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MaccoBoe 06cnenoBaHrie HOBOPOXAEHHbIX B MPOrpamMmme HeOHaTalIbHOrO CKpUHUHIa B Pecnybnvke KasaxctaH npoBoamTcs Ha 2
HacneAcTBEHHbIX 3aboneBaHNA — GeHUIKETOHYPUIO U BPOXAEHHbIN rnnoTupeos. B 2019 rogy 6bin npoBefeH NUOTHBIN NPOEKT
NCCNeoBaHNIN METOLOM TaHAEMHOW Macc-cnekTpomeTpumn 1000 pgeteit ao 1 roga Ha 49 HacnefCTBeHHbIX 6one3Hel obmeHa.
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Mass examination of newborns in the neonatal screening program in the Republic of Kazakhstan is carried out for 2 hereditary dis-
eases - phenylketonuria and congenital hypothyroidism. In 2019 pilot project was conducted for 1000 studies using tandem mass
spectrometry of children under age of 1 year for 49 hereditary metabolic diseases.
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eoHaTtanbHbIN ckpuHUHT (Hanee HC) obecrieynBaeT

paHHee BbISIBICHUE 3a00JIeBaHUIA B ITeprOa HOBO-

POXIEHHOCTH 1 CBOEBPEMEHHOE JISUeHIE, KOTOPOe
CITOCOOCTBYET IPEIOTBPAILCHUIO PA3BUTHSI TSKEITBIX MHBA-
JTIOU3UPYIONINAX TIPOSIBIICHU 001e3HN. AKTYaIBHBIM IJIST
OOJIBIIIMHCTBA CTPAH MUPA SIBIISIETCSI HEOHATATBHBIN CKpH-
HUHT Ha peHmnkeTonypuio (PKY) 1 BpoxaeHHbINA TMIIOTH-
peos (BT) [1]. CormacHo Ipukasy M3 PK ot 28.03.2006 .
Ne 140 «O cKpMHUHTOBOI TIpOrpaMMe JOPOIOBOI THAarHO-
CTUKU U TTPOMPUIAKTUKA BPOKICHHON 1 HACIICICTBEHHOM
natojioruu y neteit» B Pecriyonmke Kasaxcran ¢ 2007 roga
TIPOBOAMTCSI CKPMHIHT HOBOPOXKICHHBIX Ha 2 HACJIEICTBEH-

HBIX 320051eBaHMS — (DEHUITKETOHYPUIO 1 BPOXKICHHBIN TH-
notupeos. CoznaHa KOOPAWHUPOBAHHAS LIEHTPATM30BaHHAsI
cucrema HC c oxBatom Bcex pernoHoB PK, cocrosimast u3
00y4eHUsI, MPOBEICHNSI CKPUHUHTA, CUCTEMbI OTIOBEIIICHUS
1 BBI30BA MTALIMEHTOB, TUATHOCTUKU, JICUCHUS, YIIPABJICHMSI,
MOHUTOPHHIA KaueCTBA ¥ OLIEHKH IIPOTPaMMBbI, PAOOTHI C Ha-
CeJIeHeM, MEIUIIMHCKUM TIepCOHAIOM M T.1I. B CBsI3U ¢ BBI-
COKMM BKJIaIOM HacJIeICTBEHHbIX 60ie3Heit oomeHa (HBO)
B MJIa[ICHYECKYIO CMEPTHOCTbD U IETCKYIO MHBaIMAHOCTh, HC
Tosbko Ha 1Ba HBO siBisieTcst HemocTaTouHbIM 1 He pelaeT
aKTyaJIbHBIX TIPOOJICM paHHEH JOCUMITTOMATHYCCKOM ara-
THOCTHKH Y CBOEBPEMEHHOTI'O ITAaTOT€HETUUECKOTO JICYCHMSI.
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W3BectHO, uTO netw ¢ opdpanHbIMU HBO 3aHMMaloT oKosio
30% koeuHoro ¢oHIa B AETCKUX CTALlMOHAPAX, COCTABISIIOT
40% MianeHYECKO CMEPTHOCTH B pa3BUTHIX cTpaHax [2,3].
Hecnemmdnunas KmHMYecKast KapTUHA, KOTOpast MacKH-
pyeTcst rof, Apyrue 3adosieBaHus (Cerncuc, BHyTpUyTpOOHast
TMTHEBMOHUSI, SITMJIETICHs], HelporHMeKI1IMs, IeprHaTaIbHasI
1aTOJIOTHST), OTCYTCTBUE OCTYITHBIX METOIOB TUATHOCTUKK
U CBOEBPEMEHHOTO MaTOTeHETUYECKOTO JICUSHUS TIPUBOJISIT
K JICTATBHBIM UCXOIAM.

Iexab: MpoBecTH KOMIUIEKC IMPAKTUUECKIX MEPOTIPH -
SITUI, HaIIpaBJIeHHBIX Ha paHHIOI0 nuarHoctuky HbBO
U MpeayTpekaeHe MHBATMAN3UPYIOIIUX TTOCISICTBUA.

MaTtepwuanbi n metopbl

Maccossiit HC 380318 HoBopoxneHHbIx Ha DKY u BI'
MpoBeAeH UMMYHOMIIOOPECLIEHTHBIM METOJIOM Ha aHa-
mu3aropax Victor u AutoDelphia (PerkinElmer) o cyxum
MSITHAM KPOBU, B3ATBHIM IO CTAHIAPTHOUW METOIMKE Ha
dunbrpoBanbHyio 6ymary DBS PerkinElmer 226 B cooTBeT-
CTBHMU C aJITOPUTMOM IIPOBEICHMS HEOHATATLHOTO CKPH-
HuHra, onoopeHHbIM ISNS. CeneKTUBHBIN CKPUHUHT TTPO-
BelIeH METOJOM TaHAeMHOIt Macc-criekTpomerpuu (TMC)
Ha anmapate QSIGHT™ 210 MD (PerkinElmer, Kanana)
PK-MT-5Ne018237 B PK corytacHO IpOoTOKOJTY IIPOM3BO-
nurtenss. Matepuain s aHaiu3a B34t B 5 ropogax PK, Bce-
ro 1000 o6pa3uoB.

Pesynbratbl

Maccossiii HC HoBOpoxXaeHHBIX B 2019 romy moka-
3aJ1 CBOIO BBICOKYIO a(p(peKTuBHOCTL. BhI10 00CiIemoBa-
Ho 380318 HOBOPOXKIEHHBIX, 4TO COCTaBWIIO 95,4% OT Beex
HOBOPOXIEeHHBIX. BrisiBieHo 14 ciydaeB @KY u 22 BT,
Bce 36 HOBOPOXKIEHHBIX MOTYYMIM CBOEBPEMEHHOE Jieue-
HUE Y He UMEIOT UHBATUAN3UPYIOIINX TocieacTsuil. Ha-
psmy ¢ TPamUIIMOHHON IMETOTepaItreil TTOSIBIIach BO3-
MOKHOCTB TIPUMEHEHUSI JICKAPCTBEHHBIX TIPETIapaToB KO-
(bepmeHnTOB TeTparunpoduonTeprHa (BH4), uro mo3Bosnser
pacLIMPUTD PALlMOH IMallMeHTa 332 CYET HATypalbHBIX IIPO-
JIYKTOB U 3HAUMMO YJIY4IIUTh KauecTBO Xu3Hu. HC u se-
YyeOHbIE MPOAYKThI (DMHAHCUPYIOTCS MOJTHOCTBIO 32 CYET ro-
cynapctBeHHBIX cpeacTB. PMI'K AO «HLIATull» mposena
TECT Ha YyBCTBUTEILHOCTD K Tepanu BH4 11 manuenTam
¢ ®KY, u3 Hux 8 4yBCTBUTEIBHBI K JAHHOM TEPAITiy JieKap-
CTBEHHBIMU TpernaparaMu. Ha ceromHsiiHumii neHs 3 pedeH-
ka ¢ ®KY nosyyaroT naToreHeTH4eCKyIo Teparuio.

Buenpenne HeoHatambHOro cKprHuHTa Ha @KY 1 BI
TIO3BOJIMIIO CO3IaTh TUIAT(OPMY TS PaCIIMPEHUST CIIEKTpa
Hozonoruii B HC n i mposenenus cenektusHoro HC. Tan-
JEMHBII MacC-CIIEKTPOMETP Ha KOTOPOM TPOBOIMJICS CEIEK-
tuBHbIN HC Haxomutcst B TOO «Llentp MonexynsipHoii Me-
nuuyHb (LIMM), KOTOpBIii IMEEeT MHOTOJIETHU OIBIT MO-
JIEKYJISIPHO-TEHETUYECKOM TTOATBEPKIAIONIel TUarHOCTUKH,
B ToM ynciie HBO. Matepuan njig aHanusa B3T B S roOpoax
PK: Hyp-Cynran, IlIsiMkeHT, ATbIpay, ATMaThl 1 AKTOOE,
utoro: 1000 o6pa3noB. buii BeISIBIICHB! OOJIBHBIE C 4 T30~

COMHBIMU 3a00JIeBaHUSIMU, 2 aMUHOAITUIONIATUSIMU, 1 Ha-
pYIIEHHEM IIMKJIa MOYEBUHBI, 2 OPTaHNMIECKUMMU alluIypy-
SIMHU, 7 HApYIIEHUNSIMA MUTOXOHAPHUATBEHOTO OKUCIICHMST
JKMPHBIX KUCTOT. YacToTa BeIgBIIeHHBIX MeTomoM TMC HBO
y AeTeii 10 6 MecsieB ku3Hu coctaBuia 38,9 Ha 1000 oGce-
JIOBaHHBIX, cTapiie 6 MecsueB — 25,9 Ha 1000 nereii 1 npe-
BeImaiia B 390 pa3 vactoty @KV (1:24000).

[MonyueHHbIe pe3yabTaThl CBUAETEILCTBYIOT, UTO MPO-
BeJICHME CeJIEKTUBHOTO ckprHMHTAa Ha HBO skoHOMMUIeCKI
boJtee ompaBaaHO, HO 3(P(HEKTUBHOCTD JIEUSHUS TIPU pa3-
BEpHYTOI KIMHUYECKOI KapTuHe bosiee Hu3Kas1. Mccneno-
BaHME MOKa3aJI0, YTO CKPUHUHT JeTel ¢ MOJ03PEHUEM Ha
HBO 6611 5dekTuBeH B BO3pacTe 10 6 MecsILeB, Tak Kak
MaHudecTauus KIMHUIECKUX CUHIPOMOB MHOTHX 3a00-
JIeBaHUY HAYMHAETCS B BO3pacTe Tocie 4 Mecs1IeB XXIU3HMU.

Taxum o6paszoM, o naHHbBIM MaccoBoro HC 380318 Ho-
BOPOKIEHHBIX, IIPOBEICHHOIO CO CPEIHMM OXBaTtoM — 95,4%,
B Pecniyonuke KazaxcraH BriepBbIe JOCTOBEPHO YCTAaHOBJIE-
HbI cpenHue yacTothl DKY 1:24069 u BT 1:7522, uto nmo3Bo-
Jino Havyath paciipeHue HC Ha npyrue HBO. YuuthiBas
BECOMBIC 5 KOHOMUYECKIE ITOTePH TOCYIApPCTBa, CBSI3aHHBIC
C pacxodaMM Ha CHMITTOMATHUECKOE JICUCHIE, MEIUIIMHCKOE
00CTy:XKUBaHUE, POIOJIKUTEIbHOCTD KU3HU U TIOKU3HEH-
Hoe coaep:kanue aereit-uHBanuaoB ¢ HBO, panHsst amarHo-
ctuka opdanHbix HBO siBsieTcss HEOOXOAUMBIM YCIOBUEM
JUTS CHIDKEHUST MJTaJIEHYeCKOM 1 IETCKOM CMEPTHOCTH, 3a-
00J1eBAeMOCTH 11 THBAIMIHOCTH.
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