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NudopmupoBaHHOCTbL Bpayeun o nporpamme
pPaCLUUPEHHOro HeoOHaTaJIbHOro CKpMHUHra

A.WU. Tepackun’', O.E. KoHoBanog', 3. U. 3cmypauesa?, A.B. lLlynaes?, B.U. Nak’
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Pedpepart. BBegeHune. OgHvM 13 4eNCTBEHHbIX BApPUAHTOB PaHHEN AMarHOCTUKM HAcnNeaCTBEHHbIX 3aboneBanHuii, Noa-
JaroLmnxcst Tepanuu, SBnseTcss NPoBegeHNEe MacCoBOro 06cnenoBaHNst HOBOPOXAEHHbIX (HEOHATAmNbHbBIA CKPUHWUHT).
[Mpun aTOM nccnegoBaHne MHPOPMUPOBAHHOCTU YU MHEHUS MEAULMHCKMX PabOTHMKOB O MporpammMe HeoHaTarnbHOro
CKPVIHMHIa BaXXHO AJ151 MOHMMaHUS CyLLecTByoLMX 6apbepoB npu e€ peanusauun. Llenb nccnegoBaHus: npoaHanu-
31MpoBaTb MHPOPMUPOBAHHOCTL Bpayel pasnuyHblX crneunanbHOCTEN O NporpaMMe paclUMpPEHHOr0 HeOHaTalnbHOro
ckpyHuHra. MaTtepuanbl n MmeToAbl. B cTatbe aHanuanpyoTcsi pesynsraTbl U3y4eHus HOPMUPOBAHHOCTN 477 Bpayen
pasnuyHbIX cneunanbHOCTEN O NporpaMme paclUMpeHHOro HeoHaTanbHOrO CKPUHUHIA. B xoae npoBefeHust nccneno-
BaHWs NpedycMaTpuBaniocb M3y4eHne 3HaHUsl MporpaMmMbl PacLUMPEHHOrO HEOHATaNbHOMO CKPUHMHIA U MCTOYHUKOB
nonyyYeHns Bpayamm 3HaHWM 0 HEM, @ TakKe NOHMMaHWS BXKHOCTM CKPMHUHIA Kak MeTofa NpodnnakTukm BpOXAEHHbIX
W HacneacTBEHHbIX 3aboneBaHunii. [ns BbISBNEHUS pa3nuymin Mexay OTBETaMU KITMHUYECKUX FTEHETUKOB U OCTarbHbIX
Bpayven-cneymanmcTamm no Bonpocam aHKeTbl paccunTbiBancs 2. Pe3ynbraTbl U X o6cyxaeHue. YCTaHOBINEHO, YTO
niwb 39,2% Bpayen-KNMMHULMCTOB TOMHO 3HAKOT NepeyveHb 3aboneBaHnii, BXOASALWMX B pacLUMPEHHbI HEOHAaTarbHbI
CKPUHWHT. OTO CBMAETENLCTBYET O NyTaHULE C UMEILWMMUCA MHPOPMALMOHHBIMU MaTepuanamMmm UM HegoCTaToOuHON
OCBEOMITEHHOCTMN OMPOLLEHHbIX BPaYei-KIMMHULMCTOB O TEKYLLMX UBMEHEHWUSX B CKPUHMHIE. CregyeT OTMETUTD, YTO
abContoTHO BCE KIMMHMYECKNE FeHETUKN OCBEAOMSIEHbI O pacLUMpeHnn Nporpammbl HEOHATaNbHOMO CKpUHMHIA. JTO
BMOMHE OXWAAEMO, YYNTbIBas UX Ceumanusaumio 1 porb B MHTEPNpeTaumnm pesynsTaTtoB CKpUHUHIA. [okasaHo, 4To
Ha 4acToTy NOXHOMOMNOXMUTENbHbIX N NOXHOOTPULIATENbHbIX PE3YNbTaTOB PaCLUMPEHHOrO HEOHATaNbHOIO CKPUHUHIA
HanpsIMyto BNUSET NpeaHanMTUYeckunii atan, BKIOYaLWnii CBOEBPEMEHHbI 3a60p KpoBU. 3HaHWE KOPPEKTHbLIX CPO-
KOB MPOBeAEeHMNS pacLUMPEHHOTO HEOHATANIbHOrO CKPUHMHIA Y AOHOLEHHbIX Y HEAOHOLLEHHbIX HOBOPOXAEHHbLIX TECHO
CBSI3aHO C MHOPMUPOBAHHOCTbLIO O BHECEHHbIX U3BMEHEHUSIX B €70 Nporpammy. PecnoHAeHTbl, NpaBUibHO yKasaBLume
BBEJEHHbIE M3MEHEHUS, Yallle BblIOMpanu npaBusbHbIN OTBET U pexe Aonyckanu ownbku. YctaHoeneHo, Yto 38,2%
PECMOHAEHTOB CYMTAIOT, YTO CKPUHWMHT B LIENTOM He SIBNSIeTCst METOA0M NpodUnakTuku, B To BpeMsi kak 61,8% oteeprnu
3TO YyTBEPXKAEHME, NOATBEPXKAASA POSb CKPUHMHIA B NPOUIaKTUKE BPOXKAEHHbIX 3aboneBannil. OCHOBHLIM UCTOYHUKOM
MHOPMaLIMKN O PacLUMPEHHOM HEOHATaNbHOM CKPUHWHIE AN Bpaven ABNSATCA MEQULIMHCKUE XXypHarbHble CTaTby,
yyacTue B Hay4YHbIX KOH(PEPEHUMAX U CEMUHApaXx, a Takke MHTepPHET-pecypcbl. HECMOTpsa Ha HWU3KYH NONynsApHOCTb
METOANYECKMX MOCOBOMI, Kak UCTOYHMKA AN 06y4YeHNst BO BPEMSI HAYanbHOro NOMyYeHUst 3HaHUI, Bpayn aKTUBHO UC-
Nnonb3yT UX B NpakTU4eckon paboTe Ha aTane NpuHATUSA pelleHnii. BobiBogbl. PaHHee BbisiBNeHne HacneCTBEHHbIX
1 BPOXOEHHbIX 3a00neBaHunin cCnocobCTBYET CBOEBPEMEHHOMY Havarny Ux Ne4YeHUs1 1 KOPPEKLIMK, YTO MOMOraeT NpeaoT-
BpaTUTb UNM 3HAYUTENbHO YMEHbLUNTL Pa3BUTUE TSXKENbIX OCIIOXKHEHUI, @ TaKKe YNy4LMTb Ka4eCTBO XM3HW pebeHka.
KnrouyeBble crioBa: paclUMpPEHHbI HEOHATaNbHbIA CKPUHUWHT, NporpaMmma, MHOPMUPOBAHHOCTL Bpayen

Ansa untnpoBaHus: lepackuH A.W., Konosanos O.E., Ocmypanesa 3.U., LLynaes A.B., MNak B.W. MHdopmmnpoBaHHOCTb
Bpayei o nporpaMme paclUMpPEHHOro HeoHaTanbHOro CKPUHMHIa // BECTHMK COBPEMEHHOW KNMHUYECKON MeauLMHbI. —
2025. —-T. 18, Bbin. 4. — C.113-119. DOI: 10.20969/VSKM.2025.18(4).113-119.

Physicians’ awareness of the expanded
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Abstract. Introduction. One of the effective options for early diagnosis of treatable hereditary diseases is large-scale
newborn screenings (neonatal screening). At the same time, studying the awareness and opinions of healthcare
professionals about the neonatal screening program is important for understanding existing barriers to its implementation.
Aim. To analyze to what extent physicians from diverse specialties are aware of the expanded neonatal screening
program. Materials and Methods. This paper analyzes the results of studying the awareness of 477 physicians
from diverse specialties of the expanded neonatal screening program. The study involved examining the awareness
of the expanded neonatal screening program and the sources of knowledge about it among physicians, as well as
understanding the importance of screening as a method for preventing congenital and hereditary diseases. To identify
differences between the answers of clinical geneticists and other medical professionals to the questionnaire, x* was
calculated. Results and Discussion. It is found that only 39.2% of clinicians exactly know the list of diseases included
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in the expanded neonatal screening. This indicates confusion with the existing information materials or insufficient
awareness among the clinicians surveyed of the current changes in screening. It should be noted that absolutely all
clinical geneticists are aware of the expansion of the neonatal screening program. This is quite expected, given their
specialization and role in interpreting screening results. It is shown that the frequency of false positive and false negative
results of the expanded neonatal screening is directly affected by the pre-analytical stage, which includes timely blood
collection. Knowing the correct timing of expanded the neonatal screening in term and preterm newborns is closely
related to the awareness of the changes made in the program. Respondents who correctly indicated the introduced
changes were more likely to choose the correct answer and less likely to make mistakes. It is found that 38.2% of the
respondents believe that screening in general is not a method for prevention, while 61.8% rejected this statement,
confirming the importance of screening in the prevention of congenital diseases. The main source of information about
the expanded neonatal screening for physicians are articles published in medical journals, participation in scientific
conferences and seminars, and consulting Internet resources. Despite the low popularity of methodological manuals
as a source for learning during the initial acquisition of knowledge, physicians actively use them in their practical work
at the decision-making stage. Conclusions. Early detection of hereditary and congenital diseases contributes to the
timely initiation of treatment and correction thereof, which helps prevent or significantly reduce the development of
severe complications, as well as improve the child’s quality of life.

Keywords: expanded neonatal screening, program, physician awareness
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B BeAeHue. HacneacrteeHHble 60ne3Hn reHeTn-
YEeCKOW NpMpoabl ABMAAKTCA OQHMM 13 KNacCcoB
6onesHen, BbI3biBalOLWMX 0COBEHHbIE TPYAHOCTU pac-
nosHaBaHus Ha gonabopaTtopHom aTtane [1, 2, 3, 4, 5].
Pa3Hoobpasue npn3HakoB HacneacTBEHHbIX 3abonesa-
HURN, X MaHMdecTaums B LUMPOKOM BO3pacTHOM Ana-
nasoHe, OTCYTCTBME crneundunyeckmx CUMNTOMOB, Npo-
rPECCUPYIOLLNIA XapakTep YacTo NPUBOLAT K NO3AHEN
NoCcTaHOBKe AMarHo3a Ha ypoBHE MepPBUYHOro 3BeHa
30paBOOXPAHEHNS 1 HECBOEBPEMEHHOMY OKa3aHWio
MeOnUUHCKOM nomoLm. bonblwmMHCTBO Bpayen He 06-
nagaroT cneumanbHbIMU 3HAHUSMU MO OUArHOCTUKE U
Ne4YeHnto TakmMx NaumeHToB, He NMEIOT onbiTa paboThbl
Cc HUmMmK [6, 7, 8].

lMo3aHAA AnarHocTuKa 4acTo cBsi3aHa C Hefo-
CTaTOYHOW MHAPOPMAaLMOHHOW HayYHO-MEeOULNHCKOMN
nogaepxkon megpaboTHMKOB B obnactin opdaHHbIX
3aboneBaHuii. 3-3a gecmumuta 3HaHUN TPYAHO OCYy-
LLeCTBNATL AUCNaHCepU3aumio 1 NoaAaepXK1BatoLLYo
Tepanuio Takux 6onbHbIX [9, 10].

OnHM 13 4eNCTBEHHbIX BapMaHTOB paHHEN AnarHo-
CTMKM HacneacTBeHHbIX 3aboneBaHni, NOAAALLIMXCS
Tepanuu, BNseTca NpoBeAeHne MaccoBoro obeneno-
BaHWsl HOBOPOXAEHHbIX (HEOHaTanNbHbIN CKPUHUHT).
Mpn aTtom nccnegoBaHue UHAPOPMUPOBAHHOCTU U
MHEHUSA MEeAMUUHCKMX pabOoTHMKOB O nMporpamme He-
oHaTanbHoro ckpuHuHra (HC) BaxkHO Ans NOHUMaHWs
CyLLecTBYHOLLMX BapbepoB Npy eé peanusauuu.

Llenb nccnepoanus. NpoaHanunavposatb MHGOP-
MUPOBaHHOCTb BpaYven pasnuyHbIX creumanbHOCTEN O
nporpaMme pacLUMpeHHOro HeoHaTarnbHOro CKPMHUHra
(PHC).

MaTepuan n metogbl. [Ins npoBeaeHns HacTosiLLe-
ro uccrnenoBaHust 6bin paspaboTaH CTPyKTypUpPOBaH-
HbI ONPOCHWUK, BKMovarowmn 27 sonpocos. dopmar
aHKeTbl NpegycMaTpuBar CodeTaHne BonpoCcoB OTKPbI-
TOrO M 3aKpbITOro TMNa, a Takke BO3MOXHOCTb Bbibopa
O[OHOTO WM HECKONMbKMX BapMaHTOB OTBETA.

Obwas Bbibopka coctaBuna 562 cneunanucta. Og-

KnuHnyeckne reHeTukmn 31 (6,5%)
HBKO, M1OCTIE VICKITKONEHMS PECTIOHTIGHTOB, HE CBABAHHBIX g o rnoe o n S 25 (5.2%)
C MpoLeccammn CKpUHUHIA, a Takke He paboTaroLmx C

AKyLLEepbI-TMHEKONOrY 18 (3,8%)
HOBOPOX/AEHHbIMW AETbMU UMK AeTbMU C BPOXAEHHbI- -
M1 3a60MEBaHNAMM, B CTATUCTUYECKUI aHanua Bbino | AETCKk1e Hesponorm 16 (3,4%)
BKIIOYEeHO 477 Bpadeil. ATu cneumanncTbl npeacTas- [ APyrve cneunanncrel 19 (4,0%)

OPIAHW3ALWA 3PABOOXPAHEHNA

NSanu pasnuyHble BpadebHble cneunanbHOCTH, Takue
KaK KIMHMYeckas reHeTumka, negnaTpus, akyLwepcTBo 1
rmHekonorns. Cpeam onpoLueHHbIX cneumanucTtos 170
pecnoHaeHToB (35,6%) pabotanu B Mockse, ocTtanb-
Hble B APYr1X permoHax CTpaHsbl.

B xone npoBeneHus uccnegoBaHus npegycmartpu-
Banocb n3yyeHune 3aHaHnsa nporpamMmmbel PHC 1 uctoyHm-
KOB NMOMy4YeHns BpadamMm 3HaHUN O HEM, a TaKKe NMOHK-
MaHUWS BaXXHOCTN CKPUHMHIa Kak MeToda NpounakTukm
BPOXAEHHbIX N HACNEeACTBEHHbIX 3aboneBaHuin.

[ns BbIABNEHNS pa3nuymmn Mexay oTBeTamm KIuHU-
YeCKMX FreHETUKOB U OCTalnbHbIX Bpaven-cneumanucTa-
MU MO BONPOCaM aHKeTbl paccyuTbiBancs x2.

lMpoTokon nccnegoBaHus 6bin ogobpeH Ha 3acena-
HWW IOKanbHOr0 3TUYECKOro KoMuUTeTa MeauLIMHCKOro
MHCTUTYTa Poccuickoro yHuBepcuteta apyxobel Hapo-
noB nmenu Matpuca Jlymym6ei.

Pesynbrarthl 1 nx obcyxaeHue.

PacnpepeneHue no cneunanbHOCTAM Bpayewn, npu-
HSABLUMX y4acTue B UCCreaoBaHUN, MO3BOMSET OLEHNUTb
MX BOBMEYEHHOCTb B peanunsauumtio nporpammsl PHC.
Kpome Toro, 310 NOMoraet BbIsiBUTb CeLnuKy 3HaHuI,
HaBbIKOB W OTHOLLUEHWUS K CKPUHUHFY B 3aBUCMMOCTY OT
npocunsa pecnoHaeHToB. B onpoce npuHsanu yyactme
cneunanncTbl pasnunyHbiX Npodunen, YTo oTpaxaet
MHOTOrpaHHhbIN NOAX0A K U3yHEeHU0 peanusauum npo-
rpammbl PHC. B mabnuuye 1 npegctaBneHo pacnpege-
NeHmne pecnoHAEHTOB MO Bpa4YebHbIM CneumanbHOCTAM.

Ta6bnunuya 1

PacnpepeneHue pecnoHAeHTOB
no Bpa4yeGHbIM cneuunanbHOCTAM (abc./%)
Table 1

Distribution of respondents by medical specialties (abs./%)

KonuyecTtso
pecrnoHaeHTOB

295 (61,8%)
73 (15,3%)

Bpaqe6Haﬂ cneumanbHOCTb

Meguatpbl

HeoHaTtonorun
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MepmaTpbl COCTaBNAT OCHOBHYHO rpyMnMny pecroH-
AeHToB (61,8%), 4TO OOYCNOBMNEHO UX LIEHTParbHON
ponblo B BEAEHUN MNadeHLEB NOCIe BbIMUCKA U3 y4-
pexaeHun pogoscrnoMoxeHnsa. Heonatonoru (15,3%)
aKTMBHO BOBJIEYEHbl B peanusauunto CKpUHWHIA, Mno-
CKOIbKY MX npodpeccnoHanbHasi 0eAaTeNbHOCTb HeMno-
CPEeLCTBEHHO CBsA3aHa C BeOEHNEM HOBOPOXOEHHbIX.
KnuHunyeckne reHeTukn (Ha HUX npuwnocb 6,5%
pecnoHaeHToB) paboTaloT HENOCPEACTBEHHO C AETb-
MU, Y KOTOPbIX NMOAO3PEBAETCH UMK YXe onpeaeneHo
HacrnegcTBeHHoe 3aboneBaHue, NOSTOMY pe3ynbTaThl
CKPVHWHIa KpalHe BakHbl AN 3TUX CNeunanmcToB.

Ha Bpadyei knnHudeckon nabopaTtopHON AuarHo-
CTUKM 1 NabopaTopHbIX FreHeTUKoB npuwinocb 5,2%
PECMNOHAEHTOB. OTK Bpaun HEMNOCPEACTBEHHO NPOBOAAT
OVarHOCTUKY HacneacTBEHHbIX 3aboneBaHuii u pabo-
TalT B TECHOM KOHTaKTe CO BCEMMW crnieyuanmcTamm no
WMHTEepnpeTauun pesynsTaTtoB CKPUHUHIOBBIX MCCNeao-
BaHWI, a Takke npasunam B3sTMS Guomarepmana Ha
nccnegoBaHue.

B nccnenoBaHum Takke NPUHANM y4acTye akyLlepbl-
TMHEKOSOMN, YTO CBSA3aHO C X PYHKLMENn MHAOPMUPO-
BaHWA poauTenen Ha sTanax 6epeMeHHOCTN U poadoB.
B onpoce npuHanu Takke yyactne geTCKMe HeBPOIor
N 3HOOKPMHOMOMN, KOTOpble BOBIEYEHbI B NMPOLECCHI
ONarHOCTUKN U NeYeHnst BpoXOeHHbIX 3aborneBaHui,
BbISIBMEHHbIX NPU CKPUHUHIE HOBOPOXOEHHbIX.

[laHHOoe pacnpegeneHne pecnoHOEHTOB LEMOH-
CTPUPYET, YTO OCHOBHAsi Harpy3ka rno peanunsawumm npo-
rpammbl PHC noxuTtcs Ha negnatpoB 1 HEOHATOIOroB.
Mpn aTOM y4yacTme y3KonpogUIbHbLIX CrneunannucTos
nogYepKMBaeT BaXKHOCTb MEXAUCLMMNIIMHAPHOIO noa-
XOfa K CKPUHUHTY. QTN JaHHbIe crieqyeT yunTbiBaTb Npu
pa3paboTke LeneBbix 0bpasoBaTenbHbIX NporpamMmm u
COBEPLLEHCTBOBAHNSI OpraHn3aLMOHHbIX NPOLIECCOB B
peanusaumn nporpammsl PHC.

MopaBnswwee GONbWNHCTBO PECNOHAEHTOB
(96,2%) coobLmnm, 4TO 3HaKT O pacLLUMPEHUM Mporpam-
Mbl HC. Jnwb 3,8% y4acTHMKOB onpoca 3asBumnu, YTo
HeOoCTaToOMHO OCBEAOMITIEHBLI O €€ M3MeHeHusax. Npu

aToM nuwwb 39,2% Bpavyen-KNMMHULUCTOB TOYHO 3HAKOT
nepedeHb 3abonesaHuii, Bxoaswmux 8 PHC.

BonblwunHcTBO Bpadven-knuHmuumctos (80,3%) owun-
©0o4Ho ykasanu, 4yto B PHC BkntoveHo 36 3aboneBaHui,
YTO CBMAETENLCTBYET O NyTaHULE C MMERLMMNCS
WH(POPMaLMOHHBIMN MaTepuanaMmn unu HegocTaTou-
HOW OCBEAOMIIEHHOCTM O TEKYLLUNX U3MEHEHUSIX. JTnLb
6,1% pecnoHOeHTOB yKa3anu BepHOe KONMM4ecTBO —
31 3aboneBaHune, YTO ykasblBaeT Ha HeOBXOAMMOCTb
YTOYHEHWS U akTyanusauuu 3HaHum Bpadven o PHC.
YkasaHue 5 (6,9% otseToB) u 12 (6,7% oTBeTOB) 3a-
©oneBaHuiA, CBA3aHO C yCTapeBLIEN NHDOopMaLmen
N HeJoCTaTKOM MPOBOAMMBIX cpeaun Bpaden obpaso-
BaTenbHbIX MeponpuaTuin. Knaccudeckas «nsatepkar
nccrnegoBaHui, NpeacTasnaoLLas cobor anarHocTuky
deHunketoHypumn (PKY), BpoxXgeHHOro runotnpeosa
(BI'), mykosucumposa (MKB), agpeHoreHnTanbHoro
cuHgpoma (AlrC), ranaktozemum (FAJT), BbiInonHanace
MaccoBO Ha Tepputopum Poccuiickon Pegepauum (PO)
0o pacwupenns nporpammel HC B 2023 rogy.

CpaBHUTENbHLIN aHanNM3 OTBETOB KITMHUYECKUX re-
HETMKOB M Bpayen-KNMHULMCTOB Ha BONPOChl «3HaeTe
nv Bbl nepeyeHb 3aboneBaHuii, Ha KOTOpble NPOBOAAT
PHC?» n «Ckonbko 3aboneBaHuii BXOAUT B NepeYeHb
CKpUHUpYeMbIx B nporpamme PHC?» nokasan cratu-
CTMYECKM OOCTOBEPHOE MpeobrnagaHne npaBUSbHbIX
OTBETOB cpeaun nepBbiX. [Ns BbISIBNEHUA pasnnyuin
MeXxay OTBETaMu KITMHUYECKNX FEHETMKOB M OCTaNbHbIX
Bpayeu-cneunanncToB paccuntbiBancs x2.

CnepytoLmii 6riok BONpoCcoB kacascs BpEMEH B3si-
Tns kpoBu Ha PHC. MpaBunbHoe BbINOMHEHWEe JaHHOMo
aTana kpaviHe BaXKHO C 1abopaTopHOM TOYKM 3pEeHus,
MOCKOMbKY OH BMMSIET HA TOYHOCTb U OOCTOBEPHOCTb
pesynbratoB. [peaHanuTMyecknii atan, BKAYaoLWNNI
CBOEBPEMEHHbIV 3a60p KPOBU, HANpsAMy BIUSIET Ha
CHWXEHME NOXHOMOSOXUTENBHbBIX U MOXHOOTpMLUA-
TenbHbIX pe3ynstaToB. [JaHHble 06 0CBE4OMITEHHOCTH
O CpOKax MpOBeAEHUS CKPUHWUHra NpeAacTaBfieHbl B
mabnuye 2.

Tabnwuua 2

OcBeAOMITEHHOCTb MEAULMHCKUX PaGOTHMKOB O CPpOKax NpPoBeAeHUsl CKPUHUHIA HOBOPOXAEHHbIX
B pamMKax NporpaMmmbl pacluiMpeHHOro HeoHaTanbHOro CKpUHUHra (a6c./%)

Table 2
Health professionals’ awareness of the newborn screening timing within the expanded neonatal screening program
(abs./%)
Bonpocsbl OTBeThI Abc. %
Mocne 3anycka nporpammsl PHC B 2023 He sHato 73 15,3
ObINK NN U3MEHEHbBI CPOKM B3ATUS KPOBU Na 247 51,8
Ha CKPUHUHI HOBOPOXEHHbIX AeTeNn? HeT 157 32,9
Cpa3y nocrne pogos 16 3,4
Ha kakol AeHb nocre poxaeHus 1-2 neHb 242 50,7
[OHOLLEeHHoro pebeHka NpoBoasaT B3sTME 3—4 peHb 160 33,5
kpoBu Ha PHC? 5-6 feHb 56 11,7
7 neHb 3 0,6
Cpa3y nocrie pogos 14 2,9
Ha KaKoii ieHb NoCne poxaeHs 1-2 nexb 24 5,0
He[loHOLEeHHOro pebeHka NpoBoAsAT B3ATME 3—4 peHb 29 6,1
kposw Ha PHC? 5-6 feHb 55 11,5
7 neHb 355 74,4

Mpumeyanune: PHC — paclumpeHHbI HeoHaTanbHbIA CKPUHUHT
Note: ENS — Expanded Neonatal Screening
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PecnongeHTam 6bin 3agaH Bonpoc: «[Nocne 3anycka
nporpammbl PHC B 2023 6bInK N1 U3MEHEHbI CPOKK
B3SITUS KPOBW HA CKPUHUHI HOBOPOXOEHHLIX AETEN?».
Kaxgbi BTopor Bpay-knnHmumncT (51,8%) nogteepaun
HanMyne mnaMeHeHun, ogHako 32,9% pecnoHAEeHTOB
oTBeTUNKN oTpuuartenbHo, a 15,3% 3aTtpygHunuce ¢
oTBETOM. JTO Takxke CBMAETENbCTBYET O HanuMyuu
3HaUUTENbHBIX MHPOPMaLMOHHBLIX NPobenoB y onpe-
OENEHHbIX rpynn cneynanncTos.

Ha Bonpoc o cpokax B3SiTUS KPOBU Y JOHOLLEHHBIX
HOBOPOXAEHHbLIX MonoBuHa pecnoHaeHToB (50,7%)
yKasanu npaBusbHbI OTBET — Ha 1-2- aeHb. Tem He
meHee, 33,5% pecnoHgeHToB nonaranu, 4Yto 3abop
KPOBW NpoBOANTCS Ha 3-4-11 AeHb. OTOT BPEMEHHOM VH-
TepBan Oblin akTyaneH 0o Bbixoga npukasa MuHsgpasa
P® ot 21.04.2022 r. Ne274H, B KOTOPOM pernameHTu-
pyeTcsi 3abop KpoBuM Ha 24-48 YacoB NoOCcne PoXAEHWS.
CwmelLieHne CPOKOB B3ATUSI KPOBM Ha Takon HEGOMbLLIOK
BPEMEHHOW Nepuog NpUBOAUT K CYLLECTBEHHbIM U3-
MEHEeHMAM B pe3ynbTaTax UCCrnefoBaHusl, OOQHOW U3
rmaBHbIX NPo6nem sABMNAETCA MNOBbILWEHNE 4aCTOThI
TNOXHOMOMOXUTENbHbIX U NOXHOOTPULIATENbHbLIX pe-
3ynbTaToOB CKPUHUHTA.

[nsi HeQOHOLIEHHbIX AETEW NpaBua B3ATUS KPOBU
He U3MEHWUITUCb, Ha TEKYLUUA MOMEHT pernameHTupy-
eTcsi 3ab0op KPOBU Ha 7-i AEHb XU3HU. BONbLIMHCTBO
pecnoHaeHToB (74,4%) ykaszanu npaBurbHbIA OTBET,
YTO CBUAETENBLCTBYET O MX BbICOKOW MH(OPMUPOBAH-
HOCTW faHHow rpynnbl. OgHako B 11,5% cnyyaeB Obinn
BblOpaHbl HEBEPHbIE CPOKU, TO €CTb 5-6-11 AeHb.

Ba)XHOCTb CKpPUHWMHra Kak metoga npodunakTuKu
BPOXOEHHbIX M HACMNEeACTBEHHbLIX 3aboneBaHnin ocTa-
€TCA KIMYEeBbIM MOMEHTOM B MOHMMaHUK Bpayamu
ponM pasfnnYHbIX NPOrpaMM CKpUHUHra. Onis oueHKn
NpeAcTaBneHnii cneumanncToB Obin NpoBeaéH cpae-
HUTENbHbLIA aHanM3 MX B3rMs40B Ha 3HAYMMOCTb He-
oHaTarnbHOro, paclUMpeHHOro HeoHaTarnbHOro U NpeHa-
TanbHOro CKPMHUHIA Kak METOAOB NPOMUNAKTUKUN. DTK
pe3ynsTaThl NO3BOMUN BbISIBUTb 3aKOHOMEPHOCTU B
BOCMPUSTUM BpadYaMu KOMMIIEKCHOIO Noaxoda B npu-
MEHEHUW CKPUHUHIOBLIX NporpaMm (mabnuya 3).

Mpwn atom 40,3% pecnoHAEeHTOB yKasanu, 4YTo Bce
BUAbl CKPUHUHIA — HEOHaTanbHbIN, PaCLUUPEHHbIN He-
oHaTanbHbIV 1 NpeHaTarnbHbIi — SBNSTCA METOAaMMU
nNpoMnakT1K1, YTo CBMAETENLCTBYET O HANNYMMN KOM-
NNeKCHOro noaxoda K NoHWMMaHuio 3ToW npobnemsl,
opHako 59,7% pecnoHOeHTOB He COrnacuncb ¢ 3TUM
yTBEPXXOEHNEM. YCTaHOBIEHO, YTo 38,2% pecnoHaeH-
TOB CYMTAIOT, YTO CKPUHMHI B LIENIOM He SBMSIeTCH Me-
TOAOM NPOdUNAKTUKK, B TO Bpemsi kak 61,8% oteeprnu
3TO yTBEpXAeHue, NnoaTBepXaas porib CKpUHUHIa B
npodunnakTnke BPpOXAEHHbIX 3aboneBaHnin. VICTOYHK-
K1 nonyyvyeHns 3HaHunm y Bpaden o PHC oTpaxeHbl B
mabnuye 4.

OCHOBHbIM NCTOYHMKOM MHGopMauun o PHC ansa
Bpayemn ABMNSTCA MEAULMHCKME XYpHarbHble CTaTbMy,
Ha 4TO ykasanu 65,2% pecnoHAeHTOB. YyacTue B Ha-
YUHbIX KOHdEPEHUNsIX U ceMuHapax oTmeTunu 60,8%
PECNOHOEHTOB, MHTEPHET-PECYPChl CTan 3HaYUMbIM
MCTOYHMKOM 3HaHW ans 53,0% pecnonaeHToB. Kypchl
NOBbIWEHNSA KBanudukaumm okasanucb MeHee Mo-
NynspHbIM UCTOYHMKOM, UX BblGpanu 43,2% pecnoH-
OEHTOB.

MeToandeckmne nocobus no PHC aensaiotca Hau-
MeHee MonynspHbIM UCTOYHMKOM WMHopmaunmn, nx
OTMETUNKN TONbKO 26,6% pecnoHOeHTOB, YTO MOXET
roBOPUTb O HE4OCTAaTOYHON PACMPOCTPAHEHHOCTU UK
akTyanbHoOCTU maTepuanoB. Pa3paboTtka u pacnpo-
CTpaHeHWe COBPEMEHHBLIX METOAUYECKMX MOocobun,
a[anTMpPOBaHHbIX Arsi Bpaden pasHbix crneumanbHoCTen
NMOMOXET JTyyLle NMOHMMAaTb OCHOBHbIE acneKTbl CKpU-
HUHIOBbIX MPOrpamMm.

AHanma npegnodTUTENbHbIX UCTOYHMKOB NPU NHTEP-
npetaumu pesynsratoB PHC nokasan, 4to 67,7% onpo-
LLEHHbIX Bpayemn NCMOoMb3ytoT METOANYECKNE PEKOMEH-
Aaumnmn N HauMoHarnbHble PyKOBOACTBA, MOATBEPXAASA NX
3HAYMMOCTb KakK KIo4eBOro MHCTPYMEHTa B Ux paboTe
(mabnuya 5). Hay4Hble nybnukaumm n nccnegoBaHus
oKasanucb MeHee NonynaApHbIM UCTOYHUKOM: TOJbKO
25,8% pecnoHOeHTOB ykasanu, YTO NOMb3YHTCA UMK,
Mpwn atom 74,2% pecnoHOEeHTOB HEe UCNOSb3YHOT 3TOT
noaxon, BEPOSATHO, U3-3a OrpaHU4eHHOro 40CTyna K co-

Tabnuua 3
MHeHuMe Bpayiei 0 BaXXHOCTU CKPMHMHIa Kak MeToAa NpodunnakTMKM BPOXAEHHbIX
M HacneacTBEHHbIX 3aboneBaHum (a6c./%)
Table 3
Doctors’ opinions on the importance of screening as a method of preventing congenital and hereditary diseases (abs./%)
BapwuaHTbl OTBeTbl Abc. %
Tonbko HeoHaTanbHbIN CKPUHWHF SIBMSIETCS METOLAOM Ha 10 2.1
NpoUNaKTVKN BPOXAEHHBIX M HACNEACTBEHHbIX 3ab6onesaHni Het 467 97,9
Tonbko HC 1 PHC sBnstoTca meTogamu npounnakTukm Ha 36 7.5
BPOXAEHHbIX U HacneACTBEHHbIX 3a6oneBaHuit Het 441 92,5
Tonbko NpeHaTasnbHbIN CKPUHWHE SIBASIETCA METOAOM Aa 21 4.4
NPodUNaKTVKN BPOXAEHHBIX N HACNEACTBEHHbIX 3abonesaHni Het 456 95,6
Bce BuAbI CKpUHWHTA ABNATCH METOAOM MPOUNaKTUKN Aa 192 40,3
BPOXAEHHBIX U HacneACcTBEHHbIX 3aboneBaHuni Her 285 59,7
CKPUHWHT He SiBNSIeTCA MeToAOM NPOodUnakTknN BPOXAEHHbBIX Aa 182 38,2
N HacneacTBEHHbIX 3aboneBaHuii Het 205 61,8

Mpumeyvanne: HC — HeoHaTanbHbIN CKpUHUHT; PHC — paclumpeHHbIn HeoHaTanbHbIA CKPUHUHT
Note: NS — Neonatal Screening; ENS — Expanded Neonatal Screening
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BECTHWUK COBPEMEHHOW KJIWHWYECKON MEAWLNHbI 2025 Tom 18, Bbin. 4




Ta6bnwuua 4

WCcTOYHMKM NonyyYeHns 3HaHUIM y Bpavel O paclUMpeHHOM HeoHaTanbHOM CKpUHUHre (abc./%)

Table 4
Sources of the physicians’ learning about expanded neonatal screening (abs./%)
Bonpocsbl OTBeThI Abc. %
Bbl nonyyaete 3HaHuA o0 PHC 13 MeguumuHckmx fa 311 65,2
XKypHarnoB v cTaten? Het 166 34,8
Bbi nonyyaete 3HaHus o PHC 13 061eaocTynHbIx Ja 253 53,0
WNHTEPHET-PECYpPCcoB? Het 224 47,0
Bbl nosyyaeTe 3HaHust 0 PHC 13 Hay4HbIX KOH(epeHLuil Ja 290 60,8
1 ceMrHapoB? Het 187 39,2
Bbl nonyyaeTe 3HaHus o PHC 13 kypcoB NoBbILLIEHNS Hda 206 43,2
KBanudpukaumm? Het 271 56,8
Bbl nonyyaete 3HaHua o PHC 13 meTogmyeckux nocobuit fa 127 26,6
no PHC? Het 350 73,4
Mpumeyanune: PHC — paclumpeHHbI HeoHaTanbHbIA CKPUHUHT
Note: ENS — Expanded Neonatal Screening
Ta6bnuuya 5
MpeanouTuTenbHbLIE UCTOYHUKN NPU UHTEPRPeTaLMmn BpayaMm pesynbraTtos
pacLmnpeHHOro HeoHaTanbHOro CKpUHUHra (a6ce./%)
Table 5
Preferred sources in interpreting by physicians the expanded neonatal screening results (abs./%)
Bonpockl OTBeThI Abc. %
Mpu uHTepnpeTauumn pesynstatoB PHC Bl onvipaeteck Ha cBefeHust fa 323 67,7
13 METOANYECKNX PEKOMEHAALMIA N HALMOHambHBIX PYKOBOACTB? HeT 154 32,3
Mpu uHTepnpeTauumn pesynstatoB PHC Bl onvipaeteck Ha cBefeHst Ja 123 25,8
13 HayuHbIX Ny6nuKauui 1 nccrnegosaHmin HeT 354 742
Mpu uHTepnpetauumn pesynstatoB PHC Bbl onvpaeTtech Ha pedepeHTHbIe MHTepBarbl Ja 205 43,0
B 6rnaHke nabopaTopHOro UCCrenoBaHNs HeT 272 57,0
Mpu uHTepnpeTauumn pesynstatoB PHC Bl onvipaeTeck Ha cBefeHUst Ja 188 39,4
3 KOHCYTLTaLWiA C Konneramu 1 cneumanucTamu HeT 289 60,6

Mpumeyanne: PHC — paclunmpeHHbli HeoHaTanbHbIA CKPUHWUHT
Note: ENS — Expanded Neonatal Screening

BPEMEHHOW nuTepaType Unm HegoCTaTO4YHOro BpEMEHN
Ha e€ aHanu3. PedepeHTHble MHTEpBarnbl, Npeacras-
neHHble B bnaHkax nabopaTopHbIX MCCneaoBaHuii, Uc-
none3aytotcs 43,0% pecnongeHTos. OgHaKo 3TO caMbln
nNpocTou 1 yaobHbI cnocob oueHnTb pesynbrathl. KoH-
cynbTauuun ¢ Konneramu v cneuymannucTaMmm SBnsioTes
nonynspHbiM METOAOM UHTEprnpeTaumm pesynsraTtoB
ansa 39,4% pecnoHOeHToB.

Cnenyet OTMETUTb, YTO METOAbl AUATHOCTUKM,
NorMcTUKa U MecTo NPOBeAEeHUs MccnegoBaHUn no
PHC o4eHb oTnM4aloTcsa OT Knaccnyeckomn nporpamMmmeil
MacCOBOr0 CKPUHWHra HOBOPOXAEHHbIX AeTen. Npu
3TOM BaXXHbIM MHOWKATOPOM YPOBHSA UHGOPMUPOBAH-
HOCTM CNeumanucToB SBMSETCS 3HaHWE TOYHOMO KOMu-
YyecTBa 3aboneBaHWi, BKIMIOYEHHbIX B PACLUMPEHHYIO
nporpammy PHC. CornacHo nony4eHHbIM AaHHbIM,
abConNTHO BCE KIMHUYECKUE TEHETUKN OCBEAOMIIEHDI
0 pacLUMpeHnn NporpamMMbl HEOHaTanNbHOro CKPUHUHTA.
OTO BMONHe OXnaaemo, y4nTbliBasi cneumanvsauuio
KIMHUYECKNX FTeHETUKOB U UX PONb B MHTEpnpeTauun
pesynsTaToB CKPUHUHTA.

YCTaHOBNEHO, YTO 3HaHWE KOPPEKTHbIX CPOKOB
nposegeHns PHC y HOBOPOXAEHHbBIX TECHO CBA3aHO
C WHOOPMMUPOBAHHOCTLID O BHECEHHBIX U3MEHEHUSAX
B nporpamMmMy. PecrnoHaeHTbl, NpaBUIbHO yKasaBLuune
npousolwealwme namMeHeHus, vawe Bbibupanu npa-

BECTHWUK COBPEMEHHOW KJIMHWYECKOW MERULNHBI 2025 Tom 18, Bbin. 4

BWIbHbIV OTBET (Ha 1—2-1 AeHb XUn3HU pebeHka) u pexe
ponyckanu ownbkm. OgHako cpeam pecnoHOeHTOB, He-
[0CTaTO4HO OCBEAOMIIEHHbIX O HOBOBBEAEHUSIX, OONS
HEBEPHbIX OTBETOB OCTAETCS BbICOKON. TO MOXET ObITh
CBSI3aHO C HeoCTaTKOM 06pasoBaTenbHbIX Meponpu-
ATUA UM OrpaHNYeHHbIM JOCTYNOM K OOHOBNEHHBLIM
METOAMYECKMM peEKOMEHOALMNSAM.

lMoHuMaHWe ponu pasnUyHbIX BUOOB CKPUHWUHIA B
npodmnakTmke BPOXOEHHbIX U HacneaCTBEHHbIX 3a-
BoneBaHU ocTaeTCcs BaXKHbIM aCnekToM MegNLUHCKON
npakTukn. Pesynbrathl nccrnegoBaHUs nokasanu, Yto
nwb 2,1% pecnoHAeHTOB COrNacunmch C yTBEPXKOeHM-
eM, 4To Tonbko HC MoxeT ObITb MeTogoM NpodUnakTm-
Kn. B cBoto ovepenp, 3T0 NOAYEPKUBAET HN3KNIA YPOBEHD
00006peHNsT OrpaHNYeHHON TOYKN 3PEHUS], B TO BPEMSI
Kak abcontoTHoe 6onblumHCTBO (97,9%) oTBeprnun 3To
yTBEPXAEHWE, 0EMOHCTPUPYS NOHMMaHWe HeobxoaMMo-
CTW KOMMNJIEKCHOro noaxoaa. HemHoro 6onbLue, 7,5% pe-
CMOHAEHTOB, NoaAepXxanu naeto, 4to Tonsko HC n PHC
obecneyvBaloT NpodunakTuky, Ho 92,5% oteeprnm aTo
yTBEPXOEHME, cUMTasi, YTO U Apyrme BuObl CKPUHMHIA
Takke BaxkHbl. [TpeHaTanbHbI CKPUHWHT Kak e4UHCTBEH-
HbI METOA NPOMUNAKTUKM NONYYnn Nogaepxky y 4,4%
PECMOHAEHTOB, YTO TaKkKe CBMAETENbCTBYET O HU3KON
nonynspHOCTX 3TOM NO3ULMK, TOrAa Kak nogaBnsioLLee
BonbLlMHCTBO (95,6%) oTBeprnu eé.

OPIAHW3ALWA 3PABOOXPAHEHNA




AHanmM3 NCTOYHMKOB MonyvyeHus 3HaHun o PHC u geneticheskuyu terapiyu [Early detection of Russian
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