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HeoHata/bHbiti CKpUHUHI (HC) ABAsSeTCs BaxKHbIM METOAOM PaHHEro OOHapyXXeHWUsi HacleACTBEeHHbIX 3ab0/eBaHui,
MO3BOJISOLNM CHU3UTb PUCK Pa3BUTHS TSIKEbIX OC/IOKHEHUI 1 MOBbLICUTb KAYE€CTBO XMU3HM NnalunmeHToB. B PoccuricKon
denepaumnmn ¢ 2023 r. BBefieH paclumpeHHbiit HC, oxBaTbiBatowmi 36 3a6o1eBaHWi, BKIOYas Hac/1e4CTBEHHbIe 60/1e3HU
06MeHa, CriMHa/bHYI0 MbILIEYHYIO aTPOPUIO 1 NepBUYHbIE UMMYHOAEPULNTLI. B faHHOM paboTe npeAcTaB/ieH CpaBHUTE Tb-
HbIN aHanans poccurckon nporpammbl HC n nporpamm HC B cTpaHax EBpa3uiicKoro 3KOHOMMYEeCKoro cotw3a 1 11 ctpa-
Hax — 4YneHax OpraHu3aunm 3KOHOMMYECKOro COTPYAHMYECTBA U Pa3BUTHSA B OTHOLIEHUW BK/IIOYEHHbLIX B HUX 3a60/1e-
BaHWH, BbISIBJIEHbI KOYEBbIE TEHAEHLMN AMAarHOCTUKMN HacleCTBEHHbIX 3ab0/1eBaHUi B MUPOBOH MPaKTUKe, a TaKkKe
HanpaBaeHUs /15 COBEpPLLIEeHCTBOBAHMS MPorpaMmal.
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HeoHaTanbHbIn CKpUHUHT (HC) ABnseTca Kalo4eBbiM HoBOpOMaeHHorot.
WHCTPYMEHTOM AN pPaHHEro BbISIBJIEHUSA HacCNeACTBEH- Mpy MHOIrMX TSXeNbIX MeTabosIM4eCKUX HapyLleHusax npa-
HbIX 3a60neBaHWi, CNOCOGCTBYIOWMM CBOEBPEMEHHO- BWNbHO MOAOGPaHHOE fledeHne WIM Ha3Ha4YeHHoe C MepBblX
MY Ha3Ha4yeHMWIo naTtoreHeTUYeCKOM Tepanuu U CHUXe- [HEW XXU3HM creLunanm3npoBaHHoe NuTaHne no3BonsioT n3be-
HUIO YPOBHA MIafeHYeCKOW W AeTCKOW CMEPTHOCTU. aTb Pa3BUTUSA TSXKENbIX OCMOMHEHUA W YAY4YlWMTb NPOrHO3
Mporpammbl HC o6ecneynBaloT mMaccoBOe (Hecefnek- 3a6oneBaHus. B Poccuitckon depepaumnm ¢ 2006 1. npoBo-
TUBHOE) o6cnefoBaHWe HOBOPOMXAEHHbIX MOCPEACTBOM auncs maccoBbln HC Ha 5 HO30M0rMK (apeHoreHuTanbHbln
MWHWMaNbHO WMHBA3WBHOIro BMellaTeNbCcTBa: 06pasLbl CUHAPOM, ranakTo3eMuio, BPOXKAEHHbIH TMNOTUPEO3, MYKO-

KpoBu ans HC oT6bupaloT M3 NATKM HOBOPOXKAEHHOro

B MNepBble AHM nocne poxaeHusa. Tak, B Poccuinckon 1 MNMpukas Muusapasa Poccun ot 21.04.2022 N2 274H «06 yTBEepH-
®epnepalnm 3a60p KPOBM OCYLIECTBAAIOT Yepes 3 4 noce aeHun Tlopsiika OKasaHWa MEAMLIMHCKOW MOMOLLM nauueHTam
KopMmAeHus, B Bo3pacte 24—-48 4 KWU3HW Y LJOHOWEHHOIO C BPOX/AEHHbIMU W (M1) HacneCTBEHHbIMW 3a60oNeBaHUAMM».
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Overview of International Neonatal Screening Programs

Neonatal screening (NS) is significant method for early detection of hereditary diseases that reduces the risk of severe complications
and improves patients’ quality of life. Enhanced neonatal screening covering 36 diseases has been implemented in Russian
Federation since 2023. It includes hereditary metabolic diseases, spinal muscular atrophy, and primary immunodeficiencies. This
study presents comparative analysis of NS programs in Russian Federation and in countries of the Eurasian Economic Union and
11 member countries of the Organization for Economic Cooperation and Development. Key trends in the diagnosis of included
hereditary diseases in world practice, as well as directions for further programs improvement are identified.
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BUCLIM03, PEHUIKETOHYPHIO)Z, NMPKU 3TOM KIMHUYECKas U 3KO-

HOMMYecKas aPbEKTUBHOCTb AaHHbIX Mep Gblia ycTaHoBNEHaA

[0 VX BHEAPEHUS Ha HaLMOHaNbHOM YPOoBHe. TaK, Ha npumepe

XaHTbl-MaHCMMUCKOro aBTOHOMHOTO OKpYra 6b1710 YCTaHOBNEHO,

4TO paHHAS AMarHOCTUKa U CBOEBPEMEHHO HavyaTas 6a3ucHas

Tepanus MyKOBMCLMAO3a Cnoco6CTBYOT 6onee Gnaronpusr-

HOMY TeyeHuto 3aboneBaHus [1], B 2006 r. Gbina ycTaHOB-

NeHa KAWHWKO-3KoHOMMUYecKass 3dEKTUBHOCTb CKPUHUHIA

Ha BPOX/EHHbIV TMNOTUPeO03 B pecnybnunke balkopTocTaH [2],

B 2009 r. — adpdeKTBHOCTL nporpaMmm HC Ha deHWNKeTOH-

YPUIO U BPOXAEHHbIN rMnoTMpeod B KpacHoaapckom Kpae [3].

Kpome Toro, B 2020 r. 6bin1a 0TMeYeHa 3KoHoMMUYecKasn abdek-

TUBHOCTb CKPUHUHIa Ha MeTaboM4yeCcK1e HapyLlweHus nocpea-

CTBOM TaHAEMHOW Macc-CcrneKkTpomeTpum [4].

C BBegeHMeM HOBOro MopsiiKka oKa3aHUs MeaULMHCKOM
NOMOLLM NauneHTamM ¢ BPOXKAEHHBIMU W/UNN HacNeACTBEH-
HbIMK 3a6oneBaHuamn ¢ 2023 r. B Hallel cTpaHe B J0Mon-
HeHue K 5 3a6oneBaHnaM (CKPUHUHI KOTOPbIX OCYLLECTBAS-
eTcs 3a cyeT cpeacTs cy6beKToB Poccuiickoin deaepaumnd)
3a cyeT cpenctB depepanbHoro OGwg)KeTa NpoBOAMTCH
pacwupeHHbin HC Ha HacneacTBeHHble 601e3HM o6MeHa
(29 3aboneBaHuin), cNMHaNbHYIO MblleYHyto aTpoduio (CMA)
W NepBUYHbIE UMMYHOAEDULMUTBI (pUC. 1).

NMomumo denepanbHon nporpammbl HC, oTaenbHble
cy6beKTbl Poccuickon Pepepaunm MHULMUPYIOT AOMNON-
HUTENbHbIM CKPWHWUHI Ha HeKoTopble 3aboneBaHus. Tak,
B CaHkT-lNeTepbypre ¢ 1 maa 2025 r. B nporpammy HC 6bin
LONONHUTENBHO BKAOYEH AeduuMT aekapboKcunasbl apo-
MaTU4eCcKux L-ammnHokucnor [5].

[na conoctaBnennss HC B Poccun ¢ 3apybeHbIMKU Mpo-
rpaMmamu Gblfiv OCYLLECTBIEHbI MOUCK U aHann3 nHdopmaLmm
0 nNporpammax NPOBOAUMOro HeOHaTaIbHOIo (MacCoBOI0) CKPK-
HWHra B cTpaHax EBpa3uiickoro akoHomuyeckoro cotosa (EAIC)
1 11 cTpaHax — YneHax OpraHu3aunm 3KOHOMUYECKOro COTPYA-
HuyecTBa U paseuTua (Organisation for Economic Cooperation
and Development; OECD): Actpus, ABcTpanus, Bennkobpu-
Tanus, lepmanuns, Wrtanus, Hupgepnadvabl, KaHaga, Monblia,
CoeanHeHHble LLTaTtbl AMepuku (CLUA), ®paHums, AnoHus.

CnepyeTt OTMETUTb, 4TO BBMAY HEAOCTaTO4HON AeTanunaa-
LMW UCTOYHUKOB MHPOPMaLIMK B XOA4€ CONOCTaBNEHUS BbiN0
clileNnaHo HeCKOJIbKO LONYLLEHWN:

° Npu aHanu3e poccuickon nporpammbl HC 3a6oneBaHus,
BKJIlOYEHHble B 6a30Byto nporpammy HC (o6ecneynBae-
Myto cybbeKTamu Poccuitckon deaepauun) n paclumpeH-
HbIM HC (o6ecneynBaemblvi 3a cHeT cpeacTB deaepasnbHo-
ro 6to4xeta), 6bI1M 06beUHEHbI U BK/IOYEHbI B aHann3
Kak 3aboneBaHUs poccuncKowm nporpammel HC;

° Mo TEPMUHOM «MeTMUAMaNoOHOBas aungemMus» NoHUMa-
NOCb Hanunyne pasnnyHbix Gopm 3aboneBaHus, B TOM
yucne nedunumnToB Kob6anaMmMHOB Pas3HbIX TUMOB;

° noA TEPMUHAMMU «LUTPYIUHEMUS», «FOMOLIUCTUHYPUS»
W «ranakTo3eMusi» MOHMMaNoCb Hanuyue UMTPYIInHE-
Mui | 1 Il TUNOB, FOMOLMCTUHYPUU, B TOM HUCJIE BbI3BaH-
HOW aeduuMTOM MeTuneHTeTparngpodonaTpesyKkrassl,
M ranakTo3eMun Tunos | 1 Il CoOoTBETCTBEHHO;

e BBMAY 60/bWOro KOMMYecTBa WTATOB C COGCTBEHHbIMU
perMoHanbHbIMM Nporpammamu gaHHele no CLUA npega-
CcTaBJ/ieHbl HA OCHOBaHUKU YHUPULMPOBAHHOIO PEKOMEH-
[floBaHHOro nepeyHs CLUA;

2 TMpukas Munsgpascoupassutia Poccun ot 22.03.2006 N2 185
«O MaccoBOM 06cnefoBaHUM HOBOPOXKAEHHbIX IeTEN Ha Hacnes-
CTBEHHble 3a60N1eBaHMs».

3 TMocraHosnenue Mpasutensctea Pd ot 27.12.2024 N2 1940
«O lMporpammMe rocyaapCTBEHHbIX rapaHTuii 6ecnnaTtHoro oKasa-
HUS rpa)kgaHam MeauLMHCKOM nomolu Ha 2025 roa v Ha nnaHo-
BbIft nepunog 2026 n 2027 roaos».

AMWHOKUC/TIOTONATUU, OPTAHOALIMAONATUH
U HAPYLWWEHUAA OBMEHA MOYEBUWHbI
® HeAoCTaTOYHOCTb APYrUX YTOYHEHHbIX BUTAMUHOB
rpynnsl B (E53.8):
- aeduuut 6uoTUHUAa3bl (4edULUT GUOTUH-
3aBUCUMON KapboKcuiasbl)
— HeAoCTaTO4YHOCTb CMHTETa3bl rofIOKap6oKeunas
(HepocTaTO4HOCTb BUOTUHA)
e apyrue BuAbl runepdenunnanannHemmun (E70.1):
—  AeduumuT cMHTE3a 6MonTepuHa
(TeTparngpobuonTepuHa)
—  AeduuuT peakTMBaLnKn BuonTepurHa
(TeTparnagpobuontepmHa)
® HapylweHns obmeHa Tupo3uHa (E70.2): Tupo3nHemums
e 60/e3Hb C 3anaxomM KneHoBoro cupona (E71.0)
° Jpyrve BuAabl HapyleHWn o6MeHa aMUHOKKUCNOT
C pa3BeTBJIEHHOM Lenbio (E71.1):
— MponuMoHOoBas aunaemus
— MeTuAMasioHoBas aunaemus
aeduunt meTunManoHun-KoA-myTtasbl
HeJoCcTaTO4YHOCTb KoGanamuHa A
HeJocTaToO4YHOCTb Ko6anamuHa B
aeduunt metunmanoHmn-KoA-anmmepassi
HeaoCTaTO4HOCTb KoGanamuHa C
HeJoCTaTO4HOCTb Ko6anamuHa D
— W30BajepvaHoBas aunaemus
—  3-rMapoKcu-3-meTunrnytapoBas
HeoCTaTOYHOCTb
— 6eTa-KeToTMoNa3Has HeJOCTaTO4YHOCTb
® HapyleHns obMeHa cepocoiepKallmx aMMHOKUCAOT
(E72.1): romouMnCTUHYPUSA
® HapylweHus o6MeHa IM3nHa U rmapoKcunn3unHa (E72.3):
— rnytapoBas auuaemus, tvn |
— rnytapoBas aumaemus, tun |l (pubodbnaBuH-
4yyBCTBUTENbHAsA dopma)
° HapylweHus obMeHa LnKIa Mo4yeBUHbI (E72.2)
—  UMTPYAAUHEMUS, TUn |
— apruHasHas HeaoCTaTO4YHOCTb

HAPYLUEHUAA OBMEHA XXUPHbIX KUCJIOT (E71.3)

° epBUYHast KApPHUTUHOBASA HEAOCTaTOYHOCTb

e cpeaHeuenoyeyHasn aunn-KoA-germaporeHasHas
HeaoCTaTO4YHOCTb

e neduunT ANnHHOM uenu aumn-KoA-germaporeHassbl

e neduuUnT o4eHb ANMHHON Lenu aumn-KoA-
aernaporeHasbl

® HeJoCTaTOYHOCTb MUTOXOHAPWANbHOIO
TPUDYHKLMOHaNbHOro 6enka

® HeLOCTaTOYHOCTb
KapHUTUHNanbMuTOUnTpaHchepasbl, TMn |

® HeJoCTaTO4HOCTb
KapHUTUHNanbMuTOUNTpPaHcdepassbl, Tmn |l

® HeJoCTaTOYHOCTb KapHUTUH/
aUMNKapPHUTUHTPAHCIOKa3bl

OPYIME HAPYWIEHUA

® feTcKas CnuHaNbHas MbllleyHas aTpodus, Tnn |
(BepanHra — loddmaHa) u gpyrue HacneacTBEHHbIE
CNWHanbHble MbllleyHble atpodum (G12.0, G12.1)

* nepBUYHble UMMYyHOAEDMLMTLI (D80-D84)

Puc. 1. 3a60neBaHus, BK/IOYEHHbIE B NPOrpaMMy pacliMpeHHoro
HeoHaTaNbHOrO CKPUHUHIa B Poccuitckon depepatiuu

Fig. 1. Diseases included in the enhanced neonatal screening
program in Russian Federation




e B paMKax 0630pa paccmaTpuBanucb 3aboneBaHus,
AMarHocTMpyemble C NOMOLLbIO NabopaTopHbIX Uccne-
JlOBaHUI (He paccmMaTpUBasICs CKPUHUHT Ha BPOXK/AEH-
Hble HapyLlEeHWa cnyxa, 3pEHUs, BPOXKAEHHYIO AMcnna-
3U10 Ta306€ePEHHONO CycTaBa U BPOXAEHHbIE MOPOKHU
cepaua);

e B 0630p BK/OYaIUCb TONIbKO LieNieBble 3a60/ieBaHUs
CKpPUHWHra, 3abofeBaHus, ¢ KOTOPbIMKM MO pe3y/bTa-
TaM CKpPWMHWHIa npoBoauTcs anddepeHumnansHas guar-
HOCTMKA WM KOTOpble MOryT 6biTb AOMOJIHUTENbHO
O6GHapy»XeHbl MpU CKPUHUHIE Ha LeneBoe 3aboneBa-
HWe, B aHanu3e paccMaTpuBaNnChb KaK He BKIOYEHHbIE
B nporpammbl HC.

Mouck uHbopmaunm o nporpamMmmax CKpUHWHra npoBo-

anncs B mae 2025 .

CPABHMUTE/IbHbIA AHAJIU3 3ABOJIEBAHMM,

BK/TIOYEHHBbIX B MPOrPAMMbI HEOHATAJIbHOIO

CKPUHMWHIA B CTPAHAX EBPA3UICKOIO

3KOHOMMYECKOIO COIO3A

Mo pe3ynsbTtatam aHanusa nporpamm HC B cTpaHax EASC
MOXHO caenaTtb BbIBOA O TOM, YTO NepeyeHb 3aboneBaHunn,
BKJ/IHOYEHHbIX B nporpaMmmbl HC B pamKax Coto3a, BO MHOIOM
CXOX C TaKoBbIM B pOCCUMCKOM 6a3oBoi nporpamme HC
(tabn. 1). Tak, Bo Bcex cTpaHax Coto3a BHeapeHa nporpam-
Ma CKPUHWHIa Ha BPOXAEHHbIA TMNOTUPEO3 U GEHUNKETOH-
ypUI0, Npy 3TOM NporpaMmma HauunoHanbHoro HC B Pecny6nvke
Benapycb AONONHUTENBHO BKOYAET afpeHOreHUTanbHbIN
CUHOPOM, raNakTO3emMuI0 M MYKOBMCLMAO3 (TO eCTb BCHO
nporpammy 6azosoro HC B Poccuitckon degepaumnm), a Tak-
e NepBUYHbIE MMMYHOAEDULNUTbI B KayecTBe MUIOTHOrO
npoekTa, a B Pecnybivke ApMeHUs — afgpeHoreHuTanbHbIn
CUHAPOM (TaKKe B Ka4yecTBE MUIOTHOIO NPOEKTa).

CPABHMUTE/NIbHbIA AHAJIU3 COAEPAHUS

NMPOrPAMMbI HEOHATAJIbHOFO CKPUHUHTA

B POCCHU U MPOrPAMM HEOHATAJIbHOI'O

CKPUHUHTA B CTPAHAX OPFTAHU3ALIUHA

3KOHOMMYECKOIro COTPYAHU4YECTBA

U PA3BBUTUA

[ns oueHKW 3apy6exxHoro onbiTa npumeHeHns HC 3a6o-
neBaHus, Bxoaswue B nporpaMmmel HC, 6biin yCNOBHO pas-
[leneHbl Ha cneaytoLLMe OCHOBHbIE rpynmnbl:

® 9HAOKPWHHbIE HAapyLeHHUS;

° HapyweHus obmMeHa aMWHOKMUCNOT (aMMHOKMcoTona-
TUW) M HapyLLEeHMUS 06MeHa MOYEBUHDI;

° HapyweHuss o6mMeHa OpraHMYeCcKUX KMCNOT (opraHoaum-
aonartun);

® HapylWeHUs OKUCIEHUS KUPHbIX KUCIOT;

e apyrve 3aboneBaHus (B ToM yucie Mykosucumngos, CMA
W NepBUYHbIE UMMYHO4EDULMTLI U Ap.).
Bo Bcex cTpaHax, BolWeALWnX B CpaBHUTENbHbIN aHanms,

nporpammbl HC BKAtOYaloT 3ab60/ieBaHMs KaxKaon U3 naTtu

rpynn.

OHAOKPHUHHBbIE HapyLIEeHUA

B poccuickyio nporpammy HC BKlOYEHbl 2 OCHOB-
HbIX 3a60neBaHWA: BPOXK/AEHHbIA TMNOTUPEO3 U apeHore-
HUTaNbHbIK CMHAPOM. AHANOrMYHLIM coCTaB 3aboneBaHui
BXxoAuT B nporpammbl HC BO BCex yKa3aHHbIX CTpaHax,
Kpome BenukobputaHuu: B AaHHOM cTpaHe HC He BKlO-
YaeT ajlpeHoreHuTanbHbii cuHApoM. CneayeT OTMETWUTb,
4YTO HM B OHOM M3 CTpaH, BOLIeAWNX B 0630p, HE BblAENEHbI
ApYyrue aHAOKPWHHbIE HApYyLIEHWS, KOTOPble GbliM Gbl BKIO-
YyeHbl B nporpammbl HC.

AMMUHOKMCNOTONATUMN M HapYyLLEHUA OGMeHa

MOY€EBUHbI

B nporpammy HC B Poccuiickon degepauun BKIoYe-
Hbl 10 3a6oneBaHui (PeHUNKeToHypus, OedUunT BUOTH-
HMAa3bl, 4edULUMT CUHTE3a W peakTuBauun GUONTEpPUHa,
TMposuHemus | 1 Il Tuna®, 6onesHb ¢ 3anaxom KJeHOBOro
cuporna MoYu, FOMOLUUCTUHYPUSA, LUTPYNTMHEMUS, apruHas-
Hasi HeAOCTaTOYHOCTb), YTO AeflaeT ee BTOPOW MO 4uchy
BKJIIOYEHHbIX 3a60M1€BaHUI JAaHHOW KaTeropum nporpamMmmon
HC: B Utanuu B nporpammy HC BKoYeHbl 11 3a6oneBaHum
(Kkpome TOro, 10 3abosieBaHM BKIOYEHbI B aBCTPUUCKYIO
nporpamMmy CKpUHUHra).

B 10 Bpems KaK deHUNKEeToOHypus u 60ne3Hb C 3ana-
XOM KJ/IEHOBOrO cuMpona Mo4u BXoasaT B nporpammbl HC
BO BCeXx cTpaHax, cocTtaB nporpamm HC B OTHOWeEHUU

Beuay oTcytcTBMS B lopsKe yKasaHui O TUNe TMPO3UHEMUM,
Ha KOTopyto NpoBoAnTCA TecTupoBaHue B xoae HC, 6bino caena-
HO JonyLEeHMe O BKIKOYEHUM B POCCUICKYIO nporpammy HC Tupo-
3UHeMKUK KaK |, Tak 1 Il Tuna.

Ta6nuua 1. CpaBHUTENbHAA XapaKTepUCcTUKa 3ab601eBaHNi, BKAIOYEHHbIX B NPOrpaMMbl HEOHATalbHOrO CKPUHKUHIA B CTpaHax

EBpa3nMncKoro aKOHOMUYECKOro coto3a

Table 1. Comparative analysis of diseases included in neonatal screening programs in the Eurasian Economic Union countries

Poccuiickas Pecny6nuka Pecny6nuka Pecny6nuka Pecny6nuka

®depepauusn ApMeHusa Benapycb KasaxcrtaH KbiprboizctaH
AApeHOoreHnTanbHbIi CUHAPOM den. pernoH. (EpesaH) den. - -
BpoKAEHHbIN rMnoTupeos den. dea. den. den. dea.
[anakTo3zemus den. - den. - -
DeHnUNKeToHypus dea. dea. den. den. dea.
MyKoBHUCLMAO3 den. - den. - -
MNepBHYHbIE UMMYHOLEDULMUTDI den. - pernoH. (MuHck) - -
CnnHanbHas MbllleyHasa atpodus den. - - - -
MeTabonMyeckune HapylleHus den. - - - -
NCTOUYHMKM [6] [7.8] (9] [10]

MpumeyaHne. depn. — dpeaepanbHbivi NnepeyeHb 3a60neBaHni; PErMOH. — PerMoHasbHbli NepeyvyeHb 3aboneBaHuin.
Note. Fed (Pepn.) — federal list of diseases; Reg (pernoH.) — regional list of diseases.
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ocCTallbHbIX 3a60N€eBaHMi CyLWeCcTBEHHO pa3nunyaeTcs. Tak,
nommmo Poccuickon dPepepauun, aeduuUMTbl CUHTE3a
M peaKTMBaUWKM OMONTEPUHA BKIKOYEHbI B Mporpammy
HC Tonbko B MTanuu, a aprMHasHas HeJoCTaTOYHOCTb —
B ABCTpun 1 Utanuu.
B npononHeHne K 3aboneBaHUsM, BKJIOYEHHbIM
B poccuickyto nporpammy HC, B AaHHOM KaTteropuwu
BblAENSIOT:
®  APTrMHUHCYKLMHWIOBYIO auMaypuio — BKIOYEHA B NpPO-
rpammy HC B ABcTpuu, AscTpanuun, Utanun n KaHage
(pernoHanbHas nporpamma), CLUA 1 AnoHuu;
°*  rMNepMeTUMOHWHEMUIO — BKIOYeHa B nporpammy HC
B ABCTpuK U lMNonblue;
° Tupo3uHemuto Il TMINAa — BKNtoYyeHa B nporpammy HC
TONbKO B ABCTpanuu.
Bce ocTtanbHble NpoaHann3MpoBaHHbIE CTPaHbl (Kpome
Poccuu, ABcTpun 1 Utanuu) BKoYaloT 8 1 MeHee 3abone-
BaHWM A@aHHOW rpynnbl B cBOW nporpaMmmbl HC.

OpraHoaumgonaTum

B poccunckyto nporpammy HC BKatoveHbl 8 3aboneBa-
HUW: n3oBanepuaHoBas, METUIMaNoHOBas, NPONMOHOBas
aumaemun (aunaypuu), 3-rMApPOKCU-3-MeTurnyTapoBas
HeAOoCTaTO4YHOCTb (CUH. aeduumnTt MI-KoA-nnasbl), Hepo-
CTaToO4YHOCTb CUHTETa3bl rojiokapboKcKnasbl (CUH. MHOXe-
CTBEHHbIN aednunT KapboKecunassbl), rmyTapoBas auuaeMuns
| TMna, rytapoBas auugemus |l Tuna (CMH. MHOXECTBEHHbIH
neduumt aunn-KoA-permagporeHas) n 6eTa-KeToTMonasHas
HeAO0CTaTOYHOCTb.

M3oBanepuaHoBaa auugemus v rnytapoBas auuie-
musa | TMna npeacTaBieHbl B CKPUHMHIOBbLIX Mporpammax
BCEX CTPaH.

lMponnoHoBas M MeTUNIManoHOBas auuMaemMuu BKJIO-
yeHbl B nporpammbl HC B ABcTpuu, ABcTpanuun, Utanuu,
HupepnaHgax, KaHage (Ha permoHanbHoOM ypoBHe), Monblue,
CWA wn dAnoHun (8/11 cTpaH), 3-TMAPOKCU-3-MeTUN-
rnyTapoBasi HeJOCTaTOYHOCTb — BO BCEX YKa3aHHbIX CTpa-
Hax, KpoMe ABCTpuK (7/11 cTpaH), HeAOCTaTOYHOCTb CUHTE-
Tasbl X0/IOKAapboKcKNasbl — BO BCEX YKa3aHHbIX CTpaHax,
Kpome ABcTpun n Kanagbl (6/11 cTpaH).

NMomumo npegctaBneHHbIX B Poccuickon depepaumm
3aboneBaHuit, B ctpaHax OECD npoBOAMTCH TaKKe TeCTU-
poBaHue Ha:

e pgepuunt 3-mMeTUnKpoToHun-KoA-kapboKcunasbl —

B HnagepnaHgax, MNonbuwe, CLUA v AnoHunu;

o nedununt 2-metnnbytnupun-KoA-gerngporeHasbl — TONb-

KO B UTanuu.

Taknum o6pa3om, Poccuitckaas Pegepauns BKIOYa-
eT B nporpaMmmbl HC 8 n3 10 BO3MOXHbIXx 3abGoneBaHui,
B WTanuum BKOYeHbl 9 3aboneBaHW [AaHHOW rpynnbl
(Bce 3aboneBaHus, 3a UCKOYEHMEM aeduunTa 3-MeTun-
KpoToHun-KoA-kap6okcunasbl), B AscTpanuu, [lonbwe
n CLUA BKatoyeHbl Take 8 3aboneBaHui, B HuaepnaHgax
M ANoHMM — no 7 3aboneBaHUi, B OCTallbHbIX CTpaHax —
5 1 MeHee 3ab6oN1ieBaHMN.

HapyweHus o6MeHa XXUPHbIX KUCNOT

B poccurickyto nporpammy HC BKAo4YeHbl 8 3ab60-
neBaHUn (NepBMYHAs KapHUTMHOBAS HEOOCTAaTOYHOCTb
(CMH. oedununUT 3axBaTa KapHWUTMHA, AedUUMT TpaHcnop-
Ta KapHWTWHA), cpeaHelenoYyeyHas, AJNMHHOLEeNnoYeYHas
M O4eHb ANMHHOLEeNnoYeYyHas aumn-KoA-gernaporeHasHole
HeaoCTaTOYHOCTHU, HEJOCTAaTOYHOCTb MUTOXOHAPWANbHOIO

TPUPYHKLMOHANbHOTO 6€enKa, HefoCTaTOYHOCTb KapHM-
TUHNanbMuTOMNTPaHcdepasol I 1 Il Tuna, HegoCcTaToO4HOCTL
KapHWUTUH/aUUNKapHUTUHTPAHCNOKa3bl), 4YTO OXBaTbiBaeT
NoYTK MOJIHbIN NMepeyeHb 3aboneBaHUM LaHHOW rpynnbl,
BKJ/IIOYEHHbIX B 3apybexHble nporpammbl HC (B UTanuu
[ONOMHUTENbHO BKOYEH AePUUMT cpeaHe/KOpOoTKOoLEeno-
yeyHou L-3-rugpoKkcmauymn-KoA-gernaporeHasbl).

M3 BblllenepeyncneHHbix 3aboseBaHMn TOIbKO cpea-
HeuenovyeyHaa auun-KoA-germaporeHa3dHas HegocTaTou-
HOCTb npefcTaBieHa BO BCEX CTpaHax, B OTHOLWEHUM
apyrux 3aboneBaHui HabnwgaTCsa pervMoHasnbHble 0COo-
6eHHOoCTK: 9 cTpaH BK4YUAM B nporpammbl HC anuH-
HOLLeNMOYEYHYI0O M OYeHb [AJIMHHOLenoYeyHyt auni-KoA-
LernaporeHasHylo HefoCTaTO4HOCTb, 8 CTpaH NpoBOAAT
HC Ha nepBUYHYID KAPHUTUHOBYKD HEAOCTATOYHOCTb
(CWH. geduunT 3axBaTta KapHUTUHA, AedUUMT TpaHcnopTa
KapHUTMHA) M HEeAOCTAaTOYHOCTb KapHUTUHNANbMUTOWUI-
TpaHcdepasbl | TMNa, 7 cTpaH — Ha HeaoCTaTO4HOCTb
MWTOXOHAPMANbHOIro TPMOYHKLUMOHANBbHOIO 6€eiKa 1 Hefo-
CTATOYHOCTb KapHUTUHManbMUTOMNTpaHchepasbl Il Tuna;
HeJOCTaTOYHOCTb KapHUTUH/aUUNKapPHUTUHTPAHCIOKa3bl
BK/Ito4eHa B nporpammy HC B 6 cTpaHax.

Takum o6pasom, B HC B Poccuitickon deaepauunu
13 9 BO3MOXHbIX 3a60/IeBaHWi BKJOYEHbI 8, B UTanun —
Bce 9 yKasaHHbIX 3aboneBaHui, B ABCTpUKM, ABCTpanuu
n KaHape — 8 3aboneBaHui (nepedyeHb aHanornyeH poc-
cunckon nporpamme HC), B Monbwe — 7 3aboneBaHuw,
B OCTa/lbHbIX CTpaHax — 6 M MeHee 3abosieBaHUi AaHHOM
rpynnbi.

Apyrue 3a6oneBaHusa

HecmoTpsi Ha To, 4TO AaHHas rpynna no onpeaeneHuto
SIBNAETCH reTeporeHHon, GOJ/bLIMHCTBO CTPaH BblAensioT
B Hee TaKue 3ab0/ieBaHUsl, KaK MYKOBMUCLMAO3, ranakTo-
3emus, CMA 1 nepBuYHble UMMYHOAEPULNTLI. Kpome Toro,
B paMKax peruvoHanbHon nporpammbl . CaHKT-leTepbypra
B Poccuiickon denepaunn BHeapeH HC Ha aeduumt aekap-
60KcHNasbl apoMaTUYEeCKUX aMUHOKUCIOT.

MyKoBMCLMA03 BXOAMT B MPOrpamMbl CKPUHWHIA BO BCEX
pPacCMOTPEHHbIX CTpaHax, KpoMe AMNOHWK, YTO MOMKET ObITb
06YyC/IOB/IEHO 3NUAEMMUONOMMYECKMMU OCOOEHHOCTAMM AaH-
HOro 3a60J/IEBaHWS U PETMOHANbHOM CNELMUKON.

CMA BKtoyeHa B nporpammbl HC B 9 3apybexHbIx CTpa-
HaXx (M [OOMOSHWUTENbHO PEKOMEHAOBaHa ANs BKJIOYEHMS
BO ®paHumm), NnepBrUYHblE UMMYHOAEDULMTEI — B 8 CTpaHax
(M Tak)Ke AOMONHUTENbHO PEKOMEHOBaHbl AN8 BKIOYe-
HUA BO PpaHuuK), ranaktoleMms — TaKKe B 8 cTpaHax,
aednunt gekapbokcmnasbl apoMaTUYECKUX aMUHOKMKCAOT,
NOMMMO Hallel CTpaHbl, BKAOYEH TONbKO B PerMoHanbHyto
nporpammy utanbsaHckoro HC.

[pyrne cTpaHbl TaKXe BK/OYAlOT CKPUHWUHI Ha cneay-
owme 3ab6oneBanus, HC Ha KoTopble B Poccun Ha AaHHbIN
MOMEHT He NPOBOAMNTCS:

° CepnoBuAHOKNEToYHaa 60/Me3Hb — BKJ/OYEHA B MNpo-
rpammbl HC B Bennko6putanuu, lfepmanuu, Huaepnat-
nax, KaHape (pervoHanbHasi nporpamma), ®paHuuu
1 B PEKOMEH0BaHHbIM nepeyveHb B CLLA, a TakKe peKo-
MeHAOBaHa ANa BKAYeHMS B ABCTpanuu;

° MyKoMonucaxapuao3 | Tuna — BK/KOYEH B HaLMOHasb-
Hyt0 nporpammy B HuaepnaHgax 1 B peKOMeH40BaHHbIN
nepeyeHb B CLUA, a Tak)Ke B pernoHasnbHble nporpamMmbl
B Utanun, Kanage 1 AnoHWn, KpoMe Toro, BKJOYEHUE
paccmaTtpuBaeTca B ABCTpanuu;



° ajpeHonenkoauctpodus — BKIOYEHA B Mporpam-
MYy CKpWHWHra B HuaepnaHgax, B peKoMeHLOBaH-
Hbi nepevyeHb B CLUA, B pernoHanbHyl nporpammy
B AINOHUU U UTanuu n pekoMmeHhoBaHa ANS BKIOYEHUS
B ABcTpanuun n KaHage;

e neduUNT TryaHUMAMHOALETaTMETUNTPaHchepasbl —
BK/IIOYEH B pPErumoHasbHyl0 MNporpamMmMy CKPWHWHra
B ABCTpanum M KaHage, a TakXe B PEKOMEH0BaHHbIM
nepeyeHb B CLUA;

e OeTa-TallacCeMUss — BKJlO4EHa B deaepanbHyto npo-
rpammy HC B HugepnaHngax, permoHanbHyto nporpammy
HC B KaHaze u B pekoMeHjoBaHHbIN nepeyeHb B CLUA;

e ©6ones3Hb [lomMne — BK/OYEHa B pernoHanbHble Npo-
rpaMMmbl CKPUHWMHIa B MTanum n 9ANoHUKU 1 B pEKOMEHA0-
BaHHbIN nepeyveHb B CLUA.

Mpoyne gononHUTENbHbIE K POCCUMICKOM Nporpamme HC
3a60neBaHus BKNOYEHbI B HC B 04HOM MK ABYX CTpaHax.

Takum o6pa3om, Bcero 6 3abosieBaHU NpeacTaBieHbl
B MEPEeYHsIX KarKAOoW M3 CTpaH: BPOXKAEHHbIN TMNOTUMPEOD3,
deHUNKeToHypus, 60/1e3Hb C 3anaxom K/JEeHOBOro cupona
MOYM, M30BanepuaHoBas auuaemMus, rytaposas aunmaemMmns
| TMNna mn cpegHeuenoyevyHas auun-KoA-gervaporeHasHas
HeJOoCTaTO4YHOCTb.

Mo ocTanbHbIM 3a60NeBaHUAM B NpOaHaNU3UPOBaHHbIX
CTpaHax BblIIB/IEHbI CYWECTBEHHbIE pa3fnMynsa. B pekomeH-
NoBaHHbIN nepeyeHb B CLUA BKtoYeHbl 33 3aboneBaHus,
B Wtanum B nporpammy depepansHoro HC BKaoye-
Hbl 32 3ab6o0fieBaHMA (B OTHOLWEHWM eulle 9 3anyleHbl
pernoHanbHble NporpamMmsl), B MpPOrpamMmy CKPWHWHra
B Poccuickon Pegepauunn — 33 (BKAYaa geduumnT gekap-
60OKCHNa3bl apoMaTUYECKMX aMUHOKNUCOT), B ABCTpanmm —
31, B KaHage — 30, B ABcTpun — 29, B AnoHun — 30,

PO 10

ABscTpusa 10
ABcTpanus 8

Bennkobputanus 3

lepmaHusn 4

Nranua 11
HuaepaaHabl 4
KaHapa 7
®paHuua 4
MoAbLia 7
CLLA 7
AnoHuna 5

B OHAOKPUHHbIE HAPYLLIEHWA
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AMUHOKMUCAOTONATUN U HAPYLLEHUSA LIUKAG MOYEBUHbI

B HupepnaHgax — 28, B Monblwe — 26, B lTepmaHun — 19,
B0 ®paHuun — 13 1 B BennkobputaHmm — 9 (410 SBAsIeTCA
MWHUMaNbHbIM KOIMYECTBOM) (PUC. 2).

Mpu cpaBHeHWn cocTaBa nporpamm HC B pasnnyHbix
cTpaHax M nporpammbl paclwmpeHHoro HC B Poccuickomn
denepaUmm  MOXKHO c/llenaTb HECKO/IbKO BbIBOAOB.
Bo-nepBblx, Bce 3aboneBaHus, BKJIKOYEHHbIE B POCCUICKYIO
nporpammy HC, nonHocTbio OxBaTbiBaeT TONAbKO WTanus,
B CpefHEeM CTpaHbl He BKJ/YalT B HalLMOHajbHble MPO-
rpammbl HC 11 3a60n1eBaHui, BKIIOYEHHbBIX B POCCUIACKYIO
nporpammy. Npu 3TOM paccMOTPEHHble CTpaHbl BKJOYa-
10T B denepanbHble nporpamMmmbl oT 1 (BenukobpuTtaHus,
®paHuua, FepmaHus) 4o 9 AononHUTENbHbIX 3aboneBa-
HUI, He BxoAaswWwmMx B denepanbHbii HC B Halwen cTpaHe,
npu y4eTe pernoHanbHbIX NporpaMmm — A0 8 3aboneBaHui,
He BKJIloYeHHbIX B nporpammy HC B Poccuu (AnoHus). bonee
noApo6HO cpaBHEHWe 3aboneBaHut, BKIOYEHHbIX B deae-
panbHble W pervoHasbHble NPorpamMMbl Kaxaon U3 CTpaH,
¢ 3aboneBaHusaMM, BKIOYeHHbiMM B HC B Poccuickon
denepaumu, NnpuBeaeHo Ha puc. 3.

B xope npoBeaeHHOro aHanusa Oblv TaKXKe Bblaene-
Hbl HEKOTOpPbIE HaMNpaBfiEHWUS MO BO3MOXKHOMY COBEPLUEH-
cTBoBaHUio nporpammbl HC B Poccuiickon ®epeaumu. Tak,
Hanpumep, ABcTpanus, HuaepnaHibl M PpaHuus NocTo-
AHHO MPOBOAAT OLIEHKY Lenecoobpas3HOCTU paclumMpeHus
nporpamMMm HC ¢ nomoublo NPUMEHEHWS METOA0B OLEHKMU
TexHonoruu 3apaBooxpaHeHus (OT3), Taknum o6pa3om obec-
neynBasi Hambonee aKkTyalbHblM cocTaB nporpammbl HC
Ha BPOX/EHHbIE W/WUAW HACNeACTBEHHble 3a60NEBaHUS.
MpumeHeHne OT3 B HC aBngeTcd BarKHbIM UMHCTPYMEHTOM
ANA 060CHOBaHWA BK/OYEHUA 3ab0/ieBaHUM, MOCKOJbKY
NO3BONSET Y4YUTbIBATb [aHHbIE O KJIMHUKO-3KOHOMMUYECKMUX

11

11

B OpraHoaupponatmm

B HapyLueHUs OKUCAEHWS XUPHBIX kKUcAroT B Apyrue 3aboreBaHUA

Puc. 2. O6uiee KonmyecTBo 3a60eBaHWIN B NPOrpamMmMe HEOHATaIbHOTO CKPUHWHTA B PACCMOTPEHHbIX CTPaHax
Fig. 2. Total number of diseases included in the neonatal screening programs in reviewed countries
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Puc. 3. KonnyecTtBo 3a6onesBaHuit B NnporpamMax HeoHaTalbHOro CKpMHMHIa NpoaHanu3nMpoBaHHbIX CTPaH B CPaBHEHUKU C MPOrpaMmon

HeoHaTaNbHOro CKpMHUHIa B PoccuicKom dDep,epau,MM

Fig. 3. Number of diseases included in the neonatal screening programs in the reviewed countries compared to the neonatal screening

program in Russian Federation

lMpumevaHne. PHC — poccuiickas nporpammMa HeoHaTalbHOro CKpUHUHra.

Note. RNS (PHC) — Russian neonatal screening program.

NnocNeaAcTBMAX pacluMpeHns nporpamMmbl. B To e Bpems
oTcyTcTBME npumeHeHus OT3 ana pacwupeHus nporpamMmel
HC MoxeT 6biTb CBA3AHO C BbICOKOM COLMaNbHOM 3HAYUMO-
CTbl0 JJ@HHOIO BOMPOCA W TAXKECTbIO KIMHUYECKUX nocnea-
CTBMM NpU NO3AHEN OANArHOCTUKE 3a60NEeBaHNN.

Kpome Toro, aHanorMyHo NMAOTHLIM NPOEKTaAM U Peruno-
HallbHbIM MNporpammam Ao BHeapeHusa maccosoro HC
B Poccuitickon ®epepalmm, B cTpaHax ¢ 60/bWNM YUCIOM
060CO6IEHHbIX TEPPUTOPUANBHBIX €AUHUL, U BICOKON POXK-
faemocTblo (Hanpumep, B KaHage, ABCTpannm) NpUCyTCTBY-
eT pasaeneHue nporpamm HC Ha denepanbHyio U peruo-
HanbHble YacTu, a B CLLIA coctaB nporpammbl HC nonHOCTbO
HaxoAMTCH B BeleHWu WwTaTa.

Mo pe3ynbTratam aHanu3a coctaBa nporpamm HC B pas-
JINYHbIX CTpaHax 6biN BblAENEH psj 3ab0/eBaHW, KOTOpble
BKJ/IlOYEHbI B cocTaB nporpamm HC B Tpex u 60snee cTpaHax,
HO OoTCyTCTBYIOT B nporpamme HC B Poccuiickoin ®egepaumm.
K Taknum 3ab6oneBaHUAM OTHOCHTCS:
® apryHUHCYKUMHUNOBas aunaypus (BKIto4YeHa B 6 cTpaHax);
® CepnoBMAHOKNETOYHas aHeMUS (BKNtOYEHa B 6 cTpaHax);
e MyKononucaxapuao3s | Tuna (BKOYeEH B 5 cTpaHax);

o peduumt 3-mMeTunKkpotoHmn-KoA-kap6okcunasbl (BKO-
4yeH B 4 cTpaHax);

° aapeHonenkogucTpodus (BKIYeHa B 4 cTpaHax);

° (GeTa-TanaccemMus (BKa4YeHa B 3 cTpaHax);

o peduuuT ryaHmamHoaueTatMeTunTpaHchepasbl (BKO-
4yeH B 3 cTpaHax);

° 6o0sne3Hb [lomne (BKAOYEHA B 3 CTpaHax).

CBogHaa MHoOpmMaLMUsa O cocTaBe HalLMOHalbHbIX MPo-
rpaMm BCex CTpaH npeacTaB/ieHa B Tabn. 2.

3AK/TIOMEHUE

Takum o6pas3om, nporpamma HC B Poccum 3Hauwm-
TeNbHO pacwupunacb M B HacToslwee BpeMs BKOYaeT
36 3aboneBaHW, YTO [JeNnaeT ee OJHOW M3 caMbiXx Mac-
WTabHblX B MUpe. AHann3 MexayHapo4HOro onbiTa No3Bo-
NFeT BblAENUTb KJOYEBbIE HanpaBieHUs ANns AanibHeNnLwero
pa3BUTUA: BHEAPEHUE OLEHKU MEAULMHCKMX TEXHONOrmm

C LeNblo aKTyanusauumm nepeyHs TecTupyembix 3abone-
BaHWMN, a TaKXe paclWMpeHuUe MUNOTHbIX PEernoHas bHbIX
nporpamMMm c¢ y4eToM 3NUAeMMOoNOorM4ecKnMx 0CoO6EeHHOCTEN
M GUHAHCOBbIX BO3MOXHOCTEN Cyb6beKToB PoccuicKowm
degepaumn. Ansg apHEeKTUBHOIO pacliMpeHus nporpammel
HEeo6X0aAMM CUCTEMHbIM MOAXoA, npearnofaralolWmm pery-
NIAPHYIO aKTyann3aumio TeCTUpYyeMbIX HO3010MMIA Ha OCHO-
B€ K/IMHUKO-3KOHOMMYECKMX aHHbIX, MOAEPHU3aLMIO Ana-
FHOCTUYECKUX METOAOB M noBbllleHne 3GPEKTUBHOCTU
NPOBEAEHUS CKPUHUHTa.
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