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HeoHaTtanbHbIn CKPUHWHI BaXeH AJ1S paHHEro BbISBIEHWS MHOMMX HapylieHnii obmeHa BelecTs (HBO). OH HanpaBneH Ha cko-
peiLylo AMarHoCTMKy 1 neyeHne 60obHbIX HOBOPOXAEHHbIX, 4TOOLI NPefoTBPaTUTL pasBuTue 60Ne3HN, UHBANNMAHOCTL U CMEPT-
HOCTb, cBsI3aHHble ¢ HBO. MporpaMma ckprHUHra BKIIOYaeT B cebsi HECKOMBKO BaXHbIX YacTel: TECTUPOBaHNe, 06y4eHne, KOHTPOJIb,
[INarHoCTnKa, fieYeHne, ynpasseHmne 1 oueHka. Passutne nabopaTtopHbIX TEXHONOMWIA, TakKUX, KaK TaHAEMHAsi Macc-CrnekTpoMeTpus
(MC/MC), koTopas sBnsetcs 6onee cneumdryeckmm, Y4yBCTBUTENbHLIM, HAAEXHLIM 1 BCEOOLEMIOLLMM METOLIOM, YEM TPAAMLMOH-
Hble aHaNM3bl, YBENNYMIO YUCIO FrEHETUYECKMX 3a00NEBAHNIA, KOTOPbIE MOTYT ObITb AUArHOCTUPOBAHBI NPY CKPUHWUHIE HOBOPOXAEH-
HbIX. Ha cerofHsIlHMA AgHb pa3Hbie CTPaHbl MMEKT pasHbili NepeveHb 3ab0eBaHUiA, BKIOYEHHBIX B MPOrpaMmMy HeoHaTanbHOro
CKPUHUHra. 31O CBSA3aHO C 0COOEHHOCTAMM CUCTEMBI 3PABOOXPAHEHNS CTPaH, UMEeLMMNCS GUHAHCOBLIMI PECYpCami, akTUBHO-
CTbt0 NPOdECCMOHANBEHOr0 COOBLLECTBA M COLMANbHON OPUEHTMPOBAHHOCTbLIO 0BLLECTBA B LieNIoM. [naBHas 3agaqa npy NpuHsTin
nporpamMmM CKpUHUHIra — cobCTn 6anaHc Mexay KONIMYeCTBEHHbIMY (YCNO CKPUHMPYEMBbIX 3a601eBaHMi1) N Ka4eCTBEHHLIMU (3 -
(EeKTMBHOCTb CKpPUHKHIa) noka3atensamu. B nocnefiHve rofpl akTMBHO pa3BMBAIOTCS TEXHONOMMM 0OHAPYXEHNS NM30COMHbIX 6ones-
Hel HakonneHnst metogoM MC/MC. MnnoTHbIE NPOEKTbl PasHbIX CTPaH nokasanu ad@PeKTMBHOCTL 3TOro Metoga. OHM NO3BOMIM
YTOYHUTb YacToTy 3aboneBaHuii 1 cnekTp Mytauuii. CeroaHs LUMPOKO 06CyXAaeTcst BO3MOXHOCTb BKOYEHWSI TECTOB Ha JIM30COM-
Hble 601€3HK HAKOMNEHNS B MacCOBbI ckpuHUHT. MeToa NGS, KOTOpbI NO3BONSIET OTHOCUTENBHO BLICTPO NCKaTb MyTaLun B 60J1b-
LLIOM YMCIIe TEHOB, Takxe okasasncs adhdekTnBHbIM cnocobom amarHocTukn HBEO. B HacTosiwee Bpems akTMBHO 06CYXaaeTcs nepe-
nektuea BHeapeHns NGS B nporpaMMbl HEOHATANILHOrO CKPUHUHIA, HECMOTPS HA TO, Y4TO Y JAHHOMO METOAA MMEIOTCS HEKOTOPbIE
OrpaHuyeHust, Takme, Kak CNOXHOCTb KIIMHUYECKOro aHannsa, MHTepnpeTaummn pesynstaTtoB, XpaHeHUs AaHHbIX CEKBEHVPOBAHMWS.

KnwouyeBbie cnoBa: BbICYLLIEHHbIE NMATHA KPOBWU, CKPUHWUHI HOBOPOXXAEHHbIX, TaHOAEMHaa MacC-CnekTpoMeTpusd, HacneaCTBeHHbIe
00ne3Hn obMeHa BELLECTB, JIM30COMHbIE BOJIE3HM HAKOMAEHNS.
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Newborn screening for inherited metabolic diseases: key issues
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Newborn screening is important for the early detection of many metabolic disorders, aimed at the earliest possible diagnosis and
treatment of affected newborns, to prevent the morbidity, mortality, and disabilities associated with an inherited metabolic disorder.
Screening program includes several important parts testing, education, follow up, diagnosis, treatment, management, and evalua-
tion. In recent times, advances in laboratory technology such as tandem mass spectrometry (MS/MS), which is more specific, sensi-
tive, reliable, and comprehensive than traditional assays, has increased the number of genetic conditions that can be diagnosed
through neonatal screening programs at birth. Today different countries have different list of diseases included in screening pro-
grams. This is due to the specifics of the health system of countries, the available financial resources, the activity of the professional
community and the social orientation of society as a whole. The main task in the adoption of screening programs is to keep a balance
between quantitative (number of screened diseases) and quality (screening efficiency) indicators. In recent years, with the help of
tandem mass spectrometry, technologies for detection of lysosomal storage diseases have been actively developed. Pilot projects of
different countries have shown the effectiveness of this method. They have made it possible to clarify the frequency of diseases and
the range of mutations. So the possibility of incorporating LSD tests into mass screening is widely discussed today. The NGS method,
which allows relatively quick search for mutations in a large number of genes, has also proved to be an effective way of diagnosing in-
herited metabolic diseases. The prospect of implementing NGS in NBS programs is actively discussed. This method has some prob-
lems, such as clinical analysis, interpretation of results, storage of sequencing data.

Keywords: dried blood spots, newborn screening, tandem mass spectrometry, inherited metabolic diseases, lysosomal storage
disorder.
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Brenenne

B nociieiHue rombl, pexiae Bcero 6aroaapsi TeXHOJOTHH
TaHAEMHOI Macc-CIeKTPOMETPUH, MOSIBUINCH BO3MOXHOCTH
paclMpeHnsi HEOHATAIBHOTO CKPUHWHTA Ha AECSTKU pa3iiny-
HbIX 3a0oneBaHuii. B Hekoropwix ctpaHax Esporbi, CIIA,
Kanage mporpaMMbl 00CJIeIOBaHMST HOBOPOXKAECHHBIX BKITIO-
yatot ot 10 no 40 3a6oneBanuii. B Poccuiickoit Menepanyu
BOMPOC O MO3TAITHOM PACIIMPEHU CKPUHUHTA HOBOPOXKIEH-
HBIX BOIIIEJT B IepeueHb nmopyueHmii [Tpesunenrta IMpaBuTenb-
ctBY PD nipu o6¢yxneHnn «HaroHa bpHO# cTpaTeruu aemcr-
BUII B MHTepecax aeTeil» B Hostope 2016 rona.

MaccoBbIlif CKpUHMHT — KOMIUIEKC MEpPOTIPUSTHIA, KO-
TOpbIe 3aTparMBaeT MHOTHE acTeKThl MEINKO-TeHETUIECKOM
MOMOILIM HAaCeJNeHUIO: ITUYECKHEe, SKOHOMUYECKUE, MeIu-
LIMHCKWE M opraHu3alvoHHble. [10aTOMy BHECEHUE OO~
HEHUi1 B MPOTrpaMMbl HEOHATAJTLHOTO CKPUHMHTA — CJIOXK-
Hasl ¥ MHOTOTpaHHas 3amada. C oJHO CTOPOHBI, OYEBUIHO,
YTO pa3BUTHE TEXHOJIOTUII TECTUPOBAHUSI, MOSIBIEHUE HO-
BBIX METOJMIOB JIEYEHUS, TIO3BOJISIET YBEIMUUTH YMCIIO TECTU-
pyeMBbIX O0JIe3He, YTO JaeT MOJIe3HbIe Pe3yIbTaThl IJIST BhI-
SIBIEHHBIX MPU CKPUHUHTE TAIMEeHTOB U UX cemeit. C mpy-
roif CTOPOHbBI, BHEIPEHUE COBPEMEHHBIX TEXHOJOTUN Mac-
COBOTO TECTMPOBAHUSI HYXHO TPOBOAUTH C OCTOPOXHO-
CTBIO, YTOOBI COOJTIONAThL OATaHC MEXKIY TTOJIb30I 3TUX TIPO-
rpaMM U HX MOTEHIIMATbHBIM PUCKOM KakK ISl OTAETbHBIX
WHIWBUIOB, TaK U I OOlIeCTBa.

B 0630pe npecTaBieHbl TaHHBIE O COCTOSTHUY HeOoHaTa-
JbHOTO CcKpuHMHTra B Poccuiickoit denepaumy M Apyrux
CTpaHax MUpa, KJIIOYEBbIX aCMEeKTaX MacCOBOr0 CKPUHUPO-
BaHUs Ha HacCJeICTBEHHbIE 3a00JeBaHUs, ero npodiemMax u
MepCreKTUBaXx.

Onpenenenue U KPUTEPUH CKPHUHUHTA

CKPUHUHT — OJIHO M3 BaKHEUIIMX MPOOUIaKTUUECKIX
Meporpusitiii B cdepe 3npaBooxpaHeHust. [lo omHomy u3
onpe/eNeHuil «CKPUHMHT BKJIIOYaeT KIMHUYECKUe U Jlabopa-
TOPHBIE 00C/IeI0BAHNST MHIUBUAYYMOB, Y KOTOPBIX HA MOMEHT
00ceoBaHus HET MPOOJIEM CO 3M0POBBEM, C LIENIBIO BhISIBIIE-
HUS 3a00JIeBaHuUsI, TMPEAPACTIONOKEHHOCT K OOJe3HU WU
(hakTOpOB prCcKa, KOTOPbIE MOBBILIAIOT PUCK PA3BUTHS 3200-
neBaHMs». [Ipy 3ToM BO MHOTIUX ITyOJMKALMsIX MOTYEPKUBA-
€TCsl, UTO JIIOObIe MpOrpaMMbl CKPUHMHTA UMEIOT OTpeesieH-
HblE PUCKHU, U B XOJI€ MX pea3alliyi BbISIBICHHBIM WHIUBU-
JlaM C TIOBBIIIEHHBIM PUCKOM 3a00sieBaHMUsI C OOJIbLIE Bepo-
SITHOCTBIO JTOJDKHA OBITh OKa3aHa TMOMOIIb, a He TPUYMHEH
Bpel, JaJbHEUIIMMU TeCTaMK WK JieueHueMm [1].

CKpPUHUHT Ha HacJle[ICTBEHHbIe 0OJe3HU IMPOBOAUTCS
¢ TMpUMEHEHUEeM OWOXMMUYECKUX M HMMMYHOJIOTMYECKUX
METOZIOB M HamboJIee 4acTO OH OCYIIECTBIISIETCS B TIEPUON
HOBOpPOXAeHHOCTU. Cpenu HaclaeACTBEHHbIX OOse3Heil, Ha
KOTOpbIe TTPOBOIUTCSI MAaCCOBBI CKPUHMHT, Haubolee cy-
LIECTBEHHYIO TOJII0 COCTaBJSIIOT HACAeNCTBEHHbIE 0OJe3HU
obmeHna BemectB (HBO), Tak kak MHOTHME 13 HUX COMpPSIKeE-
HbI C TSDKEIBIMA KIIMHUYECKMMU HapyIIeHUSIMU U IS psia
U3 HUX pa3paboTaHbl 3G dHEeKTUBHbIE METObI JieueHus [2].

OpHuM K3 HauboJiee BaXHBIX BOIIPOCOB ITPU BHEAPEHUU
B 3IpaBOOXpaHEHUE MPOrpaMM CKPUHMHTA SIBIISIETCS OIpe-
NeJIeHue TepeuHst 0oJie3Hel, Ha KOTOpbIe MPOBOAMTCS Mac-
coBoe o0cJieloBaHue.

B 1968 r. Yuncon m /Ixxanruep (Wilson and Jungner)
onybaukoBaau MoHorpaduio «[IpuHUMOBI M MpaKTUKA
CKpMHUHTA Ha BBISIBIICHUE 3a00JIeBaHUIT». DTOT TPYH OCTa-
eTcsl BaxKHe#Ieil paboToi, MOCBSILUEHHOM CKPUHUHTY [3].
Kpurepun, npemnoxenasie YuiaconoM u JIXKaHTHEpOM, ObI-
JIM BMOCJIEAICTBUU JIOTIOJHEHBI MHOTMMU 9KCIIEPTAMU U Op-
raHu3anusamu, B ToMm uncie CoseroM EBpomnnl [4], 1 B Ha-
crosiiiee Bpemsi GopMYIUPYIOTCS CIEAYIOLIUM 00pa3oMm:

1. 3aboneBaHue, Ha KOTOpOE€ HalleJeHa IIporpaMmma
CKPUHMHTA, JIOJDKHO OBITh BaXXHOW MEIMKO-COLMAIbHOM
Mpo06IeMOi1 BCIIEACTBUE BBICOKOTO YPOBHSI CMEPTHOCTH, TSI-
JKECTU €ro TeYeHUsl, SKOHOMUUECKUX WM COLMAIbHbBIX U3-
JepKeK rocyapcraa.

2. Ilarorene3 0o0Je3HM HOJZKEH OBITH XOPOIIO M3yYeH,
y 3a00J1eBaHUS JOJIKEH ObITh HAauaJIbHbII CKPBITHII TIEPUO/I,
6O JOJIKHBI ObITh OINpeaeaeHbI (DAKTOPHI pPUCKa, KOTOPHIE
MOXHO ObLJIO ObI BBISIBUTH C UCIIOJIb30BAHMEM TUArHOCTUYE-
CKHUX TeCTOB. TeCThl JOKHbBI ObITh BEICOKOUYBCTBUTEIbHbI-
MU ¥ CITeIM(PUIHBIMU TT0 OTHOIIEHUIO K JaHHOMY 3a00J1e-
BaHUIO, a TAKXKe MPUEMIIEMbIMHU J1JIsT 00CIeyeMOT0 UHIUBU -
oyyMa.

3. OGs3aTeNIbHBIM YCJIOBUEM CKPUHMHTA SIBJISICTCSI BO3-
MOXKHOCTh aIcKBaTHOT'O JIEUCHUS UM MHOTO BMEIIATEIbCT-
Ba. AICKBaTHOCTb JICYCHUSI OTPEeIsieTCsl TOKa3aHHOM K-
HUYECKO# 3(PEKTUBHOCTHIO, ITUUECKON W IMPABOBOM IIPU-
eMJIEMOCTBIO.

4. CKpUHMHT C MOCJIEAYIONIUM TTPOBEACHUEM MEIMIINH-
CKOTO BMeEIIaTebCTBA HA paHHEN CTaauK 0OJEe3HU JTOJKEH
obecreynBaTh JIyYIIMii POrHO3 17151 00JILHOIO, YeM €ro Jie-
YeHME TIPU TOSIBJICHUH CUMITTOMOB 0OJIE3HMU.

CeronHs BefeTcsl OypHasl oJeMHKa OTHOCUTEIBHO 10-
MOJHeHU U U3MEHEHUI MaHHBIX KputeprueB. HoBbie Tex-
HOJIOTUM TO3BOJISIIOT MPOBOAUTH B paMKax OJHOTO TecTa
o0ciienoBaHMEe Ha MHOXECTBO 00JIe3HEl, B TOM YMCIIe, BbI-
SBJATH 3a00JIEBaHUS, KOTOPbIE HE MOIIAIOTCS JIEUEHUIO
WM BCTPEUYAIOTCS C KpailHe HM3KOW YaCTOTOM, TO €CTh HE
MOAXO/s MOJ BCe KpUTepUu CKpuHUHTA. ClieayeT i1 TeCTHU-
poBaTh Ha 3a00jieBaHME, €CIU IJIs1 HeTo HeT JedeHus? He-
00XOIMMO JIM TECTUPOBAHWE HOBOPOXKIEHHBIX Ha 0OJIE3HU,
KOTOpble MaHU(ECTUPYIOT B Mo3AHeM Bo3pacte? Ubu MH-
TEPECHI SBJISIOTCS TIPUOPUTETHBIMU: CEMbU WJIM pebeHKa?
Ecnau crouMocTb sieyeHust 3a00JieBaHUSI BBICOKA, HO OHO
MO3BOJISIET CMIACTH XU3Hb peOeHKa, CTOUT JIM BKJIIOUATh €ro
B MIPOrpaMMBbl CKPpUHMHTA? DTO JajeKo He TOJIHBIN mepe-
YeHb BOIIPOCOB, KOTOPBIE 3a/1a10T IKCIEPThI, MPEICTaBUTE-
JI1 OOIIECTBEHHBIX OpTaHU3alMii 1 OPraHU3aTOPhI 31PaBO-
OXpaHEHUs, HO OJIHO3HAYHBIX OTBETOB HA HUX IOKa HET.

Kaxnast crpaHa Ha OCHOBaHMM BO3MOXHOCTEN CHCTEMBbI
3[pAaBOOXPAHEHUSI, TEHETUYECKUX OCOOEHHOCTEH Momysi-
1IUU JTOJKHA BBIACSATH MepeueHb MPUOPUTETHBIX ISl Mac-
COBOTO CKPMHMHTA 3a00JI€BaHUIA.
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HoBble TeXHOJOrMH MaCCOBOTO CKPUHHUPOBAHUSA
HOBOPOXKJICHHBIX — BO3MO2KHOCTH U OrpaHH4YCHUSA

B nocnenHue necsiTuieTrs MosiBUIMCH BHICOKOTIPOM3BO-
JUTEJIbHBIE MYJbTUIUIEKCHBIE TEXHOJIOTUM, TTO3BOJISIOIINM
B OTHOM aHaJlu3e OIpenessiTh MapKepbl MHOXeCTBa 3a00J1e-
BaHMit. OfHa M3 HUX — TaHIEMHas Macc-CIEeKTPOMETPUs
(MC/MC), kotopasi Mo3BOJIIeT U3MEPSTh KOHLIEHTpALUU
MeTaboJIMTOB U aKTUBHOCTH (pepMeHTOB. Bropasi TexHoso-
I¥sl — BBICOKOIIPOU3BOJAUTENbHOE TApaIeIbHOe CEKBEHU-
poBanue (NGS), mo3BojsiOlIee MCCASAOBATh MOCIEA0BA-
TEJIbHOCTh MHOXKECTBAa T€HOB OTHOBPEMEHHO.

Tandemnas macc-cnekmpomempusi

HoBast Bexa B MaccOBOM CKPUHMHIE HOBOPOXIEHHBIX
Hauajach ¢ npuMmeHeHus: TexHosoruu MC/MC. Bror me-
TOM, TTO3BOJISTIOLIUIA C OOJIBIION TOYHOCTHIO B MUKPOKOJIU-
yecTBax OvoMaTepuasa OMNpeiessiTb KOHUEHTPAUU COTEH
Pa3IMUYHBIX COENMHEHUI, 3aBOEBAN JTUAUPYIOLIME TTO3ULIUN
B nuarHoctuke MHorux HBO [5]. Onpenensist yHuKanibHbIe
JUTSI KQXKIOTO COeAMHEHMS] COOTHOLLEHUSI MaCChl K 3apsiay U
CpaBHMBasl KOHLEHTPALMK BELIECTB C BHYTPEHHUMU CTaH-
JapTaMu, TeXHOJOTHSI 1aeT TOUHYIO KOJMYeCTBEHHYIO U Ka-
YECTBEHHYI0 OlLIeHKY coenuHeHuit. [Tpumenenne MC/MC
B Mporpammax o0cjieIoBaHUsI HOBOPOXKIEHHbBIX MO3BOJISIET
npoBoaUTh CKpUHUHT Oosee yeM 40 dopm HBO, oTHOCS-
muxcsd K 3 rpynmaMm (aMUHOALMIOINATUU, OpraHUYecKHe
auuaAypun U aeheKTbl MUTOXOHAPUATBHOTO [B-OKUCIIEHHS).
B cpemnem, cymmapnas uacrora HBO, BhIsIBISIEMBIX
MC/MC, cocraBnsger 1:2000-1:5000 HOBOPOXIEHHBIX
(BKJTIOYast (heHUJIKETOHYPUIO), HO B 3aBUCUMOCTU OT I'eHe-
TUYECKUX OCOOCHHOCTEU IOMyISIUMi OHa MOXKET pas3inda-
Tbes (Tabda. 1).

YyscTBuUTeNbHOCTU U cnietinbuaHocts MC/MC He onu-
HakoBa JUIST pa3HbIX 3aboseBaHuil [6]. B wacTHOCTH, ClTOX-
HOCTH BO3HUKAIOT IPU JTMArHOCTMKE HEKOTOPBIX Hapylle-
HUI oOMeHa aMMUHOKHUCIOT (HEeIOCTaTOYHOCTU OPHUTHH-
TpaHCKapOOMMIIa3bl, TOMOLIMCTUHYPUU) W OPraHUUYECKHUX
auuaypuii (HeZOCTaTOYHOCTM OMOTMHUAA3bI, METWIMAJIO-
HOBOM allUAypHH), TOCKOJBKY MPU 3TUX OOJE3HSIX HE Y BCeX
MMallMeHTOB B HEOHATAJTbHBINM TEPUO BBISBISIOTCS 3HAYU-
Mbl€ U3MEHEHHUsI KOHLUEHTPALMU MapKePHBIX METaOOJIUTOB,

WM Mapkep He SIBISIeTCSl BBICOKOCTIEUU(PUUHBIM U TpeOy-
JOTCSI TECTBI BTOPOI JIMHUM AJIS1 TIOBBIIIEHUS CIIeln(PUUHO-
ctu ckpuHuHra [7, §]. C pocToM ymncia MeTabOIMIeCKUX 3a-
OosneBaHuil, BbisiBAsieMblx MC/MC, noBbIlIaeTCSI U CIOX-
HOCTb TMOATBEPXKIAIONIeH MUArHOCTUKHU, KOTOpas MOXeT
BKJIIOYATh JOTOJHUTENbHOE U3MEPEHUe KOHIEHTPAlMU Me-
TaboINTOB, (DEPMEHTHBIN aHAINU3 WIM MOJIEKYJISIPHO-TEHE-
TUYECKOE TeCTUPOBAHUE.

C 2000-x romoB MOsIBUIIACH €111e¢ 0JlHa 00J1aCTh IPUMEHe-
Hust Metona MC/MC — omnpeneineHue akKTUBHOCTH dep-
MEHTOB B TISITHAX BBICYHIEHHOM KPOBM MyTEM U3MEPEHUS
KOHIIEHTpAIIMU MPOAYKTOB PeaKIIMK TocIe MHKYOaluu 00-
pa3sia co crienuuIecKuM it hepMeHTOB cyocTpaTtoM [18].
DT0 1aJ10 BO3MOXKHOCTb IMPOBOAUTH CEJIEKTUBHbBINA U Macco-
BbIi CKPUMHUHT Ha JIM30COMHbBIE O0O0JI€3HU HAKOIUICHUS
(JIBH), m1st KOTOpBIX CYIIECTBYIOT METOIBI MaTOTEHEeTHYC-
CKOTO JIeYeHUsI. AKTUBHOCTh (DEPMEHTOB B TMSTHAX BBICY-
LIEHHO KPOBU MPU MacCOBOM CKPUHMHIE MOXHO M3Me-
paATh Kak MetogoM MC/MC, Tak u (GIroopuMeTpUUeCKUM
meronom [19, 20]. MaccoBblit CKPUHUHT, TPOBENEHHbIN
B Pa3HbIX CTpaHaX, MO3BOJIUJ YTOUHUTH YaCTOThI 3THUX 0O-
ne3Heit (tabdn. 2). Hampumep, pacuetHast yactoTa 0osie3HU
®abpu 1o pesyiabTaTaM CKpuMHMHIra B MTamum cocraBuia
1:3100, uro B 15—20 pa3 BEIlIIE, YeM MIPEAIIOIArajJoch paHee
MO JaHHBIM JuTepatyps! [21]. B mrate Hpio-Mopk B Teue-
HMM 3 JIET MPOBOIMJIM MACCOBBI CKPUHUHI Ha 00Je3Hb
Kpa66e. o mpoBeneHuss CKpMHMHIA, pacueTHasl yacToTa
6one3nn cocrapmsuia 1:100 000 HoBOpoxXmeHHBIX. [lo pe-
3ysnbratam ckpuHuHra — 5:100 000 [22].

DTU MUIOTHBIE TPOEKThl HE TOJIBKO TMO3BOJIWIM YTOY-
HMTb YaCTOTY 3a00JieBaHUIA U CIIEKTP MYTallMii, HO U MOCTa-
BWIM PSIA BOIIPOCOB Mepe dKcrnepTaMu. Tak, y OOJbLIMHCT-
Ba BBISIBJICHHBIX IMAIIMEHTOB IMPU CKPUHUHTE Ha OOJIe3Hb
®abpy ObLTM BBISIBICHBI MYTAllMU, KOTOpPBIE TPUBOIST
K mosaHeit opme 6one3Hun (MaHudecrauust Ha 4—5 mecs-
TUJIETUUN XU3HU) C MPEUMYIIECTBEHHBIM MOPaXXeHUEM Cep-
nedHoit meiisl [21, 30]. M3 25 neteii ¢ MosoXUTETbHBIMA
pe3yinbTaTaMy CKpUMHMHTA Ha 00se3Hb Kpabbe ToMbKO y 2
MOSIBUJIUCH CUMIITOMBI 3200J1€BaHMsI, OCTaJIbHbIE ObLIM Oec-
CUMIITOMHBIMU [31]. DTU mpuMepbl IEMOHCTPUPYIOT BO3-
MOXHOCTb BBISIBJISITh TTAIIMEHTOB CO BCeMU (popMamu 60J1e3-
HM, B TOM YHUCJIe U MaHU(PECTUPYIOIIUMHU Y B3POCIIbIX.

Tabnmua 1
CymmapHas yactota HBO, Beiaengembix metogom MC/MC

Ctpana CymmapHas yactota HBEO JlntepaTtypa

Kutai 1:5800 [9]
TanBaHb 1:5882 [10]

Kopes 1:2000 [11]
AnoHns 1:9330 [12]
epmaHus 1:2517 [13]

CeBepHasa Amepuka 1:4000 [14, 15]

"OHKOHI 1:4122 [17]

Katap 1:1327 [16]
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OTCyTCTBHE TOCTOBEPHBIX JaHHBIX 00 3(PHEKTUBHOCTU Ha-
yajia Teparyu B JOCUMIITOMATUYECKHIA TIEPHO, BHICOKASI CTOU-
MOCTb JICYEHHsI HE [TO3BOJISTIOT JaTh OMHO3HAYHYIO OLIEHKY IIPU
MPUHSITUM pelleHust 0 MaccoBoM ckpuHuHre Ha JIBH [20].

BblCOKOl’lpOLlf)’GO()leeﬂ bHO€e napannensbHoe CeKeeHupoearnue

B nocnenHee BpeMst 00CykmaeTcss BO3MOXKHOCTb ITpHUMe-
HeHus TexHosorun NGS 1151 MaccoBOro o0cieIoBaHusI HO-
BOPOXIEHHBIX. DT TEXHOJOTMM 3HAYMTENBHO YIPOCTHIN
JAHK-auarHoctuky MHOTMX 3a00jeBaHUIA, BKIIOYAsi TeHE-
TUUYECKU TETEPOTeHHBIC COCTOSIHUS U KpaiiHe pelikue 00J1e3-
HM. be3ycI0BHO, YBEIMUNTh YMCIIO TECTUPYEMBIX 3a001eBa-
HUIA 10 HECKOJIbKUX THICSIY, TP OMHOU U TOM XK€ CTOMMOCTA
TecTa TpuBjieKatesibHO. B Onmvkaiiiime roabl cienyer oxu-
JaTh aKTHUBHOE BHEJAPEHME 3TOr0 METoJa B KIMHUYECKYIO
npakTuKy. BoamoxHo, uro oHa 3ameHuT MS/MS B Macco-
BOM CKPUHUHTE HOBOPOXKICHHBIX B OYIyIIIeM, HO CYIIECTBY-
€T psil OObEKTUBHBIX OTPAHUYEHU I, KOTOPbIE HE TTO3BOJISTIOT
mpoko npumeHaTb NGS yxe ceromHsi. Bbeicokast crou-
MOCTb aHaJIM3a, MPOoOJeMbl XpaHEHUS W 3alMThl TeHETUYE-
CKUX JTAHHBIX, CJIOXXHOCTM WHTEPIPETAIIM HOBBIX '€HETHU-
YECKUX BAPMAHTOB, OTCYTCTBUE YETKUX TeHO-(EHOTUITNYE-
CKHX KOPPEJISILMiA U BhISIBIIEHUE 3a00JIeBaHMIA IS KOTOPBIX
HET JIeueHHUsI — BOT JIaJIeKO HETOJIHBII MepeueHb 3TUX orpa-
HuyeHui [32]. Bo-nepBuIX, clieayeT OTMETUTh, YTO YYBCTBU -
TeabHOCTh NGS 1S KOHKpEeTHBIX 00JIe3Hei He Bceraa Mo-
KET ObITb TOYHO OIpejieieHa, 1 OHa MOXEeT ObITh HUXKE, YeM
CYILIECTBYIOIIIME OMOXMMUYECKUE TECThl M3-3a OCOOEHHO-
CTell CreKTpa MyTallMii P KOHKPETHOM MaTOJOTUU B KOH-
KPETHOI MOIyJSILUKY, TTOCKOJbKY JaJIeKO He BCEe MyTallMu
O/IMHAKOBO 3(D(GEKTUBHO BBISIBISIIOTCS 3TUM METOIOM.

Bo-BTOpBIX, TpOOGIEMY TpencTaBIsgeT WHTEPIpeTaIus
pesynbratoB JAHK-ananm3a HoBopoxkaeHHBIX. ['eHO-(eHOo-
TUMUYECKNE KOPPENSIUUU I MHOTUX 3a00JeBaHUIA TOYHO
He yCTaHOBJIeHbI. Jlaxe Ipyu 0MHOM '€ HOTUIIE MOTYT Ha0JII0-
JaThCs pa3IUYHble KIIMHUYECKNe (PeHOTHUIIBI, YTO IMTOKa3aHO
TIpY psie HacaeICTBeHHBIX Oose3Hei [33, 34]. Takke NGS
MO3BOJISIET BBISIBISITH HE TOJILKO OOJIbHBIX, HO U HOCHUTENEi

0oJie3Hel Wi KOMOMHALMK BapUaHTOB MOCEI0BATEIbHO-
ctu IHK, xoTopble He MpUBOAST K Pa3BUTUIO CEPhE3HBIX
HapylieHuii. B 21Ol cuTyanuuy aeTsM, UMEIOIINM 00X -
TeJIbHBIE PEe3yJIbTaThl TECTUPOBAHUS, OYIYT MPOBEIEHBI J10-
MOJIHUTEJIbHbIE MCCAEIOBAHUS WK Jaxe JeyeHue, B KOTO-
PBIX OHU HE HYXIAIOTCSI, YTO MOXET UMETh HEraTUBHBIE 110-
CJIeACTBUS JUIA BCEW CeMbM, TIPUBOAS K HEOOOCHOBAHHOM
CTpeccoBOii cuTyaluu. Takxke CliefyeT YUUThIBaTh CIOXKHO-
CTH, BO3HUKAIOIIME MPU MEIUKO-TeHETUYECKOM KOHCYJIb-
TUPOBAHUM CeMbU. Bpauy-reHeTnky OyaeT 10BOJLHO CIOXK-
HO MHTEPIPETUPOBATL U OOBSICHUTH CEMbe 3HAUEHUE BCEX
HalIeHHBIX BapuaHTOB IocienoBareabHocT JHK [35].

B-Tpetbux, npobaemy npeacTaBisieT XxpaHeH!e 0O0JIbIIO-
ro o0beMa JaHHBIX, TTOJYYEHHBIX B Pe3yJbTaTe CEKBEHUPO-
BaHus MetonoM NGS. Heobxonumo npegycMaTpuBaTrh BbI-
COKYIO CTEIEHb UX 3alUThl U 0TPabaTbhIBaTh MEXaHU3MBI J10-
CTyna K 9TUM JaHHBIM Pa3JMYHbIX KaTeTOpUil UccaenoBaTe-
neit. PeireHue 3Toit po61eMbl MOXKeT 3HAYUTETHHO TTOBITU-
SIThb Ha CTOMMOCTb IPOrPpaMM MAacCOBOTO TECTUPOBAHUSI
¢ npumeHenrem NGS [33]. Kpome Toro, orpaHudeHue Ipu-
MEHEHHMSI METO/Ia B TIpOrpaMMax MacCOBOTO CKPUHMHTA CBSI-
3aHO C TeM, YTO, HECMOTPs Ha HAMETHBIIWECS TEHICHIUN
K cHIKeHU1o crouMocTy NGS, 3Ta TeXHOJIOTHST BCe ele 10-
BOJIBHO TOPOTOCTOsIIAsI, OCOOEHHO B CPABHEHUU C MPUME-
HSIEMBIMU OMOXMMUUYECKUMM METOIAMMU.

HecmoTtpst Ha HECOMHEHHYIO MPUBJIEKATEIBHOCTh TAKUX
MYJIBTIUIEKCHBIX TexHoJornii Kak MC/MC u NGS, oueBu-
HO, UTO 3TUMU METOJaMU MOTYT OBbITb BBISIBJIEHBI HE BCE Ha-
pylieHus: obMeHa. MeTOOWKM OUATHOCTMKW METOIOM
MC/MC mykoBUCLMIO03a, TAJIAKTO3EMUU M alpeHOTECHU-
TaJbHOTO CUHAPOMA WMJM HE Pa3paboTaHbl, CJIOXHBI, WIH
HMMEIOT HU3KYIO YYBCTBUTEIBHOCTHIO MO CPABHEHUIO C APY-
TMMU MeTodaMu. BpokIeHHBII TUTTOTUPE03 He MOXET OBbITh
nuarHoctupoBaH metogoM NGS, Tak Kak OOJIBIIMHCTBO
cJyyaeB 9Toi 00JIE3HU HE HACEeNCTBEHHbIE.

Bo3moxHo, KoMOMHALIMST OMOXMMHWYECKMX U MOJIEKY-
JIAPHO-TEHETUYECKUX METOJIOB JUISI MAaCcCOBOTO CKPUHUHTA
MO3BOJIUT ClIeaTh ero Hanoosee 3(PHEKTUBHBIM B OYAyIIEM.

Tabmua 2
YactoTa JIBH, BbiiBASIEMbIX B NUAOTHBLIX NPOrpaMmmMax MacCoBOro CKpMHUHra
3aboneBaHune/cTpaHa CLUA, wTat Ba- TanBaHb BeHrpus [26] | AscTpus [28] Utannsa [21] CLA, wrar
LUMHITOH [24, 25] Hbto-Mopk
[27] [22, 23]
BonesHb Momne 1:30000 1:35000 1:4447 — 1:8684 HAO, HAO,
1:20012
MIC | 1:30 000 HO, HA, HA, HO, HA,
BonesHb MNowe HAO HO, 1:13 341 1:17 368 HAO, HA,
BonesHb Kpabbe HA, HA, HA, HA, HA, 1:140 000
BonesHb HumaHHa-lMnka HA, HA, 1:40 024 — HA, HA, HA,
Tmn A/B 1:20012
BonesHb Dabpu 1:3859 1:1 250 HO, 1:3859 1:3100 HO,
O6was vacToTta JIBH 1:7800 HA, 1:2354 — 1:2315 HA, HA,
(3 dopmbl 1: 4447 (4 dopmbl
NBH) (5 dopm J1IBH) NBH)
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IIporpaMMbl CKpUHMHIA, OCYIIECTBJsIEMbIE
B HACTOSIIIEE BpeMs B Pa3HbIX CTPaHAX

B 2000 romy rpymnmna AMepUKaHCKON aKaleMUM TeauaT-
pun (AAP) 110 CKpMHMHTY HOBOPOXIEHHBIX OIMyOJIMKOBaIa
OTYEeT, o3arjaBleHHbI «CKPUHUHT HOBOPOXKACHHBIX: TIJIa-
Hbl Ha Oyayllee — HEOOXOAMMOCTb OMpeneeHUs Tocyaap-
CTBEHHBIX 1ieJIeil B OTHOIIIEHUM CKPUHUHTOBBIX TIPOrpaMm»
[36]. B aToM 06beMHOM HoKymMeHTe MC/MC GbliTa IpH3Ha-
Ha TEXHOJIOTMUECKUM MOCTHXXKEHHEM, KOTOpPOE, BEpOSITHO,
MOBJIMSIET HA YYBCTBUTEIbHOCTD, CIIEUM(PUUHOCTh U MACII-

Tab CKPUHUHTA HOBOPOXAEHHBIX. ONHAKO B TOKYMEHTE aK-
LIEHT ObLT cleJlaH He Ha ee MPeuMYIIecTBaX, a Ha OMaceHu-
SIX, CBSI3AHHBIX CO CIIOCOOHOCTBIO METO/IA «BBISIBJISITH MHIU-
BHMJIOB C METabOIMYECKIUMU HAPYIIEHUSIMU, TSI KOTOPBIX Ha
TEKYILUIT MOMEHT He CyIIeCTBYeT 3((MEeKTUBHBIX METOJ0B
JICUCHUST».

Cerogus cutyauust B CIIIA xapauHaibHO M3MEHWIACH
— 98 u 83% nHoBopoxkneHHbIX B CIIIA TecTupyloTcs MeTO-
noM MC/MC Ha 20 u 30 HapyleHMit, COOTBETCTBeHHO. BHe
BCAKHUX COMHEHUI, CTOJIb OBICTPasi BOMIOIMST OOBSICHSIETCS

Tabnmua 3

PekomeHgaunm AMepUKaHCKOro KoJiJIermm MeguunHCKUX reHeTUKoB
no nporpamMme pacliMpeHns MacCoOBOro CKPUHMHIa HOBOPOXAEHHbIX

OcHoBHas naHesnb

ﬂ,OI’IOJ’IHVITeJ'IbHaﬂ naHeJsib

1. NMponnoHoBas aumaemMms

. MeTunmanoHoBas aumaypusi C roMOLUMCTUHYpUEit

2. MetunmanoHosas aumaemMms (HegoCTaTo4HOCTb MeTUIMa-
noHunkn KoA myTasbl)

. ManoHoBasa aunaemus

3. MeTnnmasioHoBast aumaemms (HapyLueHs obMeHa kobaniammHa)

. N306yTupunranumnHypus

4. Vi3oBanepunaHoBas auuaypuvs

. 2-MeTUNBYTUPUArNNLNHYPUS

5. 3-MeTunkpoToHMN-KoA kapbokcunasbl He40CTaTOYHOCTb

. 3-MeTtunrnytakoHoBas aunaypus

6. 3-rmppokcun-3 meTunrnyTaposas aunpypuvs

. 2-MeTun-3-rngpokcnMacnsaHHas aunaypus

7. HepoctaTO4YHOCTb CUHTETa3bI xon0Kap60Kcvu1a3

3
4
5
6
7

. KopoTkoueno4yeyHon aumn-KoA gernaporeHasbl XUPHbIX
KNCNOT HELOCTAaTOYHOCTb

8. ﬁ-KeTOTVIOJ'Ia3bI HeaOoCTaTO4YHOCTb

8

. CpenHe/kopoTkoLenoyeyHorn 3- rmgpokcn aumn-KoA permng-
poreHasbl XUPHbIX KUC/IOT HEA0CTAaTOYHOCTb

9. Mnytaposas aumaemus Tmn 1

9

. FnytapoBas aumnaypwus tun |l

10. HapylwieHna TpaHcnopTa KapHUTUHA

10. CpepgHeLeno4eyHol ketoaumn Ko A Tmonasbl HeAOCTaTO4HOCTb

11. HepocTaTo4yHOCTb CcpeaHeLenoyeyHon aunn-KoA nerngpo-
reHasbl XXMPHbIX KNCAOT

11. 2,4 pneHonn-KoA penykrtasbl HEAOCTAaTOYHOCTb

12. HepocTaToOYHOCTb O4€Hb AJIMHHOLENo4YeYHoM aumn-KoA
nervaporeHasbl XUpHbIX KUCNOT

12. KapHUTUH nansMuToun TpaHcdepasbl He4OCTaTO4YHOCTb
T™n |

13. HepocTaTo4YHOCTb AJIMHHOLENOYEYHOW -3- rnapoKcn
aunn-KoA pernaporeHasbl XXUPHbIX KUCNOT

13. KapHUTMH nanbmutomn TpaHcdepasbl HeAOCTAaTOYHOCTb
Tin ll

14. Hepoctato4HOCTb MUTOXOHAPUANBHOIO TPUDYHKUMOHASb-
Horo 6enka

14.

HepocTtato4HOCTb KAPHUTUH auMIKapHUTUH TPAHCIOKasbl

15. ApruHuHgaHTapHasa auuaypuvs 15. ApruHuHemuns

16. UutpynnuHemms tun 1 16. UntpynnnHemuns tvn i

17. BonesHb C 3anaxoM KJIEHOBOro cupona Mouu (nenumHod) | 17. FlmnepmMeTMoHnHeMus

18. F'omouuncTnHypus 18. N'mnepdeHnnanaHHeMns

19. Knaccuyeckass GeHUNKeToHypus 19. HapylweHusa 6ruocuHTesa GuontepuHa

20. TupoanHemus Tun 1

20.

HapylueHus pereHepaumu 6rontepuHa

21. BpoXAeHHbIl rmnotupeos

21

. TposunHemus Tun Il

22. BpoxgeHHas runepnsiasus Kopbl HaAno4e4HKOB

22.

TupoauHemus tvn |l

23. CepnoBnaHOKIETOYHAA aHeEMUS

23.

Opyrue remarno6uHonatiim

24. beta-Tanaccemusi

24.

HeocTaTo4YHOCTb ranakToanumepassbl

25. S, C 6onesHb

25.

HepocTato4HOCTb ranakToKMHa3bl

26. HepocTtaTo4YHOCTh OMOTUHNAA3bI

27. MykoBucumpos

28. Knaccuyeckasi ranaktosemms

29. BpoxaeHHas TyroyxocTb
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psiioM (akTOpOB, Cpeld KOTOPBIX CleAyeT Ha3BaTh YCUJIUS
001IECTBEHHOCTH, TMOJIUTUUYECKUE MEPHI U MOBBILIEHUE UH-
Tepeca CpeiCTB MaccoBOi MH(OpPMALMU K PACIIMPEHHOMY
CKPMHUHTY HOBOPOXJIEHHBIX, XOTSI OCHOBHON MPUYMHOM
cJIeyeT CYMTaTh MyOJIMKAIIIO 9KCIIEPTHBIX OLIEHOK. B yacT-
HOCTH, BaXXKHYIO POJIb CHITPaJl OTYET SKCIEPTHOM TPYIIIIbI
AMEpPUKAHCKON  KOJJIETMM ~ MEOWIIMHCKOW  TeHEeTHKHU
(ACMG), KoTopblii ObUT COCTaBIeH MO MopydyeHuo bropo
10 OXpaHe 370POBbSI MaTepU U pedeHKa 10 OMUCAHUIO MPO-
11ecca ornpeje/eHUs TIiepeuHs 3a00IeBaHNIA TSI BKITIOUEHUST
B YHUBEPCAJIbHBIN U €AMHBIN CIIMCOK MPOrpaMMbl CKPUHUH-
ra HoBOpoxXIeHHBIX (Tabi. 3) [37, 38]. DkcnepTHas Tpymnmna
BhieaMaa 29 3abosieBaHUI CIIMCOK, Ha3bIBaeMbIii
«OCHOBHOI» MaHebl0. B rmepByo rpymmny BKIOYEHHI 3 ¢hop-
MBI TEMOTJIOOMHOMATHIA, 6 aMUHOALUAYPUi, 5 HApYLIEHUI
OKMCJICHUST XMPHBIX KUCJIOT, 9 OpraHuYecKux auuaypuii u
emie 6 pasTUYHBIX COCTOSHUI: BPOXACHHBIN TMIIOTUPEO3,
MYKOBUCIIMI03, TAJIAKTO3EMUSI, apEHOTCHTUTATBHBINA CHH-

npoM, nedbUlUT OMOTUHMIA3Bl U BPOXIAEHHAs! TYrOyXOCTb.
JBanuaTth U3 3TUX cocTtosiHuil BoisiBisitoTcst MC/MC-aHa-
JIN30M aMUHOKUCJIOT U auuaKapHUTUHOB [39]. [1pu poxne-
HMM OOJIBILIMHCTBO HOBOPOXAEHHBIX ¢ 3TuMu HBO u apy-
TMMU HacJeACTBEHHBIMU OOJIE3HSIMU HE MMEIOT KIMHUYE-
CKUX MPOSIBJICHUI, U MePBble CUMIITOMbBI B 3aBUCUMOCTH OT
GopMbI 00JIe3HEN TTOSIBIISIIOTCS B Bo3pacTte oT 14 mHeit no 1
roga xu3Hu. [IpuMmeHeHue I Jed4eHUs STUX OOJie3HEei
CMeuraIu3upoOBaHHOIO JIeYeOHOro MUTaHuUsl, MaTOreHeTU-
YECKUX JIEKapCTBEHHbBIX MPErnapaToB U BUTAMUHOB, MO3BO-
JISIET 3HAYUTESIbHO CHU3UTh MHBAJIUIN3ALIMIO U CMEPTHOCTD
0OJIbHBIX [2].

Eie 25 3aboneBanuii, 22 13 KOTOPBIX TAKXKE BHISBIISIIOT-
cst MC/MC, ObLIM BbIIEICHBI 9KCIIEPTaMU B TOTIOJHUTEIb-
HBII TIepeveHb, MOCKOJBKY MX 4acToTa, TedeHue, addek-
TUBHOCTb JMAarHOCTUKU M JIEYSHUST TIOKa He OIpeaeseHbI,
HO OHM MOTEHIIMATLHO MOTYT ObITh TMAarHOCTUPOBAHBI Me-
tonom MC/MC.

Tabnuya 4
HeoHaTtanbHbIn ckpuHUHT HA HBO B cTpaHax EBponbl
locy- Jemorpacpus 3aboneBaHVis, BIIIOYEHHbIE B TEKYLLME MPOrpamMMbl HEOHAT/ILHOTO CKPUHMHIA
AAPCTBO| Mony- |Poxpa-| [Mata | CreneHs |Bpox| ®e- | Ma- |Cep-| An- | He- | My- | He- |OcHo| BTo- | OcHo| Bro- | OcHo | BTo- | [py- | Mo- | Kpu-
JFUMS | eMOCTb | Hauaia | oxeaTa | AeH- | HWM- | Nak- | Mo- | pe- | J0- | KO- | [O- | BHble | pyd- | BHbIE | PUY- | BHBIE | pUY- | TWe | Tepst | TvHe-
(X1000) | (X1000 | HeoHa- | npo- HbllA | KETO- | TO3e- | BUA- |Hore-| CTa- | BUC- | CTa- | aMK- | Hble |Hapy-| Hble |opra-| Hble cnyxa| ckue
(2012) ) TaNbHO- | MPaMMbI |TUMO-| Hy- | MUK |HO-KN1|HUTa- | TOY- | UM- | TOY- | HOA- | amMn- | LWe- |Hapy- |HW14e- | opra- BPOX
(2012) ro Tepu-| pus €T04- | Jb- |HOCTb| 003 |HOCTb| UM- | HO@- | HUA | LUEe- | CKUe |Hu4e- [ieH-
cKpu- 03 Has | HblA | Bro- M6d | no- | um- | Ge- | HUA | aum- | ckne Hble
HUHra aHe- | CWH- | TUHU- O | na- | po- |Ta-ok| Ge- | gy- | aum- no-
MUS | IPOM | a3kl ™M1 | na- |uUcne-|Ta-oK| pun | ay- poKu
™1 | HUS |ncne- pvn cep-
HUst oua
Anba- | 3162 40 ? Havano peanvsaummn nporpaMmbl
HYs
AHpop- 78 - ? Hauyio- a a a a a B B 6
pa HaJbHbIA
Apme- | 2969 41 2005 | Haupo- a
HUS HasbHbIA
ABcTpusi| 8464 80 1967 | Haumo- a a a a a a a a a a a a a
HaJTbHbIN
Azep- | 9309 168 HeT paHHbIx
Gain-
JKaH
Bena- | 9405 103 1978 | Hauyo- a a
pycb HaJTbHbI
Benbrusi| 11060 | 129 1964 | Haumo- | a a 6 a a 6 a a a 6
HasbHbIA
BocHnsa | 3834 34 2000 | Haumo- a a a
nlep- HaU1bHbIA
Lerosu-
Ha
Bonra- | 7278 70 1978 | Haumo- | a a a
pus HaJ1bHbI
Xopsa- | 4307 41 1978 | Haumo- a a a
™s HaJTbHbIN
Kvinp 1129 13 1989 | Hauvo- a a
HaJTbHbIN
Yexus | 10660 | 118 1975 | Haupo- a a a a a a a a a
HaJbHbIN
Hanva | 5598 64 1975 | Hauyo- a a a a a a a 6
HaJTbHbI
ScTo- 1291 14 1993 | Hauyo- a a 6 6 6 6
HUS HaJbHbI
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Tabnmya 4 (npogosxenHve)

locy- Jenvorpacust 3aboneBaHsl, BKIIOUYEHHbIE B TEKYLLIME MPOrpaMMbl HEOHATAILHOrO CKPUHUHIA
AAPCTEO| Mony- | Pospa- | [Mata | Crenenb |Bpok| ®e- | Ma- | Cep- | Ao- | He- | My- | He- | OcHo| Bro- | OctHo | Bto- | OcHo | Bro- | Apy- | Mo- | Kpu-
JEUMS | eMOCTb | Hauania | oxBata | IeH- | HAN- | Jlak- | Mo- | pe- | A0- | KO- | O0- | BHble | py4- | BHbIE | pUY- | BHbIE | pyd- | Tye | Teps | Tude-
(X1000) | (X1000) | HeoHa- | npo- Hbll | KETO- | TO3e- | BUA- |HOre- | cTa- | BUC- | CTa- | aMu- | Hble |Hapy-| Hble |opra-| Hble cnyxa| ckue
(2012) | (2012) | TabHO- | rPaMMBbI | TUMO- | Hy- | MMSI | HO-KJ1| HUTa- | TOY- | UM- | TOM- | HOA- | amu- | Lie- | Hapy- | Hu4e- | opra- BPOX
ro Tepu-| pvs €TON-| Jlb- |HOCTb| A03 |HOCTb| UM- | HOA- | HUS | We- | CKue |Hu4e- DeH-
CKpu- 03 Has | HbliA | BUO- 60 | no- | um- | 6e- | HUA | aum- | ckme Hble
HUHra aHe- | CUH- | TUHK- Jil na- | no- |Ta-ok| 6e- | oy- | aumn- no-
MUS | IPOM | [asbl MM | Na- |uUcne-|Ta-oK| puM | ay- poKu
MM | HUS |ncne- pyn cep-
7] aua
duH- | 5408 61 1984 | Haupo- a B B a
naHamsa HaulbHbII
®dpan- 63937 | 792 1967 | Haupo- a a a a a B B 6
uma HasTbHbIN
Mpysusa | 4358 59 2007 | Haupo- a a
HaJTbHbIN
lepma- | 82800| 794 1969 | Haupo- | a a a a a a a a a a 6 6
HYSt HasTbHbI
Mpeums | 11125 110 1974 | Haumo- a a a a
HasTbHbI
Benr- | 9976 98 1975 | Haupo- a a a a a a a a a a a
pus HaUIbHBI
Ncnan- | 326 5 1972 | Haupo- a a a a a a a a
avs HaUbHbII
WMpnan- | 4576 Al 1966 | Haumo- a a a a a a
onst HaJTbHbI
Wranua | 60 885 | 563 1973 | Hauno- | a a 6 6 6 6 6 6 6 6 6 6 6 6 6 6
HaJTbHbIN
Kocoso Havasno peanvsaumm nporpammbl
Nateuga | 2060 23 1985 | Hauwo- a a
HaJTbHbIN
Nuxren-| 37 -- 1965 | Hauwo- a a a a a a a a a a a
LITENH HasTbHbI
Jiutea | 3028 34 1975 | Haumo- | a a a
HasTbHbI
Jlok- 524 6 1968 | Hauyio- a a a a a
cemOypr HaUTbHBIA
Make- | 2106 23 2002 | Haupo- a
O0HUS HaulbHbI
Manbta | 428 4 ? Haupo- | a a
HaU1bHbIN
Mongo- | 3514 43 1989 | Hauwo- a
Ba HaJTbHbIN
MoHako | 38 -- ? Haupo- a a a a a B B 6
HasTbHbI
YepHo- | 621 7 2007 | Haumo- a
ropusi HaJTbHbI
Fonnan-| 16 714 180 1974 | Hauyio- a a a a a a a a a a a 6
avs HaUTbHBII
Hopee- | 4994 62 1965 | Haupo- a a a a a a a a a a a
s HasbHbI
Monbwa| 38211 | 411 1964 | Hauvio- a a a a a a a a a a
HasbHbIA
Mopty- | 10604 | 94 1979 | Hauuo- a a a a a a a a 6
ranvs HaJTbHbIV
Pymbl- | 21755| 224 1999 | Haumo- | a a
HUS HasTbHbI
Poccua | 143 1690 1984 | Haumo- a a a a a a 6}
170 HasTbHbI
CaH 31 -- ? Haupo- | a a 6 6 6 6 6 6 6 6 6 6 6 [¢) 6 6
MapwuHo HaUIbHbINA
CepOusa | 9553 94 1982 | Haupo- a a a
HasbHbI
CnoBa- | 5446 58 1972 | Haumo- | a a a a a
Kunsi HasbHbIA
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Tabnmua 4 (okoH4aHne)

locy- Jemorpacus 3aboreBaHVis, BKIIOYEHHbIE B TEKYLLYIE MPOrPaMMbl HEOHAT/IBHOTO CKPUHMHIA
AAPCTEO| Mony- | Poxpa- | Mata | CreneHb |Bpox| ®e- | Ma- |Cep-| Ao- | He- | My- | He- | OcHo | Bro- | OcHo | Bro- | OcHo | Bro- | Opy- | Mo- | Kpu-
NIUMS | eMOCTb | HaYasia | oxBata | AeH- | HAN- | Mak- | Mo- | pe- | JO- | KO- | AO- |BHble| pud- | BHbIE | pUY- | BHbIE | pUY- | TWe | Teps | Tude-
(X1000| (X1000) | HeoHa- | Nporpam- | Hbllil | KeTo- | TO3€e- | BUA- |HOre-| CTa- | BUC- | CTa- | amMu- | Hble |Hapy-| Hble |opra-| Hble cnyxa| ckue
) (2012) | TanbHO- Mbl Mno-| Hy- | MU |HO-KJ1|HUTa- | TOY- | UM- | TOY- | HOA- | aMu- | Le- |Hapy- |Hu4e- | opra- BPOX
(2012) ro Tepu-| pus €To4-| Jlb- |HOCTb| A03 |HOCTb| UM- | HOA- | HUS | Lie- | ckvie |Hude- DeH-
CKpu- 03 Has | HbliA | B1o- [6d | no- | uu- | 6e- | HUA | aum- | ckme Hble
HUHra aHe- | CUH- | TUHK- a na- | go- |Ta-ok| 6e- | gy- | aum- rno-
MUsi | OpOM | Jasbl 1 | ma- | Uc- |Ta-oK| pum | Aay- pokm
™1 | ne- | uc- pumn cep-
HUa | Ne- aua
HUS
Cnose- | 2068 21 1979 |HaupoHa-| a a
HUSt JIbHbINA
Wcna- |46 755| 493 1968 |HaupoHa-| a a a a a a a a a a a a a a 6
HYSt JbHbINA
Leeups| 9511 114 1965 |HauyioHa-| a a a a a a a a a a a a
JbHbIA
LBen- | 7997 82 1965 |HauwoHa-| a a a a a a a a a a a
Lapvs JbHbBIN
Typupsa |73 997| 1268 1987 |HauwioHa-| a a a a
TIbHbIIA
YkpavHa|45 530 495 ? HaupoHa- | a a 6 a
JIbHbIN
Benu- [62783| 771 1969 |HaupoHa-| a a a a a a a a 6
KoGpu- JbHbIA
TaHus
Bcero | 833 9665 45 | 41 10 7 19 12 16 1 22 6 17 10 17 8 0 12 7
410
MpumeyaHre. AaHHble No Poccun B OpUrMHanbHOM cTaTbe NPUBEAEHbI HETOYHbIE, B TabMKMLLy BHECEHA KOPPEKTMPOBKA aBTOpaMm AaHHOW ny6nu-
Kauum.
a — obLeHauMoHaNbHbIA CKPUHWHI; 6 — HeMnoJHbIA oxBaT; B — Havat ¢ 1 aHBaps 2015 r.

B nocienHue rompl 4yucio 3abojieBaHUIA, BKIIOYEHHBIX
B TIpOrpaMMbl HEOHATAJLHOTO CKPUHUHTA B MUpPE, 3HAYM-
TeJIbHO YBeIUUYMIOCh. OIHAKO €IMHOro MpencTaBieHus: 00
HX TIepevHe HeT He TONbKO B cTpaHax EC, HO U B OTIEIbHBIX
wratax CIIA u Kananwt (ta6n. 4) [40]. Hauany npoene-
Hus ckpuHMHTA B Poccuiickoit @eneparm Ha denepanb-
HoM ypoBHe (DPKY u BpoXIEHHBII 'MIIOTUPEO3) MOCTYXKU-
Ja porpaMMsbl «Jletr Poccumn» B 1993 1. HoBblit aTam pas-
BUTUSI TUATHOCTUYECKMX OOC/IeI0BaHNN HOBOPOXKIEHHBIX
B Halleit ctpaHe Havancs B 2006 r., Korma B paMKax MpHO-
PUTETHOTO HALIMOHAJIBHOTO MPOEKTa «3I0POBbE» MPOrpaM-
Ma HEOHATaJbHOTO CKPMHMHTIA Oblla pacuiMpeHa A0 MATH
3a00JieBaHNI (TaJlaKTO3eMMsI, MYKOBHCIIMO3, aIpeHOTCHU-
TaJIbHBI CUHAPOM, (DEHUJTKETOHYPUS, U BPOXKICHHBIN TH-
notupeo3) [41]. PasHuua B KojauyecTBe 3a00JieBaHUM,
BKJIIOUEHHBIX B MIPOrpaMMbl CKPMHUHTA B Pa3HbIX CTpaHax,
CBsI3aHA C OCOOEHHOCTSIMU CHCTEMbI 3IPaBOOXPAHEHMS,
UMEIOIIMMUCS (DUHAHCOBBIMM pecypcamMM, aKTUBHOCTBHIO
MpodecCOHATBLHOTO COOOIIECTBA U COLIMATbHON OPUEHTH -
POBAHHOCTBIO OOIIIeCTBa B 1ieJoM. [Ipu aTOM ciieayeT oTMe-
TUTh, YTO TIPU MPUHATHUU MPOrpaMM CKPUHUHIA TpeOyeTcst
cobmocTy GalaHC MEXIy KOJMYECTBEHHBIMU (UMCIO CKPU-
HUpYeMbIX 3a00JIeBaHMI1) M KayeCTBEeHHBIMU (2(PdheKTuB-
HOCTh CKPMHWHTA) TIOKa3aTeISIMU, YTOOBI ITOJIb3a CKPUHIH-
ra mepeBelInBaia ero BO3MOXKHbIE HETaTMBHBIE MOCIIEACT-
BUSI.

I/Il-[(l)OpMa[lI/lﬂ 0 HECOHATAJIBbHOM CKPHMHMHIC
N ITHYECKHE ACNMEKTbhl MACCOBOIo CKpMHHMHIa

OleHKa COOTHOLLIEHUST <«BPEA-TIOJb3a» OT BHEIPEHUS
MporpaMM MaccoBOro 0OC/IeIOBaHMs HaceJeHUsl J0JKHA
WMETb TIEpPBOCTENEHHOE 3HAYeHUEe TPU UX TUIAHUPOBAHUU.
C omHOIi CTOPOHBI, TTPEUMYIIIECTBA CKPUHWHTA OYEBUIHBI:
paHHsISl TMarHOCTHMKA U CBOEBPEMEHHO HavyaToe JieueHue 3a-
00JIeBaHUS YJIYUILIAIOT MPOTHO3 XXU3HU U 3M0POBbsI MAllMeH-
Ta. B BBIMTpPHIlIIE OKa3bIBAETCS M CUCTEMa 3[paBOOXPaHEeHUSI
13-3a 9KOHOMUU PECYpCOB TPH JIeUeHWM 3a00JIeBaHMI Ha
paHHel ctaguu maTojoruyeckoro mpoiecca. C apyroi cTo-
POHbBI, CKPUHUHT-TECTbI, HECMOTPSI Ha UX BBICOKYIO UyBCT-
BUTEJILHOCTh M CIEUU(PUIHOCTh, HE JOCTUTAIOT aOCOJIOT-
HOW JOCTOBEPHOCTH, TIOCKOJBKY HE MCKITIOUYEHBI TeXHUUE-
CKUE U YeJTOBeYeCKHUe OIIMOKY U CYIIECTBYIOT OObEKTUBHBIE
OrpaHUYEHUs] TPUMEHSeMbIX METONOB TECTUPOBAHUSI.
B cBsI3U ¢ 3TUM, CKPUHMHT MOXET HAaHECTU OIpe/eIeHHbII
Bpea. [lpexne Bcero, peyb MAET O JIOXKHOIIOJIOXUTEIbHbBIX
pe3ybTaTax CKpMHUHTA, a paclIMpeHre MaHeIn MacCOBOTO
CKPUHMHTA HEeU30€XXHO MPUBOAUT K YBEJIUYCHUIO KOJIMYE-
cTBa Takux pe3yiabratoB. Tak npoBeneHHas B CLLIA oneHka
paciIMpeHus MporpaMMbl MAaCCOBOTO CKPMHMHTA Ha HECKO-
JIbKO NECSTKOB 3a00JIeBaHUI CBUIETEIBCTBYET O JIOKHOIIO-
JIOXUTEIbHBIX pe3yibTaTtax 6ojee yem y 51 000 mereit exe-
TOMHO Jaxke TPU BBICOKOW crenuduanocty Tecta (99,9%)
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[42]. K HeraTMBHBIM MOCJENCTBUSIM IKCHEPTbl OTHOCSIT U
TO, YTO MHIMBUAYYMBI C OTPUIIATEIbHBIMU pe3yIbTaTaMK He
OyayT oOciieoBaThesl Aajiblie Ha 3a00JeBaHUsI, BKIIOYEH-
Hble B CKDUHUHT, HECMOTPSI Ha TO, YTO Y HEKOTOPBIX U3 HUX
MOTYT OBITh JIOXKHOOTpHULIATEIbHBIC Pe3yabTaThl [43, 44].

K BO3MOXHBIM HETaTMBHBIM IOCJIEICTBUSIM TE€HETUYE-
CKOTO CKPMHMHTAa MOXHO OTHECTH TICHXOJIOTMUECKUIA
CTpecc y poauTesieii, BhI3BaHHBINM MH(pOpMaLeil o pedeHKe,
KOTOPYIO HeJIb3sl UCIIOJIb30BAaTh JIJISI OINPeIeICeHHOTO JIMYHO-
ro BbIOOpa UM KOTOPYIO TPYAHO MOHSTh U UHTEPIPETUPO-
BaTh; Ype3MEPHOE MaBJICHUE Ha MX JUYHBIN BBIOOP CO CTO-
POHBI 00111€CTBa, Bpayueii, YieHOB CEMbU; COLIUATIbHYIO CTUT-
MaTu3alyio Map C TMOBBIIIEHHBIM T€HETUYECKUM DPUCKOM
WA  YKJIOHSIIOIIMXCS OT TpeajaraéMoro TeHeTUYeCKOro
CKPUHMHTA; PACKPBITUE TeHETUYECKON MH(hOPMALIUU O JIpY-
TMX 4J€Hax CEMbM; HEMPAaBOMEPHOE WCIOJIb30BAHUE WH-
¢dopMaly U TUCKPUMUHALIMIO HA OCHOBAaHUM PE3YyJIbTaTOB
TECTa MPU UCMOJb30BAHUU NAHHBIX TPETBUMU CTOPOHAMU.
B sr0i1 cBA3M aKcIiepTaMu 00CYXKIAIOTCS CIAenylolne 3ThH-
yeckue MpodJeMbl TEHETUYECKOT0 CKPUHUHTA: JOOPOBOJIb-
HOCTh (00S13aTeIbHOCTD), IIPOOJIEeMBbI JTUYHOTO BBIOOpA M
pasIMuHbIX (HOpM MPUHYXKICHUS, 3alIUThl KOHDUAEHIIMA-
JIHOCTH TOJYYEHHBIX JAHHbBIX, TUCKPUMUHAIIMN U CTUTMA-
TU3aLMM MO TeHeTHYecKuM TpusHakaMm [45]. [To MHeHUIO
OOJILIIIMHCTBA IKCIEPTOB, MHGOPMALIUS SIBJSETCS OMHUM U3
LIEHTPaJIbHBIX 3JIEMEHTOB COBPEMEHHOW MEIMKO-CaHUTap-
HOI1 TOMOIIY BOOOIIIe M CKPMHUHTIA, B YACTHOCTU. AIeKBaT-
Hasi M CBOeBpeMeHHasi MHdopMalus sBJsieTcsl Hauboee
STUYHBIM TOJAXOOM MPU BHEIPEHUU MPOTPaMM MacCOBOTO
obcnenoBanus [41]. CKpMHUHTY AOJKHA TIPEIIICCTBOBATH
uHbOopMaLUs O ero LefsX, 3a1a4aX U BO3MOXHBIX ajlbTep-
HaTtuBax s ceMbu. [Ipu HeOIarompusTHBIX pe3ysbTaTax
TECTOB HEOOXOAMMO TMPOBOAUTh MEINKO-TE€HETUYECKOE
KOHCyIbTHpoBaHue. MHbopmalms nokHa ObITh TTPeaCcTaB-
JIEHa CeMbsIM B JOCTYITHOU M MOHSITHON (hOpME U OIUCHI-
BaThb BECh CKPMHMHTOBBIN TTPOLIECC, BKIIIOYAsl MOCIEeAYIONIe
TECThbl, HEKOTOPbIE U3 KOTOPBIX MOTYT HOCUTb MHBA3UBHbIN
XapakTep WJIW TpeOoBaTh TOCMUTAIU3ALMU B CTallMOHAp
(MOBTOPHBII 3200p KpOBU ISl MPOBEACHUSI TTOATBEPXKAAI0-
el OUarHOCTUKM, TIPOBENEHWE HArpy304HbIX TECTOB
B YCJIOBHUSIX CTallMOHApa M T.J.), @ TAKXKEe HEKOTOpPbIE acIeK-
ThI TIOCJIEAYIONIEH Tepanuu, MeIUKO-TeHeTUUECKUe BOTIPO-
cbl. [To MHEHUIO 3KCIEepTOB, OHA MOJIKHA MPEIOCTaBISIThCS
He JJIg TOro, YTOObl CIOCOOCTBOBATH YyYacCTUIO MallMEHTa
B IporpamMMe CKpMHUMHTA, a YTOObI TTOSICHUTb 3HAUEHHUE 3TO-
TO TECTUPOBAHUS U ATh MOJHYIO KAPTUHY BO3ZMOXHBIX TO-
CJIENCTBUIA B CTydyae OTKa3a OT CKPUHWHTA U B CJIydae ero
nposejieHusl. B pesysibrare 0MKHO ObITh MOAMUCAHO OT/E-
JIbHOe MH(GOPMUPOBAHHOTO COTJIACHE CEMbU Y4YacTBOBATH
B TECTUPOBAHUM, YTO IIPUHSTO B OOJBIIMHCTBE cTpaH EBpo-
el 1 mtatoB CIIA. Bo MHOTHX cTpaHax B MH(GOPMUPOBAH-
HOM COIJIACUM YIIOMMWHAETCSI BO3MOXHOCTb JIJTUTEIBHOTO
XpaHEeHUsI TISATEH BBICYIIIEHHON KPOBU U X MCTIOJb30BaHUSI
B JaJbHEMIIIEM U HayJIHBIX MccienoBaHuii [46]. Ciemyer
OTMETUTD, YTO MH(HOPMAIIMOHHASI KOMIIOHEHTA MTPOTrpaMMbl
HeOoHaTaJbHOro CKpuHMHTA B P® topummyecku (B dopme

MPUKA30B, PEKOMEHIATEIbHBIX MUCEM U T.I.) HE perjaMeH-
TUpPOBaHA. DTO CYILIECTBEHHBIN IPO0OE, KOTOPhI TPeOyeT
COOTBETCTBYIOIIETO PEIICHMS.

AynuT, oleHKa M KOHTPOJIb KayecTBa

OlueHKa, ayluT U KOHTPOJIb KAuecTBa JOKHbBI ObITh CO-
CTaBHOI YacTblo J1000M MporpaMMbl CKpMHUHTa. B cTpaHax
EC nabopatopuy mpruHMMAIOT yyacTHe B Iporpamme oodec-
neyeHust kadyectea ERNDIM (EBponeiickas Hay4yHO-uUC-
cJeq0BaTeNbCKasl CeTh M0 OLIEHKE M COBEPUIEHCTBOBAHUIO
CKPUHMHTA, TUarHOCTUKU U JIEYEHMsT HACJIEACTBEHHBIX 00-
ne3Helr obwmeHa). i YCTaHOBJIEHMSI COOTBETCTBYIOIIMX
BO3pacTy pedepeHCHBIX MHTEPBATOB (IMAarta30Hbl HOPMBI) 1
otpe3Hbix Touek st MC/MC ananu3za B crpaHax EC neii-
CTBYIOT MPOTPaMMBbl aHAJIM3a TaHHbBIX, MOJIYYEHHBIX U3 pa3-
HBIX 1abopaTtopuii [47]. [IporpamMma obecrieueHUsT KauecTBa
CKPUMHMHIAa HOBOPOXIEHHBIX JEHCTBYET yxXe Oosiee 35 ser
B CIIIA (Screening Quality Assurance Program (NSQAP)).
enb 2TOI MpOorpaMMbl — MUHMMM3AIMST YKCIA JIOXHOIO-
JIOKUTEJTbHBIX Pe3yJIbTaTOB, COKpallleHue CPOKOB TeCTUPO-
BaHM U TMOBBILLIEHNE KayecTBa JabOpaTOpHOro sTarna Mac-
coBoro ckpuHuHra [48]. B pasHbIX cTpaHax MOATOTOBJEH
PSIIL OKCTIEPTHBIX TOKYMEHTOB IO O0ECTIeUeHUI0 KOHTPOJIS
KayecTBa CKPUHUHTOBBIX MPOrpaMM, KOTOPBIE OIMHCHIBAIOT
BCE CTaJluU TECTUPOBAHUS — OT 3a0opa 00pa3loB, 10 Jeue-
HMSI U TIOCTIEAYIOILEro HaOMOAeHHS 32 MalMeHTaMU.

B Poccwuiickoii @eneparvy 3Ta BaXHasi COCTaBJISTIONIAsT
MPOrpaMMbl MACCOBOTO CKPUMHUHTA MPAKTUUYECKU HE peasiu-
30BaHa. YyacTtue 1abopaTopuii, MPOBOMSIINX CKPUHUHT BO
BHEIIHEM KOHTpOJIe KavyecTBa, SIBISICTCS WCKIIOYUTETBHO
JNOOPOBOJIbHBIM, U JIaJIeKO HE BCE MEIULIMHCKUE Yupexie-
HMSI, OCYLIECTBIISIIOIINE HEOHATANbHbIN CKPUHUHT, BbIAES-
0T IOTTOJIHUTENIbHBIE (DMHAHCOBBIE CPEACTBA IS €TO ITPOBE-
neHust. K coxkaJeHuIo, OTCYTCTBYIOT OTeYeCTBEHHBIE PEKO-
MEHIAIK TI0 MaCCOBOMY CKPUHUHTY HOBOPOXKICHHBIX.

3akiouenne

KoHuenuust cKpyHMHIa B 3ApaBOOXpPaHEHUU OBICTPO
pacrpocTpaHuiIach B TeueHrue XX BeKa U B HACTOsIIIee Bpe-
MsI IIMPOKO TIPUHSTA B OOJIBIIMHCTBE pa3BUTHIX cTpaH. Cpe-
I HaCJIeICTBEHHBIX 3a00JIeBaHUi, KOTOPbIC BKJIIOUAIOTCS
B IPOTrpaMMbl CKpUHUHra, ocobeHHo BaxkHbl HBO wu3-3a
JOCTATOUHO BBICOKOM YACTOThI, MHBAJIMAMU3ALUNA U PAHHEH
CMEPTHOCTH OOJIBLHBIX ITPH OTCYTCTBUY CBOEBPEMEHHOTO Jie-
YEHMSI, BHICOKOTO PUCKa MOBTOPEHUSI B OTSITOLLIEHHBIX CEMb-
sX. OCOOEHHO BaXXHO, YTO IOSIBJISIIOTCSI HOBBIC TEpaIieBTHU-
yeckne Bo3MoxHocTy s tedennst HBO, obycnoBnuBaio-
e HeoOXOIMMOCTD BBISIBJIEHUSI OOJIBHBIX Ha JOKJIMHUYE-
ckoit ctanuu. TeXHOJIOrMYecKuii mporpecc U HaKOIJICHHbII
MOTEeHLMAJl TECTUPOBAHMSI, OCOOEHHO B 00JIACTM T'€HETUKU
— orpoMHbl. OQHAKO TEXHMUYECKUE BO3MOXKHOCTH CKpU-
HUHTa He TapaHTHPYIOT €T0 IIPUEeMJIEMOCTH JIJIsT OOIIEeCTBa,
MO3TOMY BaXXHO HE YIYCKaTh KJIIOUEBbIC MPUHLMUIIBI, B TOM
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HAYYHbIE OB30PbI

qyucjie 3TUYECKHMEe, Ha KOTOPBIX JOJKEH OCHOBBIBATHCS
CKPUHUHT.

OnbIT 3apyOeXXHBIX CTpaH CBUACTENBCTBYET O CIOXHO-
CTH OpraHW3allid CUCTEMbl CKPUHUHTA, HEOOXOTUMOCTHU
OoJsiee THIATEIbHOIO PACCMOTPEHUsI BOMPOCOB ero addek-
TUBHOCTH, YCUJIEHUSI BHUMaHUS K OLIEHKE Tpoliecca oocie-
JOBaHMSI, TIPUBJIEUEHHUs] OOLIECTBEHHOCTH K TIpoleccaM
MPUHATUS pPEIIeHUS] O TPOBEICHUM CKPUHWHTA W TIPEIo-
CTaBJICHUs SICHOM W AOCTYITHOM JUISl TOHUMaHUsI MHhOopMa-
MM O ero nocaenctBusix. OueBUAHO, YTO BaXKHO HaUyue
HalIMOHATBHOTO 1IEHTPa HEOHATAJILHOTO CKPMHMHTA, KOTO-
PBIif HECeT OTBETCTBEHHOCTD 3a €T0 OPTaHM3ALIMIO U TTPOBE-
JeHWe, o0ecTieurBaeT HEINpEePbIBHBII KOHTPOJIb W Mepe-
CMOTp CYIIECTBYIOIIMX MTPOrpaMM CKPUHUHTA C YYETOM HO-
BEUIKMX HAyYHBIX M TEXHOJOTMYECKMX NOCTMXKeHUit [49].
HeobxonuM Takske TpoayMaHHBII TTOAXO0A K MTOCTEIIEHHOMY
pacuIMpeHuo MporpaMM CKpMHUHTA, YTOOBI 00eCIeYnTh UX
addekTrBHOE HYHKIIMOHUPOBAHUE U U30eXaTh Meperpy3ku
cayx0bl 31paBooxpaHeHus. C y4yeTOM TMOMYJISIIIMOHHBIX
ocobeHHocTeil pacinpocrpaHennss HBO HeobxommuMo ompe-
JEJINTh MaHelb CKPUHUPYEMbIX 3a00JIeBaHUIA, UTO JaBajo
Obl BCEM TpaxklaHaM CTpaHbl paBHbIE BO3MOXHOCTH B UX
npoduIakKTUKe U JICYSHUU.
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