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Mpobnembl obecneyeHns cneyman3npoBaHHbIM MUTAHEM 1 leKapCTBEHHbIMM NpenapaTamMun Asa naumeHTos ¢ opdaHHbIMU 3aboneBa-
HUAMN — OAHM 13 Hanbonee 06CyKAaeMbIX MEAULIMHCKMMMI CrienanuctamMmm pasnnyHoro npoeuna. OcobeHHO akTyanbHbl 3TV BOMPOChI
B CBETe HOBOIO NMPOTOKOJ/1a HEOHATaNIbHOTO CKPUHMHIA, BBEAEHHOTO B Poccum B 2023 1., paclumpeHuem cnmncka oppaHHbix 3aboneBaHuUin.
B o630pe ocBelyeHa akTyaNbHas 3apybexHan nNpakTuka obecneyeHns onpeaenéHHbIX KaTeropuii NauueHToB, B NepByto oyepeab AeT-
CKOro BO3pacTa, HYXAalwWmnXca B AJNTENbHOM, UHOTAA MOXKN3HEHHOM UCMOb30BaHMMN CNeLMan3npoBaHHbIX MPOAYKTOB JleyebHOro
nNUTaHUA, NpefcTaB/ieHbl COBpeMeHHaa cuTyauma B Poccmm n BO3MOXKHOCTU OTe4eCTBEHHOro NPOV3BOACTBA YKa3aHHOW KaTeropum nu-
LeBOW MPpOoAYKLMY, 3aKOHOAATeNbHbIe aKTbl, HA OCHOBAHMU KOTOPbIX OCyLlecTBAAeTCA obecneyeHne NaLMeHToB XN3HEHHO Heobxoam-
MbIM fle4e6HbIM MUTaHNEM.
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The problems of providing specialized nutrition and drugs for patients with rare diseases are currently one of the most discussed by medical
specialists in various fields. These issues are especially relevant in light of the expansion of neonatal screening, which started in the Russian
Federation in 2023, by expanding the list of rare diseases. The review highlights the current foreign practice of providing for certain categories
of patients, primarily, children in need for long-term, sometimes lifelong use of specialized health food products. There is also considered
the current situation in the Russian Federation, and the possibilities of domestic production of this category of food products. Currently,
patients are provided with vital medical nutrition. The article discusses a number of problems associated with providing children suffered from
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hereditary and chronic pathologies with specialized nutrition, and first of all, these are patients identified by advanced neonatal screening.
From the moment the diagnosis is established to the initiation of pathogenetic diet therapy, a certain time passes, sometimes, several months,
which for patients with a high risk of metabolic crises (hereditary metabolic diseases) can be critical and, if untreated, lead to death. To solve
these and other problems it is proposed to consider the possibility of centralized provision of specialized medical nutrition products to infants
and young patients, attracting state charitable funds for the prompt supply of medical nutrition to patients who need it, the feasibility of
optimizing the domestic system for covering the costs of specialized medical nutrition products. for patients with various pathologies who
need them, regardless of the status of “disabled”.

The databases of The Rare Disease State Report Card, European Medicines Agency, PubMed, Consultant Plus, RSCI were used to search for
material in the review.
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bnaromaps MMpoKUM AUArHOCTUYECKUM W TepareB-
TUYECKUM BO3MOXHOCTSIM OOJIbIIIOE BHUMAHUE YACTSIeTCS
paHHEMY BBISIBJIEHUIO peakux (opdaHHbIX) 3a0071eBaHUIA.
s nedeHust GONBIIMHCTBA U3 HUX TPEOYIOTCS HE TOJIbKO
opdaHHbIE MEIUKAMEHTO3HbIEC MpernapaThl, HO U CHEeLU-
aJIM3UPOBaHHbIE MTPOAYKTHI. JIJIsT OMHOUM TPYNIbl Hacaea-
CTBEHHBIX 00Jie3HEel 0OMeHa BElIECTB JieueOHOe MUTaHue
SIBJISIETCS HEOTBhEMJIEMON YacThl0 MOXU3HEHHON IaTo-
TEHETUYECKOM Teparuu, IJIs APYroi — BaXXHOU 4acThbiO
KOMIUIEKCHOTO JIeUeHHsI, HAITPaBJIECHHOTO HA yMEHbILIEHUE
KJIMHUYECKUX TTPOSIBJICHUI 3a00ieBaHUs U MOIAepXXaHue
aJIeKBaTHOTO HYTPUTHUBHOTIO CTaTyca, OT KOTOPOTo BO MHO-
TOM 3aBUCHUT 00Illee COCTOSTHUE TAlIUeHTA.

B cootsercTBUM ¢ DepepanbHBIM 3aKoHOM oT 21.11.2011
Ne 323-®3 «O6 ocHOBax OXpaHbI 3M0POBbs TpakaaH B Poc-
cuiickort Menmeparvn»' crenUaTU3UPOBAHHBIMUA TIPOIYK-
TaMU JIEYEOHOTO MUTAHUS SIBJISTIOTCS TUIIEBBIE TTPOMYKTHI
C YCTAaHOBJICHHBIM XUMWYECKUM COCTaBOM, SHEPIreTUIECKON
IIECHHOCTBI0O W (PU3NYECKUMU CBOWCTBAMM, JOKa3aHHBIM
JiIedeOHBIM 23(h(PEeKTOM, KOTOpbhIE OKa3bIBalOT crienuduye-
CKOE BJIMSIHUE Ha BOCCTAHOBJICHUE HAPYIIIEHHBIX WIK yTpa-
YEHHBIX B pe3yjbTare 3a0osieBaHUs (PYHKLMI opraHu3Ma,

'®OepepanbHbii 3akoH N 323-03 (peg. ot 28.12.2022) «O6 0cHOBax OXpaHbl
300poBbA rpaxaaH B Poccuinickon Oegepaunm» (C U3M. 1 fOM., BCTYM. B CU-
ny ¢ 11.01.2023). M.; 2011.
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MPOo(UIIAKTUKY 3TUX HApYIIEHW, a TaKKe Ha TOBBIIICHIIE
aIalTUBHBIX BO3MOXHOCTEM OpraHn3Ma. YKa3aHHBIMU IIpO-
IYKTaMH JICUCOHOTO TTUTAaHUS MAaIMeHTHI 00eCIIeUNBAalOTCS,
HaxoIsICh Ha CTAIlMOHAPHOM JICUCHWM, HO TIOC/IC BBITTCKHU
BO3HUKAIOT TTPOOJIEMBI C X JOCTYITHOCTEIO Y TIPHOOPETEHM -
eM. OmHa 13 IPUINH YKa3aHHBIX TPYAHOCTEH — CTOMMOCTD
CITCLIMAJIM3NPOBAHHEIX ITIPOAYKTOB JICUeOHOTO TTMTAHWS,
TIPON3BONICTBO KOTOPBIX SIBISICTCS BBICOKOTEXHOJIOTMUHEBIM
M BBICOKO3aTpaTHBIM mpoleccoM. [loaToMmy obecrnieueHue
TaKUMU TIPOAYKTaMU TTAlIMEHTOB C XPOHWYECKOM, KU3HEY-
TPOXaIOIIEW PeNKO MaTOJIOTUEN SBJISIETCS aKTyaIbHOM ro-
CyIapCTBEHHO 3aaveil BO BceX Pa3BUTHIX CTpaHaX.

B OodBIIMHCTBE CTpaH CIENUATA3UPOBAHHBIM ITH-
TaHUEM IT0 MEOWIIMHCKUM TTOKa3aHWUSIM BHE CTalloHapa
00eCITeYBaIOTCS MALIMEHTEI CO CIICAYIOIIEH MaTOIOTHCIA:
TreHeTu4YeckKre M MeTaboJimueckue 3abosieBaHUs, OEIKO-
BO-3HEpTeTUUIeCKass HEOOCTaTOYHOCTh, 00jie3Hb KpoHa,
OHKOJIOTHSI, CHHIPOM KOPOTKOM KUIITKHU, TSIKEIAsT aJljiep-
rus K 0eJKaM KOpPOBBETO MOJIOKA, a TaKKe IMpH HeoOXO-
JUMOCTH MPOBeJAeHUs SHTepaibHOro nutaHus (DI1) yepes
30H] WJIM CTOMY y MallMEHTOB HE3aBUCHUMO OT XapaKTepa
3a00JieBaHUSI.

CBoeBpeMeHHasT W afeKBaTHAs ITaTOTeHETHYeCKast
JNUETOTEpaIus HacleICTBEeHHbIX OoJjie3Heill oOMeHa Be-
IIECTB BO3MOXHA TOJIBKO ITPH TApaHTUPOBAHHOM HATMYNHT
CIIECINATN3UPOBAHHBIX ITPOMYKTOB JICYCOHOTO ITUTAHMSI.
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3a pybexom ¢ cepenrHbl XX B. pa3paboTaHbI U IITUPOKO
WCIIONB3YIOTCS MPOLYKTHI I AUETOTEPANUM TaKUX Ha-
CIIEICTBEHHBIX METa00IMICCKUX HAPYIIIEHU, KaK (heHUI-
KETOHYPHUSI, TUPO3UHEMUSI, TOMOLIMCTUHYPUSI, TIyTapoBast
anmunypus 1 thma, u3oBajeprMaHoOBas, METUIMAJIOHOBAS
¥ TIPOITMOHOBAsI allMAEMUN, 0OJIE3Hb KJICHOBOIO CHpPOIIa
MOYH, TAIAKTO3EMUS 1 JIp.

JI71s1 TOrO 9YTOOBI 3aTPaThl TOCYIAPCTBA HA CTICIIMATIN3H -
pOBaHHOE MUTaHUE OBLIN ONpPaBIaHHBI, MPOAYKT TOJKECH
OBITh 3aPETHCTPUPOBAH B CTpaHE, MMETh CTaTyC CIIeIda-
JIM3UPOBAHHOTO JICUEOHOTO IMTUTAHUS U OIOOPEHNE OTHOTO
WJIM HECKOJIBKMX 3KCIIEPTHBIX OpraHoB. Ecim cnienmanm-
3UPOBAHHOE IMMUTAHUE MPUOOpETaeTCsl CEMbEN MalueHTa,
TO MaTepHUaJIbHAsI KOMITEHCAIIMS OCYIIIECTBIISICTCS 3 TAKHE
MPOAYKTHI, KaK JIeUeOHbIC CMECH [IJIST META0OIMIECKOM Ma-
TOJIOTUM, CMECH HAa OCHOBE BBICOKOTUIPOJIM30BAHHBIX MO-
JIOYHBIX OCJIKOB M aMUHOKHCJIOT, CMECH JUISI HETOHOIIICH-
HBIX AeTeit (B TeyeHWe 1-ro roma XKM3HW), MUTAHUE VIS
OHKOJIOTMYECKMX MAllMeHTOB, TIpoayKThl D11 mys manueH-
TOB Ha IWAN3€ U IJIS TeX, KTO HE MOXET CAMOCTOSITEJIEHO
MIPUHUMATD MUY (HAIIpUMeEp, TSDKEIast HeBPOJIOrmIecKast
MMaTOJIOTHS, JUTMTEIbHOE TTPeObIBAaHNE HA MCKYCCTBEHHOM
BEHTWJISIIUM JIETKUX, TINTAHNE Yepe3 30HI,/CTOMY).

B pasnmmuHbIX cTpaHax MOIXOABI K PEIICHUIO TaHHOTO
BOIIPOCA BapbUPYIOT B 3aBUCHMOCTH OT CTPYKTYPBI CUCTE-
MBI 3IPAaBOOXPAaHEHUSI, S9KOHOMUYECKOTO OJIATOTIONIYUHS
roCyapcTBa U Ipyrux (pakTopos.

B Yewckoit Pecnybauke njist NallMEHTOB ¢ (PeHMIKETO-
Hypuel W IPYTUMHM MeTaO0OJUYEeCKUMHU PacCTpOiCTBaMuU
rocymapctBoM mnpeaycMorpeHa 100% KomIiieHcalust CTo-
WMOCTH CIIeIIATU3UPOBAHHBIX TPOAYKTOB. [Ipn ocTans-
HBIX HO30JIOTHSIX TIPEAYCMOTPEHBI THOKME (POPMBI BO3ME-
meHuit, a uMeHHo oT 50 1o 100% cToMMOCTHU MPOIYKTOB.
BoamelieHne MOKpPHIBAIOT YacCTHBIE M T'OCYIApCTBEHHBIE
CTpaxoBBIe KOMITAHUH.

JInst BHECEHUSI TIPOAYKTA B CIIMCOK BO3MEIIAEMBbIX TPE-
OYIOTCSI €T0 PeTUCTPALINS B CTpaHe, MHMOPMALIMS 110 COCTa-
BY ¥ TaHHBIE O IIEHAX Ha IIPOAYKT KaK MUHMMYM B 3 cTpaHax
EBpocoroza. Bo3aMozkHast mpoaoKuTeIbHOCTh MOJTYyYEHUS
0ECIUIATHOTO MUTAHMUS COCTABIIIET 165 mHe, mpu He0OXO0-
JUMOCTH 3TOT IePUOJ MOXET OBITh YBeJIMUEH [1, 2].

B Iloabuie malueHTHI ¢ TeHETUYECKMMU 1 MeTaboIn-
YeCKUMM 3a00JIeBaHUSIMU, MYKOBHUCLIMIO30M, OOJIE3HBIO
KpoHa, anneprueii K 6ejikaM KOpOBbBETO MOJIOKA obecIie-
YUBAIOTCS CIIEIAIM3NPOBAHHBIMU ITPOAYKTaMU A0 18 jeT.
OOpamiaeT Ha cebsg BHUMaHUe TOT (paKT, YTO MPOAYKTAMHU
OI1, BBODUMBIMM Yepe3 30HI WJIM CTOMY Ha IIOMY, OETH
1 B3pociblie obecnieunBatoTcst yepe3 Llentprr DI1 mmo rocy-
IapCTBEHHOMY Tapu®dy, B KOTOPBIN BXOAST CTOUMOCTb ITH -
TaHUsI, YCIIYTY TOCTAaBKU MUTAHUSI, KOHCYJIbTAIIAM T10 MC-
MOJIb30BAaHMUIO, CECTPUMHCKMI yxom. OOBIYHO ITPOIOJIKM-
TEJIbHOCTh TOJIYUeHUST TIPOAYKTOB cocTaBiseT 180 mHei,
10 TIOKa3aHMSIM BO3MOXKHO ITPOJIJICHHE.

Jng gereii ¢ 6oye3HIMHU OOMeHa BO3MeEIIEHUE OCYy-
wecTiaseTcs Ha 100%, nipu ajiepruu K 6eJIKaM KOpOBbe-
ro MoJjioka — Ha 70% mpu UCIOJIb30BaHUU TUAPOIN3ATOB
6enka, Ha 100% mpu UCIONB30BAHUM AMMHOKMCIOTHBIX
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cMmeceit ajist geteid 1-ro roga. Ilpu aToM poauTenu oruia-
YUBAIOT TOJBKO CTOMMOCTD BBIITUCKM PEIIeITa Ha MPOIYKT
(1 eBpo). IIpu XemaHuUM IMOJYIUTH OOJEe TOPOTOM MpO-
IIYKT, 4eM TPUCYTCTBYIOIIME B CIIMCKE HAa BO3MEILCHUE,
pPOIMTENIN OTUTAYMBAIOT Pa3HUILY B €T0 CTOMMOCTH [3].

Tepmanus. Kommnencamms Ha BI1 nmpoBoauTes B Cirydya-
sIX, KOTJa OCYIIECTBICHUE IMUTAaHUSI OOBIYHBIM CIIOCOOOM
HEBO3MOXHO. Bo3aMmellleHne mpoBOIAT Yepe3 CTPaxOBBIC
KOMITAaHUM WM COLMAIbHBIE IIeHTPHI. [ meTeit mpem-
yemotrpeHo 100% Bo3MellieHHe CTOMMOCTH MMTaHUSI, OJIst
B3POCJIBIX — B3HOC 5 €BpO 3a Ha3HAYCHME CIIEIINATU3UPO-
BaHHOTO 30HI0BOrO MUTAHUS [4].

Bo ®panyuu opraHuzoBaHbl CEPBUCHI MO YXOLy Ha
IIOMy, TIpM 3TOM CHaOXeHHE CIelUaTu3upOBaHHBIMU
MMPOAYKTaMH TaKoe Xe, KaK B cranimoHape. KommeHcaryst
3a nutaHue cocrapiser 100% croumoctu npoaykra. Oc-
HOBHBIM YCJIOBUEM JUIST 00€CTICUCHUSI TTUTAHUEM SIBJISIETCSI
MeAULMHCKAs CTpaxoBKa [5].

Ipeyus. CToMMOCTh CHELMAIU3UPOBAHHOIO JiedeO-
HOTO TIMTaHUS IJIST ACTel U B3POCIBIX KOMIICHCUPYETCS
n3 Oromkera HalmoHanbHO# Cy>KOBI 3IpaBOOXpaHEHUS
I'peuun npu craenyoiux 3a00JeBaHUSIX U COCTOSIHUSIX:
SHIOTCHHBIC META0OJIMYECKNE HapYIIeHUsS, LeIUaKus,
MajibabCcopOLMsl BCAEACTBME BOCHANMUTEIbHBIX 3a00JieBa-
HUI KUIIEYHNKA, BKJIIOYAs SI3BEHHBIN KOJUT U OO0JIE3Hb
KpoHa, a Takke mpu CHHIPOME KOPOTKOW KWIIKHU, pe-
3€KLWX TMOAB3AOIIHON KMINKHW, YAaCTUYHOM WJIM MHOJHOU
PE3EKIINM KeIyIKa ¢ HAJIOXKEHUEM KeTyI0UYHO-TOHKOKM -
IIEYHOI'O0 aHACTOMO3a, 03MHOMMIBHOM TacTPOIHTEPHUTE,
JKEJTYIOYHBIX, TaCTPOAYONCHAIBHBIX M TOHKO-TOJICTOKM-
IIEYHBIX CBUIIAX, MYKOBUCIIMIO3E.

KoMmneHcammyu momjieXkuT cIienuaan3ipoBaHHOE Jie-
yeOHOe MUTaHUE IJIsI OOJIBbHBIX ACTeH, HAXOISIIIUXCS B KPH-
TUYECKOM COCTOSTHUU, KOPMJICHHE KOTOPBIX 110 MEITUITH-
CKMM TIOKa3aHUSM OCYIIECTBIISIETCS 4Yepe3 TacTpOCTOMY
WA €IOHOCTOMY, a TaKXKe C IIOMOIIIbIO HA30TaCcTPAIbHOTO
WA HA30€I0HAJbHOTO 30Hma. Bo3MelmeHue 3atapar Ha
MMUTaHUE TAKKe IIPOBOIUTCS CEMbBSIM MALIMEHTOB C aJlIep-
rueit K 6ejJKkamM KOpPOBBEro MoJjioka, B Tom uucie ¢ IgE-
onocpenoBaHHbIM U IgE-He3aBUCHMMBIM ajiepruyecKum
TaCTPOSHTEPUTOM, S03MHO(DUIBHBIM TaCTPOIHTEPUTOM,
00YCJIOBJICHHBIM aJUIepTUEi K OeJIKaM KOPOBBETO MOJIOKA.
l'ocynapcTBeHHasi mopaepkka oOecIieueHusl creLrain-
3MPOBAaHHBIMU JICYCOHBIMU TTPOMYKTAMM OCYILECTBIISICTCS
IO MOCTYKEHMST peOEHKOM BO3pacTa 2 JIeT, 3aTeM IPOIOJI-
JKaeTcsl TIOCJIe aJuIeproJIOTMIecKOoro 00CIeI0BaHUs U IO -
TBEPKICHUSI HEOOXOMMMOCTY JAIbHEUIIIETO MCITOJIb30Ba-
HUS CIICIAAIM3UPOBAHHOTO IMPOAYKTA.

[TarueHTHI C IPYruMu peaKkuMu 3a001eBaHUSIMHU (TJIH-
KoreHo3 1B-Tumna, nedexr opHUTMHKApOOMOMII TpaHche-
passbl, 6one3nb Humana—ITuka tun Cl, runepdenniana-
HMHEMHUS), KaK IpaBujo, oruiayuBaoT 10% croumoctu
MMPOAYKTOB CIELMATU3UPOBAHHOIO JeYeOHOTO NMUTAHUS,
a ocraibHble 90% mnokpbiBaeT HaluoHanbHast ciyxkoa
3npaBooxpaHenus: I'peruu [6].

Huodepaandsr. Bce xutenm CTpaHbl, UMEIOIINE TTOTUC
00513aTeTbHOTO MEIUILIMHCKOTO CTPAaXOBaHUS U HYXKIaro-
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myecss B CIEUMATN3UPOBAHHOM MUTAHWUM, UMEIOT TPaBO
TIOJTy4YaTh IMPOMYKTHI JICUCOHOTO Ha3HAYCHUSI COTTIACHO pe-
KOMEHOAITUSAM, OOIICTIPUHSTHIM CPEIU COOTBETCTBYIOIIINX
crienyanucToB Ha teppuropun Hupepnanmos. C 2006 .
YTBEPKAEH CITMCOK JIeueOHBIX MPOAYKTOB, CTOUMOCTh KO-
TOPBIX MOKPHIBACTCS MEIUILIMHCKOM CTPaxOBKOU, MPU YyC-
JIOBUM, YTO 3aCTPAXOBaHHOE JIMIIO HE MOXKET OOXOMUTHCS
CKOPPEKTHPOBAHHBIM OOBIYHBIM ITUTAHUEM WM WHBIMHU
MPOIYKTaMU CIIEIIUATN3NPOBAHHOTO ITMTAHUS M Bpad ycTa-
HOBWJI, YTO TAHHBIM IMAIIMEHT CTPamaeT MeTa0OJIMICCKUM
pacCTpOMCTBOM, IMILEBOM aJUIEPTUEN, HAPYLICHUEM BCa-
CHIBaHMSI ITMIIIEBBIX BEIIECTB, 3a00JICBAHUEM, SIBIISTIOIITAMCST
MIPUYMHOM HETOCTATOYHOCTU IMMTAHUS VI PUCKa €€ BO3-
HUKHOBeHUs 1 ap. JlelicTBUe JaHHOTo TpeOOBaHUS He Orpa-
HUYMBAETCsI KOHKPETHBIMU BUIaMU 3a00JieBaHuit [7].

B Typyuu Bpayd 110001 CrieliaJbHOCTU MOXET BbINUCATD
PELIETIT Ha CITeMAIM3UPOBAHHYIO JICYCOHYIO CMECh JIJIST T1a-
LIMEHTOB C BPOXXICHHBIMM HApYIICHUSIMU OOMEHA BEIIIECTB
(HapymieHUs 0OOMeHAa aMIMTHOKMCIIOT, IIUKJIAa MOYEBUHBI, Op-
raHMYEeCKNE allUICMIN ) WJIN ITAIUEHTOB C 3a00JIeBAaHUSIMMU,
CBSI3aHHBIMU C HAPYIIICHUEM YCBOCHUS TTUIIEBBIX BEIIIECTB,
Ha OCHOBAHUHM 3aKJIFOUCHUST O COCTOSTHUM 300POBBSI, KOTO-
poe IEUCTBUTEBLHO B T€UEHME 3 JIET M ITOATOTOBJICHO Bpa-
YoM, CITCLIMAIM3UPYIOMINMCS B chepe HapyIIeH! oOMeHa
BEILECTB Y IETEM, IE€TCKOU SHIOKPUHOJOIUU, TACTPOIHTE-
pOJIOTHH, a TAKXKe MearaTpaMy B OOJIbBHUIHBIX YIPEKICHM -
SIX TIPY OTCYTCTBMH BBILIIEYKA3aHHBIX Y3KMX CIICIIMATMCTOB.

s DmaumMeHToB ¢ MYKOBHMCIMIO30M DEIEeNT Ha
CIIEIIMATU3UPOBAHHYIO CMECh MOXKET OBITh BBHINIMCAH Ha
OCHOBAHMU 3aKJIIOYEHUS O COCTOSTHUU 3I0POBBSI, KOTOPOE
MEUCTBUTEIBLHO 1 TOO M MOATOTOBJIEHO TacTPOIHTEPOJIO-
TOM WJIM TTyJIbMOHOJIOTOM, a TAaK3Ke TeAUaTPOM WM IITaT-
HBIMU BpadyaMu OOJIBHUIL ITPH OTCYTCTBUM BBHIIICYKa3aH-
HBIX Y3KUX CIIELIUATIMCTOB.

HetsaM ¢ amreprueit Kk GejkaM KOPOBBEIO MOJIOKA
1/WIN aJuIepruei Ha pa3JddHbIe TIHUINEBbIE OEIKU B Mep-
BYyI0 oOuepelb HA3HAYaAIOTCS BBICOKOTHUIPOIM30BaHHBIC
cMmecu. B TSKENBIX cydasix, TaKMX KaK aHaduiIakThde-
CKME peaKkIiy, SHTEPOIaTusl, 303MHOMUIbHBIN 330(paruT,
SHTEPOKOJIUTUYECKUIN CUHIPOM, MHIYLIMPOBAHHBINA ITH-
IIEBBIMU OEJIKAMU, UCIIOIB3YIOTCSI CMECH Ha OCHOBE aMHU-
HOKMWCJIOT WJIY THUAPOJIM3aTa PUCOBOTO OeJiKa, KOTOPBIMHU
JIeTH o0ecTneuynBaloTCs 10 2-JIeTHEro Bo3pacTa [8].

HUpnandus. JledeHne ¢ UCIIOIB30BaHUEM CITCIIUATIN3H-
POBAHHOTO JICYEOHOTO MUTAHUS KOMIICHCUPYETCST NETSIM
U B3POCIBIM C OHKOJOTMYECKMMU, HEBPOJIOTUYCCKUMM,
oppaHHBIMU 3a00JIEBAHUSIMU, a TaKXKe MALMeHTaM, HYX-
JMAOIIMMCS B MaJNTMaTUBHOM JiedeHnr. CIienaan3upo-
BaHHBIC CMECH HAa3HAYAIOTCS BpayoM, Jajiee MalueHT 1o~
JIy4aeT IMMTaHUE B alTeKe WIM TocruTane. bompmmmHCTBO
TOBapOB MEIUIIMHCKOTO Ha3HAYEeHUs, CTOMMOCTb KOTO-
PBHIX TIOMICKUT BO3MEIICHUIO, OIUIAYMBAIOTCS TOCydap-
CTBEHHBIMU (DOHIAMMU.

MuHuctepcTBO 3apaBooxpaHeHus: MpnaHauu mnpen-
JIaraeT 4 OCHOBHBIC TOCYyIapCTBEHHBIE IIPOTPaMMBI BO3MeE-
LLIEHUST PACXOJI0B, KOTOPbIE 3aBUCST OT KOHKPETHOIO BUIA
3a00J1eBaHMS WIM TIpoayKTa [9].
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HUcnanug. TlpyHUMO Bo3MeElLeHUsI 3aTpaT OCHOBAaH Ha
Ho3zosorusx. KimmHnaeckue MCIbITaHUS TI0CTIe perucTpa-
UM CIIEIUATU3UPOBAHHOTO TIPOAYKTa HE TpPEOYIOTCH.
MUHHMCTEPCTBO 3APaBOOXPAHEHUS paccMaTPUBaeT 3asIBKU
Ha BKJIIOYEHME MPOAYKTA B CUCTEMY BO3MEIIEHUS U 0bOe-
CIleuMBaeT ero croumMoctb. Hanuuue y€tkoro ompenene-
HUs, 32 KaKue TPOIYKTHI BO3MEIIAETCS MX CTOMMOCTD,
SIBJIIETCST OOJIBILIMM ILUTIOCOM IS CUCTEMBI. Bpems otse-
Ta TOCYIapCTBEHHOIO OpraHa Ha 3asiBKY JJIs1 BKIIOYEHMUS
B CIIMCOK BO3MEIaeMbIX ITPOAYKTOB OrpaHMYEeHO 6 Mec.
MuHyC CHUCTeMBI B TOM, YTO €CJIM MPOAYKT HE YKJIaIbIiBa-
eTCs B CYIIECTBYIOIIYIO KaTErOp1io, TO HEOOXOIUMO CO-
3MaHNe HOBOM KaTerOpMH, a 3TOT IPOIIECC MOXET 3aHSTh
TOIbI, B TO BpeMsI KaK MAllMEHTHI, KOTOPBIE OYIyT OCTPO
HY>XAaTbCSl B TAaHHOM MPOIYKTE, HE CMOTYT BOBPEMSI €TO
ITOJTyIUTb.

PervonanwHbie opransl B MicmaHuM He MOTYT IIpU-
HUMAaTh CaMOCTOSITEJIbHBIC PEIICHUS] IO BO3MEIICHHIO
CTOMMOCTHU TIPOAYKTOB, HO MPOBOAAT TEHAECPHI IO UX 3a-
KynKaMm 1151 rocnutaieit. Crielmaan3npoBaHHOE TUTaHUE
Ha3HAYaeTCsl BpayoM, Hajee MalMeHT IoJyJaeT IMUTaHue
B alTeke wWiM rocnurajie. IlepBas BBIIMCKA IIPOMYKTa
MMPOBOIUTCS CHEIUAINCTOM, Jajee pelielT OOHOBISECTCS
Kaxmaple mojroga. [ToJHOCTBIO BO3MeEIIaeTcsl CTOMMOCTD
JIEYeOHOTO TIUTAHUS, B TOM YHUCJIe CIIeHMATN3UPOBAHHBIE
CMecH JJIs AeTeld, KOTophle B HUX HyXnatorced [10].

B Umaauu cucreMa Bo3MelIeHUSI CTOUMOCTH CIIE M-
aJIM3UPOBAHHOTO MMUTAHMS 0a3UpPyeTCcs Ha HO3O0JIOTUSX,
B TEPBYIO ouepeab pa3dpabaThbiBaeTCsl BO3MEIIEHUE 3a-
TpaT Ha NpUOOpEeTEeHUE MPOIYKTOB CIIEIIMAIU3UPOBaH-
HOTO TIMTaHWS IJISI OHKOJIOTMYECKHUX ITallMeHTOB. Bce
3aKyNKM TIPOBOJSTCSI 4Y€pEe3 PErMOHaJIbHbIE TEHIEPHI.
OCOOGEeHHOCTh UTaAJbIHCKON CHUCTEMBI oOOecreuyeHus
CHeaIM3UPOBAaHHBIM MTMTAHUEM 3aKJII0YAeTCS B TOM,
YTO B CJydYae TOCHUTAIM3AIUU ITallMeHT IOJydaeT ero
yepe3 TOCMUTAIb WM IOCTaBKY B aIlTeKy TOCITMTAJIS
U3 TEHJAEPHbIX 3aKyNOK OecrjaTHO, a B Mpoliecce BOC-
CTAaHOBUTEIBHOIO IEPHUOIa B JOMAITHUX YCIOBUSIX CE-
MbsI CaMOCTOSITSJIPHO OIUTAYMBAaeT CIIeIMaIUu3MpPOBaH-
HbIEe MPOAYKTHI, BBIMMCAHHBIC IO Ha3HAYCHHUIO Bpaya,
npuobpeTtast UX B aliTeKe.

B cnyyasax ¢opc-MaxkopHBIX 0OCTOSITENTbCTB WIW CTH-
XUMHBIX OEICTBUII OpraHu3aluio (PUHAHCOBOI ITIOMO-
K 11T OOecCIeYeHUsl JIGKApCTBEHHBIMM IIperapaTaMu
W CITeIIMAJIM3UPOBAHHBIMU TIPOAYKTAMU JICYCOHOTO ITUTA-
Hust Geper Ha cebs Donn conmumapHocTu EBpomeiickoro
Coro3a [11, 12].

PhiHOK crnenuanM3aupoBaHHOTO IMTAHUSI HauboJjiee
pazBut B CIIIA, rme cymecTBYIOT OTAEIbHBIE MHCTUTYTHI
CMEIUAIBHOTO TUTAHUS C IUETOJIOTAaMM M HYTPHUIIMO-
soramu. JlaHHBIE MHCTUTYTBI OCYIIECTBIISIIOT TIPOCBETH-
TEJIbCKYI0, 00pa30BaTeIbHYI0 U HAYIHYIO IeATEIbHOCTD.
Kpome Toro, mmpoKo mpeacTaBiIeHbl TAKUE ITPOEKTHI, Kak
«Medicaid» — mporpamMma, ocyiiecTBisieMasi B mapTHEP-
cTBe (hemepasbHBIM IIPABUTEIBCTBOM U IIPAaBUTEIbCTBAMU
1ITaTOB, B paMKax KOTOPOU JIMlIaM, OTBEYAIOIIMM OIpe-
NeAEHHBIM KPUTEPHSIM, IIPEIOCTABISICTCS OCCIIaTHBIN
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Puc. 1. AuHamuKa uncna cneynannsnpoBaHHbIX NPOAYKTOB neye6HOro NUTaHUA, BKIOYEHHDbIX B I'Iepequb anAa obecneueHns

LeTen-nHBanugos.

Fig. 1. Trend in the number of specialized therapeutic food products included in the List for the provision for disabled children.

JOCTYIT K MENUIIMHCKUM YCJIyraMm, B TOM YMCJe K obecre-
YEHUIO CMEeLMaTU3UPOBAHHBIM MTUTAHUEM?.,

Crnenyer oTMeTUTbh, YTO B cTpaHax EBpocoro3a wuc-
MOJIb3YETCS MPOAYKIMS €BPOIEHCKUX TMPOU3BOAUTENECH,
B CIIIA — aMepuKaHCKUX KOMITaHUM-MpOU3BOAUTEICH
crneluaJu3upoBaHHOTO JieyebHoro mnutaHusi, B Kwutae
JaHHas OTpaciib aKTUBHO pa3BUBaeTCS.

B 1980-¢ rr. B CCCP cTapToBasl HEOHaTaJIbHBIN CKPU-
HUHT, 4 B IEPBYIO 0Yepeb MpodieMa o0ecreyeHus Crielm-
aJIM3MPOBAHHBIM MMUTAHUEM KOCHYJIACh HOBOPOXKIEHHBIX
neTeit ¢ heHuaKeToHypueid. [lepBoHayaabHO 3Ta KaTero-
pUs TTAIIMEHTOB 00eCIeuyrnBaIach CleMaTIU3uPOBAHHBIMU
MPOAYKTaMU MCKJIIOYUTENBHO 3apyO0eXXHOT0 MPOU3BOI-
CTBa 3a CU€T ¢eaepaabHOro OlOaXKeTa, MpYU TOM YKa3aH-
Hbl€ TPOAYKTHI ObLIM MajeKu OT coBeplleHcTBa. [locte-
TMEeHHO Mpolieaypa o0ecleuyeHus crenuaIu3upOBaHHBIMU
MPOAYKTaMU HaJTaXXWBajach U COBEPIIEHCTBOBAJIACH, YTO
Haiuo orpaxenue B [locranopnenuu [1paButenbctea PO
ot 30.06.1994 r. Ne 8903, JlaHHbBI JOKYMEHT [0 CUX ITOp
UMEET I0PUINYECKYIO CUITY C YYETOM BHECEHHBIX U3MEHE-
HUIi ¥ TOTIOJTHEHUH C 1IeJIbI0 ONTUMU3ALIMU U TIOBBIIIIEHUS
3 HEKTUBHOCTU JIEUCHUSI.

B Hamm nHM oGecneyeHue CrelMaIu3upPOBAHHBIMU
MPOAYKTaMU MUTAaHUS TMAllMEHTOB C HACJIEeICTBEHHBIMU
HapylIeHUsIMU OOMEHa BeIleCTB MMEET MPOYHYIO 3aKO-
HOJATeIbHYI0 OCHOBY. IlaimeHTsl ¢ opdaHHBIMU 3a00-
JleBaHUSIMU ((DeHUTIKETOHYpUEH, TrajakTo3eMuel, TUPO-
3UHEMUEHU, TOMOLMCTUHYPUEN, TJIYTapOBOW alUAypUEi,
0O0JIE3HBIO «KJIIEHOBOT'O CHUPOIa», U30BAJIEPUAHOBOU alu-
IeMHUEN, METWIMAJIOHOBOU aluIeMHe, MpPOMMOHOBOU

aluuaeMyel, HapylmeHUusIMM OOMeHa >KWUPHBIX KHCJIOT),
a TakXke OOJIbHBbIE LeIMaKueil, MYKOBUCIUIAO30M, TH-
CTUAVHEMUEH, UMEIOLIME CTaTyC «MHBAJIUI», OECIJIaTHO
00ecreynBaroTCs CIelMaIu3uPOBAHHBIMU TTPOAYKTaMU
3a CYET CpeACTB (peaepalbHOro OaKeTa. ACCOPTUMEHT
JIeYeOHBIX TMPOMYKTOB MOXET ObITh BbIOpaH u3 Ilepeu-
HsI, KOTOpPBIA (pOpMHMpYyeTCsT eXeTOMHO B COOTBETCTBUU
¢ TpeboBaHusmu IlocraHoBnenus: IlpaBurensctBa P®
o1 09.04.2015 Ne 333 (manee — IToctanosnenue Ne 333)4.

OnHUM U3 00sI3aTENbHBIX YCJIOBUI BKIIIOUEHUS TPO-
nykTa B [lepeueHs sIBsieTCs HaTmuue peructpaiuu B Poc-
CHUM U YKa3aHUS B PerMCTPALIMOHHOM CBUIIETEIbCTBE, UTO
JMAHHBIM TTPOAYKT MpeaHa3HavYeH ISl TUeToTeparuu KOH-
KPETHOTO HAacCJeICTBEHHOro 3a00jeBaHUs U3 BbBILIEYMO-
MSIHYTOTO CITMCKA.

ITauueHTsl ¢ yKa3aHHBIMU 3a00JIEBAaHUSIMU, HO
HE UMEIOIINE CTaTyca «<MHBAJTUI», 00€CTIEUMBAIOTCS CIIELU -
QTU3UPOBAHHBIM MUTAHUEM W3 CPEACTB PErMOHATLHOIO
Olo/XeTa Ha OCHOBAaHUM MECTHBIX 3aKOHONATEJbHbIX aK-
ToB. C MOMEHTa Hayaja NelCTBUS TaKUX MpaBui obecrie-
YeHUsT TIAIMEHTOB CIEeIMAU3UPOBAHHBIMUA TIPOXYKTAMU
JleyeOHoro nmutaHusl B IlepeyeHb BKITIOYAIOTCS JieUeOHBIE
CMeCH KaK OTEYECTBEHHOT0, TaK 1 3apy0exKHOr0 MTPOU3BOI-
CTBa, 3aperUCTPUPOBaHHbBIE Ha TeppuTopun Poccuu, mpo-
IIEAIINe TOKYMEHTAIbHYI0 U KIMHUKO-3KOHOMUYECKYIO
SKCIEPTU3Y U YTBEPXKIEHHbIE KoMKccuell MuHUCTepcTBa
3apaBooxpaHeHust Poccuiickoit @eneparmm [13].

C 2016 r., xorma ObLT1 copMUpoBaH TepBuIil Ilepe-
YeHb, 10 HACTOSIIETO BPEMEHU YKCIIO CIeMaTu3UupPOBaH-
HBIX TIPOAYKTOB B HEM yBeanuuioch ¢ 54 no 103 (puc. 1).

2NORD. Medicaid Financial Eligibility. Available at: https://rarediseases.org/policy-issues/medicaid-eligibility
3MocTtaHoBneHue Mpasutenbctea PO ot 30.06.1994 r. N© 890 «O rocyfapcTBEHHOWN NOAAEPKKE Pa3BUTUA MEANLIMHCKON MPOMBILLIEHHOCTU 1 YNyYLleHUn
obecneyeHunn HaceneHus 1 yupexaeHnii 30paBooXpaHeH s neKapCcTBEHHbIMW CPeACTBaMU U U3AENNAMN MeANLMHCKOTO HazHauYeHUA» (C U3MEHEHNAMU U

nononHeHnammn). M.; 1994,

“MoctaHoBneHme MNpasuTtenbctea PO ot 09.04.2015 N2 333 «O6 yTBepxaeHUM Mpasmn GopmMMpPOBaHUA NepeyHs CneLnann3npoBaHHbIX NPOAYKTOB neyet-

HOrO NUTaHWA ANa geten-nHeanmaos». M.; 2015.
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M Hapymenwue xupoBoro oomena | Lipid metabolism disorder
m Oenmnkeronypus | Phenylketonuria

m [anakrozemus | Galactosemia

m Myxosucrunos | Cystic fibrosis

Jpyrue aMuHOOAIUIOIIATHHA U OPraHUYECKUE alluaypuun
Cystic fibrosis other aminoacidopathy and organic aciduria

Puc. 2. lonn cneumann3npoBaHHbIX NPOAYKTOB (%), BKNOUEHHDIX B [lepeyeHb Ha 2023 r. ANnA KOHKPETHbIX HO30/I0TNIA OTeYeCTBEH-

HbIX (a) n 3apy6exkHbix (6) nponsBoauTenen.

Fig. 2. Shares of specialized products (%) included in the List for 2023 for specific nosologies, domestic (a) and foreign (b)

manufacturers.

BaxxHbIM 3TanioM B 06J1aCT NTeAUATPUIECKON HYTPU-
uosiorun B Poccuu IBUIMCH cO3MaHUE OTPACIU CIELM-
aJTM3UPOBAHHOIO JETCKOTO MUTaHUS, pa3paboTKa U BHE-
JIpeHWE B TMOBCEAHEBHYIO TMPAKTUKY CIEeIMaTn3UpPOBaH-
HBIX MPOAYKTOB OTEYECTBEHHOIO TPOM3BOICTBA IS JeTei
¢ pasnuuHoil matosorueir. C 1990-x rr. B Poccun pyHk-
LIMOHUPYET YHUKAJIbHBIA MTPOU3BOIUTENb OTEYECTBEHHO-
TO JIEYEOHOTO U JETCKOIrO MUTAHUS C MOJHBIM IMPOU3BO/I-
CTBEHHBIM IIMKJIOM — 3aBOJ IE€TCKOTO U CIELMAIbHOIO
nutanus 3A0 «Hdanpum» Poccus.

IlepBoit mponykuueilt U3 cepuu, TpeaHa3HauYeHHOM
I71s1 OOJIbHBIX (DeHUJKETOHYpUe ObLIM cMecu «AdeHu-
Jnak» u «TerpacdeH» (Ha OCHOBE CMECH aMHHOKHUCIIOT 6e3
(eHunananuHa). B HacTosiliee BpeMsi — 3TO JIMHEHKa
nponykToB « HytpureHn» u « HyTpureH npeMuym» ¢ UCKJTIO-
YEeHUEM OIpeaeIEHHBIX MaTOTeHETUYECKN 3HAYMMBbIX aMU -
HOKMCJIOT, pa3padoTaHHas He TOJbKO IS IeTeil U B3pOC-
JIBIX ¢ (DeHUJIKETOHYpHYE, HO W IS MallMeHTOB ¢ OoJiee
peAKUMM aMUHOAIMIONATUSIMU U OPTraHUYECKUMU allu-
nypusMu. JUUTs Kaxkmoil MaTojorMu IpeaHa3HauyeH Ipo-
JIYKT CO CITeLIMaJIbHO 3alaHHBIM COCTaBOM B 3aBUCUMOCTU
OT XapakTepa MeTaboandyeckux HapyeHuit. [Tox mapkoit
«HyTtpuren» Ha 3aBole TaKXe BBIITYCKAeTCsI CyXOil HaIllu-
TOK C MOJIOYHBIM BKYCOM, HE UMEIOIIMIA B CBOEM COCTaBe
OeJika, TII0TEHA U JIAKTO3bl, KOTOPBIA MOXET MPUMEHSITh-
cs y IIIMPOKOTO KpyTa MalleHTOB C HACJIeACTBEHHBIMU 00~
JIE3HSIMU OOMeHa BeIeCTB, OCOOEHHO TeX, KTO HYXXKIaeTCs
B OTpaHUYEHUM OeJIKa MPU OMHOBPEMEHHOM TOBBIICHUN
SHEPTreTUYECKON IEHHOCTH NHUTaHUs. OTeyecCTBEHHBIM
MPOU3BOAUTEEM TIPEACTaBICH IMUPOKWUIA aCCOPTUMEHT
npoaykToB DI1, B KOTOPOM HYXXAAIOTCS MalMEHTHI C MYy-
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KOBHUCIIMI030M. DTO CYXHME M TOTOBBIE K YIIOTPEOICHUIO
CMeCH C TTOBBIIIEHHBIM COIEpKaHWEeM OeIKa M SHEPTUM,
oboramiéHHble BUTAMMHHO-MUHEPAJIbHBIMU KOMILJIEKCa-
MM, a TAaKKe UCTOYHUKAMU JIETKOYCBOSIEMBIX CpeTHEIIETIO-
YEUYHBIX TPUIIIMLEepUA0B. 1Sl OOJIbHBIX C ralakTo3eMuei
pa3paboTaHBI M BBIITYCKAIOTCS CMeCH Oe3 JTAKTO3HI/TajlaK-
TO3bI HA OCHOBE U30JIsiTa coeBoro benka («Hyrpumnak cos»)
U getckast cMech « HyTpunak 6€3/1aKTO3HbBIN TTI0C» Ha OC-
HOBe MOJIOYHOro OeJika ¢ rpeodjagaHueM KazeuHa, 000-
ralmgHHasl JVIMHHOLIETTIOYEUYHBIMU XXUPHBIMUA KUCIOTaAMU.

B nocnennue roabl B Poccum nponokaiot paspaba-
TBEIBAaTbCSI U BHEOAPATHCS B IIPOU3BOACTBO HOBBIC BUIBI
CIIEIINATM3UPOBAHHBIX IIPOAYKTOB, KOTOPHIE CTAHOBSTCS
BOCTPeOOBaHHBIMU B YCJIOBMSIX paclIMPEHUs] HEOHATAIb-
HOro ckpuHuHra. ITpoMBbIlILIEHHBIA BBIMTYCK yKa3aHHBIX
nponykToB ocymiectsisiercss 3A0 «MHpanmpum».

IlepeueHb MeTaboIMUECKUX 3a00JI€BaHNM, BXOASIIIMX
B pacClIMpPEHHbIM HEOHATAJIbHBIM CKPUHMHI, U HalU4ue
IIJIST HUX 3apeTHCTPUPOBAHHBIX B Poccuy crienmaain3upo-
BaHHBIX IIPOIYKTOB OTEYECTBEHHOTO ITPOM3BOACTBA TIpe-
CTaBJICHBI B Ta0JIHIIE.

O6meMupoBast MpakTHKa O0ECICUCHUS CICIIHAIM-
3UPOBAHHBEIMM IIPOAYKTAMU ITUTAHUS IIOKA3bIBAET, 4YTO
B CTpaHaX, TIe €CTb COOCTBEHHOE ITPOM3BOICTBO IIPO-
JIIYKTOB JIeYEOHOr0 MUTaHUS, OOJILIIMHCTBO IAallMEHTOB
MOJIyYyaloT MPOAYKIIMIO OT€YECTBEHHOTO MPOU3BOIUTES.
CeromHs Takoi ITOAXOM CTajl peaJlbHOCThIO M B Poccum.
OcyiecTBIeHNe TaHHOI CTpaTeruyd OOeCIeUeHUST OOJIb-
HBIX C HAacCJIeICTBEHHOW MaTojiorheii oOMeHa BeleCTB
3HAUUTEJIbHO CHU3UT PUCK OCTAaBUTh IalldeHTa 0e3 Jie-
YeOHOTO IMTUTAHUS, TTO3BOJINT HA9aTh TUCTOTEPAITHIO Cpasy
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HacnepcrBeHHble 60one3Hn o6MeHa BellecTsB, BKNIOYEHHbIe B pacliMPeHHbIl HEOHATaNIbHbI CKPUHUHI, N COOTBETCTBYOIME UM

cneumanusMpoBaHHble NPOAYKTbI, 3aperncrpuposaHHblie B Poccun

Hereditary metabolic diseases included in the extended NS and their corresponding specialized products registered in the Russian Federation

3aboseBaHus, TPEOYIOIINE MOKU3HEHHOTO UCIIOIb30BaHNUS
CIEeLMAIM3MPOBAHHBIX IIPOAYKTOB ([TATOT€HETUYECKasl Teparust)
Diseases requiring for lifelong use of specialized products
(pathogenetic treatment)

eHUIKeTOHYpUst
phenylketonuria

AMUHOALUIONATAN
Aminoacidopathy

TUPO3UHEMUSI THT |
tyrosinemia type 1

60JIE3HB «KJIEHOBOTO CHUPOTIa»
maple syrup urine disease

TOMOLIMCTUHYPUS
homocystinuria

OpraHnyecKkue
aluaypun
Organic aciduria

MIPOMMOHOBAST ALIULYPHST
propionic acidemia

METHJIMAJIOHOBAST alIMAYPUST (B TOM YK CIIe

6 HOBBIX TUTIOB MMA)

methylmalonic acidemia (including 6 new types
MMA)

M30BaJIEpPUAHOBAsT AlIUIEMUST
isovaleric acidemia

[JIyTapoBasi alluaeMusT
glutaric acidemia type 2

3-TMIPOKCHU-3-METUIITITyTApOBast
HEIOCTATOYHOCTh
3-hydroxy-3-methylglutaryl-CoA lyase deficiency

Hapymenue - nuHHouenoyHas 3-OH-anermn-KoA
0OMeHa XUPHBIX TIETUAPOreHa3Hasi HeIOCTaTOYHOCTb;
KHUCJIOT + OYEHb JJIMHHOLIeNoYeyHas aneTi- KoA
Fatty-acid JIerMapOoreHa3Hasi HeA0CTaTOYHOCTb;

metabolic disorder + HEJOCTaTOYHOCTh MUTOXOHAPUAIBbHOTO
TpUDYHKIIMOHAIBHOTO OeKa,

* HEIOCTaTOYHOCTb KAPHUTUH MaJbMUTOMI
TpaHchepasbl Tuna 1;

+ HEIOCTaTOYHOCTb KADHUTUH/
AlMIKaPHUTUHITATEMUTOMITPpaHChepas3bl
THMIIA 2;

- 6eTa-KeToTHOoNa3Hast HeIOCTaTOYHOCTh
(TsKEMBIE HOPMBI);

+ HEJJOCTATOYHOCTh KAPHUTUH/alIMITKAPHUTHH-
TPaHCJIOKAa3bl

« long-chain 3-ON-acetyl-CoA dehydrogenase
deficiency

- very long-chain acetyl-CoA dehydrogenase
deficiency

- mitochondrial trifunctional protein deficiency
- carnitine palmitoyltransferase I deficiency

- carnitine palmitoyltransferase II deficiency

- carnitine-acylcarnitine translocase deficiency
- beta-ketothiolase deficiency ( severe forms)

Bone3nu HapyiieHus: IMKJIa MOUYEBUHBI (5 HO30J0THiI1)
Urea cycle disorders (5 nosologies)

26

3A0 «<MHOATIPUM»
Closed joint stock
company «Infaprim»

Hytpuren npemuym -phe,
Adenunak, Hyrpurex
Nutrigen premium -phe,
Afenilak, Nutrigen

HytpureH -tyr, -phe
Nutrigen -tyr, -phe

HyrpureH -leu, -ile, -val
Nutrigen -leu, -ile, -val

Hytpuren -met
Nutrigen -met

Hytpuren -ile, -met, -thr,
-val

Nutrigen -ile, -met, -thr,
-val

HyrpureH -leu
Nutrigen -leu

Hytpuren -trp, -lys
Nutrigen -trp, -lys

Hytpuren -leu
Nutrigen -leu

HuskoxupoBast
crelLau3upoBaHHas
cMmech «Hyrpuren
HU3KOXXUPOBOM»
Low-fat specialized
formula «Nutrigen
low-fat»

Hytpuren 6e36e1K0BbIi
HAIUTOK C MOJIOYHBIM
BKYCOM
Nutrigen protein-free
formula with milk flavor

000 «APT CoBpeMeHHbIE
HayuHble TexHOTOTH>,
LLC «ART Modern
Scientific Technologies»

BbenAmuH-phe
BenAmin-phe

000
«IIpo-
MUKC»

LLC
«Promiks»

Honde-
HHMK
Nonfenik
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Tocjie yCTaHOBJICHUST nuarHo3a. Kpome Toro, mcrmosib3o-
BaHUE MTPOAYKTOB OTEUECTBEHHOTO MIPOM3BOICTBA TOPa3Io
BBITOJHEE C PKOHOMUYECKUX To3uumii. Ha puc. 2 mpen-
CTaBJICHBI IOJIM CIIEIIMATU3UPOBAHHBIX IIPOIYKTOB OTEUE-
CTBEHHBIX M 3apyOEKHBIX ITPOM3BOINTEIICH, BKIIOUEHHBIX
B [Tepeuenb Ha 2023 1. 1151 KOHKPETHBIX HO30JIOTHIA.

HecmoTpst Ha 3TO coxpaHsieTcsl psii mpoOJieM, of-
HOI M3 KOTOPBIX SIBJISIETCS TO, 4TO B IlepedeHp crienu-
aJU3UPOBAHHBIX TIPOAYKTOB [JiI JAeTei-WHBAIMIOB
Ha 2023 r. Bxozat 103 npoaykra’, B ToM uncie D11, B Ko-
TOPOM HYXHAIOTCSI MAIIMEHTHI ¢ Pa3IMYHBIMU XPOHUYE-
CKMMH 3a00JICBaHUSIMU KEITYIOUYHO-KUIIIEYHOTO TPaKTa,
HEPBHOM CHCTE€MBbI, OHKOTI€MAaTOJOTUYECKONA M HPYyrou
HAaTOJIOTUEN, a CIIMCOK HO30JO0TUM, IJISI KOTOPBIX Hpe-
YCMOTPEHO OecIulaTHOe oOecreyeHne B COOTBETCTBUU
¢ IocranoBnennem No 333, mo-TipexXHeMy BKJIIOYAET
TOJIbKO 13 3a6oseBaHuMii’.

HexoTopsie aetu ¢ 3abosieBaHUSIMU, MPEACTABICH-
HbIMU B cnincke [ToctanoBnenus Ne 333, He gBnsioTcs
WHBaauIaMu (HAIPUMEp, MAIMEeHTBl C IeJUaKUei),
HO HYXXIAIOTCS B TOKU3HEHHOM MCIIOJIb30BaHUM CTICIIN-
aTM3UPOBAHHBIX OE3TIOTEHOBBIX MPOMYKTOB, KOTOPHIC
HE MOTYT O€CIUIaTHO MOJYYMTb B CBSI3M C OTCYTCTBUEM
y HHUX CTaTyca «MHBanuma». HampoTuB, MHOrue maim-
€HTBhI, MMEIOIINe YKa3aHHBIM CTaTyC, HYXIAOIINECs
B IUINTEJIBHOM HCIIOJIb30BAHUU CIIELIMATU3MPOBAHHOTO
MMUTaHWS, HE UMEIOT BO3MOXHOCTHU ITOJIyd4aTh €ro Oec-
IUTATHO, TIOTOMY UYTO MX 3a00JIeBaHME HE BXOOUT B YMC-
o 13 Ho3oJorUii, 0603HaYyeHHBIX B [locTaHOoBIEHUN
Ne 333. Kak mpaBuJIo, 3TO MAaLMEHThI C TSKETBIMU XPO-
HUYECKUMU HEBPOJOTMYSCCKMMHU M OHKOTEeMAaTOJIOTH-
yecknmu 3aboneBanusamu, narojorueit 2KKT (6one3np
KpoHa, cMHApPOM KOPOTKOM KHIIKH), I KOTOPBIX
OYeHb BaXXHO COXpaHEHHWE M TOIACpXKaHUE ameKBaT-
HOTO HYTPUTUBHOTO CTaTycCa, YTO JOCTHUTACTCS TOJIBKO
C TIOMOIIBIO WCITOJIB30BAHUS CIEIUATN3NPOBAHHBIX
nponyktoB mist OI1. 2)KusHeHHO HEOOXOAMMBI TaKHe
MIPOIYKTHI IJISI IMTAIIMEHTOB, KOTOPBIE HE CIIOCOOHBI I10-
JIy9aTh MUY OOBITHBIM IEPOPATBHBIM MYTEM U TOJIKHBI
BCKapMJIMBATHCS Yepe3 30HI WU CTOMY.

CrapT pacIIMpeHHOTO HEOHATAJbHOTO CKPUHUHTA
BBISIBWJI PSIi BaXXHBIX BOIIPOCOB IO OOECIICUCHUIO HOBO-
POXIEHHBIX MALIMEHTOB CIICIIMATM3UPOBAHHBIMU CMECS-
MM: ¢ MOMEHTA YCTAHOBJICHUS AMAarHo3a A0 WHULIMALNU
IMaTOTeHETUYECKON AUETOTePAITMK TIPOXOIUT OIPEeHeIEH-
HOE BpeMsi, MHOTIa 3TO HECKOJIBKO MECSIIIEB, KOTOPHIE IS
MMAIleHTOB C BBICOKUM PHCKOM METa0OJIMUYECKUX KPHU30B
(HacyenCTBEeHHBIE 00JIe3HN OOMEHA BEIeCTB) MOTYT OBITh
KPUTUYECKUMU U B OTCYTCTBHE JICUCHMS IIPUBECTU K JIe-
TaJbHOMY MCXOIY.

E1wé ogna mpobiema — 3T0 obecrieueHue neTeit rpy-
HOTO W PaHHETO BO3pacTa, CTPaTaIONINX TSLKEIBIMU (hop-
MaMU MHUIIEBOM aJUlepruy K OeaKaM KOPOBBETO MOJIOKA,

*PacnopsxeHue Mpasutenbctea PO ot 05.12.2022 N2 3731-p «O6 yTBEpX-
LEeHVN NepeyYHaA cneurann3npoBaHHbIX NPOAYKTOB le4e6HOro NUTaHmsA Ana
neTen-nHBannaoB Ha 2023 rog». M.; 2022.
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JIOPOTOCTOSIIIIMMU TUITOAJIJIEPTEHHBIMU CMECSIMU Ha OC-
HOBE BBICOKOTHMIPOJM30BAHHOIO MOJOYHOIro OelKa WU
aMMHOKUCIOT. [1pu 3TOM neTu BBIHYKI€HHO, HO 000CHO-
BAaHHO OTJIYYAIOTCH OT IPYAHOIO BCKAPMJIMBAHUS.

Jlnsa pelieHus1 3TUX MpobJeM MpeajaraeTcss pacCMo-
TPETb BO3MOXHOCTb LIEHTPAIM30BAHHOTO O0ECHeYeHuUs
CHelMaIn3uPOBAHHBIMU TIPOJYKTAMU JIeUeOHOro MuTta-
HUS TTALIMEHTOB TPYAHOTIO U PAaHHErO BO3pacTa, MpUBJie-
YeHUsI TOCYIAapCTBEHHBIX OJIarOTBOPUTENBHBIX (DOHIOB
JUIS1 OCYIIECTBJEHHUST ONMEPATUBHBIX MOCTABOK JI€YEOHOTO
MUTaHUS TalMEeHTaM, KOTOPbIM OHO XW3HEHHO Heo0-
XOIUMO, 11€JIeCO00Pa3HOCTh ONTUMMU3ALIMU OTEUYECTBEH-
HOWM CUCTEMbI MOKPBITUSI 3aTpaT Ha CHeLUaTIM3UPOBaH-
Hbl€ MPOAYKTHI JIEUEOHOTO MUTAHUS IJIs1 HYXXAAIOLIUXCS
B HUX MALMEHTOB C PA3JIMYHOM MATOJOTUEN HE3ABUCUMO
OT CTaTyca «MHBaIUI».
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