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[nasa

001Liue npuHLMNbI
HeOHATaNbHOro CKPHHMHIa

1.1. UICTOPUA PA3BUTUA HEOHATAJIbHOIO
CKPWUHWHIA. ONPEAENEHUE W BUbI
CKPWUHWHTA. MPUHLUNbI U KPUTEPUN
HEOHATAJIbHOI0 CKPUHWUHTA

BHenpeHue B MeJUIMHCKYIO IPAKTHKy CKPUHUHIOBBIX (TIPOCEUBAIO-
II1X) IIPOrpaMM fIBJIIeTCS OZHUM U3 BBIJAIOINXCS JOCTHKEHU MUPOBO-
ro 37[paBooxpaHeHus1. MaccoBoe o6ciiejoBaHue (CKPUHUHT) HaceleHNs —
KOMILJIEKC MepOIPUATHI, BKIIOYAOMUKA HOPMUPOBaHKeE IPYIIbI PUCKA
II0 ONpeZieJIeHHbIM HO30JIOTHAM U OCYILIeCTBJIEHUE NMPOPUIAKTUYECKUX
MepOIpPUATHI UK IPeBeHTUBHOE JiedeHue 3abosieBaHuil. B ciyyae reHe-
TUYeCKOr0 CKPUHMHI'a HOBOPOX/EHHBIX Ha HAC/IeZICTBEHHbIE U BPOXK/EeH-
Hble 3a00J1eBaHuUs pedb WeT 00 0c0O0M paszieie MeaUKO-TeHeTUIeCKOM
IIOMOIIM HAceJleHH0. MaccoBoe 00cieZioBaHUE BCEX HOBOPOXK/EHHBIX
Ha TeHeTHWYeCKyl MATOJIOTHIO MOPOXZAAaeT LeNblil P MeAULMHCKUX,
OpraHM3alOHHbIX, STHIECKUX, JKOHOMUUIECKUX mpobiieM. [103TOMy BHe-
CeHue JIONOJIHeHUH B IPOrpaMMbl HEOHATaIbHOTO CKPUHUHIA — CJIOKHAA
U MHOrorpaHHas 3aziaya. C OJHOW CTOPOHBI, OYeBHZHO, YTO pa3BUTHE
TEXHOJIOTHI JIabOPATOPHOIN [MArHOCTHKHY, MOSIBJIEHHE HOBBIX METOJI0B
JIeYeHUs TIO3BOJISIOT YBEJIMYUTh YKCIIO TECTUPYEMbIX GoJie3Heid, 4To Jaer,
HEeCOMHEHHO, TI0JIe3Hble pe3yJbTaThbl [UIS1 BBIABJIEHHBIX MPU CKPHUHUHTeE
TalMeHToB U uX ceMeil. C Ipyroit CTOPOHBL, BHe/IpeHNe COBPeMeHHbIX TeX-
HOJIOTMH MacCOBOT0 TeCTUPOBAHMUSA HY)KHO IIPOBOZUTE C OCTOPOXKHOCTBIO,
4T00BI COOIMIOATh GaNaHC MEXY MOMb30i ATHX MPOTPaMM U UX MOTEH-
[MAJIbHBIM PUCKOM KaK /ISl OT/eJIbHbIX MH/MBHIOB, TaK U /75 00IIecTBa.

B 1968 r. YusicoH u [IxaHraep omny6arkoBan MoHorpaduio «IIpuH-
UMbl ¥ [IPaKTHKa CKPUHWHTA Ha BbIABJIeHUe 3a00JIeBaHMIl» MO 3aKa-
3y BcemupHO# opraHusauuy 34paBoOXpaHeHUs. DTOT TPYZA OCTaeTcs
BaXKHejimeil paboTOi, MOCBAIIEHHOM CKPUHUHIY. B HeM OHM Hanu
oIpeziesieHre MIOHATUIO «CKPUHUHT» (@HIJI. screening — IpocerBaHue),
KOTOpOe 03HavaeT MPe/NoioXuTebHOe OOHapyKeHre paHee He Auar-
HOCTHUPOBAHHO! 60JIe3HH WY JieeKTa C HOMOIIbIO TeCTOB, 0OCIIe/10Ba-
HUH WM IPYTUX NPOLeayp, AAIMMX OBICTPBIN OTBeT. ITo onpesieeHuio
Sackett (1975 r.), CKpUHHHT — TeCTMPOBAHHUE BHEIIIHE 37I0POBbIX 106PO-
BOJIbLIEB C IIeJIbI0 MX IOZpa3/ieJieHus Ha IPYINIBI ¢ BHICOKOM U HU3KOM
BEPOSITHOCTBIO 3a60JieBaHus1. I10 OJJHOMY U3 OTpesiesIeHuit, «CKPUHUHT



TTTABA 1

16 OBLLWE NPUHLIMBI HEOHATAJIBHOTO CKPUHWHTA

BKJIIOYAeT KJIMHUYeCKKe U jabopaTtopHble 06CIe0BaHUs MHAUBUIYYMOB, Y KOTOPBIX
Ha MOMEHT 00CJ/ieZIoBaHusI HeT MpoOJieM CO 3/0POBbEM, C IEJIbI0 BbISIBIEHHUs 3a60J1e-
BaHUSI, MPEAPACIIONIOKEHHOCTH K 60Jie3H v (aKTOPOB PUCKA, KOTOPBIE MOBBIMIAIOT
PUCK pa3BuUTHsI 3a60/1eBaHUSI>.

TepMUHBI «CKPUHUHT» U <«IIPOrPaMMa CKPUHWHTa» He CHHOHMMbI. CKPUHUHT —
nosydenre nHOPMAIUK; IPOrpaMMa CKPUHUHTA — He TOJIbKO MOJIydeHre HHpOopMa-
IIUH, HO U ee 0bsi3aTeIbHOE UCII0Ib30BAHKE B IIEJISIX 3[PABOOXPAHEHHS.

OCHOBHBIE CBOIMCTBA IPOrpaMMbl CKDUHUHTA:

e cenoit (6e30TOOPHBIIT) MOAXO/ K 06CI/IeI0BaHHUIO;

e MAacCCOBBI XapaKTep 00C/Ie0BAHMS;

o mpodunaKTUUeCKas HalPaBJIeHHOCTb;

e JIByX3TAIHbIM MOAXO/ K IUATHOCTHUKE.

[lepBblii 3Tanm CKPUHUHTA — OMpesieJieHne JIo/iell C TOJIOKUTENbHBIM pe3ysibra-
TOM TecTa, pOPMUPYIOMIUX TPYIIy PUCKA 0 CKpUHUPyeMOoMy 3abosieBaHuio. Bropoii
3Tal — MOATBEPIXK/AOIas JUaTHOCTAKA U UCKJIIOUeHHe JIF0JIeH C JIOXKHOIIONOKUTE b-
HbIMU pe3yibraTamu. CTPYKTYPbl CKDUHUHTOBBIX IPOTPAMM BapbUPYIOT B 3aBUCUMOCTH
OT UX [eJiell ¥ BO3MOXKHOCTEl OpraHU3aTopOB: OT MPOrPaMM Ha e[MHIYHbIe 3a60JeBa-
HUs /10 TIPOTPaMM, OL[EHMBAIOIINX 110 HECKOJbKY JIeCATKOB Pa3HOOOPA3HbIX Mapame-
TPOB Y TeCTUPYeMbIX. [IpUHIUINABHBIM CYMTAIOT UX JIeJIEHHWE Ha MacCoBbie (OOBEKT
o6crie[oBaHKs — BUAMMO 37I0POBasi MOMYJISALMs) U ceJleKTUBHBIE (00beKT 06cienoBa-
HUsl — OTpeJieJIeHHbIe KOHTHHI€HThI OOJIbHBIX, CPEIH KOTOPBIX OKHU/IAI0T HAKOTIIEHHSI
UCKOMOro 3abosneBanvist). OfHUM U3 Hauboyiee BaKHBIX BONPOCOB IIPU BHEPEHUU
B 37[paBOOXPaHEHHe [IPOrPaMM CKPUHUHTA SIBJISIETCS ONpeie/ieHre TepedHs Goe3Hel,
Ha KOTOpbIE TIPOBOJIUTCS MacCOBOE 0OC/Ie/[OBAHME.,

B 1968 r. YuicoHoM 1 [[)kaHHEPOM ObLIN IPeIJIOKeHbl KPUTEPUH 15 OPraHU3aI|K
MpOrpaMM CKPUHUHTA, KOTOpPbIe ObUIM BIIOC/IEACTBUM AOMOJHEHbI MHOTMMHU 3KCIIepTa-
MU Y OpraHu3anusiMu, B ToM urcie CoBeToM EBporbl, U B HacTosiiiee BpeMsi GopMyIu-
PYIOTCS CJIeAIYIOIINM 06Pa3oM.

1. 3aboeBaHue, Ha KOTOPOE HalleJieHa IPOrpaMMa CKPUHHUHTA, OJDKHO ObITh BaK-
HOI MeIMKO-COIUAIbHOM MPO6JIeMO# 13-3a MOBBINIEHHON CMEPTHOCTH, CTpaja-
HUI GOJILHOTO, 9KOHOMUYECKUX MU COLIUATbHBIX U3JIEPIKEK.

2. EcrecTBeHHOE TeueHue 60Ie3HH JODKHO ObITh XOPOIIO U3BECTHO, Y 3a60J1eBaHuUs
NIOJDKeH OBbITb HaYaJIbHBIN CKPBITBIA MepHO/ JUb0 JOKHBI ObITh OMpeIeseHbl
(GaKTOpBI PUCKA, KOTOPBIE MOXHO ObIJIO ObI BHISIBUTH C UCIIOJIb30BAHUEM [IAAr-
HOCTUYeCKUX TeCTOB. TeCThl IOKHBI OBIT BBICOKOYYBCTBUTEIbHBIMU U CIIEIHU-
(GUYHBIMY 110 OTHOIIEHHUIO K TAHHOMY 3a00JI€BaHHUIO, @ TAKIKE TIPUEMIIEMBIMHU JIJIsI
06crieyeMoro MHAUBUAYYMA.

3. O6si3aTeIbHBIM YCJIOBUEM CKPUHUHIA SIBJISIETCS BO3MOMKHOCTH aJIeKBATHOTO
JIeYeHUs] WM MHOTO BMeINaTebCTBA. AJIEKBATHOCTh JIEYEHUsI OMPemeNseTcs
NIOKa3aHHOW KJIMHUIeCKOU 3 (PEeKTUBHOCTBIO, ITMYECKON 1 MPABOBOK MpUeMIie-
MOCTBIO.

4. CKpMHUHT C MOCJIeAyIOIMM [POBefeHNeM MeIUIMHCKOTO BMeIIaTebCTBa
Ha paHHel craguu 60JIe3HU 0JKeH 00eCcrieunBaTh JydInil MPOTHO3 st 60Jib-
HOTO, YeM ero JieueHue MPH MO0sBIeHUH CUMITOMOB 60JIe3HU.

CeropHsi uzieT OypHasi TMOJIEMHUKA OTHOCHTENBHO JIOTOJHEHUN U U3MEHeHWH aH-
HBIX KpuTepreB. HOBblE TEXHOJIOTHH MO3BOJIAIOT MPOBOJAUThL B PAMKAX OJIHOTO TECTa
ob6cezioBaHye Ha MHOYKECTBO 0OJIe3Hel, B TOM YKCJIe BBISBJISATL 3a00JIeBaHMUS, KOTOPBIE
He MO/IAIOTCSI JIEYeHUIO UM BCTPEYAIOTCS C KpaliHe HU3KOW YaCTOTOM, TO eCTh He MOJ-
XOJIAT TIOJl BCe KpuTepuu cKpuHuHra. ClieiyeT Jii TeCTMPOBATh Ha 3ab0JieBaHMe, eCiiu
IJIst Hero Het yiedenusi? Heo6X0MMO Jiu TeCTUPOBaHUE HOBOPOXKIEHHBIX Ha OOJIE3HH,
KOTOpbIe MaHU(ECTUPYIOT B MO37HEM Bo3pacTe? YbK UHTEPECHI ABMSAIOTCS IPUOPHUTET-
HBIMU: CeMbU UK pebeHKa? Eciu cTOMMOCTh JiedeHust 3a00JieBaHNs BHICOKA, HO OHO
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M03BOJISIET CIIACTH XKU3Hb PeOeHKa, CTOUT Jii BKJIIOYATh €ro B IPOTrPAMMbl CKPUHUHTA?
DTO J1asieKo He TOJHBIH IlepeyeHb BOIIPOCOB, KOTOPbIE 33/Ial0T 3KCIIePThI, IIpe/iCTaBUTe-
Ji1 001IeCTBEHHBIX OPraHU3aI|ii U OPraHU3aTOPhI 3PABOOXPAHEHUS, HO OJTHO3HATHBIX
OTBEeTOB Ha HUX II0Ka HeT.

Yuco HacleACTBEHHBIX 3a00JieBaHMUIl, 1 KOTOPBIX BO3MOXKEH MAacCOBBIN TeHe-
TUYeCKA# CKPUHWHT, HEYKJIOHHO BO3pacTaeT. [IOCTYIHOCTb TeHeTUYeCKUX TeCTOB
C HU3KON CTOMMOCTBIO MOXXEeT IIPUBECTHM K HeOIpaBlaHHOMY PpacUIMpeHUI0 Ipo-
rpaMM CKpUHHUHTA 6e3 OpraHu3aluy COOTBETCTBYIOMe 6a3bl, KOTOpas obecrednBaeT
MHQOPMALIIOHHYIO TO//IEPXKY [0 CKPUHHMHTA U MeIUKO-TeHeTHYeCcKOoe KOHCYJIbTH-
poBaHue nocyie Hero. B 1999 r. Komurerom 00IecTBeHHOH U MpodeccHoHaIbHOM
nonuTuky EBpomelickoro obiecTBa reHeTHKH 4YeloBeKka pa3paboTaHa crcTeMa mpa-
BHJI, CTaH/JIAPTOB 1 Mep Ge30MacHOCTH JJisi OPraHU3alny ¥ POBe/IeHUs TeHeTUIeCKIX
CKPUHHUHTOBBIX porpaMM. Brocencreun EBporelickoe 06111eCTBO TeHeTUKHU YeioBe-
Ka BBIMYCTUJIO MOJIOKEHNs U PeKOMEH/IAIINHU, KOTOpbie ObUTH 000pEHbI Ha eXKeroHOMI
koHpepeHu EBporeiickoro obmiectsa redetrku yenosexa B 2000 r. PexomeHzpanuu
EBporeiickoro o01mecTBa reHeTHKY 4YeI0BEeKa M0 OPraHu3al[iy [IPOrPaMM reHeTude-
CKOT'O CKPMHUHTA CJIefyIolye:

° HpOI‘paMMbI AO0JDKHBI BHEAPATDb NIPABUTEJIbCTBEHHBbIE NI HEITPABUTEJIbCTBEHHbIE
OpraHu3alyy, OTBevalollre 3a TO, YTO OpraHM3alMOHHbIE KPUTEPUHU, BKIIOYAS
PaBeHCTBO B AOCTyIle K NporpaMMaM CKPUHMHTA, KOHTPOJb HaZ BBIIOJHEHHEM
IIPOTrpPaMMBbl ¥ CBOeBPeMEHHOe IIpeJjoCTaBjleHre COOTBeTCTBYIOLIEro Jie4eHUs
U IPOPUNAKTIIECKUX Mep, OYIyT BBIMOTHEHbI B COOTBETCTBYIOIEN MOMY/ISLHH.

e Jlo Havasa CKPUHUHIa HEOOXOAMMO COCTaBUTH PYKOBOZCTBA IO MPHMeEHSEeMbIM
MeToziaM 0o6Cel0BaHMUS, TIPe/ICTaBIsIeMOi HHPOPMALIUY, CTPYKTYpPe yIpaBieHust
u 0becreyeHr0 KOHTPOJIsE HaJl IPOTPAMMON.

o Kaxzas nmporpamma JI0JKHA BKJIIOYATh OLEHKY Ka4yecTBa JIabOpaTOPHBIX TECTOB,
obecreyeHre MeIUKO-T€HETHYECKOTO KOHCYJIBTUPOBAHKS U CHAaOXeHue UHPOP-
Maluen.

e Heo06X0MMO KOHTPOJIMPOBATh BBINIOJIHEHKE MPOTPAMM C LeJbl0 obecreyeHus
MX COOTBETCTBUSA CYLIeCTBYIOLIUM PYKOBOZCTBAM.

o IHdopmaruio 10 1 1ocse IPoBe/ieHNs TeCTa IOJDKHBI [IPeJOCTaBIATh TOATOTOB-
JIeHHbIE CITEIUaJUCThI C COOTBETCTBYIOMIEH MOANEPKKOM. Jo/KHA ObITh mpemy-
CMOTpeHa BO3MOXXHOCTh MHMBHU/yalbHOTO cobeceioBaHus. B ciyuae momnoxu-
TeJIbHBIX Pe3yJIbTaTOB CKPMHUHTA HEeOOXOIUMO MPOBECTU MeJUKO-TeHeTUIecKoe
KOHCYJIbTUPOBaHUe.

o Jliobasi mporpamma A0JDKHA MpeAyCMaTPUBATh BO3MOXHOCTh KOHTAKTa C OIIBIT-
HBIMHU CIIe[MAJUCTaMU IJIS IOJTydeHUs AOMOHUTEIbHON HHPOpMaIY (ropsidas
JIVHUA).

o JleyeHue u nmpoduIaKTUUECKUE MepbI (€C/IM TaKKe CYLIECTBYIOT) JUisi OOHAPYKeH-
HOTo 3a00JIeBaHNA CJIeflyeT Npeasiarath 6e30TaraTebHo.

o CreuanicThl 1 00IeCTBEHHOCTh OJKHBI UMETh CBOOOHBIN OCTYI K nHMOpMa-
11U 006 YTBePKIeHHbIX CKPUHUHIOBBIX TeCTaX M PYKOBOZCTBAX IO TIPOBOJUMOMY
CKPUHUHTY.

B coBpeMeHHBIX YCIOBHSAX IJIaBHBIM TpeOGOBaHMEM K CKPUHUHTOBBIM MPOTpaMMam
CTAaHOBUTCS 0OecrievdeHre MX HKOHOMUYECKOU BBITOJbI, KOTZIa 3aTPaThl HA MPOTPaMMy
He MpPEBBIAIOT CTOMMOCTH COZIEpP)KaHUs OOMEeCTBOM OOJIbHBIX C HEAUATHOCTHPO-
BaHHBIM 3a00JieBaHWEM U HejedeHbIX OOJbHBIX. MHOrOYHC/IEHHbIE HCCIeOBaHUS,
NIpOBe/ieHHbIe B Pa3HBbIX CTPaHax, I0Ka3alu, YTO 10 3KOHOMHUYECKUM 3aTpaTaM U 3KO-
HOMU4ecKod 3¢(EeKTUBHOCTH OT IpUMEeHeHHUs (COXpaHeHHWe 3/J0POBbs JIIOZEH, MOy-
YMBIIKX JledeHue) MpocerBaloliye IporpaMMbl TPUHOCAT rocyAapcTBy 5—10-kpaTHYIO
AKOHOMMYECKYI0 Bbirofly. Takum 06pasoM, CTOMMOCTh MPOCEMBAIOIIUX TECTOB, MOJ-
TBep)KZAalollell AUarHOCTUKY U JledeHusl, a TakKe MeAUKO-TeHeTHYecKoe KOHCYJIbTH-
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pOBaHMe OTATOIEHHBIX CeMel, BKJIoYas NMPeHaTaJbHYI0 AUAaTHOCTUKY CKPUHUPYEMbIX
3ab0JieBaHUil, B HECKOJBbKO pa3 MeHblle 3KOHOMUYECKOTO OpeMeHH cofiepiKaHUs
HeZIMarHOCTUPOBAHHEIX OOJIbHBIX C YYeTOM CYILIeCTBYIOIIEHl CHCTeMBI COLMaIbHOTO
obecreyeHusi U CpeiHell POIOKUTEILHOCTH KU3HHU [alMeHTOB. DTOT 3G deKT Bo3MO-
XeH 1pu 98% oxBaTe IIPOCEUBAIONIUM HCCIefI0BaHeM HOBOPOXK/IeHHBIX U IIPU Havajle
JiedeHVst BbISIBJIEHHBIX GOJIbHBIX C TIEPBbIX [IHEI KU3HU.

OpHo#t 13 Haubosiee YCIENMHBIX B KHCTOPUM OOILIECTBEHHOTO 3/paBOOXpaHe-
HHUA CKPUHUHTOBBIX IPOrpaMM SBJIAETCS IPOrpaMMa CKPUHUHIA HOBOPOXKIEHHBIX.
HacnencrBenHble 3a60JieBaHUSI BHOCAT BEeCOMbI BKJajg B CTPYKTypy 3abojieBaeMo-
CTH, MJIafleHuecKOi CMepTHOCTM U paHHell WHBaJIMAM3aLUM JeTeil ¥ IMOAPOCTKOB.
Tenetnyeckre GaKkTOPhl OTPAXKAIOT TaK Ha3bIBAeMbIN OBLIMII reHeTHYeCKHil rpy3 momy-
JISILMH, KOTOPBIi MposiByisieTcsi Goiee 4eM y 5% HaceneHWs MIaHeThl. YYUThIBAs TO, YTO
oxosio 40% paHHell MiajieHuecKoi (TeprHaTalbHON) CMEPTHOCTU U pPaHHel MHBaIu[-
HOCTH 00YCJIOBJIEHbI HAC/IeICTBEHHBIMU (akTopaMut U 0Kosio 30% KOeK CTaliOHAPHbBIX
NeAVaTpPUIeCKUX LIEHTPOB 3aHATHI JeTbMU C HACJIE/CTBEHHOW NaTOJIOTUeN, CTAHOBUTCSA
MOHATHOH 6e3ycIoBHAsE HEOOXOZMMOCTh MPABUJIbHOM M PALMOHATIBLHO OPraHMU30BaH-
HO paHHe IMarHOCTHKU BPOXKIEHHBIX M HACJIe[ICTBEHHBIX Gojie3Heil. CBOEBpeMEHHOEe
BbISIBJIEHHE TaKUX COCTOSIHMIT B HacTosIee BpeMsi 0OecreynBaeT MacCOBBIl CKPUHKHT
HOBOPOXXJEHHBIX, CYUTAIOMMICA OZHON M3 OCHOBHBIX 00S3aHHOCTEl rOCyAapCTBEHHOM
CHCTEMBI 37IpaBOOXPAHEHUA Pa3BUTBIX CTPaH, ABJIAACH CaMbIM AEHCTBEHHBIM METOAOM
IWAarHOCTUKM U TPOQUIAKTHKU HACJIe/ICTBEHHBIX 3a00JIeBaHMii, MO3BOJASA BBIABUTH
MaTOJIOTUIO U OTPe/IeNIUTh TeHEeTHIeCKUI PUCK HACTeCTBEHHOTO 3260 IeBaHuUs /IS POJi-
CTBEHHUKOB JIMaTHOCTUPOBAHHBIX MJIaZIeHLIEB.

HeoHaTasbHBIA CKPUHMHT MMeeT (QyHJaMeHTaJbHOe 3HaueHWe I YIy4LIeHW:
COCTOSTHUS 3I0POBbsI GOJIbHBIX IeTeld, IOCKOJIbKY MOKET BbISIBUTh reHeTH4YecKue 3a60-
JleBaHUsl HA JIOKJIMHUYECKUX CTafUAX Pa3BUTHUA NATOJNOTMU, He JIONyCKasd THKeNIylo
MHBaTUAN3ALMI0 GONBHBIX JeTeil U COKpallias KOJIUYeCTBO TOCIUTAIN3ALMM U UX [IPO-
IOJDKUTENIbHOCTh BIUIOTH 710 TepeBofia JieTeil Ha amOynaTtopHoe JedeHue. [TOMIMO
paHHeil IMAarHOCTMKM ¥ CBOEBPEMEHHOrO Hayasa JjiedyeHWs 0OJIe3HH, HEeOHATaJbHBIN
CKPMHUHI TO3BOJIIT ONpeJeJIUTh IeTepO3UrOTHOe HOCUTEIbCTBO MyTAaHTHOTO TeHa
U cHOpMHUPOBATH KOHTHHTEHTbI, TPeOYIOIe CHCTEMATUYeCKOTO MeMKO-TeHeTHYe-
CKOTO KOHCYJIbTHPOBaHUA. MaccoBble CKPHHUPYIOIIMe 00CIeJoBaHMA TOMOTaloT MOJIy-
9UTh Haubosee JOCTOBEPHbIE JAHHbIE O YaCTOTe BO3HHUKHOBEHWs HACJ/eICTBEHHBIX
3ab0J1eBaHMil B OT/IeIbHBIX MONYJIANUAX, YTO €T BO3MOXHOCTh IIJIAHUPOBATh 00beM
MeJUIUHCKO MOMOIIY GOJBLHBIM 1, COOTBETCTBEHHO, O0II1e 3aTpaThl, He06X0AUMbIe
n7st TpoUIAKTUKY 3a60sieBaHust B pernoHe. CKPUHUHT Ha HacJie/[ICTBeHHbIe G0JIe3HN
HPOBOJUTCA C IPUMeHeHreM OMOXUMUYECKUX U MOJIEKYJIIPHO-TeHeTUYeCKIX METOJOB.
Cpenu Hac/eZICTBEHHBIX GOJIe3Helt, Ha KOTOPbIe TIPOBOAUTCS MACCOBBIH CKPUHUHT, HaH-
foJiee CyIlIeCTBEHHYIO [IOJII0 COCTABJIAIOT HAcJe/[CTBEHHbIe G0e3HH oOMeHa BelecTB
(HBO), Tak Kak MHOTHe 13 HUX CONPSDKEeHBI C TKeJIbIMY KIMHAYeCKUMY HapyIIeHUs MU
U JI7Ts1 psifia 3 HuX pa3paboraHbl 3GPeKTUBHbIE METO/IbI JIEUeHHS.

[TporpamMMa HeOHATalIbHOT'O CKPMHKHTA 0053aTeIbHO BKJIIOYAeT B ce0s CIIefyIolie
aTamnbl: 1) B3sATHe GHONOTNYeCKOr0 MaTeprana 1Jisi UCCIeJ0BaHNUS ¥ BCeX HOBOPOXKEH-
HbIX ¥ ZIOCTaBKa MaTeprasna B IUarHOCTUYECKY0 1abopaTopHio; 2) 1abopaTopHas mpo-
ceuBaolLlas AUArHOCTUKA; 3) yTOYHAIOLIAsA AUATHOCTUKA BCeX CJIy4aeB C IOJIOXKUTeIIb-
HBIMU pe3y/bTaTaMH [PK POCEUBAHUM; 4) JiedeHue GONbHBIX U UX [UCTaHCePU3aLHs
C KOHTpPOJIeM 3a XO/IOM JIeueHHUs; 5) MeJUKO-TeHeTH4eckoe KOHCYJIbTUPOBaHNe CeMbH.

HavasioM HeoHaTaJbHOIO CKPUHUHIAa MOXHO cuuMTaTh 1963 T., Korga B ITaTe
Maccauycerc (CIIA) 6bUI0 OpraHM30BaHO OOCJI€[OBaHHE BCEX HOBOPOX/EHHBIX
Ha ¢denmnkeronypuio (PKY). BakHO, YTO MMEHHO IpPU pa3pabOTKe METOAUIECKUX
¢dopm Maccooro npocenBanust Ha DKV 6bu1 BriepBble MPHMeHeH TaKOH G1OTOTIecKuii
MaTepuaJ, KaK NATHA KalWUIAPHON KPOBUA HOBOPOXKIEHHBIX, BBICYIIEHHbIE HA XpOMa-
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torpaduyeckoii Gymare u mepechbuiaeMbie IO MOYTe /jisi 1Tab0OPATOPHOTO MUCCIIeIOBaHMS
B L|eHTPaJIM30BaHHOIi 1]ab0PaTOPUU. DTOT METOZ MOJNYYMI IMPOKOEe PACHPOCTPaHEHHE;
ero MCHOJIb3YIOT BO BCeX IporpaMMax MmaccoBoro npoceusBaHus Ha HBO. B konne
60-x roz1oB XX B. pyTUHHOE TeCTUPOBaHKe HOBOPOKieHHbIX Ha ®KY 6b110 pacmpocTpa-
HeHO o4ty Bo Bcex mraTax CIIIA u HekOoTOpBIX cTpaHax EBpornbl. Cpesin Hacsie/iCTBeH-
HbIX 60JIe3Hel, Ha KOTOPbIe IPOBOUTCS MaCCOBBIN CKPUHUHT, HarboJIee CyIeCTBeHHYO
IOJII0 COCTaBJISIFOT HACJIe/ICTBeHHbIe O0Jie3HU obmeHa BemlectB (HBO), Tak Kak MHOTHe
13 HUX CONPSDKEHBI C TSHKeIbIMUA KIMHUYeCKUMY HapyIleHUsIMY U U1 PAJa U3 HUX pa3-
paGoTaHbl 3¢ PEKTUBHbBIE METOIbI JIEIEHHSI.

B paMKax MHOTHMX porpamm ObIJIO HaUaToO TeCTMPOBAHKUe U Ha JIPyrye HacleCTBeH-
Hble fepeKThl [HapUMep, Ha raJakTo3eMHIO, 60JIe3Hb C 3allaXOM KJIEHOBOTO CHpOIa
MOYH, TOMOLIMCTUHYPUIO, BpOXeHHbI! runoTtrpeo3 (BI), cepnoBUAHOKIETOYHYIO aHe-
muio u zip.]. HoBas 3pa B HeOHaTalbHOM CKPUHUHTE ObLIa OTKPBITA C CO3ZIaHUEM TaH-
ZleMHOI Macc-CIIeKTPOMeTPUM — TeXHOJIOTWH, CYIIeCTBEeHHO YAy4dlIaolieill CKpUHWHT
Y pacUIMpSIOLIel CIMCOK CKPUHUPYEMBIX HapylleHUH, O aI0UX s JIe4eHUIO 1 paHee
He JIMaTHOCTUPYeMBbIX CKPUHUHT-TIporpaMMaMu. CKPUHUHT HIMPOKO PacIpOCTPaHMUII-
cq B Mupe. B HacrosIee BpeMsl IpOrpaMMbl HEOHATaIbHOTO CKPUHHUHIA CYI[ECTBYIOT
Bo Bcex 50 mrarax CIIIA, B SInonuu u 6obimrHCTBe cTpaH EBpornbl. B Poccun maccoBoe
o6ceioBanve HOBOposkaeHHbIX Ha OKY mposoast ¢ 1985 1., ¢ 1993 1. cranu BHeAPATH
ckpuHUHT Ha BI. Hauany npoBeneHus ckpununra B Poccuiickoit @eznepanuu B 1993 1.
Ha QeziepanbHOM ypoBHe (DPKY 1 BpOXIeHHBIN TMUIOTHPe03) MOCTYXUIa IporpaMmma
«[letu Poccur». HOBBIN 9Tam pa3BUTHSE JUATHOCTUYECKUX 00CIeI0BaH I HOBOPOK/IEH-
HBIX B Halle# ctpaHe Havyasucsa B 2006 r., KOorga B paMKax IPUOPUTETHOTO Hal[MOHAJIb-
HOTO MPOeKTa «30pOBbe» MPOrpaMMa HEOHATalTbHOTO CKPMHWHTA ObUTa paciifpeHa
1o nsiTH 3a00JeBaHKi (TalaKTO3eMusi, MyKOBHCILM/IO3, aJpeHOTeHUTAIbHBIN CHHPOM,
beHNIKeTOHYPYS U BPOXKAEHHBIN TUIIOTHPEO3).

HeoHaranbHblii CKPUHUHT — MHOTOTPAHHBIA KOMIUIEKC MEpONpUATHH, Tpedy-
0K MOCTOSIHHOTO y4YacTWss W BHUMAHHUA LeJOT0 psifla MeJULUHCKUX CIyX0.
C MoMeHTa poXx/ieHUs pebeHKa 3a060Ty O ero 370poBbe GepeT Ha cebs POAUIBHBIN
noM. KadyecTBeHHBIN 3a00p KPOBM M CBOEBPEMEHHAsi OCTaBKa GJAHKOB C KPOBBIO
B J1abOPATOPHI0 MAacCOBOTO CKPUHMHTA 0OECIeYMBAIOT YCIElIHbIi CTapT CKPUHUHTA.
CBoeBpeMeHHOe IOBTOPHOe 06Cief0BaHMEe HOBOPOXKAEHHBIX C MOJIOXHUTENTbHbIMU
pe3yibTaTaMy TecTa, 3a KOTOpPOe OTBevaeT MejuaTpuyeckas ciayxba, MO3BOJIsET
BOBpeMA YCTaHOBUTb AMWATIHO3 W NPEAyNnpeauTb pa3BUTHE TAXKEJIbIX HeO6paTI/IMI)IX
OCJIOXHeHUH 0OHApy)X1BaeMbIx 3aboseBaHuil. KioueBasi pojib B JUArHOCTHKE MpHU-
HaZIJIeXXUT 1ab0paTOPHOIA Ciyxbe.

1.2. HOBbIE TEXHOJ10r I MACCOBOI0 CKPUHUPOBAHUA
HOBOPOXEHHbIX: BO3MOXHOCTW U OrPAHU4EHUA

B nocnenHue fecATUANeTHs MOSBWINCH BbICOKOIPOU3BOJUTENIbHbIE MYJIBTUIIEKC-
Hble TeXHOJIOI'MH, I03BOJISAIONIME B OJHOM aHajK3e OlpefiesiiTh MapKepbl MHOXeCTBa
3abosieBanuii. OJlHA U3 HUX — TaHIeMHas Macc-crekrpomerpus (MC/MC), KoTopast
MO3BOJISIET U3MEPSATh KOHIIEHTPAL[MY MeTabONIUTOB M aKTUBHOCTh (pepMeHTOB. Bropast
TeXHOJIOTMSI — BBICOKOIIPOM3BOAUTENIbHOE IapaijeibHoe cekBeHupoBaHue (NGS),
NI03BOJIAIOIEe UCCIeI0BATh [IOC/IeJ0BAaTeIbHOCTh MHOeCTBa I'eHOB OZJHOBPEMEHHO.

TangemHas macc-cnekTpoMeTpus

HoBasi Bexa B MaccOBOM 00CJIe[OBaHUM HOBOPOXKIEHHBIX HAayajach C MPUMEHEHHUs
texxojsiorut MC/MC. DTOT MeTOJI, MO3BOJISIONINHA ¢ GOJIBIIOH TOYHOCTBHIO B MUKPOKO-
JINYeCTBaX OrOMarepuana OMpeleNiATh KOHIEHTPAIUKA COTeH Pa3IMYHBIX COeIUHEHWUI,
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3aBoeBaJl JIMAUpYIOLIYe Mo3UiuK B Auardoctuke MHOrux HBO. Onpezensas yHuKajabHble
JJIS1 KaXKJIOTO COeZIMHEeHMs] COOTHOIIEHMsl Macchl K 3apsfy U CpaBHUBas KOHLEHTpalUU
BelleCTB C BHYTPEHHUMHU CTaHAAPTaMU, TEXHOJIOTMs AaeT TOYHYI0 KOJMYeCTBEHHYIO
U KaueCTBeHHYIO OLieHKY coenuHeHuit. [Ipumenerne MC/MC B mporpammax o6ciesioBa-
HUS1 HOBOPOXKIEHHBIX M03BOJISIET IPOBOAUTE CKPUHUHT Goee uem 40 popm HBO, oTHOCS-
muxcd K 3 rpynnaM (aMUHOALM/IONIaTHY, OPraHudecKye aluaypyun U fedeKTbl MUTOXOH-
JpUanbHOro B-okucieHus). B cpegnem cymmapsas yacrora HBO, BeisiBnsgembix MC/MC,
cocrasiser 1:2000-1:5000 HOBOPOXKIEHHBIX (BKJII0YasA GEHUIKETOHYPHUIO), HO B 3aBHCH-
MOCTH OT TeHeTUYeCKUX 0COOEHHOCTel MOMYISIMiT OHa MOXKeT pasnuyarhbes (Tabu. 1.1).

Tabnuua 1.1. CymmapHas 4acToTa HacneCTBEHHbIX G0Ne3Heil 06MeHa BELLeCTB, BbISBNSAEMbIX METOOM
TaHAEeMHON MacC-CneKTpoOMeTpUM

Crtpana CymmapHas yactota HbO
Kuraii 1:5800
TaiBaHb 1:5882
Kopes 1:2000
AnoHusa 1:9330
['epmaHns 1:2517
CeBepHas Amepuka 1:4000
['OHKOHT 1:4122
Karap 1:1327

YyBCTBUTENBHOCTD U crenuduaHocts MC/MC HeoMHAKOBA [JIS pa3HBIX 3a00JeBa-
HUIA. B 4acTHOCTH, CI0KHOCTY BO3HUKAIOT IIPU AMAarHOCTHKe HEKOTODBLIX HapyIUeHUiH
o0MeHa aMUHOKHUCJIOT (HEeAOCTaTOYHOCTH OPHUTHHTPaHCKapOaMuia3bl, TOMOLUCTHHY-
pUM) ¥ OPraHUYEeCKUX aluAypUid (HeJOCTaTOYHOCTH OMOTMHMZA3bI, METHIMAJIOHOBOM
aLUAypun), MOCKOJNbKY NpH 3TUX GONe3HSIX He y BCeX MAIMeHTOB B HEOHATAJbHBIN
[IePUO/] BBISIBJISIOTCSA 3HAYMMble M3MeHeHHsI KOHIIeHTPAIlUK MapKepHbIX MeTaboI1TOB
WIM MapKep He SABJIAETCS BBICOKOCIIENMUYHBIM U TPEOYIOTCSA TeCThl BTOPOU JIMHUM IS
HOBBIEHNs CelfUPUIHOCTY CKPUHUHTA.

C pocTtom 4uciia MeTabomdeckux 3abosieBaHuii, BeisiBissieMbix MC/MC, MoBbIIIaeTcst
Y CJIO’KHOCTb IIOATBep K Aaollell AMarHOCTUKY, KOTOPas MOXXeT BKJII049aTh JOIIOJIHUTe b=
HOe u3MepeHre MeTaboJINTOB, (pepMEeHTHBIN aHAM3 1 MOJIEKYJISIPHOE TeCTUPOBaHHE.

C 2000-x rr. osiBUJIaCh ellle oJiHa 06J1acTh mpuMeHeHus meroga MC/MC — ompe-
ZeneHVe aKTUBHOCTH (epMEHTOB B INATHAX BBICYLIIEHHOH KPOBU IIyTeM HM3MepeHUT
KOHIIEHTPAIIK IPOAIYKTOB PeaKInK Mocjie MHKyOauu obpasiia co crenudpuieckum asst
depMeHTOB cyOCTPAaTOM. DTO Z1aJI0 BO3MOXKHOCTD IIPOBOJUTD CEJIEKTUBHBIN 1 MACCOBBII
CKPMHMHT Ha JU30COMHbIe Gose3un HakorieHus (JIBH), 111 KOTOPBIX CYIECTBYIOT
MEeTO/[bl TIaTOreHEeTUYeCcKOro JiedeHUsl. AKTUBHOCTb (EePMEHTOB B IISITHAX BBICYIIEH-
HOW KPOBM IIPM MacCOBOM CKPMHMHIe MOHO M3MepsATb Kak MerogoM MC/MC, Tak
U (IIoopUMeTPIYecKUM MeTONOM. MaccOBBIN CKPUHUHI, HMPOBENEHHBIH B DPa3HBIX
CTpaHax, NO3BOJIMJI YTOYHUTb YACTOTHI ATUX Oosie3Hedt (Tab:. 1.2). Hanpumep, pacuer-
Hasi yacTota 6ose3un abpu Mo pe3yabTataM CKpuHUHra B Wtanuu cocrasia 1:3100,
4yTo B 15-20 pa3 Bblllle, 4eM IIpe/II0Iarajoch paHee [0 aHHBIM JIUTepaTypsbl. B mrare
Heio-Vopk B TedeHue 3 JieT MPOBOAWMIM MAcCOBBIA CKPMHMHT Ha GonesHb KpaGoe.
[lo mpoBezieHKs] CKPUHKHIA pacyeTHas dactoTa 6ome3Hu cocrasisia 1:100 000 HOBo-
poxzeHHbIX. ITo pesynbratam ckpuHuHra — 5:100 000.



