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PE30JII0OUA
Kpyraoro crona Ne31
«CoBpeMeHHBIE PO0IeMBbI 00ecTIeYeHUsI TPAXKIAAH POAYKTAMH J1e4e0HOr0 MU TAHUD)
XV Bcepoccuiickuil Konzpecc nayuenmaos
Poccusa, Mockea, 28 noaopa 2024 2ooa

B mocnennue roabl AOCTUTHYTHI OOJIBIIME YCHEXWM B JAMArHOCTHKE U JICUCHUH DPEIKUX
3aboneBanuii. B 2023 romy craproBan paclIMpeHHBIM HEOHATATbHBIH CKPUHUHT ¢ 6 10 36
Ho3oyoruii. CoBeplIeHCTBYeTCS TMpodeccHoHaNbHAsS JKCIEpTH3a B O0NacTH JIYCHHS U
NoJIIepKaHUsl HOPMAJIBHOTO Pa3BUTHS IeTell ¢ qpyruMu op(aHHBIMU 3a001€BaHUSIMH.

Hamuune  Bo3MOXHOCTH — obOecriedeHuss  JeTe ¢ pelkuMu  3a00JIeBaHUSAMH
CHEUAIN3UPOBAaHHBIMU TPOAYKTaMHU JIEYEOHOTO MUTAHMS [0 MEIUWLMHCKUM IOKa3aHUSM U3
CPEIICTB TOCYNapCTBEHHOTO OIOMKETa MOXKET CYLIECTBEHHO YIydllaTh COCTOSHHE MAIlUEHTOB,
CHI)KAThb 3aTpaThl Ha TOCIUTAIM3ALMI0 U JIEKapCTBEHHOE OOecnedeHue, yJydlaTb MpPOTHO3
TedeHHsI 3a00JIeBaHMIA U TIEPCIIEKTUBBI Pa3BUTHS MAIIMEHTOB.

Jerckuil 1nepeOpanbHBIX Napaiuyd sBISETCS BeIylled NPUYMHON HHBAJIWIU3ALUU B
IeTCKOM  Bo3pacte. HyTpuTuBHas mojaepKKa SBISETCS  OCHOBHBIM  KOMIIOHEHTOM
peadMIMTAIIMOHHOTO TIPOIIeCca, MOBBIIIAS €ro Y3PPEKTHBHOCTD U YIyUIIaeT KaueCTBO KU3HH KaK
camoro pebeHka, Tak U ceMbu. benkoBo-aHepretuueckas HemoctatouHoctu (BOH) y gereii ¢
JUIT sanpsiMmyro KOppeaupyeT C YpPOBHEM HApYyIICHHH OOJBIINX MOTOPHBIX (DYHKIUH H
BBIPQKEHHOCTHIO CHACTHUYECKOTO TMpoIlecca, HOCUT XPOHUYECKUH XapakTep H TpeOyroT
JIOTIOJTHUTEIBHOTO MOCTYIIeHUs Oenka u sHepruu. Beipaxxennas BOH conpoBoxxaaercst poctom
YaCTOThI TOCTIUTATH3AINI, TOBBIIICHUEM YHCIIa TIOCTOMIEPAIIMOHHBIX OCIIO)KHEHUN U CHIDKEHHUEM
peadnIUTAIIMOHHOTO TIOTeHIIMANa peOCHKA U Ka4eCTBA JKU3HHU.

Bricokas wactota BcTpedaeMocTH — Auc(aruu, OpOMOTPOHOH  AUCPYHKIMH U
COIYTCTBYIOIIEH  MATOJOTUU  JKEJyJOYHO-KUIIEYHOTO TpakTa JEJNaloT  HEBO3MOXHBIM
BOCTIOJIHEHHE AeUIMTa 3a CYET OOBIUHBIX MPOMYKTOB mNuTaHusA. HeoOxomumo Ha3zHaueHHe
CHEMATM3UPOBAHHBIX MPOYKTOB JICYEOHOTO TTUTAHHUS.

Cerogust knuHU4YecKass 3PQPEKTUBHOCTh U HEOOXOAMMOCTh HYTPUTHUBHOHM MOANEPKKH Yy
neteit ¢ JILIIT He BBI3BIBACT COMHEHUH Y NMPO(eCcCHOHAIBHOTO BpaueOHOTO0 COOO0IIEeCTBa, OTHAKO
Bompoc OecruiatHoro odecneuenus netei-unBanuaoB ¢ JLIT mpoaykramu neueOHOro muTaHus
HE yperyJIMpOBaH Kak Ha pETHOHAIBHOM, TaK M Ha (eiepaIbHOM YPOBHE.

OTCYTCTBYIOT HOpPMATHUBHBIE JOKYMEHTBI, TMO3BOJISIONIME OOECHeurnBaTh JIaHHYIO
KaTETOPHIO JIeTeH JIeUeOHBIM MMTAaHUEM B paMKax OIOPKETHOTO (PMHAHCUPOBAHHUS.

Y4acTHUKH KPYTJIOTO CTONa 00CYAMB COBPEMEHHYIO CUTYAIHIO ¢ 00ECIIEUeHUEM TpakIaH
IPOAYKTaMHU JI€4€OHOT0 MUTAHUS PEKOMEHIYIOT:

IIpaButeascTtBy Poccuiickoit ®enepauun, MHHHCTEPCTBY 3APABOOXPAHEHUS
Poccuiickoii Pexepauuu:

1. Pa3paborate u BHEIpPUTh NOPSAOK BHeceHHs u3MeHeHud B IlocTaHoBneHUE
[IpaBurensctBa P® ot 9 ampens 2015 r. N 333 «O06 yrtBepxkaenuu IIpaBun
dbopMUpOBaHUS TIEPEYHS CHEIUATN3UPOBAHHBIX MPOAYKTOB JIEYEOHOTO MUTAHUS IS
JeTeN-UHBATUAOB» B OTHOLUEHUHM PETYJSIPHOTO (KaKk MUHHUMYM OJIMH pa3 B TOJ)
nepecMoTpa crnucka ophaHHBIX 3a00JI€BaHUMN, PETYIUPYEMbIX JaHHBIM TIOKYMEHTOM,
U BO3MOXXHOCTH pACHIMpPEHUs KOJIMYECTBA HO30JOTUH, B COOTBETCTBHHM C
HUMEIOLTUMHUCS BO3MOXKHOCTSMHU JUATHOCTUKH U TUETOTEPATIUH.
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PaspaboraTte u BHeApuTh MexaHuU3M oOecrieueHus aereid — wHBaIMIOoB ¢ JIIIII
CHEIUAIN3UPOBAaHHBIMU MPOAYKTaMHU JIeYeOHOTO MUTAaHUS KaK Ha PErHOHAIBHOM,
Tak ¥ (enepaibHOM ypOBHE.

BHenputs cucteMy MapKUpOBKH MPOTYKTOB JIEYE€OHOTO MUTAHUS.

[Tpunsate HeoOxomumble HITA 1Mo BO3MOXXHOCTH 3aKyHKH HPOAYKTOB JIEUEOHOTO
nuTaHus 3a caet cpeacTB Ponna «Kpyr qodpay.

Cnenatb 00s3aTeNbHBIM YKa3aHHE JIe4eOHOTO MHTaHUsA B TekcTe KinmHUYecKux
PEKOMEHTALIHA.



