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MpoBefeH aHann3 pacnpocTpaHeHHOCTW peaknx (opdaHHbIX) 3aboneBaHuii («MepeyueHb 24»)  AMHAMUKM BbIABAAEMOCTM NaLMeH-
TOB JleTCKoro Bo3pacTa B 85 pervoxax PO B neprog 2013-2019 rr. Moka3aH exerofgHblii npupocT nauneHTos B OefepanbHOM peru-
cTpe (2013 1. — 4962 60nbHbIX, 2014 T. - 6761,2015 .- 7038,2016 1. — 7625, 2017 . — 8245, 2018 1. — 8639, 2019 1. — 9088). [IHamMunKa
Aonu fetein ¢ 3aboneBaHnAMM U3 «MepeyuHn 24» cpeam Bcex 60nbHbIX Konebanack B Hebonblunx Npegenax (B cpenHem 50%). bonb-
LWMHCTBOM 3aboneBaHunii (16 13 24) 6onetoT B OCHOBHOM AeTU, HO OHM BCTPeYaloTCA Takxe y B3pocsibiX. PacnpocTpaHeHHOCTb 3a60-
NeBaHWIN 3Ha4YMTENbHO BapbUpoBana mexay cyobektamu PO. YnyuleHne nHGopmmpoBaHHOCTY, a TakxKe BefeHne OefepanbHoro
pernctpa cnocobcTBYOT 3PpEKTUBHON BbIABIAEMOCTM U CBOEBPEMEHHOMY Ha3HaueHMWIo Tepanuu B AeTckom Bo3spacTte. OgHako
HM3KKWe 3HaUeHUA PacnpoCTPaHeHHOCT 3aboneBaHNiA, NPOABAALWNXCA [0 1-r0 rofa *u3HW, FOBOPAT O CJIOKHOCTAX UX AMArHo-
CTVKN N HE[OCTAaTOUYHOW BbIABIAEMOCTH.
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The analysis of the prevalence of rare (orphan) diseases («List of 24») and the dynamics of detection of children’s patients in 85 sub-
jects of the Russian Federation in the period 2013-2019 showed an annual increase in patients in the Federal register (2013 - 4962
patients, 2014 - 6761, 2015 - 7038, 2016 — 7625, 2017 — 8245, 2018 — 8639, 2019 - 9088). The dynamics of the share of children
with diseases from the “List of 24" among all patients fluctuated within small limits (on average 50%). Most of the diseases (16 out
of 24) are mostly between children, but they also occur in adults. The prevalence of diseases varied significantly between the sub-
jects of the Russian Federation. Improving awareness, as well as maintaining a Federal register promote effective detection and
timely treatment in children. However, the low prevalence of diseases that occur before the 1st year of life indicates the complex-
ity of their diagnosis and lack of detection.
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LIEHKa JMHAMUWKU BBISBISIEMOCTH XU3HEYTrpOXKa-
JOIIMX M XPOHUYECKUX MPOIPECCUPYIOIINX PEAKUX
(opdaHHbIX) 3a00J€BaHU, TPUBOISIINX K COKpa-

LIEHWIO TIPOIOJIKUTEIbHOCTH XKU3HU IPpakIaH VI UX UH-

BanuaHocTu («IlepeuyeHnb 24»), SIBISIETCS] OMHOM U3 aKTy-

albHBIX 3ama4 3npaBooxpaHeHus (I[TocraHosneHue Ipa-

puteabecTBa PO Ne 403 ot 26 ampens 2012, B pen. ot 26

anpenisg 2016 Nel112-®3). Ha maHHBIII MOMEHT HET YHU-

BepCaJIbHOIO MOIX0a K TMAarHOCTUKE, JICUSHUIO U JIeKap-

CTBEHHOMY 00€CITeYeHUIO TAallMEHTOB C PEAKUMU 3a001e-

BaHUsIMU. bosbIiast yacts penkux (opdaHHbIX) 3a0051€Ba-

Huii (okosio 80%) UMEIOT FeHETUYECKYIO TIPUPOLY.

ens v 3apaun: AHAIM3 PaCIIPOCTPAHEHHOCTU PEAKUX

(opdannbIxX) 3a00neBanmii («IlepeyeHs 24») 1 TMHAMUKHA

BBISIBJIIEMOCTH TALIMEHTOB IETCKOro Bo3pacTa B Poccuii-

ckoit denepannu (PD).

Marepuanbi n metToapbl

Hcnonb30BaHbl JaHHBIE (OPMATM30BAHHOTO 3aIIPO-
ca B BUJIe TTIEPCOHUMDUIIMPOBAHHOTO O0pAIEHNS B aapec
raB cyobekToB PO nenyrara ['ocynapcTBeHHOM 1ymer PD.
ITpoBenen ananmm3 no 85 cyobektam Poccuiickoit Denepa-
uu B nepuon 2013-2019 rr.

Pesynbratbl 1 06cyKaeHue

AHaM3 TMHAMUKU BBISIBJISIEMOCTH PEIKMX 3a0oJie-
BaHuii u3 «Ilepeuns 24» cpenu neTckoro HacejeHust PO
MoKa3aJjl eXXeroJHoe yBeJIuYeHue yuciia naureHToB B De-
nepanbHoM peructpe (2013 r. — 4962 6onbHbIX, 2014 1.
—6761,20151. — 7038, 2016 1. — 7625, 2017 . — 8245, 2018
r. — 8639, 2019 r. — 9088). OOIIee KOJMYECTBO MaIMeH-
TOB JeTCKOro Bo3pacTa B nepuon ¢ 2013 r. mo maii 2019 r.
B DenepanbHOM perucTpe Bo3pocio Ha 117,5%. Oxsar pe-
TMOHOB B TiepBbIit ron — 47, BTopoii rog — 80, ¢ TpeThero
roga — 85 pernoHoB P®. PacnipocTpaneHHOCTH 3a001eBa-
HUIi 3HAYMTEIHLHO BapbrpoBasia MeXay cyobekramMmu PO.

JuvHamuka goau aeteii ¢ 3adoneBanusamu us «llepeyu-
Hsl 24» cpeau OOJIbHBIX Pa3HBIX BO3PACTHBIX IPYIIIT Kojieha-
Jlach B HEOOJIBIIMX MpeNesiax U B cpefiHeM coctaBuiia 50%.
Hous geteii ¢ 3a0omeBanusMu u3 «Ilepeuns 24» rpeBaju-

poBajia TOJIbKO UISl IPYIIl 3a00J1eBaHui: 00JIE3Hb «KJIe-
HoBoro cupora» (E71.0) — 100%, npexneBpeMeHHas 1o-
JIOBasl 3peJIOCTh LIeHTpaJibHOro npoucxoxaeHus: (E22.8)
— 98,1%, ranakrosemust (E80.2) — 97,3%, npyrve Buabl Ha-
pYLIeHUIT 0OMeHa aMUHOKUCIIOT C Pa3BETBICHHOM LIETThIO
(E71.1) — 97,1%, rmotaposast aumaypust (E76.2) —92,3%,
tuposuHemus — E70.2 (94,8%), mykoronucaxapuaos, TUI
1 — 87,0% (E74.2), mykononucaxapumo3d, tui 11 (E72.3)
—79,5%, HapyiieHHss o0OMeHa apoMaTHYECKUX aMMHOKHC-
aot (E70.0) — 75,8%, 10HOLIIECKUIA apTPUT C CUCTEMHBIM
HavyaioM (M08.2) — 73,9%, HapylieHrss OOMeHa KUPHBIX
kuciot (E76.0) — 72,9%. BonpiirHCTBOM 3a00JIeBaHUIA
(16 13 24) GoJICIOT B OCHOBHOM JIETH, HO OHM BCTPEUAIOT-
CsI TAKKE Y B3POCIIBIX MTALMEHTOB, B TOM YKCJIE IIPU YCIIO-
BMM Hayaja 3((PeKTUBHONI Tepanuu B IETCKOM BO3pacTe.
YaydmeHue MHOOPMUPOBAHHOCTH, TUATHOCTUIECKMX
BO3MOXKHOCTEI, a Takxke BeneHue DepepaibHOrO perucrpa
CHocoOCTBYIOT 3(h(PEKTUBHON BBISIBIISIEMOCTH M CBOEBPEMEH -
HO Ha3HAUYE€HHOI Tepanuu B AeTCKoM Bo3pacTe [1,2]. OnHako
HM3KUE 3HAYCHMsI pacIIPOCTPAHEHHOCTH 3a00JIeBaHMIA, TIPO-
SIBJISTIOILIMXCSI 10 1-TO TO/1a XKM3HU, TOBOPSIT O CIIOKHOCTSIX UX
JIMATHOCTUKM Y HETOCTATOYHOM BBISIBISIEMOCTH.
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