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Pedepat. BBegeHue. B ctaTbe pacCMOTpPEHbI akTyarnbHble OpraH1M3aunoHHbIe BOMPOCH! NPOrpaMmbl HEOHaTarbHOro
CKPVHUWHIa 1 paclIMpPeHHOro HeoHaTanbHOro CKpuHuHra. Llenb nccnefnoBaHUA — OLEHUTbL PacnpoOCTPaHEHHOCTb
TNOXXHOMOMOXMUTENbHbIX Pe3yrnbTaToB HeoHaTanbHOro0 CKPUHMHIA U PacLUMPEHHOrO0 HEOHATANbHOMO CKPUHWUHIA cpeau
HOBOPOXAEHHbIX, OTHECEHHbIX K Fpynmne pucka rno pasfnuyHbiM HacneacTBeHHbIM 3aborneBaHUsIM, a Takke BbISBUTb
KrnoveBble hakTopbl, cnocobeTBytowme ux nosierieHnto. Matepuansi u metoabl. ViccnenosaHve Bknodano aHanuns
OaHHbIX 116 584 HOBOPOXAEHHbIX, NpoLleawmnx ckpuHuHr B 2023 rogy. o utoram nepBUYHONO CKpUHWMHIA B rpynny
pvcka no HacneacTBeHHbIM 3aboneBaHnaM Obinu BkoYveHbl 5996 HoBopoxaeHHbIX (5,14% oT obLero uncna obene-
[OOBaHHbIX), OOAHAKO nocrne peTecta KOnMM4ecTBO AeTeln B rpynne pucka cokpatunocb Ao 1062, a noaTBepaeHHbIN
OMarHo3 HacneacTBeHHoro 3abonesanus 6biny 107 geten. PesynbsTaThl U ux o6cyxaeHue. CornacHo nosnyyYeHHbIM
pesynbratam, pacnpoCTPaHEHHOCTb JTIOXXHOMONOXMUTENbHbIX Crly4YaeBs B rpynne pucka coctasuna 98,2%, 4To okasbiBaeTt
3Ha4MTeNbHOE BNUSHUE Ha HarpysKy CUCTEMbI 3a4paBooxpaHeHuns. MNpy 9TOM OCHOBHbIE OpraHn3auUnoHHbIE NPObneMbI
BKIHOYAIOT B ce6s1 HEJOOLIEHKY pUCKa NTOXXHOMOMOXUTENbHBIX PE3YNbTaToB Y HEAOHOLLEHHbIX AETEN 1 HOBOPOXAEHHbIX
C HU3KOW MaccoW Tena, paHHee B3AT1e KpoBM M oMbk Npu TpaHcnopTupoBke buomatepuanos. BeiBoabl. BBegeHve
6oree CTPOrvx NPOTOKOMOB B3ATUS U 06paboTkn 06pa3LioB, a Takke ynyulleHre MHPOPMUPOBaHUS poanTenei o Bo3-
MOXHbIX MCXOAaX, MOTYT CHU3UTb KOMMYECTBO JNIOXKHOMOMOXMTENbHbIX Cy4YaeB 1 Takum 06pa3om yMEHbLUNTL CTPECC B
cembsix. [ogyépkmnBaeTcst HEOOXOAUMOCTb NepecMoTpa OpraHM3aLMOHHbIX MPOLECCOB B NPOBEAEHNN HEOHATaNbHOIO
CKPVHWHIa 1 pacLUMPEHHOro HeoHaTarbHOro CKPUHUHIA NS NOBbILWEHNUSt UX 3P PEKTUBHOCTU, MUHUMU3ALMK 3aTpaT U
yryyLWeHnss KOMMYHUKaLMN MeXay MEQULIMHCKUMW OpraHu3aumm n CeMbAMM NaLneHTOB.

KnioueBble cnoBa: fOXHOMOMNOXUTENbHbIE Pe3ynbTaTbl, HeOHaTaNbHbIA CKPUHWHI, PaCLUMPEHHbIN HEOHaTarbHbIN
CKPUHWHT, 3TU4Yeckue npobnemsi.
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Abstract. Introduction. The article reviews the current organizational issues of the neonatal and extended neonatal
screening program. Aim. The aim of the study was to assess the prevalence of false positive results of neonatal and
extended neonatal screening program among newborns classified as at risk for various hereditary diseases, and to
identify key factors contributing to their occurrence. Materials and Methods. The study included data analysis of
116,584 newborns screened in 2023. At the end of the initial screening, 5,996 infants (5.14% of the total number of
those screened) were included in the risk group for hereditary diseases, but after retesting, the number of children in
the risk group decreased to 1,062, while 107 children had a confirmed hereditary disease. Results and Discussion.
According to the results, the prevalence of false positive cases in the at-risk group was 98.2%, which has a significant
impact on the burden on the health care system. Major organizational problems include underestimation of the risk
of false positives in premature and low birth weight infants, early blood collection, and biomaterial transport errors.
Conclusions. Introducing stricter protocols for specimen collection and processing, as well as better informing parents
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about possible outcomes, may reduce false positive cases and, therefore, stress in families. This study underscores the
need for revising organizational processes in implementing the neonatal and extended neonatal screening program to
increase its efficiency, minimize costs, and improve communication between health care providers and patients’ families.
Keywords: false positive results, neonatal screening, extended neonatal screening, ethical issues.
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B BegeHue. [ocygapcTBeHHbIE MPorpamMmbl CKpu-
HUHra HOBOPOXAEHHbIX MOMOratT BbISIBUTb
penkve BpOXAEHHbIE 1 HAacneacTBeHHble 3aboneBaHus
Ha paHHen ctaguu, 4ToObl BOBPEMSI Ha4aTb NneyeHne
[1,2]. B Poccumn HeoHaTanbHbIn ckpuHuHT (HC) Gbin BBE-
AeH B 1993 rogy v nepeBoHa4anbHO OXBaTblBasn TOMNbKO
denunketoHyputo (PKY) n BpoXXaEHHbIN rMNoTMPeos
(BI'), 4To NO3BONMMO CHW3UTb MOKasaTenu WHBaNWA-
HOCTU cpeau OeTei, Y KOTopbiX Bbifin CBOEBPEMEHHO
BblsiBreHbI 3TV 3aboneBaHus [3,4]. Co BpemeHeM npo-
rpaMmmMa paclumpsanach, YTo NO3BONUIIO BKIOYUTL B Hee
Takue 3aboneBaHwns, kak agpeHOreHUTanbHbIN CUHOPOM
(AIrC), mykosucumgos (MKB) u ranaktozemuto (FAJ).
BeeneHune npukasa MuH3agpascoupassutua Ne 185 B
2006 rogy obecneunno oCHOBY ANt CTaHAAPTU3aLMmM U
pacLUMPEHUSA CKPUHMHIA, YTO 3HAYMTENbHO YyYLLUIO
0XBaT HaceneHus 1 NOBbICUINO Ka4eCTBO ANarHOCTUKM
[5].

C 2023 roga B Poccuiickon ®epepaumm (PP) pac-
LMpunacb nporpaMma MaccoBOr0 CKPUMHUHIa HOBO-
POXOEHHBIX, Tenepb OOCTYMHO MccnegoBaHne Ha 36
Hosonorui. Mpynna n3 5 3abonesaHuii, BbINOMHSEMbIX B
pamkax HC, nononHunack 31 3abonesannem bnaroga-
pS BHEAPEHWIO MONEKYNsIPHO-TeHETUYECKMX METOAOB,
Takmx kak MNLP ana guarHocTvkun nepBuYHbIX IMMYHO-
aeduumTos (MWO) 1 cnMHanNbHON MbILLEYHOM aTpodmm
(CMA) n tangemHon macc-cnektpometpum (MC/MC)
Onsi BbISIBNEHUs1 HacneacTBeHHbIX bone3Heln obmeHa
BewecTtB (HBO), onpegensembix no nporpamme pac-
LUIMPEHHOrO HeoHaTanbHoro ckpuxuHra (PHC) [6].

MoMMUMO NONOXUTENBHBLIX MOMEHTOB, CBA3aHHbIX C
BO3MOXXHOCTbIO AMarHoCTMpoBaTh 3abonesaHms 4o no-
ABMEHNS KNMHWYECKNX CUMMTOMOB, YTO cnocobcTByeT
CHVXXEHUIO [ETCKOW CMEPTHOCTU U MHBanuamsaumu,
CYyLLeCTBYIOT Takke npobrnembl, CBA3aHHble C yBenu-
YEHMEM YacTOTbl JIOXKHOMOMOXNUTENBHBIX PE3yrbTaToB
HC n PHC [7].

B Hawem uccnegoBaHuu, NOXHOMOMOXUTENbHBLIM
pes3ynstaToM CYMTanuUCb Criydau, Korga nepBUYHbIN
CKPVHUWHI MOKa3blBaeT aHOManui, HO JarnbHellee
obcnenoBaHne uckniovaet 3abonesaHue. MNpobnema
TNOXXHOMOMNOXUTENbHBIX PE3YNETaTOB MPUBOAUT K TOMY,
47O nocne yrny6rnéHHon ANarHoCTUKM U3 rpynnbl pucka
MCKIoYaeTcst 60nbLIOe KONMMYECTBO HOBOPOXKAEHHbIX.
Mo pasHbIM AaHHBIM YMCNO UCTUHHO NONMOXUTENbHbIX
pesynsTaTtoB MOXET BapbupoBaTtbcsa oT 1% no 6,0%
[2,8].

BakHO Takke OTMETUTb, YTO CYLLECTBYET rpynna po-
AvTenen, KOTopble MOryT 0TKa3aTbCsl Kak OT MePBUYHOTO
CKPWUHWHIa, Tak 1 OT MOBTOPHOIO TECTUPOBAHUS, YTO
OrpaHn4MBaeT BO3MOXHOCTU ONArHOCTUKN U CBOEBpe-
MEHHOrO NneyeHust. JIoXKHOMONOXMTENbHbIE Pe3ynbTaThl
MOTYT NPUBECTU K ANUTENbHLIM NEPEeXUBaHNaM, Korga
poaouTenun npoporkalT 6ecnokonTbCs O 340POBbLE
pebeHka, Aaxe ecnu AarnbHellne TecTbl Nokasanu,
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4yTO 3aboneBaHne OTCYTCTBYET. OTO BbI3blBAET AOMIO-
CPOYHBIN CTPECC Y CEMbM, HYTO TPeOyET OT MEANLIMHCKNX
paboTHuKoB 6ornee BHMMaTENbHOroO NOAxXo4a B KOMMY-
HuKaumm ¢ poautensamu [9].

Ewe ogHow BaxxHOM Nnpobriemon aeBnseTca HegocTa-
TOYHas MHPOPMUPOBAHHOCTL POAMTENEN O nNpouecce
CKPWHWHIa 1 0 TOM, YTO MOXET MPUBECTU K MOXHOMOS0-
XutenbHblM pesynesratam [10]. B cBA3M ¢ 3TuMm BaxkHa
KayeCTBEHHas KOMMYHUWKaLMS C POAMTENAMU, HaYNHasA
C MOMEHTa NepBOro CKpMHUHra. PekomeHayeTcst npeno-
CTaBnATb MNOMHY0 U JOCTYMHY MHAOPMAaLMIO O CKpU-
HWHre, BO3MOXHbIX pe3ynbratax U ux nHTepnpetauuu,
4YTOObl YMEHbLLNTL CTPEeCcC M NpegoTBpaTUTb OOMro-
CPOYHbIE HEraTMBHbIE NOCNEACTBUS Anga cembu [2,9,11].

Lenb uccneposaHusa. OueHNTb pacnpocTpaHeH-
HOCTb NOXXHOMONOXWTENbHbIX pedynsratoB HC n PHC
cpean HOBOPOXAEHHbIX, OTHECEHHbIX K rpynne pucka
no pasnuMyHbIM HacneacTBeHHbIM 3aboneBaHusiM, a
TaKkKe BbISIBUTb KItoYeBble hakTopbl, CnocobeTayoLLme
NX NOSIBIIEHMIO.

Martepuanbl u metoabl.

WccneposaHne npeactaBnseT cobon peTpocnek-
TMBHbIM aHanu3 pesynstatoB HC n PHC, cpean Ho-
BOpPOXAeHHbIX MockBbl 3a nepuog ¢ 1 saHBaps no 31
nekabpsa 2023 roga. JlabopaTopHoe mnccnegosaHue
nposoaunock Ha 6ase N'bY3 «Mopo3oBckas aetckas ro-
poackas knuHudeckas 6onbHuuay. MNoaTeepxaatoLas
OMarHoCT1Ka MoneKynspHO-reHeTUYeCKUMN MeToAaMm
BbINonHsanack B pedepeHc-ueHtTpe ®reHY MIrHL, nm.
akagemuka boukoBa.

B nccnepoBaHve 6binn BKMOYEHbLI HOBOPOXAEHHbIE,
y koTopbix pedynsratel HC unn PHC npesbiwanu nopo-
roBble 3Ha4YeHust («cut-offy). 3T aetn BbINKn OTHECEHDI
B rpynny pucka ¢ NoAo3peHUeM Ha HacrnencTBEHHbIE
3aboneBaHus, BbinonHsemble no nporpamme HC: OKY,
BIL, AIC, MKB u I AJ1. U rpynny 3a6oneBaHuii, BbINOn-
HsembIx no nporpamme PHC: CMA, MO n HBO.

[aHHble ObInNy Nony4YeHbl N3 OTYETHBIX JOKYMEHTOB
nabopatopuun KINHWKO-AMArHOCTUYECKNX U FreHeTu-
yeckunx uccnegosaHun N'bBY3 «Mopososckas OKb»
n Mepguko-reHeTnyeckoro otaeneHus (MockoBckun
LeHTpa HeoHaTanbHOro CKpuHWHra). Ana aHanusa
4YacTOThbl FTOXHOMONOXNTENbHbLIX Pe3ynbLTatoB Obinn
MCMNOmnb30BaHbl METOAblI ONUCATENbHON CTaTUCTUKU, B
TOM YuCre pacyeT NPOLEHTHOro COOTHOLLEHWS TOXHO-
NONMOXUTENbHbBIX U NOATBEPXKAEHHbIX CIy4Yaes.

MpoTokon nccneposanus 6bin ogobpeH Ha 3acea-
HUW NIOKaNbHOIO 3TUYECKOro KOMUTETA MEAMLIMHCKOrO
MHCTUTYTa Poccuickoro yHuBepcuteta gpyxoul Hapo-
AoB umenu MNatpuca Jlymymo6ebi.

Pe3ynbrathl.

MapLupyT HOBOPOXAEHHbIX AETeln nocne nepsBuy-
Horo HC n PHC npegnonaraet HECKOMbKO BO3MOXHbIX
CLeHapu1eB B 3aBUCUMOCTM OT pe3ynbTaTtoB Uccreno-
BaHuS. Bce HOBOpOXAEHHbIE MPOXOAAT CKPUHUHK, 3a
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WCKITIOYEHNEM CryvaeB oTKasa poauTenen unm oTcyT-
CTBUSI CKPVMHUHIa MO pasfu4yHbIM npuynHam. Jetn un3
rpynnbel pucka, onpeaerneHHon rno pesynsratam nep-
BWYHbIX TECTOB UM Opyrum dhakTopam, NpoxogsaT mno-
BTOpPHOE B3ATWE KpOBU (peTecT). Ecnu pesynbraTsl pe-
TecTa nokasblBaloT M3MeHeHus1, TpebyeTcs npoBeaeHve
nogTeepXgarLwen AnarHoCTUKM A5 yCTaHOBNEeHUs
HanuuMsa Uy oTcyTCcTBUA natonoruu [6,12]. B cnyyae
noaTBepXaeHns anarHosa pebeHoK HanpaBnsaeTcs Ha
rnievyeHmne UM MOHUTOPUHI COCTOSIHWS B 3aBUCMMOCTM OT
o6HapyxeHHon natonorun. Ecnu xe 3abonesaHve He
noaTeepxaaeTcs, pebeHok Bo3BpaLLaeTcs B KaTeroputo
300pOBbIX AeTewn (pucyHok 1).

B pamkax nporpammbl HC n PHC B Mockse 3a
nepuoa ¢ 1 aHBaps no 31 gekabps 2023 roga obcne-
posanu 116 584 HoBopoxadeHHbIX. o ntoram nepeuny-
HOMO CKPWHWHIa B rpynny pucka no HacrneacTBEHHbIM
3aboneBaHusm nonanu 5996 poauBLUMXCS, YTO CO-
ctaBnseT 5,14% ot obuwero Yncna HOBOPOXKAEHHbIX
neten. lNocne NOBTOPHOIO B3ATUSI KPOBU M NPOBEAEHMS
peTecTa, KONMYeCcTBO HOBOPOXAEHHbBIX B rpyrnne pucka
yMeHbLumnock Ao 1062, 4TO NO3BONUMO UCKMOYUTL
82,3% peten c nepBoHavanbHO BbISIBIIEHHbIMU N3Me-
HeHusmn. B ntore gmnarHos 6bin nogteepxaeH y 107
neten, yto coctaensieT 1,8% oT obLuen rpynnbl pucka
(mabnuya 1).
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PucyHok 1. Cxema npoueaypbl BbISBNEHUS HACNEACTBEHHbIX 3a60neBaHWi NOCPeACTBOM HEOHATANBHOIO CKPUHMHIA
1 pacLUMPEHHOTO HeOHaTarlbHOroO CKPUHUHTA.
Figure 1. Scheme of the procedure for detecting hereditary diseases by means of the neonatal
and extended neonatal screening program.

Tabnwuua 1

Pe3ynbraTbl HeOHaTanNbHOro CKPUHUHIa U PacLUMPEHHOro HeOHaTarlbHOro CKPUHUHIA NO BbiSIBMIEHUIO HacneAcTBeHHbIX
3aboneBaHui y HoBopoxaeHHbIX B MockBe 3a 2023 rof

Table 1
Results of neonatal and extended neonatal screening program on detection of hereditary diseases in newborns in
Moscow for the year 2023
lpynna pucka [MonoxuTenbHbI peTect MoaTteepxaeHo
Hogonorm ynecno % GMGNO Y. % % OT rpynnbi % % OT rpynnbi % ot
Yern. pucka pucka petecTa
®KY I 120 2,0% 3,7% 32,5% 11,2% 10,0% 30,8%
BIr -180 19,7% 9,8% 8,8% 42,1% 3,8% 43,3%
ArC Wi7os | 20,9% 269% | 159% 8,4% 0,5% 3,1%
MKB S6: | 26.1% 36,5% | 24,8% 13,1% 0.9% 3.6%
rAn I 153 2,6% 2,4% 17,0% 3,7% 2,6% 15,4%
CMA 38 0,6% - - 2,8% 7,9% -
nma . 457 7,6% 7,0% 16,2% 9,3% 2,2% 13,5%
HBO .690 11,5% 13,7% 21,0% 9,3% 1,4% 6,9%
Bcero 5996 - - 17,7% - 1,8% 10,1%
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Haunbonee MHOrouncrneHHom rpynnov HOBOPOXAEH-
HbIX, ¥ KOTOPbIX ObINO 3aNO403PEHO HanMUunMe BPOX-
OeHHoN naTtonoruu, okasancsa AI'C, Takke M3BECTHbIN
KaK BpOXAeHHas AUCKYHKUMS Unu rmnepnnasms Kopbl
HagnoveyHnkoB. B rpynne pucka Haxogunocb 1794
pebeHka (29,9% oT Bcex B rpynne pucka), u nocne
npoBeAeHNs ONarHoCTUYEeCKoro noucka guarHos Obin
noaTeepxaeH y 9 HoBopoxaeHHbIX (8,4%), 4To cocTas-
nset 0,5% ot Bcer rpynnbl pucka u 3,1% cpegwn Tex,
KTO MPOLLEN PeTECT C NOMOXNUTENbHbIM Pe3yNbLTaToOM.

[dunarHocTnyeckmii Mapkep UMMYHOPEaKTUBHOIO
TpuncuHa (MPT) Takke npoaeMOHCTpMpOBan HU3KWN
ypoBeHb cneumduUyYHOCTM ANSA CKPUHWHIOBOMW Aua-
rHOCTUKM MykoBucumngosa. M3 1564 HOBOpPOXAEHHbIX
(26,1%), BKNOYEHHbIX B rpynny pucka, 388 peten
NpoLWNM AanbHENWNIA ANArHOCTUYECKNI NMOUCK MO-
cre pertecTa, NPOBEAEHHOro Ha 21-28 feHb XU3HW.
B pesynbtate nartonorus Obina noateBepxaeHa y 14
neten (13,1%)., uyto coctaensiet 3,6% OT uncna Tex,
KTO mpowen ganbHenwyo gmarHoctuky, n 0,9% ot
rpynnbl pucka.

Bbicokas yacTtoTa nogTBepKaeHus natonorum ooina
3aMeyeHa y HOBOPOXAEHHbLIX C nogo3peHvem Ha B
M3 1180 geten (19,7%), nepBoHa4anbHO OTHECEHHbIX
K rpynne pucka, NofoXuTenbHbIe pesynbraThl peTecTta
6binn BbisiBNeHbl Y 104 HoBopoXaeHHbIX (8,8% oT
rpynnel pucka). Bnocnegcteum gmarHos 6bin NogTBEPXK-
aeH y 45 peteit (42,1% cpean Bcex NOATBEPXKAEHHbLIX
naronoruin), 4to coctaenset 3,8% OT rpynmnbl pucka u
43,27% oT 4ncna geten ¢ NoNoXUTENbHBLIM pe3yrnbsTa-
TOM peTecTa.

Cutyaums ¢ ®KY Takke AEMOHCTPUPYET BbICOKYHO
YacToTy noaTeepxaeHusa auarHosa. M3 120 pgeten B
rpynne pucka (2,0%) 39 HoBOpOXAEHHbIX OblNn Ha-
npaBneHbl Ha NOATBEPXKAAIOLLYHO ANArHOCTUKY nocre
petecta (32,5%). [narHo3 knaccuveckon ®KY noa-
TBepauncsay 12 geten, uto coctasnseT 10% oT rpynnbl
pucka n 30,8% cpeawn npoluenLmnx peTecT.
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OunarHoctmyeckmii nounck Ha CMA oTtnuyaetca oT-
CyTCTBMEM MOBTOPHOMO B3ATUSA KPOBMW; BMECTO 3TOrO
cpasy nposoaunachb noAareepxparolas guarHocTuka
MOJEKYISAPHO-TEHETMYECKUM MeToaoM. 3aboneBaHune
noateepannochb y 3 n3 38 HoBopoxaeHHbIX (7,9% ot
rpynnbl pyucka), YTO MNOAYEPKUBAET HUIKYK 4acToTy
3Toro 3abonesaHusa cpeau NCCneaoBaHHbIX.

B rpynne HOBOPOXAEHHbIX C PUCKOM ranakTo3emMmm
Takke Oblna 3adMkcpoBaHa HM3Kasa YacToTa BbisiBre-
HUsi 3aboneanus. M3 153 petenn (2,6%), nuwb y 26
(17%) 6bInY BbISBNEHBI NOBTOPHbIE U3MEHEHWS U NPO-
BOAMNachb nogTBepxgatollas guarHoctuka. [dunarHos
6bIn noaTBepXaeH y 4 aeten, uto coctaenset 15,4%
nocrie nogreepxgatoLLen AMarHocTnkm n 2,6% ot Bcen
rpynnbl pucka.

Mpwn gnarHocTtuke MW 3a rogosow nepuoa B rpynne
pucka 6bino 457 HoBOpOXAEHHbIX (7,6%), MMetoLwmnx
ypoBHun TREC/KREC meHee 100 konuin/10° npu nep-
BWYHOM CKpUHUHre. Nocne npoBeaeHus petectay 74
aeten (16,2%) aHoMarnbHble pesynbTaTbl OCTanuchb
npexHumu. MNMpu nogTBepXAatoLwWwen guarHocTmke
BpOXAeHHble AedeKTbl MMMYHMUTETA NOOTBEPOMNINCH
y 10 HoBopoXaeHHbIX (13,5%), uto coctaensieT 2,2%
OT rpynnbl pycka, COOTBETCTBEHHO.

B rpynny pucka no HBO BoLunu natonoruu, onpeae-
ngemMble Mo YPOBHSIM aMUHOKMCIIOT M auUKapHUTUHOB,
3a UCKMHYEHMEM aMUHOKUCNOThLI peHunanaHunHa,
KOTOPbI paccMaTpmBaricsi OTAEMNbHO Kak Mapkep 45s
OKY. Beero B rpynny pucka HBO 6binm BkntoveHbl 690
HoBopoxaeHHbIX (11,5%). Mocne petecta Ans noa-
TBEpXJalwLen AnarHoCTUKU HanpasneHo 145 peten
(21%), n gnarHo3 6bin noaTBepxaeH y 10 N3 Hux, 4To
cocTaBnseT 6,9% oT yncna npoweawmnx petect n 1,4%
OT BCeW rpynnbl pucka.

BusyanunsuposaTb aHHbl€ MOXHO Ha NMHENHOWN
anarpamme C COOTBETCTBYIOLLEN TPYyNnMPOBKON (pu-
CYHOK 2).
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PucyHok 2. PacnpegeneHne HOBOPOXAEHHbIX MO rpynnam pucka, nonoXxuTenbHbIM pesynsTataMm petecta
1 NoATBEPXAEHHBLIM AMarHo3aM B pamMKax HEOHAaTanbHOro CKPUHMHIA U pacLLMPEeHHOro HeoHaTanbHOro CKPUHUHIA.
Figure 2. Distribution of newborns by risk group, positive retest results, and confirmed diagnoses within the neonatal
and extended neonatal screening program.
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O6cyxaeHune.

PesynbraTthl ccnegoBaHvsa nokasanu, 3a nepuog
2023 roga Ha NOBTOPHY ANArHoCTUKy 6bino BbI3BaHO
5996 HoBOpPOXAEHHbIX AeTen, npy 3ToM nuwb y 107
M3 HMX OblN NOCTaBNEH AMArHO3 HacrneaCTBEHHOro
3aboneBaHus. Takum o6pa3om, pacnpocTpaHeHHOCTb
NOXHOMNONOXMTENbHbIX cnyyaes coctasuna 98,2%. 1o
o3Ha4aer, 4To 98 n3 100 HOBOPOXKAEHHbIX, MOMaBLUNX B
rpynny pucka, nocrie AoMnoNHUTENbHBLIX MCCrefoBaHNN
ObINM NPU3HaHbI 300POBLIMU, YTO CO30AET 3HAYUTENb-
HYIO Harpysky Ha cuctemy 3gpaBooOXpaHeHus. Takomn
BbICOKU YPOBEHb NOXXHOMOMOXMTENbHbBIX PE3YyNbTaToB
TpebyeT aHanm3a NpuYnH U NocneacTBUA 3TOro ABIe-
HUSA ANS MEANLMHCKON NPaKTUKK, a TaKKe ero BIIMSHUS
Ha NCUXO3MOLMOHANbHOE COCTOSAHME POaUTENEN.

Kpome Toro, Halm JaHHble MOoKa3bIBaKT, YTO F0X-
HOMONOXMTENbHbIE pe3ynsTaThl N0 TAKUM HO30S10MVAM,
KaK agpeHoreHuTanbHbIi CMHAPOM M MYKOBUCLIMAO3,
OCTaloTCHA Ha BbICOKOM YPOBHE W YKa3blBatOT HA HU3-
Kyl0 Ccneundu4HOCTb CKPUHUHIOBBLIX TECTOB AMs OT-
JenbHbiX 3aboneBaHnin. 13 1794 neten, OTHECEHHbIX
K rpynne pucka no AIC, gmarHo3 6Obin noaTBepxaeH
nmwb y 9 HoBopoxaeHHbix (0,5% oT rpynnbl pucka), a
no mykoBmcunaosy n3 1564 HoBOPOXAEHHbIX AnarHo3
nogTteepauncs y 14 (0,9% ot rpynnbl pucka). 310 noa-
YepKMBaeT HEOOXOAUMOCTb YNy4LLEHWS ANarHoCTYe-
CKNX KPUTEPUEB M NOBbILLEHMSA CNELNGUYHOCTM TECTOB
Ons aTux 3abonesaHui.

JIOXKHOMONOXMTENbHBLIE PE3yNbTaTbl HEOHATaNbHOro
CKPUHWHIa MOryT BO3HMKaTb NO pPSAYy NPUYUH, CBSA3aH-
HbIX C TEXHWYECKMMU, OMONOrMYECKUMM, OpraHn3aum-
OHHbIMW 1 APYrMMY dhakTopamum.

BONbLWMHCTBO NOXHOMONOXUTENbHBLIX PE3YNLTAaTOB
HC n PHC npuxoantca Ha HeQOHOLLIEHHbLIX HOBOPOX-
OEHHBIX, NPY MHOXECTBEHHbIX U3MEHEHMWIN B MEPBUYHbBIX
pesynbratax B MOBTOPHbIX UCCEAOBaHMUAX CyMMapHO
okono 5% BbISIBNSOTCA UCTUHHO 6onbHble aetn [13]. Y
HEeOOHOLUEHHbIX OEeTEN N AeTEen C HU3KOW Maccon Tena
YyacTo HabnogatTcss aHoMarnbHble pe3ynsTaThl U3-3a
dusnonornyecknx ocobeHHocTem nx obMmeHa BeLLEeCTB,
HeJopa3BUTMS OpPraHOB M HE3PENOCTbI0 (PEPMEHTHbIX
CUCTEM, YTO COMPOBOXAAETCA HANMYNEM aHOMAITbHbIX
YPOBHEN BUOXMMUNYECKMX MapKepoB. OTU AeTU Ha-
XOASATCS B rpynne pucka no NOXHOMONOXUTENbHbIM
pesynkratamM, 0cobeHHO Anst Taknx 3aboneBaHuii, kak
HBO v aHOoKpUHHbBIE HapyLweHus. Hanpuwvep, y geten
C 3KCTpemarnbHO HM3Kow maccon Tena (meHee 1000 r)
NOXXHOMONOXUTENbHbIE Pe3ynbTaThl No MeTabonuye-
CKMM HapyLEeHUAM M SHAOKPUHHbIM 3aboneBaHusaM,
TakNM Kak BPOXOEHHbIA TUMOTUPEO3 U BPOXAEHHast
rmnepnnasns Hagno4ye4yHnKoB, Habnopatotca B 77% B
ofHOM vccrnedoBaHum [14] 1 62% B gpyrom [15].

[nsa CHWXKEHMSA YacTOTbl FIOXKHOMOMNOXUTENBHbIX pe-
3ynbTaToB B rpynnax pucka, Takmx Kak HE4OHOLLIEHHbIE
1 AETU C HN3KOW Maccoi Tena, BHeapsoTCsa cneynanb-
Hble MPOTOKOJbI B3SATUSI KPOBU, HANpumep, BPEMEHHOE
npekpalieHne napeHTepanbHOro nNUTaHusa oT Tpex
YyacoB nepep B3ATMEM 00pa3suoB [16,17]. XoTs Takue
pe3ynbTaTbl peako MOATBEPXKAAKTCA NPW NMOBTOPHbIX
TecTax, OHV TPeOyHT TLWATENbHOW OLEHKM, YTOOLI HE
NPOMyCTUTb UCTUHHO MOSIOXKUTENbHbIE CIyYaun.

CornacHo gaHHbIM NuTepaTypsbl, CIIULLIKOM paHHee
B3SiITUE KPOBW SABMNSETCA OOHUM U3 BaXXHbIX (haKTOPOB,
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NOBbILLAKLLMX BEPOATHOCTb JTOXKHOMOMOXUTENbHbIX
pesyneraTtoB. Ecnv aHanus kpoBu BepeTcs CrnLLKOM
paHo (80 24 YacoB nocrie poXxaeHus), metabonmyeckme
NpoLEeCcChbl B OpraHM3mMe HOBOPOXAEHHOrO MOryT eLle
He cTabunManpoBaTbCs, YTO MPUBOLAMT K aHOMasbHbIM
YPOBHSIM NoKa3aTesnen, Takux Kak aMUMHOKUCIIOTbI, auus-
KapHUTUHbI UM TOPMOHbLI. OTO 0COBEHHO XapaKkTepHO
ansi ckpuHuHra Ha Bl u HBO, roe ypoBeHb MeTabonutos
He yCTaHOBMeH O0MkHbIM obpasom. Mpu B3sATMM 00-
pasLoB KpoBM = 48 4acoB Nocre poaoB Yy MiafeHLEB,
€O cpokoM rectaumu £ 32 Hegenb, 66110 0BHapyXeHo
OTHOCUTENBHOE CHUXKEHMWE JNTOXKHOMOSOXUTENbHbIX pe-
3ynbratoB Ha 17-OH nporectepoH Ha 44%.

[Nsi CHWXEHUSI pycKa NOXHOMOMNOXUTENbHBIX pe-
3ynbLTaToOB PEKOMeHAYeTCsi B3ATUE KPOBU B YCTaHOB-
NEHHbIN BpEMEHHOW NMPOMEXYTOK, Yepesd 24—48 yacos
nocne poXxaeHust Anst AOHOLLEHHbIX AeTEN, N Ha 7 CyTKK
(144-168 yacoB) ANst HEOOHOLUEHHbIX.

Owmbkm B MeTogax cbopa, XpaHeHNs U TpaHCNOPTK-
POBKM 06pa3LOB KPOBU SIBMSKOTCS BaXKHbIMU dhakTopa-
MU, KOTOPbIE MOTYT MPUBECTU K JTOXKHOMOMOXUTENBHbIM
pesynsratam HC. Bo3gelnicTBue BbICOKMX Temneparyp,
3arpsi3HeHne Mnu KoHTammHauus obpasuos, Hedo-
cTaToyHasi mponuTKa unbLTpoBanbHON Bymarn MoryT
NPUBECTU K UCKAXXEHWNIO AAHHBIX aHanusa.

[nsi CHUWKEeHMS YacToTbl NOAOOHBLIX OLLUMBOK BaXXHO
cobntogath YeTKMe NPOTOKOMbI XpPaHEHMS U TpaHCnop-
TMPOBKM, @ Takke NpaBUIIbHO 00y4aTb MEAULIMHCKUNA
nepcoHarn, OTBETCTBEHHbIN 3a cbop n obpaboTky 06-
pa3suos [8,18].

Hawe nccnepoBaHue noatsepXaaeT, YTo ANg no-
BbllweHus adpdektneHoct HC n PHC Heobxoanmo
yUYMTbIBaTb YKa3aHHble hakTopbl pucka. OnTummusaums
NMpPOTOKOMOB 3abopa KpPoBM 1 METOAOB 00paboTku 06-
pasuoB, a Takke MoBbllleHNne MHOPMUPOBAHHOCTH
MeMLIMHCKOro nepcoHana u poauTenein 0 BO3MOXHbIX
NCXo[ax CKPUMHUHIA, MOMOTYT YMEHbLUUTL KONMYECTBO
NOXXHOMOSMOXUTENMbHbIX CITyYaeB 1 yNy4YLIUTb Ka4eCTBO
aunarHoctmkun. Bece 3ty dhakTopbl 3HAUNTENBHO YBENU-
YMBAIOT Harpy3Ky Ha CUCTEMY 30pPaBOOXPaHEHUsl, U
NPUBOAAT K JIULLIHMM 3KOHOMMWUYECKMM 3aTpaTtam.

3aknrouyeHue.

Kak nokasanu pesynsratbl UCCriegoBaHUS BbICOKUNA
YPOBEHb NTOXHOMONMOXUTENBHBLIX pedynstatoB B HC 1
PHC Ttpebyet nepecmoTpa opraHn3auuoHHbIX U Ana-
FHOCTUYECKNX NOAXOAOB. BO3HMKAOT 3HAUYUTENbHbIE
OpraHvM3aunoHHbIE N 3TUYECKME BbI3OBbI A1 CUCTEMbI
3apaBooXpaHeHnsi. HecmMoTpsi Ha o4eBUaHbIE NPeEnMy-
LLlecTBa paHHEro BbISBNEHUS PEeAKMX HacnencTBeH-
HbIX 3aboneBaHui, HeoBXoOAMMO YUYUTbIBATb BIUSHUE
NOXHOMOMNOXUTENbHBLIX PE3yNbTaToB Ha poauTenen u
MEeONLIMHCKMIA NepcoHarn.

[na adeKkTnBHOro yrnpasneHns AaHHbIMK CriyyYas-
MU TpebyeTcst NnepecMoTp OpraHN3auMOHHBIX MOAXOA0B
K MPOBEOEHUI0 CKPUHMHIA, OCOOEHHO B OTHOLUEHUU
[eTen C HA3KOW Maccol Tena 1 HeAOHOLLEHHbIX. BaxHo
NnoBbILWATh CNeUM@PUYHOCTb ANAarHOCTUYECKNX TECTOB
Onsi 3aboneeaHui, yny4latb Ka4ecTBO B3ATUS U TPaHC-
NnopTMPOBKN BromaTepurana, a Takke onTMMU3NPoBaTh
NPOTOKOMbl BPEMEHN B3ATUS 006pasLiOB, YTO CHU3UT
BEPOSATHOCTb JIOXKHOMOMOXUTENBHbIX pe3ynbraToBs. [1o-
BbILLEHWNE MHCPOPMUPOBAHHOCTY poanUTENel o npoLec-
Ce MOBTOPHbIX MCCIe0BaHUN N BO3MOXHbLIX MCXOQaxX
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MOXET CYLLLECTBEHHO YMEHbBLUNTbL X CTPECC M NOBLICUTb
OOBepue K MeAULIMHCKOMY NepcoHarny.

Kpome Toro, pocT NOXHOMOMOXUTENbHbBIX Pe3yrib-
TaTOB MPMBOAUT K YBENMYEHMUIO HaArpy3ku Ha nabo-
paTopHble N KIMHU4Yeckne cnyxbbl, 4To TpebyeT Oo-
NOSTHUTESNbHbBIX PECYPCOB 1 BPEMEHM AJ151 NPOBEAEHMS
NOBTOPHbLIX TECTOB, W KOHCYNbTaALMI. Takum obpasom,
NOBbILLEHNE Ka4eCTBa OpraHN3aLMOHHbIX MPOLLECCOB B
pamkax nporpammbl HC n PHC cnoco6cTtByeT ynyulle-
HUIO ero 3PHEKTUBHOCTU Y MUHUMM3ALIMN HEFATUBHOIO
BINUSIHUSA Ha NALNEHTOB U UX CEMbM.

lMpospayHocmb uccnedoeaHusl. ViccriedosaHue
He umero crioHcopckol ModdepxKu. Aemopbl Hecym
MOfIHYI0 0oMmeemcmeeHHOCMb 3a rpedocmasrieHue
OKOHYameribHOU 8epcuu pykonucu 8 neyams. Om Kax-
0020 yyacmHuka 6b1510 ros1y4EeHO MUCbMEHHOE UHGOP-
MuposaHHOe coernacue Ha yyacmue 8 uccriedosaHuu.

Heknapayusi puHaHcoebIx U Apya2ux e3aumMo-
omHoweHusix. Bce asmopsi npuHumanu yyacmue 8
paspabomke KoHuenyuu, dusaliHa uccredosaHusi U 8
HanucaHuu pykonucu. OKoH4YameribHasi 8epcusi pyKo-
nucu 6bina o0obpeHa scemu asmopamu. A8mMopbI He
rony4arsnu 2oHopap 3a uccredosaHue.
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