rmun, B 2021 r. nponsowna nepsas perncrpaumsa MHHoBaLu-
OHHOro npenapata XaHtepasa Henpo. MaclTabHble KJINMHK-
4yecKue uccnepoBaHus ¢ yyactmem 31 naumeHTa, BKAOYas
aonutenoHoe (6onee 4 net) HabnwaeHWe 3a nepsoHayalsib-
HOW rpynnon M3 6 Yy4YaCTHUMKOB, NPOAEMOHCTPUPOBAU
Bneyatnsaowyto 3GPeKTUBHOCTb: CHUMKEHWE YPOBHSA naTo-
reHHoro renapaHcynbdata B NIMKBOpe Ha 72,3% 1 onepe-
eHue noKaszaTenen pa3BuTns Ha 18,6 Mec No CpaBHEHUIO
C KOHTPO/IbHOM rpynnov Npu MNoATBEPXKAEHHOM npoduie
6e3onacHocTU. OCOB6EHHOCTbID HOBOrO TepamneBTUYECKO-
ro nogxoja CTano exemecCsYHOe WHTPaBEHTPUKYASpHOe
BBeJeHWe npenapaTa B KOMBGUMHaLMKU CO CTaHAAPTHON Tepa-
nuewn, YTo NPUHUMNUANBHO MEHSET BO3MOMKHOCTU IeYeHuMs
HEBPONOrMYECKUX NPOSBNEHUA 6ONESHM.

Kak otmeTtuna a.m.H. H.l. BawaKkmagse, 3aBepLias cuMm-
no3uyM, KJlO4EBOE 3HAYEHWEe UMEET paHHee Havyano Tepa-
MUK — ONbIT AMOHCKWUX KONSEr CBUAETENBCTBYET, YTO NpUMe-
HeHWe npenaparta XaHTepasa Henpo y nauneHToB ¢ 1 roga
NO3BONSET JOCTUYb 3HAYMMbIX YNyHLUEHUA B NOBCEAHEBHON
KMU3HKU, O YEM KpPaCHOPEYMBO roBOPSAT OT3bIBbl poauUTENEN,
OTMEeYaloWmx MnosiBNeHUe y AeTeh HOBbIX CamMoCTosATENb-
HblX HaBblKOB. B HacTosillee Bpemsa npenapar yxe 3ape-
rmctpupoBaH B AnoHun u Poccun. HaTto [Kym6GepoBHa
aKUEeHTMpoBana BHMMaHWe Ha TOM, YTO Mpenapat MOXeT
npumeHsaTbes ¢ P3T, M 0TMETMNE, HTO MEPCNEKTUBLI IeYEHMS
MHOTrMX opdaHHbIX 3a60neBaHn CerofHs CBA3bIBalOT UMEH-
HO C KOMOUHMPOBAHHOW Tepanuen.



