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1.Ha3Banue otuera CenexTUBHBIN CKPUHUHT JE€TEH METOI0M TaHIEMHOM Macc-
CHEKTPOMETPHH ISl TUATHOCTUKHU HACIIEACTBEHHBIX OoJie3Hen
oOMeHa

2. ABTOpHBI (TOKHOCTH, | JKycymoBa AHap

CHEIUATbHOCTbD, MarucTp rYMaHUTAPHBIX ¥ COITUATBHBIX HAYK

Hay4YHOE 3BaHUE) BHEUIHH SKCTIepT

3. 3asgBHUTEIND TOO «llenTp MONEKYISIPHONU METULIUHBI»

4. 3asBieHue 1o Kondmkra nHTEpECOB HET

KOH(MIIMKTY HHTEPECOB

5. 3asiBIICHHBIE E70 Hapymienust oOMeHa apoMaTHi4eCKUX aMUHOKHUCIIOT

MOKa3aHUsA E71 Hapymienus oOMeHa aMUHOKHUCIIOT ¢ Pa3BETBICHHOMN IEMbIO U

00MeHa )KMPHBIX KUCIIOT

E72 Ipyrue napyuieHusi oOMeHa aMMHOKHCIIOT

E74 Jlpyrue HapyuieHus oOMeHa yriieBo10B

E87 [Ipyrue HapyIieHus: BOJHO-COJIEBOI0 OOMEHA MIJIM KUCIOTHO-
IIEJIOYHOTO PAaBHOBECHS

E88 JIpyrue HapyiieHusi oOMeHa BEIIEeCTB

D55 Anemus BcieacTBre (epMEHTHBIX HAPYIICHHHA

D80- D89 OtnenbHble HapyIlIEHHs!, BOBJIEKAIOLNE HMMYHHBIN
MEXaHU3M

H31 Jpyrue Gone3Hu cocyaucToi 000I04KH ria3a

P00 IMopaxenus mao/1a 1 HOBOPOKJACHHOTO, 00YCITOBICHHBIE
COCTOSIHUSIMU MaTepHu, KOTOpPbIE MOT'YT OBITh HE CBS3aHBI C
HACTOSIIEH OEPEMEHHOCTHIO

E70-E90 Hapymienust oOMeHa BelecTB

6. AnbTepHATHBHBIE AnbpTepHaTUBHBIX MeTOJI0B B Pecniybnuke Kasaxcran HeT
METO/BbI
/Kommapatopsl,
npumensiembie B PK/

Kparkasi uHopManusi 0 TeXHOJIOTHH

MaCC-CHeKTpOMeTpI/IH — aHATUTHYECKHUH MECTO, C TOMOIIBIO KOTOPOI'0 MOXHO IMOJTYy4YaTh
KaKk KayeCTBEHHYI0 (CTpyKTypa), TaK M KOJHMYECTBEHHYIO (MOJEKYJspHas Macca WU
KOHIICHTpAIKs) HHHOPMAIUIO aHATTM3UPYEMBIX MOJICKYJI TTOCJIE UX TpeoOpa3oBaHus B HOHBL. B
HACTOsIEe BpPEeMsT METOJOM TaHAEMHOW Macc-CIIEKTPOMETPUH, KOTOpBIM Hambosee HIMPOKO
HCIIOJIB3YCTCA OJId  BBIABJICHUSA BPOXKICHHBIX HapyHIeHI/Iﬁ obOMeHa BCIICCTB, SABIACTCA
OyTHJIMPOBaHHE aMHHOKHUCIIOT, allUJIKAPHUTHHOB M CBOOOIHOT0 KapHUTHHA. DTO o0ecreynBaeT
NIMPOKUK CIIEKTP AHAJM30B M BBICOKYIO TPOIYCKHYIO CIIOCOOHOCTh. Marepuan s
UCCIIEIOBAaHMUS — CyXHe ISTHA KPOBH, B3SAThIE MO CTAHAAPTHON METOAMKE Ha (PUIBTPOBAIHLHOM
Oymare.
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[lo naHHBIM, NPEACTAaBICHHBIM 3asgBUTENEM, CTOMMOCTH OJHOM €IUHMIIBI YCIyTH
coctapisieT 38 475,89 tenre. CtouMocTh 000pyI0BaHUsI, BKIIFOYAss HAOOp I TaHJIEMHON Macc-
CHEKTPOMETpPHUH, 3 BU/Ia paCTBOPOB U HAOOp peareHToB, cocTaBisieT 25 158 662,5 renre.

Pe3ome (pe3yJibTaT IKCIEPTH3BI)

TangemMHass Macc-CIIEKTPOMETPHSI  SIBJISIETCS  YHUKQJIbHBIM METOJOM, KOTOPBIA B
pe3yJibTaTe OJHOTO MCCIICIOBAHUS CYXOH KaIlld KPOBU MOXKET BBISIBUTH Oosiee 20 3a00JIeBaHUM.
OcHoBBIBasiCb Ha OTCYTCTBHE NOOOYHBIX 3(G(HEKTOB U MPOTUBOMNOKA3aHUM, BBICOKYIO
YYBCTBHTEIBHOCTh M CIICIIH(PUIHOCTh TAHIEMHOW MacC-CIIEKTPOMETPUH, MOXKHO C/IEJIaTh BBIBOJI
O TOM, YTO TaHJEMHAasi MaccC-CIIEKTPOMETPHUSl SBISIETCS KIMHUYECKH OS()PEKTUBHBIM U
Oe3omacHbIM MeToaoM. [IpenmoaraeMpie 0OIKE 3aTPaThl HA CKPUHUHT 71 HOBOPOKICHHBIX JIJIS
MOATBEPXKJEHUA AuarHo3a coctaBar — 2 731 788, 19 TteHre, ogHako Ml ONpeAENCHUs
OKOHOMHYECKOW  A(P(EKTUBHOCTH HOBOW  TEXHOJIIOTHH  TPEOYIOTCS  JIOTOJHUTEIbHBIE
KpPYITHOMACIITa0HBIC BEICOKOKAYECTBEHHBIC UCCIICIOBAHMS.

Cnmcok ab0peBHaTyp M COKPALCHU I

HBO - nacneacrsennnle 601€3HU 0OMEHA;

MC/MC — TanieMHast Macc-CIIEKTPOMETPHS;

KX — xxuakoctHas xpomororpadus;

ICER — ko3¢ punmeHT 3 heKTUBHOCTH JOMOTHUTEIBHBIX 3aTpPaT;
QALY — nokazarenb, OTpaKarolnuii CKOPPEKTHPOBAHHBIE Ha KAYECTBO KH3HH T'OJIBI.
Cysta — rmucraTHOHMH;

tHCy — o6mwmit romorucTenH;

Met — MeTHOHUH;

MCADD - nedunut cpennernenodeqnoi ammi-KoA geruaporeHassr;
PKU — ¢enunkeronypus;

IVA — u3oBanepuanoBast aluaeMus;

MMA — MeTHIMAaJIOHOBAs allMACMHUSI;

PA — nmponironoBast anuaemus;

MSUD — 6osie3Hb KJIEHOBOTO CHPOIIa;

MCD — MHOXeCTBEHHBIN AePUIUT KapOOKCHITa3HI.

1. Heap orTyera 3aKkiaoyaeTcss B NPOBEACHUM  OUEHKHM  KIMHUYECKOM
3P PEKTUBHOCTH, OC30MACHOCTH M SKOHOMHUYECKOH 3()h(HEKTUBHOCTH CEIIEKTUBHOTO CKPHUHHMHIA
JIeTEeH METOJIOM TaHJAEMHOW Macc-CIEeKTPOMETPHUH ISl JUATHOCTUKHM HACJIEACTBEHHBIX O0se3Hen
oOMmeHa.

2. Onucanue npoodeMsl

2.1.0nucanue 3a601eBaHusi (IPUYMHBI, PaKTOPHI pHCcKa)

Bpoxnennsie 0Oone3Hn OOMEHa BEIIECTB SBISIOTCS (DEHOTUITMYECKH M T'€HETHYECKU
reTepOreHHbIMU HAPYIIEHUSIMHU, BbI3BAaHHBIMU Jle()eKTaMU KIIETOUHOTO oOMeHa. Takxe HOocAT
Ha3BaHME HacleACTBeHHbIX Oone3Heit obmena (HBO). bompmmuctBo HBO o6ycrnoBieHo
nedexrom b0 pepmenTta, MO0 TpaHCIOPTHOTO Oenka, MO0 KodaKTOpamu, YTO MPUBOIUT K
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AHOMAJUSIM CHHTE3a WM Kara0oimu3Ma OEJKOB, YTJIEBOJOB, KUPOB U KOMILUIEKCHBIX MOJIEKYIL.
[Tpo6yieMbl BO3HUKAIOT B CBSI3M C HAKOIUICHHMEM TOKCHUYECKHUX MPOMEKYTOUYHBIX METabOJMTOB,
MPOKCHUMAIBHBIX K METa0OMUYeCKOMY OJIOKY, OTCYTCTBUEM OCHOBHBIX TPOAYKTOB WU
HaKOIUIEHHEM TMpOIyKTOB oOMeHa. Ha ceromnsimauii neHb BbIsABICHO Oojiee 1000 pa3mudyHbIX
BugoB HBO. HecMoTpss Ha TO, 4TO B OTICNBHBIX clydasXx 3a0O0JIiEeBaHUE BCTPEUACTCS PEIKO,
CYMMAapHBIN TTOKa3aTelb CIy4aeB UMEET TEHIICHIIUIO K pocTy U cocTaBisieT 1 k 800. HekoTopelie
HBO mnopnmaroTcss JIEYEHHIO ¢ MHOTOOOCHIAIOIIMMHU Pe3yabTaTaMH, K HMX YHCIY OTHOCSITCS
HapylIeHus oOMeHa OPraHUYECKUX U aMUHOKHCIOT U HapyIICHUs OKUCICHHS KUPHBIX KHUCIOT.
[TopaskeHHbIe MJIaJCHIIBI OOBIYHO POXKIAIOTCS HOPMAIBHBIMU, CUMIITOMBI MOTYT MPOSIBIIATHCS OT
HECKOJIbKUX YacoB JI0 HEJENIH B 3aBUCUMOCTU OT CTENEHU THKeCTH 3abonieBaHus. CHUMITOMBI
3a4acTyl0 HE HOCST KOHKPETHOTO XapakTepa, Kak, Halpumep, IJI0XO0€ MUTAHWE U BSIIOCTb,
KOTOpBIE MOTYT MPUBECTU K OMACHBIM ISl KU3HH OCITOKHEHHSIM™. Be3 paHHeil IHarHOCTHKH
COOTBETCTBYIOIIETO JICUCHUsI 3TU 3a00J€BaHUSI MOTYT MPUBECTU K YMCTBEHHOM OTCTaJOCTH,
bu3nYECKUM HETOCTaTKaM M JJaxKe CMepTI/Iz.

upokoe pasznoobpasue HBO o00ycnoBneHo MHOrUMH (aKTOpaMu, TaKUMU Kak
OKpY’Karolasi cpeia, STHUYECKas MPUHAJICKHOCTh, kputepun BbisiBieHus HBO u ucrounuku
o0pa3ioB. B apabckoM pernone BBICOKHI MoKa3zarenb pacnpoctpaneHHoctd HBO obObscHsercs
OOJIBIITNM KOJIMYECTBOM KPOBOCMECHTEIBHBIX OPaKoB”.

2.2.9nn1eMu0JIOTHYEeCKIEe TaHHbIE (3200/1eBa€MOCTh, PACIPOCTPAHEHHOCTH H T.1.)

BonpmmHcTBO 3nuaeMuonoruueckux gaHHbIX nmo HBO mpenocraBisitorcs B pamkax
nporpaMM CKpUHUHTA TPYIMI  TOBBIIICHHOTO pHUCKa W PACIIMPEHHOTO0 CKPWHUHTA
HOBOPOXXJeHHbIX. Hampumep, npeamnonaraemas 3aboneBaemocts HBO B Benuko6purtanun
cocraBmuia 1 cnydait Ha 784 sxuBopoxknenuit, B Kanmame — 1:2500, B Urtamuum — 1:3707, B
CaynoBckoit ApaBum 1:666, B T'onkonre — 1:4122. PacnpocTpaHeHHOCTh 3a00J€BaHUs
cocrauna 3.2% B Wamgum, 3.5-4.2% B Cunramype, 11.2% B Tawmannme, 6.6% B
KOHTHHeHTaTbHOM Kwurae n okxono 0.8% B T'oHkonre. B xone pa3nuuHbIX HcciaeI0BaHUNA
IPOTPaMM PacIIMPEHHOT0 CKPUHUHTa HOBOPOXKACHHBIX, 3aPErHCTPUPOBAHBI CITy4an HapYIIECHHUS
o0OMeHa OpraHMYeCKMX U aMUHOKHUCIIOT U HApYLICHUsI OKUCIIEHUS )KUPHBIX KUCIOT B KOJIMYECTBE
1 na 400058 B xonTHeHTaNIbHOM KuTae, 1:5882 B TaiiBane, 1:2000 B Kopee, 1:9330 B AAnonuu,
1:3600 B Munun, 1:6000 B ABctpanun, 1:2400 B I'epmanun u 1:4000 B AMepI/IKe4.

B Kutae xaxapiii ros poxxaaercs okoino 20 MITH. HOBOPOXKJIEHHBIX, cpeau Hux y 400-500
Thicsu BeLBisieTcds HBO, u wactora 3TuX HapymeHuit ocraercs oueHs Beicokoil. C 2000 o 2009

! Yunus ZM. et al. Pilot study of newborn screening of inborn error of metabolism using tandem mass spectrometry
in Malaysia: outcome and challenges // J Pediatr Endocrinol Metab. 2016;29(9):1031-1039. doi:10.1515/jpem-
2016-0028

? Thiboonboon K. et al. An Economic Evaluation of Neonatal Screening for Inborn Errors of Metabolism Using
Tandem Mass  Spectrometry in  Thailand J/ PLoS ONE. 2015. 10(8): e0134782.
https://doi.org/10.1371/journal.pone.0134782

*Mas. Expanded newborn screening for inborn errors of metabolism by tandem mass spectrometry in newborns
from Xinxiang city in China. // J Clin Lab Anal. 2020;34(5):e23159. doi:10.1002/jcla.23159

* Mak CM. et al. Inborn errors of metabolism and expanded newborn screening: review and update. Crit Rev Clin
Lab Sci. 2013;50(6):142-162. doi:10.3109/10408363.2013.847896



https://doi.org/10.1371/journal.pone.0134782
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ron B TaiiBane Obu10 006cnenoBano 1 495 132 HoBopokaeHHBIX, 170 nanuenTaM ObLT MOCTABIICH
nuargo3 HBO. O0muii mokasarenpb 3a00J1eBa€MOCTHA COCTAaBUII 1:6219°,

Xots 3aboneBaemoctb HBO cunraercss HU3KOH U BapbUpyeT CpeAu Ppas3IMYHbIX
STHUYECKHUX IpyII, 00JbIIOE KOIMYECTBO cilydaeB BbLiBisercs B CeBepHOW AMepuke U cpenu
eBporielickoro HaceneHuss ¢ yacrorod 40.00 u 29.51 na 100 000 >XMBOPOXKACHMIA,
COOTBETCTBEHHO, Toraa Kak 3abosneBaemMocTs HBO B a3zmaTckux NOMyISIIMAX BapbUpPYyeTCs
mexy 16.08-26.35 Ha 100 000 5KHBOPOKICHHIL .

Ilo naHHBIM, TpEACTaBICHHBIM  OHOTeXHOJOrMuecko  kommanueil — Genzyme,
3aHMMAIOIIENCsl JIMarHOCTUKON W JIEYEHMEM PEIKUX HacJeICTBEHHBbIX 3aboneBanuil (Ioiwe,
[Tomnie, mykononucaxapuno3 1 tumna, ®abpu) B Pecnybnuke Kazaxcran oOriee KoiauuecTBo
NAIUEHTOB BCEX (POPM — OT caMbIX JIETKHX 1O TSKENbIX — cocTaBisieT okoio 900 yenmoBex.
KOJTHUYECTBO e BHIABICHHBIX 0OJIbHBIX 3HAYMTEIHHO MEHbIIE, TPUMEPHO 1% OT 3Toit udps! .

2.3.CoBpemenHnas cutyanusi B Kazaxcrane (B Mmupe)

Ceenenus o mponedeHHbIX O00mbHBIX HBO B paspese aumarHozoB MKB-10 3a 2016 rox
npexncrasnens! B Taomuue 1%,

Ilo JTaHHBIM Pecniy6nukanckoit MEIUKOI€HETUIECKOU KOHCYJIBTALUA
pacnpoctpaneHHocTh PKU B Kazaxcrane B cpeanem cocrapiser 1:22500 HoBopoxkaeHHBIX. [1o
naHHbIM 13 obpamienus O6mectBenHoro ®onna «Help Today» no cocrosauro Ha 2019 ron B
Kazaxcrane 3apeructpupoBano 167. mauueHToB ¢ AMarHo30M — OEHUIIKETOHYpHUS.

2.4.  OnucaHue TeXHOJIOTHM (ONUCAHHE, IOKA3AHUS, IPOTHBONOKA3aHUS, CPOK
IKCILIYATALMH, TOO0YHBbIE ABJICHHS, 05KUAaeMblii 3P eKT 0T BHeAPeHHUs)
Onucanne

[IporpaMMbl MaccoBOrO M CEJIEKTUBHOTO CKPHUHHHIA NPUMEHSIOTCS [UIl PAHHETO
muarHoctupoBanuss HDBO. MaccoBslii  CKpUHHHI  HOBOpoXAeHHbIX Ha HBO — 910
CKOOpAMHHUPOBaHHAsI KOMIUIEKCHAs CUCTEMA, COCTOsIIas U3 00yuyeHusi, CKpUHUHTA, HAOII0eHUS
32  aTUNUYHBIMU  pe3yJbTaTaMU  MCCIEAOBAHMSA, IOJATBEP)KIAIOUIETO  TECTUPOBAHUSA,
JTUArHOCTHKM, JIEYEHUS] M OLIEHKH IEepUOJNYECKUX pe3ynbTatoB U s¢dexktuBHOCTH. [lnd
IIPOBEJEHUS CEIEKTUBHOTO ckpuHuHra Ha HbO Hanmpasnstorcs netu B Bo3pacrte 1o 18 net npu
BBISIBIGHUM OJHOTO U3 OCHOBHBIX KpuTepHeB (cUMITOMOB) JOO JByX u Ooree
JIOTIOITHUTEIIbHBIX KPUTEPHUEB.

OcCHOBHBIE KPUTEPUHU (CUMITOMBI):

- BHE3alHO€ YXYJIIEHHE KIMHUYECKOTO COCTOSHUS peOeHKa Tocje Iepuoaa
HOPMAaJIbHOT'O Pa3BUTHS,

> Yang CJ. et al. Diagnosis and therapeutic monitoring of inborn errors of metabolism in 100,077 newborns from
Jining city in China. // BMC Pediatr. 2018;18(1):110. Published 2018 Mar 13. d0i:10.1186/s12887-018-1090-2

® Thiboonboon K. et al. An Economic Evaluation of Neonatal Screening for Inborn Errors of Metabolism Using
Tandem  Mass  Spectrometry in  Thailand .// PLoS ONE. 2015. 10(8): e0134782.
https://doi.org/10.1371/journal.pone.0134782

7 https://zoj.kz/populiarnie/interesno/1323-zabolevaniya-redkie-no-metkie.html

8 CeefeHuA o nposieyeHHbIX 60/1bHbIX B pa3pese gnarHo3oB MKB-10 3a 2016 rog B Pecnybamke KasaxcraH.



https://doi.org/10.1371/journal.pone.0134782
https://zoj.kz/populiarnie/interesno/1323-zabolevaniya-redkie-no-metkie.html
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- remaromeranus (renaTocijeHOMeranus);

- MeTabonnuecKuil anuaos;

- MHOKECTBEHHBIE [1EPEIOMBI;

- JIeTCKasi CMEpTHOCTb B C€Mbe OT 3a00JIeBaHUM CO CXOJHBIMU CUMITOMAaMHU.

JHononuurensbHble kputepun (cumnromsl): 1. Kapnuomuonarus. 2. I'mnornukemus. 3.
TpomOorutonienus. 4. [loBeienue ypoBHs neueHOUHBIX pepmenToB (ANAT, AcAT) Gosnee yem
B 1,5 paza ot HOpw™mEl. 5. [ToBeimienne ypoBus kpeatua(ocoknnassl (KOK) 6onee yem B 2 pasza
oT HOpMBI. 6. CHikeHue ypoBHs mienodHoil gocdarassl (ILID) HIDKE BO3pacTHON HOPMBIL. 7.
Merabonnueckuii ankano3. 8. IloBBIIICHWE KETOHOBBIX Tel B KpoBU M (Wiam) Moue. 9.
AHOMAaIIbHBIN 3amax MO4YH, Tela, YIIHOW cepbl, 0ol HeoObruHBINA 3amax. 10. Hapymenus
pocra Bosioc, anomeuus. l1. PesuctentHsle k Tepanuu cynoporu. 12. KoctHo-cycTaBHBIE
aHOMAaNuu (TYrOMOJBHUKHOCTh CYCTaBOB, Jedopmanus TPYyAHON KIETKH, PaxXUTOMOIAOOHBIE
u3MeHenus). 13. I'pboku (mynouHasi, maxoBo-MoloHo4Hasi). 14. YacTtele cpbiruBanus (pBoTa).
15. lucToHMM, TUTIEPKUHE3HI .

KoHeuHO!l 1e/bl0 CKPpUHUHTA U MOCIEAYIOUIMX MEpPONPUSITHI SBISETCS CHUXCHHUE
3a00JIEBAEMOCTH U CMEPTHOCTU OT JAHHBIX PAcCTPOMCTB. 3a MOCIEAHHE JBa JECATHIIECTUS
TaHJAEMHAss MacC-CIIEKTPOMETPHUSl CTajlla KIIYEeBOM TEXHOJOrMed B 00JacTH CKpPUHHUHTA
HOBOPOYX/ICHHBIX .

MC/MC — aHanuTHYeCKH METOJA, B KOTOPOM paboTaroT JBa Macc-CIEKTpPOMETpa B
TaHAeMe i OOHapyXeHHs COEIMHEHHUH IO COOTHOILIEHUIO Macca-3apsij] 4YacTHUll 4Yepes
MaccoBylo (parmenrtanuio. IlepBelii Macc-CHEKTpPOMETpP HUCHOJIB3YeTCS Ul  pas3jieieHus
COCIMHEHUHN, a BTOpOoM — ua wujaAeHTHGuKauuu. lleneBpie COEMUHEHUS] CEIEKTUBHO
VMOHM3UPYIOTCS, @ MX XapaKTEpHbIE HOHBI OTAEISAIOTCS MX COOTHOIIEHHEM Macca-3apsajl OT
reTeporeHHo MaTpullbl. BpiOpaHHBIE NEpBUYHBIE MOHBI CTAJIKUBAIOTCS C MOJIEKYJIaMU
HeHTpanpHOro rasa (HampuMep, aproHa) B COEAMHUTENBHONM KaMepe CTOJIKHOBEHHUS. OTOT
npouecc OyieT Npou3BOIUTH PParMeHThl, KOTOPbIE 3aTEM HIEHTU(ULIUPYIOTCS BO BTOPOM Macc-
cnektpomerpe. IIpogune dparmMeHTanuu sBIsSETCS NENTUIHOM KapTOW Ka)XI0ro COeIUHEHHS,
YTO 00ECTEUUBAET BBICOKYIO UYBCTBUTEIHHOCTh M CHENHU(PUYHOCTH OOHApPYXEHHS. DTO IaeT
BO3MO>XHOCTb TOYHOMY KOJMYECTBEHHOMY OIPEICIICHUIO IIEJIEBbIX COCAMHEHUN B CII0KHOMN
O6uonoruueckoi Marpuue. [Ipu npoBeeHNN CKPUHUHIAa HOBOPOXKJICHHBIX HA aMHUHOKHCIOTHI U
allMJIKApHUTUHBl HET HEOOXOAMMOCTH COYETaThb METOJ C BBICOKOA(P(PEKTHUBHOM >KUIAKOCTHOM
xpomoTorpaduei Win ra3oBoil XpoMoTorpagueil, 1 3To 3HaYUTEIbHO COKpAIlaeT BpeMsl aHaIn3a

B pacdere Ha OJHY MPOOY C 4aca 10 HECKOIBKHX MHHYT .

® CeneKTUBHbBIN CKPUHUHT Ha HaCeACTBEHHbIe 601e3HM 0OBMEHa BELLECTB : MeToA. pekomeHaaLmum / [lenaptameHT
3apasooxpaHeHuna r. Mocksbl ; Coct. H.J1. NMevatHmnKoBa, H.O. bptoxaHosa, O.E. MotexmH u gp. — Mocksa, 2017. —
24 c.

% Ozben T. Expanded newborn screening and confirmatory follow-up testing for inborn errors of metabolism
detected by tandem mass spectrometry. Clin Chem Lab Med. 2013;51(1):157-176. doi:10.1515/cclm-2012-0472

" Mak CM. et al. Inborn errors of metabolism and expanded newborn screening: review and update. Crit Rev Clin
Lab Sci. 2013;50(6):142-162. doi:10.3109/10408363.2013.847896
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Ilepeuens HBO, nuarHoctupyeMbIX y HOBOPOXKAECHHBIX B Bo3pacre 1-5 aHel MeToaoM
MC/MC:

> HapyIICHUS 0OMEHAa aMUHOKUCIIOT:

- (peHUIIKETOHYPHS;

- 00JIe3Hb KJICHOBOTO CHUPOIIA;

- TOMOIIUCTUHYPHS;

- TUIIEPMETHOHUHEMHUS;

- LIUTPYJUIMHEMUS;

- apTUHUH-SHTapHasl AMUHOALUAYPHUS;

- TUpo3uHemus 1 Tuma;

> HapYyILICHUs OKUCIICHUS JKUPHBIX KHCIIOT:

- neuuuT cpeaHenenodeyHon anuin-KoA neruaporenassl )KUPHBIX KACIOT,

- neguuut anmna-KoA peruporeHasbl )KUPHBIX KMCIOT C OUY€Hb JUTMHHOM LENbIO;

- 1eUIUT KOpoTKoLenoyedHol aumin-KoA neruaporeHassl sKUPHBIX KUCIIOT,

- 1euuuT MHOXECTBEHHOU armi-KoA aeruaporeHasbl ;KUPHBIX KUCIIOT;

- JeUUUT KapHUTHHA-TAIbMUTOMITPAaHC(hEpasbl;

- 1e(pULUT AIMHHOLENOYEeYHON ThIpoKkcH-aunia-KoA neruaporenassl )KUPHBIX KUCIIOT;
- neuuuT TpUYHKIIMOHATLHOTO OeKa,

> HapyleHus 0OMeHa OpraHMYeCKUX KUCIIOT:

- rIyTapoBas auuaemus | tuna;

- IPOTIMOHOBAsI ALUJEMMUS;

- METUJIMAJIOHOBAS allUEMUS;

- U30BAJIEPUAHOBAS ALIUIEMUS;

- neunut 3-TuapoKrcu-3-mMeTririyrapuia KoA nmassr,

- neguuut 3-metuiakpoToHus KoA Kap601<c1/1na31>112.

O:xunpaemsiit 3¢dexT oT BHeAPEeHUS

CornacHo naHHbIX 3asBUTENs, BHeApeHue Merona MC/MC k cymiecTBytolel mporpamMmme
HEOHATAJIbHOTO CKPUHMHIA 0€3 CO3/1aHUs HOBOW OPraHM3allMOHHOM CTPYKTYphl PacIIMpPUT
nepeuyeHs auarsoctupyemsix HbO ¢ 2 1o 49.

Pannmii ckpunuHr u auarHoctuka MC/MC MOryT nmoMoub CHM3UTh CMEPTHOCTh HU
3aboneBaeMocth cpeau aeteil ¢ HBO. Bo3HMKHOBEHHE WHBaIMAHOCTH WM CMEPTh U JIpYyrHe
cepresnble nocienctsust HbO y nereit MoxkeT ObITh MPeI0TBpaIeHO TyTEM PAaHHETO BBISBICHUS
¥ CBOEBPEMEHHOIO JICYEHUS, YTO MO3BOJIUT YIYUIIUTh COCTOSIHUE 3/I0POBbSI HOBOPOXKIEHHBIX U

2 Hannon HW. et al. Using Tandem Mass Spectrometry for Metabolic Disease Screening Among Newborns. -
https://www.cdc.gov/mmwr/preview/mmwrhtml/rr5003al.htm#tabl
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CHU3UTb YaCTOTY BPOXKIACHHBIX I[e(i)eKTOB, a TaKXC CHU3UTh J3KOHOMHYCCKOC 6peM51 Ha

13
IMalfM€HTOB, CCMBIO U O6HICCTBO .

2.5.AcTopus co31aHus, pa3iudHbie Mo/ieJIu /Bepcruu/ MOTUPUKATIMH.

B naugane 1990-x romoB mosiBienne MC/MC u mapagurMbl «OJWH TECT — MHOTO
Oose3Hei» MPHUBENO K PEBOJIOUMOHHBIM H3MEHEHHUSM B CKPUHUHIE€ HOBOPOXKICHHBIX. XOTS
Macc-creKTpoMeTpust Obputa n3oopereHa B 1909 roay, ona ObuTa BBEJeHA B 00IIee MPUMEHEHUE
TOJILKO B TIOCIEAHUE JABa JecsATwieTus. JlaHHblii MeTon ObUT Jaliee YCOBEPIICHCTBOBAH C
BBEJICHUEM MYJIbTHKBAAPYIONbHOW TexHojoruu YOSt u Enke B 1978 romy u co3manus
CONPSKEHUS C ICKTPOCIPEii-nOHU3AIMEH /IS OpraHMYecKux coenuHenuit Yamashita u Fenn B
1984 romy. B 1990 roxy Millington BrepBeie mpumenus anekrpocnpei-uonusanuo-MC/MC
s oOHapyxkeHust anwikapautHOB. Chase et al. Taxke amanTupoBaiu Te e HACTPOHKH
MC/MC 151 aHAIN3a AMHHOKHCIIOT Ha CYXHX KaIlIAX KPOBH

2.6.0nBIT HCTIOJIB30BAHUS B MUpPe (KaKUe MPOU3BOIUTEH).

B nacrosimee Bpemss MC/MC perynsipHO HCIIONB3YeTCsl B TAKUX Pa3BUTHIX CTpaHaX, Kak
Coenunennbie Illratel, Kananma, I'epmanus um HWcmanusa, a Takke B cTpaHax JlaTmHCKoM
AmMepuku, BkiIrodas Mekcuky, bpasunuio u KOCTa-PI/IKyls. B I'epMaHuM CKpUHHHI Ha OCHOBE
MC/MC nauan npoBoauthkesi ¢ 2001 rona. B ABcTpanuu CKpUHHMHT BIEpBbIE OBbLT MPOBEICH B
1998 romy, 3a 1998-2012 rr.yyacTHMKamMu CKpUHHHTa cTanu Oosiee 1.4 MwuiMoHa
HOBOpO)K,I[eHHHXlB.

B kontunentanibnoMm Kurae, B lllanxae MC/MC nns auarnoctuku HBO Obina BHEapeHa
B 2003 roxy. C Toro BpeMeHu 00ciaeoBaHO B 001mei ciokHocTd 269 341 HOBOPOXKICHHBIX, Y
KOTOPBIX ObLT0 BbIsBIEHO 14 TunoB HBO, uto coctaBuino 74 ciydast ¢ 4acTOTOM BCTPEUaeMOCTH
1:3640. B nenom, B Kurae 6onee 50 ckpunuHrosbix neHtpoB no HBO Beenu mporpammy
CKpUHUHTA C MC/MCY.

B perunone Cpeanero Boctoka-CeBepHoit Appuku tonbko Karap, CaynoBckas ApaBus u
OO0benuHeHHble ApaOckue OMuparTbl NPUHAIM HAIMOHAIbHBIA PACIIMPEHHBIH CKPUHHHT
HOBOPOJKIEHHBIX C UCIIOJIb30BaHUEM MC/MC™,

B Yang CJ, Wei N, Li M, et al. Diagnosis and therapeutic monitoring of inborn errors of metabolism in 100,077
newborns from Jining city in China. BMC Pediatr. 2018;18(1):110. Published 2018 Mar 13. do0i:10.1186/s12887-
018-1090-2

' Mak CM. et al. Inborn errors of metabolism and expanded newborn screening: review and update. Crit Rev Clin
Lab Sci. 2013;50(6):142-162. doi:10.3109/10408363.2013.847896

B Céspedes N. et al. Reference values of amino acids, acylcarnitines and succinylacetone by tandem mass
spectrometry for use in newborn screening in southwest Colombia // Colomb.
Med. vol.48 no.3 Cali July/Sept. 2017 http://dx.doi.org/10.25100/cm.v48i3.2180

'® Moorthie S. Systematic review and meta-analysis to estimate the birth prevalence of five inherited metabolic
diseases. J Inherit Metab Dis. 2014;37(6):889-898. d0i:10.1007/s10545-014-9729-0

v Yang CJ. Diagnosis and therapeutic monitoring of inborn errors of metabolism in 100,077 newborns from Jining
city in China. BMC Pediatr. 2018;18(1):110. Published 2018 Mar 13. doi:10.1186/s12887-018-1090-2

Khneisser I. et al. Cost-benefit analysis: newborn screening for inborn errors of metabolism in Lebanon. J Med
Screen. 2015;22(4):182-186. d0i:10.1177/0969141315590675
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2.7. OnbIT Hcnogb3oBanus B Kazaxcrane, KaapoBblid NOTEHIIHA, MATEPUAJIbHO-
TeXHH4YecKoe odecreyeHue /1JIs BHEIeHUsI.

[lo wundopmamum 3asBuTens HeoOXoaumas MaTepualbHO-TEXHUYECKash Oaza Juid
cenektuBHOTO ckpuHuHTa HAa HBO MeTomom MC/MC BKITIOUaer:

1. Cucrema ckpunaunra QSight™210MD TaHaeMHBIN Macc-CIIEKTPOMETP.

2. Habops ¢ pactBopamu jutst uccienoBanuss NeoBase2 Non-Derivatized MSMS(Homep
uznenus 3044-0010) u NeoLSD MSMS Kit (momep uzaenus 3093-0010).

3. PactBop mns mccinenoBanusi cykuuHmianeroHa NeoBase 2 (momep mzgenust 3046-
0010)

4. YCTpOWCTBO TS IPOKATIBIBAHUS, CIIOCOOHOE MPOKAIBIBATH AUCKU U3 (PUIBTPOBATIHLHOM
Oymaru nuametrpom 3.2 mm (1/8 mroiima) [k mpumepy, YCTpOIMCTBO uig mpokainbiBaHust Wallac
DBS (nomep wum3genus 1296-071), Panthera-Puncher™ 9 (nomep uznenus 2081-0010) wiu
py4YHOE YCTPOMCTBO IS MpoKaibiBaHus (HoMep uzaenust 10457593)].

5. BcrpsaxuBatens — unkyOatopa TriNEST™ (momep wu3genus 1296-0050) wmm
OKBHBAJICHT.

6. LenTpudyra nias MUKpOILIAHIIIETa, IPUTOIHAS AJIS [JIAHILIETOB C IITYOOKHUMH JIYHKAMU
u 700xg.

7. BolmapuBarenb MUKPOIUIAHIIETa C HarpeBaHMEM BO3[AyXa C MOoJadeld CyXxoro
npodUIBTPOBAHHOTO BO3/IyXa WJIM CYXOr0 ra3000pa3zHoro a3ora.

8.YCTpoiiCTBO yIbTPa3ByKOBOTO pa3pyIICHHs B BAHHOM.

9.Memanka (kK npuMepy, Bpallaroascs Mellaaka Wik Kayarolascs Memanka).

10. XumMuueckuil BBITSKHOM mIKad.

B nononnenue k cucreme TpedyeTcs cieayronlee:

- nurneTouHskli qo3atop (30-300 mxi)

- MUKPOJI03aTOPBI

- ATIETKU WIH TPagydpOBaHHbBIE IIUIUHIPHI U1 U3MEPEHUS 00bEMOM PEAKTUBOB B MII

- pe3epByaphl Ui pEaKTUBOB

- (QunbpTpoBaHHas Oymara, cojepskamias ycTpoicTBo cOopa obpasua (DBS kapry),
COOTBETCTBYIOIIEE JICHCTBYIOIIUM MECTHBIM HOPMaM

- allETOHUTPUII KJIacca KUIKOCTHONH XpOMAaTOMaCC-CIIEKTPOMETPUHN

- METaHOJI KJacca XKHUAKOCTHOM XpoMaToMacc-CIEKTPOMETPUH

- BoJa KiIMHHUYecKoro yabopatopHoro HazHadeHus (CLRW, CLSI) unu sxBuBalieHTHas
NEMOHU3UPOBAHHAS BOJIA.

BwmecTte ¢ TeMm TeXHOIOTHSI MOKET ObITh BHEPEHA:

- B CTallMOHapax, B MOJUKIMHUKAX, UMEIOMIHUX MEIUKO-TeHETHUUYECKYIO JIa00paTOPHUIO
CIEIUaTFHOTO OCHAIICHHS 1 00yYE€HHOTO CIEIUATUCTa JIA00paTOPHH.

TexHonorus Ha ceroAHsIIHUN neHb puMensiercs Ha 6a3e TOO «llentp MonekymspHoit
Menutnuney 1. Anmatel. C 2019 roma Osuto mpoBeaeHo 1000 OecrmaTHBIX HCCIIETOBAHUN
nanueHTaM u3 pasHeix peruoHoB PK (pacxomubie Martepuansl mpuobperensl 3a cuer TOO
«IMM»).
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3. Kiannnyeckuii 0630p

3.1. Mertoapl, cTparerusi NOMCKAa M0 KJIMHUYECKO dPpPekTHBHOCTH U 0€30IIACHOCTH

Jlnisi IpOBEJICHUS CHCTEMAaTUYECKOTO IMOKMCKAa HCIOJIb30BAIKCH CIEAYIOIINE KIIIOUEBBIC
ciosa: “inborn error of metabolism” and “tandem mass spectrometry”.

[Touck npoBoamics B 6azax manubix PubMed, Cochrane Library u Google Scholar. ITpu
MOMCKE B KAYE€CTBE OIPAHUYUTENBHBIX (PUIBTPOB ObUIM HCIIOJNB30BAHBI: OMYOJIMKOBAaHHBIE 3a
nocneaare 10 mer (¢ 2011 mo 2020 rr.), MpOBEACHHBIE HA YEIOBEKE, UMECIONINE IW3aiH
KIIMHUYECKHUX HCCIEeI0OBaHM, pyKOBOJCTB, MeTa-aHann3oB, PKU, 0030poB u cucremMaTHuecKux
0030pOB.

Mogpeas P.I1.C.O.

Population HoBopoxaeHHbIe

Intervention TannemHas Macc-ClIEKTPOMETpUs

Comparator OtcyrcTBYyeT

Outcome Knunuueckas s¢ddexTuBHOCT, U 0€30MaCHOCTH,
YyBCTBUTEIHHOCTh U CHIEU(PUUHOCTD

B urtore Obutn 0TOOpaHBI MCCIEAOBAHUS MMYTEM OTPAHUYUTEIHHOTO (PHIBTPA, KOTOPHIE
COOTBETCTBYIOT BBILICONUCAHHBIM KPUTEPUSIM.

1474 nyGnukanmii 6e3
HpUMeHEeHUs QUIBTPOB

1393 ncciaenoBanus
HCKJIFOUCHO M3-3a
HECOOTBETCTBUS JU3ANHY,
BPEMEHHBIM paMKaM, a
TaKXe Mo MPUYNHE
MPOBEACHUS HA )KUBOTHBIX U
BBIOPAHHOTO SI3BIKA

U3 HUX 35 UCKIIFOYEHBI TTOCIE

K n3zyuenuro Obu10 0TOOpaHO
O3HAKOMJIEHUS C a0CTPaKTOM

81 uccnenosanue
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46 uccinenoBaHu ObLIN 40 ucciaenoBaHUN UCKIFOUYEHBI
OTOOpaHBI JISI TATBHEHUIIIETO 13-3a OTCYTCTBHUS B HUX
U3YYCHUS KPUTEPHUEB BKIIOUYCHUS

6 ucciie10BaHUl BKIKOUYEHBI
B AaHAIN3

3.2. Pe3yabTaThl 10 KINHUYECKOH 3¢ PeKTUBHOCTH U 0€30IIaCHOCTH.

Hccnenosanue Xin-wen Huang et al. (2011) Obl10 HampaBieHO HA OMPEACICHUE BIUSHHS
pacUIMPEHHOI0  CKPUHMHIA HOBOPOXKIEHHBIX C  HCHOJb30BAHMEM TaHJAEMHOHW  Macc-
cnekrpomerpun (MC/MC) Ha oOuryto yactoty BoeisiBienuss HbO B nmpoBuniimu Kuras u onenky
UCX0/1a MalMeHTOB, KOTopbIM auarHoctupoada HBO. 3abop cyxux karuieit KpoBU MPOBOJIMIICS
B miepuoJ1 3-6 THEH KU3HU HOBOPOXKACHHOTO. 129 415 HOBOPOKIEHHBIX ObUIM 00CIIEIOBAaHBI Ha
26 BumoB HBO. V 23 HoBopoxaeHHslx noarsepawics aumarHo3 HBO, w3 Hux 13 — ¢
aMUHoOAalUeMuell, 6 — ¢ opraHnyeckoi anuaeMuend u 4 — ¢ HapyIIeHUSIMH OKUCIICHUS KUPHBIX
kucnoT. PacnpoctpaneHHocTh  cocraBmia  1:5626.  I[lomoxurtenpHas NPOTHOCTHYECKAS
3HAUMMOCTh cocTaBuia 2.10%, cnerudpuyunocts 99.72 % u ayBctBuTenbHOCTh 100%. 17 nereit
OCTaBAJINCh OECCUMITOMHBIMH BO BpeMsl HaOmoJeHus. Y 5 TMalUeHTOB YCTAaHOBJIEHO
OTCTaBaHHE B (PU3UUECKOM U YMCTBEHHOM PAa3BUTUHU. ABTOPHI MPUILLIN K BBIBOJY, YTO CKPUHHHT
¢ ucnosnb3oBanneM MC/MC sBnsieTcs LIEeHHBIM NPOQHIAKTHYECKUM METOA0M, KOTOpBIH AaeT
BO3MOYKHOCTB JIHATHOCTHPOBATH ¥ JICYHTH 10 TosiBIeHms cumntoMoB HBO™.

Josef Bartl et al. (2014) npoeenu PKUW s 0XHOBpPEMEHHOTO OMpEICIICHUSI YPOBHS
LUCTaTHOHUHA, OOIIEro TOMOLMCTEMHAa M METHOHMHA B CYXUX KaIlUIIX KPOBU METOJIOM
KHUIKOCTHOHM XxpoMoTorpadun/tanaeMHoit Macc-criekrpomerpunt (KX-MC/MC) mist ynydnieHust
olpezieNieHus MAalMEHTOB ¢ HapylIeHUsIMU oOMeHa roMolucrerHa u BuramuHa B. C 31oii 1ienbro
npoObl CyXHMX Kamjieil KpOBM CMEUIMBAIOT C PAacTBOPOM H30TOMHO MEUYEHHBIX BHYTPEHHUX
CTaHJapTOB. AHaIMTHl ObUIM TMOJy4E€Hbl C Hcronb3oBaHueM MeraHona/0.1% MypaBbuHOI
KucnoTel/0.5 Monb/m  auTHOTpeuToda. IKCTpakT Obil BBeneH B cucremy JXKX-MC/MC,
¢byuknuonupytomeii B pexxume MRM.  Ananutuueckas 3¢ @deKkTHBHOCTH  MeTO[a,
MCIIOJIB3YIOLIETO CYXHE KaIlJli KPOBM COOTBETCTBYET CBOEMY Ha3zHaueHHUIO. B cpaBHeHUM C
ypoBHeM Cysta, tHCcy m Met B mna3me, TaHHBI METOJ MOKa3aJl OTPUIATEIIEHOE OTKIOHCHHE
mMexay -3.8% u -42.2% u3-3a Oosiee HU3KON KOHIEHTPAIMK JAHHBIX aHAIUTOB B APUTPOLIUTAX.
VYposens tHey u cootromrenne Met/ Cysta B cyxux Kamisix KpOBH MO3BOJIHIIN YE€TKO BBIIBUTH 12

¥ Xin-wen Huang et al. Screening for Neonatal Inborn Errors of Metabolism by Electrospray lonization-Tandem
Mass Spectrometry and Follow-Up // Zhonghua Er Ke Za Zhi. 2011;49(10):765-770.


https://pubmed.ncbi.nlm.nih.gov/?term=Huang+XW&cauthor_id=22321184
https://pubmed.ncbi.nlm.nih.gov/?term=B%C3%A1rtl+J&cauthor_id=25086281
https://pubmed.ncbi.nlm.nih.gov/?term=Huang+XW&cauthor_id=22321184
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NAIMEeHTOB C HApyLICHUAMHU TpaHCCYNb(ypali U ¢ TeHETHYECKUMH JiedeKTaMu U aedekramu
PEMUTHIIMPOBAaHUS. B COOTBETCTBMH € 3aK/IIOUEHHEM AaBTOPOB, JETKOCTb cOOpa KpPOBH H
TPAHCHOPTHPOBKH TPo0 CyXuX Kamuleid KpOBH MOXKET CIOCOOCTBOBATH  YIyUIICHHUIO
JUArHOCTHUYECKHUX TPOLEAYp y IALMEHTOB C HEPBHO-IICUXUYECKMMM pacCTPOMCTBAMM U
TpoMOoaMOommeii. CrenoBaTeabHO, TAKOW MOAXOA MOXKET OOJETrduTh BBISBICHUE M YIPOCTHTH
HAGITIOICHHUE 32 [TALIACHTAMH C FOMOIICTHHYpHE .

B wucciaenorarensckoii mommepxkke Laila A Selim et al. (2014) mpoBenena oreHka
pacupoctpaHeHHOCTH HBO M OCHOBHBIX KIMHHUYECKHMX HcchefoBaHui 1o BbisiBiaeHUt0 HBO
merogoMm MC/MC cpenu meauaTpruyecKuX IMAalMEHTOB BBICOKOTO pPHCKA, IOCTYMABIIUX B
00JbHHUIlY B T€UEHHE 5 JIeT, a TakKe cpaBHeHUe OpeMeHM 3a0osneBaHus B Erunrte B oTcyrcTBUE
HAI[MOHAJbHOW MpOrpaMMbl CKPUHUHIA HACJEICTBEHHBIX OoJie3HEH OOMEHa ¢ JpyrumMu
nonyiasuusmMu. B paccmarpuBaemoM nepuoje ycranosieHo 3380 nereit ¢ mogo3zpenuem Ha HbO
Ha OCHOBE KIMHHYECKOW/TabopaTOpHO KapTUHBI, MM TMpoBeAeHa amarHoctuka MC/MC.
[TonTBepknaromee TECTUPOBAHUE MPOBEACHO B COOTBETCTBUM C IIOMEYECHHBIMHU aHAJINTaMH,
nonydeHHpiMU MC/MC ¢ uCHOib30BaHUEM PA3IMUYHBIX THIIOB IpoO, TaKMX Kak IUla3Ma WIH
ypUHA WM pPa3IMYHBIMH TeXHHKamH, TakuMu Kak JKX/MC. Y OTHOCHUTENhHO OOJBIIOTO
konnuecTBa manueHToB (203/3380 (6%)) monreepxknaensl 17 pasubix BunoB HBO. B cpennem
BO3pacT OOJBHBIX BAPHbHUPOBAICS OT 2.5 MecsIeB 70 6.6 JIeT ¢ OTCTaBaHWEM B OOIIEM Pa3BUTHHU
U HEOOpaTHUMBIMU HEBPOJIOTMYECKUMHU MOBPEXKICHUSIMU B KAUECTBE XapaKTEPHBIX 0COOEHHOCTSIX
(75.9% un 65.5%, cooTBeTCTBEHHO). B COOTBETCTBMM € 3aK/IIOYEHHEM aBTOpPOB, pa3paboTKa
oOmieHaoHaIbHOW mporpammbl ckpuHuHra Ha HBO ¢ ucnonszoBannem MC/MC sBisiercs
00s3aTeNbHOM ISl PAaHHEro BBISBJICHMS JAaHHBIX MOTEHIMAIBHO TMOAJAIOIIUXCS JIEYEHHIO
HapylICHWH, OINEpaTMBHOIO M CBOEBPEMEHHOIO TEPANEBTUYECKOTO BMEIIATENIBCTBA U
TPEIOTBPAIICHHS Pa3PyLINTEIBHBIX HEBPOTOTHICCKHX HCXOI0B

Uccnenosanne Zabedah Md Yunus et al. (2016) 6buto HampaBiieHO Ha OIpeAeIeHHUE
11eJ1eCO00pa3HOCTH TMPOBENECHUS CKpPUHMHra HOBOpokJIeHHbIX Ha HBO c¢ ucnonp3oBanuem
taHneMHoi Mmacc-criektpomerpun (MC/MC) u BiOusiHME Ha 4YacTOTy €ro BbISIBICHHUS B
Mamnaiisuu. B nepuon nposenenust uccienoBanus ¢ uroHs 2006 roga nmo nexadbps 2008 roma
30 247 HoBOpOXAEHHBIM ¢ 11 rocynapcTBeHHbIX 60bHUI Manaif3uu npoBeieH CKpUHUHT Ha 27
BPOKJACHHBIX HApYLIEHUI OOMEeHa OPraHWYEeCKUX, KUPHBIX U aMUHOKuUCIOT mMetogoM MC/MC.
[TpoObI cyxoif Kamau KpoBH ObLIM cOOpaHbl B MPOMEXYTOK BpeMeHHU OT 24 yacoB a0 7 AHEH ¢
cornacus poaurteneil. [To ommb0YHBIM pe3ynbTaTaM TeCTUPOBAaHUE MPOBOIUIOCH IOBTOPHO AJIs
MOATBEP)KJIEHUS TUarHo3a. ABTOpPbI YCTAaHOBWIN TNPEACIbHBIE 3HAUEHHS U1l aMUHOKHUCIOT U
anunpkapHuta. [lo pesynapTaTam TecTHpOBaHUS y 8 HOBOPOXKACHHBIX noarsepauiaace HbO, u3
HUX Yy 2-X — auarHo3 Obul ynymieH. Yacrora BwisiBaenus HBO B maHHOM uccienoBaHud
cocrauna | Ha 2916 HOBOpoxkaeHHbIX. YyBcTBUTENbHOCTH U crenupuyHocts MC/MC
cocraBumi 80% u 99%, coOTBETCTBEHHO. ABTOpPBHl MNPUIUIM K BBIBOLY, YTO CKPUHHMHT

0 Josef Bartl et al. Simultaneous Determination of Cystathionine, Total Homocysteine, and Methionine in Dried
Blood Spots by Liquid Chromatography/Tandem Mass Spectrometry and Its Utility for the Management of Patients
With Homocystinuria // Clin Chim Acta. 2014;437:211-217. doi:10.1016/j.cca.2014.07.028

*! Laila A Selim et al. Selective screening for inborn errors of metabolism by tandem mass spectrometry in Egyptian
children: a 5 year report. Clin Biochem. 2014;47(9):823-828. doi:10.1016/j.clinbiochem.2014.04.002


https://pubmed.ncbi.nlm.nih.gov/?term=Selim+LA&cauthor_id=24731791
https://pubmed.ncbi.nlm.nih.gov/?term=Yunus+ZM&cauthor_id=27544719
https://pubmed.ncbi.nlm.nih.gov/?term=B%C3%A1rtl+J&cauthor_id=25086281
https://pubmed.ncbi.nlm.nih.gov/?term=Selim+LA&cauthor_id=24731791
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HoBOpOXXaeHHBIX Ha HBO meronom MC/MC siBnsiercst ieHHON MPO(QUIIaKTUYECKON CTpaTeruei,
MO3BOJIAIONIEH MPOBOAUTH JUATHOCTUKY M paHHee Jeuenne HBO 1o mosiBieHus cCMMOTOMOB ¢
LEJTBIO POMHIAKTHKN YMCTBEHHOM OTCTANOCTH i (DH3HYECKHX HETOCTATKOB .,

Chi-Ju Yang et al. (2018) mpoBenu rccneq0BaHUE C HEIBIO MOATBEPKACHUS 3HAYMMOCTH
panneit quarnoctukn HBO meronom MC/MC. Cyxue kammu kpoBu 100 077 HOBOPOKAECHHBIX,
B3sThIC B 2014-2015 rr. uccnenoBansl MC/MC. Pe3ynbraThl CKpUHHHTA J1ajiee TTOATBEPKIATUCH
KJIMHUYECKIMH CHMIITOMaMH M OMOXMMHYECKHM AaHaJIM30M B KOMOWHAIIMM C BBISIBJICHHUEM
BPOXKACHHOTO Je(hUIIMTAa OPTraHUYECKON KHCIOThI, aMUHOKHCIIOTBI, WJIM METa0O0IM3Ma SKUPHBIX
kucioT u a"anu3 JIHK. [Toporoseie 3HaueHus1 yCTaHOBIEHBI METOIOM IPOLICHTHIN. Pe3ynbrarsl
CKpUHHUHIa IOKa3ajiu, 4To 98 764 HOBOPOXKIEHHBIX SBISIOTCS 370pOBbIMH, M 56 u3 1313
HOBOPOXACHHBIX ¢ Tojao3peHueM Ha HBO okoHYaTensHO MOCTaBiEH NaHHBIN nuarHo3. Cpenu
3TUX 56 HOBOPOXkIEHHBIX V 19 (1:5267) ycTaHOBIEHBI HAPYIICHHUS] aMUHOKUCIOTHOTO 0OMEHa, Yy
26 (1:3849) — wmapymienus oOMeHa opraHuueckux kuciaor, y 11 (1:9098) — napymieHus
OKHUCJICHUS KHUPHBIX KUCIOT. Kpome toro, y 54 manuentoB ¢ HBO oOnapyxeHsl myranuu, y
ocTalbHBIX 2 HOBOpoXkIeHHBIX ¢ HBO ompenenena aprunuHemus. COriacHO 3aKIIFOUEHUIO
aBTOpOB, 55 ciyyaeB HbO noarBep:k/ieHbl C MOMOILBIO CKPMHUHTA HOBOPOXAEHHBIX METO0M
MC/MC. PanHsisi AMarHOCTUKA U JICYCHHE SIBISIETCS KPUTUYECKU BaXKHBIM ISl BBDKUBAEMOCTH U
3nopoBba  neret ¢ HBO. Pexkomenayercs BHeapeHue o0OIIEHALMOHAIBHON MpOrpamMMbl
CKPHHMHTa HOBOPOXKICHHBIX C HCIIONB30BaHHeM Metoga MC/MC?,

HccnenoBanre Shujun Ma et al. (2020) Obut0 HampaBiIeHO Ha OIpPEACIICHHUE
pacnpoctpaneHHocTd HBO ¢ moMompio paciipeHHOro CKpMHMHIa HOBOPOXAECHHBIX METOA0M
MC/MC B paitone CunbcsiH (mpoBuHIUs XdHaHb, Kwurait). Cyxme kammm kposu 50 112
HOBOPOXXIEHHBIX oneHuBasnch Ha HBO. J/lmarHos nmoarsBepxknaajncss Ha OCHOBE KIMHHUYECKHX
MPU3HAKOB, TPAJULIMOHHBIX Ja0OPAaTOPHBIX aHAJIM30B U MOKa3aTelied OpraHuYecKUX KHUCIOT B
moue MerogoM JKX/MC. Pesynbrathl mnokazanu, uto 31 HOBOpPOXXICHHOMY Oblia
nuarHoctupoBana HBO, Bximtouas 16 cimydaeB aMHUHOKMCIOTHBIX Hapymienuit (51.6%), 9
CIy4aeB HapylIeHHUs oOMeHa opraHudyeckux KucioT (29.0%) u 6 cimyuyaeB HapylieHus OeTa-
OKHUCJIEHUS KUPHBIX KUCIOT (19.4%). O6muit nokazatens pacnpocrpaneHHoctd HBO cocrasuiia
1/1617. B 3axitoueHMHM aBTOpPHl OTMEUAIOT, YTO PACIIUPEHHBIH CKPHUHHUHI HOBOPOXKIACHHBIX
MetogoM MC/MC siBisieTcst BaXXHBIM JIJIsl paHHEH TMarHOCTUKU HBO*.

4. JxoHoMuU4YeckHuii 0030p
4.1. MeTtoabl, cTpaTerusi NOMCKa Mo IKOHOMHUYECKOi 3(pPeKTUBHOCTH
I[HSI MNpOBCACHUA CHCTCMATHYCCKOI'0 IMOUCKA HCIIOJIB30BAJIMCH CICAYIOMUC KIIFOYCBLIC
cioBa: “inborn error of metabolism” and “tandem mass spectrometry” and ““cost-effectiveness”.

22 Yunus ZM. et al. Pilot study of newborn screening of inborn error of metabolism using tandem mass
spectrometry in Malaysia: outcome and challenges. J Pediatr Endocrinol Metab. 2016;29(9):1031-1039.
doi:10.1515/jpem-2016-0028

23 Chi-Ju Yang et al. Diagnosis and therapeutic monitoring of inborn errors of metabolism in 100,077 newborns
from Jining city in China // BMC Pediatr. 2018;18(1):110. Published 2018 Mar 13. d0i:10.1186/s12887-018-1090-2
4 Shujun Ma et al. Expanded newborn screening for inborn errors of metabolism by tandem mass spectrometry in
newborns from Xinxiang city in China. J Clin Lab Anal. 2020;34(5):€23159. doi:10.1002/jcla.23159


https://pubmed.ncbi.nlm.nih.gov/?term=Yang+CJ&cauthor_id=29534692
https://onlinelibrary.wiley.com/action/doSearch?ContribAuthorStored=Ma%2C+Shujun
https://pubmed.ncbi.nlm.nih.gov/?term=Yunus+ZM&cauthor_id=27544719
https://pubmed.ncbi.nlm.nih.gov/?term=Yang+CJ&cauthor_id=29534692
https://onlinelibrary.wiley.com/action/doSearch?ContribAuthorStored=Ma%2C+Shujun
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[Touck npoBoamics B 6azax manubix PubMed, Cochrane Library u Google Scholar. ITpu
IIOMCKE B KA4eCTBE OTPAHUYUTEIBHBIX (HIBTPOB OBUIM HCIIOJIIB30BAHBL: OIYOJIMKOBAaHHBIEC 3a
nocneanue 10 aer (¢ 2011 mo 2020 rr.), IpoBEEHHBIE HA YEIOBEKE.

Pe3yJ'IBTaTLI MOUCKA JINTEPATYPbI

39 nyonukanuii 6e3
npUMeHeHUs] QUILTPOB

\2

24 wuccnenoBaHus
HCKJIIOUEHO M3-3a
HECOOTBETCTBHUS BPEMEHHBIM
pamKaM, a TaKkKe Io
IPUYKHE TPOBEJACHUS Ha
JKMBOTHBIX

U3 HUX 12 UCKIIFOYEHBI TTOCIIE

K u3yuenuro 6111 0TOOpaHbI
O3HAKOMJIEHUS C aOCTPaKTOM

15 uccnemoBanuit

3 uccieqoBaHus BKIFOYEHBI
B aHAJIU3

4.2. Pesyabrarel mno JKOHOMHMYecKOH J@dekTHBHOCTH (OMyO0JIMKOBAaHHBbIE
IKOHOMMYeCKHe OILEHKH, JKOHOMHYeCKHe pacyeTbl ¢ yderom AaHHbIx Ka3zaxcrana,
CTOMMOCTH CYLIeCTBYIOLINX MeTo10B B Ka3axcrane).

Francoise F Hamers u Catherine Rumeau-Pichon (2012) mpoBenu aHaiu3 3aTpaTbl-
3 PEKTUBHOCTH YHMBEPCAJIHHOIO CKPUHUHIAa HOBOPOXKICHHBIX ¢ mpumeHeHuemM MC/MC Ha
Hannure aedurmra cpeanenenodeynon ammi-KoA nermaporenassi (MCADD) Bo ®panium.
ABTOpBI CO3AATM MOJENb PELICHUH IS OLEHKH 3aTpaThl-3Q(QEKTUBHOCTH C TOUYKU 3PEHHS
NEPCIEeKTUB Pa3BUTHs O00IIEeCTBAa U TNPOAOKUTEIBHOCTH >KM3HH. Kak 3arparbl, Tak H
HOCJEACTBHS IS 3]I0pOBbs ObUIM JUCKOHTHpPOBaHbI B pasmepe 4% romoBeix. Mojenb


https://pubmed.ncbi.nlm.nih.gov/?term=Hamers+FF&cauthor_id=22681855
https://pubmed.ncbi.nlm.nih.gov/?term=Rumeau-Pichon+C&cauthor_id=22681855
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OpUMEHSUIach K (paHIy3CKOH KOTrOpTe€ HOBOPOXKICHHBIX. Takke aBTOPHI IPOBENU
OJIHOCTOPOHHUW aHaliu3 YYBCTBUTEIBHOCTH U MOJEIMPOBAHUE HAUXYJIIET0 CIEHAPUS.
Pesynbratel nokazanu, uro ckpunuHr Ha MCADD Bo ®panuuu npenoTBpaTHT 5 CMEPTEIbHBIX
CIIy4aeB U BO3HHKHOBEHHE HEBPOJIOTMUYECKUX HApYUICHWH y 2 neredl miaiiie 5 JeT B roj, B
pe3ynbrate npuBeAet k 128 mpuobperenHbiM rogam xu3Hu wim 138 QALY. [JomonautensHbIC
pacxojbl B pacyeTe Ha OJWH rojl OLEHEHBI B 2,5 MUUIMOHOB €, CHMWXaeTcs 10 1 mumuimona €
€CIIM paclIMpeHre CKPUHUHTa KOMOMHHMPYETCS C 3aMEHOW TEXHOJIOTWH, HWCIOIb3yeMOW B
Hacrosuiee Bpemst s ckpuauara PKU metonom MC/MC. ICER 6wu1 onienen B 7580€/QALY.
AHaM3 YyBCTBUTEIBHOCTH TIOKa3all, YTO XOTS pe3yJAbTaTbl YCTOMYMBHI K W3MEHEHHUSIM
napaMeTpoB, MOJIeNIb Haubojee YyBCTBUTEIbHA K 3aTpaTaM Ha HEBPOJIOTMYECKHE HapyIICHUS,
pactpoctpaneHHocTt  MCADD, »¢¢eKTHBHOCTH CKPHHMHTAa W CTOMMOCTH CKPUHUHTOBBIX
tectoB. Hamxymmuit cuenapuii npennonaraer ICER B pasmepe 72000€ Ha mpuoOpeTeHHBIN
QALY. B cooTBeTcTBHH C 3aKIIOYCHHEM aBTOPOB, XOTs DpaHIMs HE ONpeaeiuia HUKAKOTO
MOPOTOBOTO 3HAYEHHUS [UISI OLEHKH TOTO, SIBISIETCA JM OCYIIECTBICHHE MEIUIIUMHCKOTO
BMemarenscTBa A(G(EKTUBHBIM paclpeAesieHUEM TOCYJapCTBEHHBIX PECypCOB, pacIIMpEeHHE
(b paHITy3CcKOH MPOrpaMMbl CKpHHUHTA HOBOPOXACHHBIX BKItodeHrneM MCADD mnpencraBnsiercs
SKOHOMHUYECKH 3(1)(1)6KTI/IBHLIM25.

B uccnenoanuu Kittiphong Thiboonboon et al. (2015) nposenu ananu3, HanpaBICHHBIN
Ha OmpelereHue 3aTpaTbl-2QPEKTUBHOCTH CKPUHUHTA HOBOPOXKACHHBIX MeTonoM MC/MC B
Taunanne. AHaNW3 TMOJIE3HOCTH 3aTpaT, BKIIOYAIONINI JIEPEeBO pelmIeHH W MOoAenh Mapkosa,
UCIIOJIb30BAJICS ISl OICHKH 3arpaT B Taiickux Oarax (THB), kinuHUueckue pe3ynbTaThl B
nponokurensHocTr xku3HU (LY) m QALY Obutn ipencraniensl B kadectBe ICER. Pe3ynbraTsl
TaKke OBUIM IEpecudTaHsl B MexIyHaponmHsle noiutapel (I$) ¢ momompio mapureToB
nokynatenbHoit crmocobnoctu (PPP) (1 I$ = 17.79 THB mno cocrosuuo Ha 2013 ron).
CpaBHeHHUE NMPOBOAMIIOCH MEXy 1) paclIMpeHHOI MporpaMMOi CKpUHHHTA HOBOPOXK/IEHHBIX C
ucnonb3oBanueM MC/MC Ha 1ecTh NMPUOPHUTETHBIX 3aboseBanuii: (penunkeronyputo (PKU),
u3zoBaiepuanoByto amunaemuio (IVA), merunmanonoByro amunemuto (MMA), mponroHOBYIO
armunemuio  (PA), Oonesnr xieHoBoro cupona (MSUD) u  MHOXECTBEHHBIH JeUIAT
kapOokcunaszel (MCD); u 2) cymecTByromeil B HacTosiee BpeMs MPaKTHKOW CKPUHUHIA Ha
PKU. CpaBHeHue UCXO/0B M 3aTpaT Ha JIEYCHUE JI0 M TOCIIe KIMHUYECKUX MPOSIBICHUIN OBLIO
IPOAHAIU3UPOBAHO YTOOBI MPOMJUIIOCTPUPOBATh MOTEHIHMAIBHYIO I0JIb3Y PaHHEro JIeUEeHUs
00nbpHBIX AeTel. [[ns wimocTpaluuy 3aTpaT Ha OCYIIECTBIIEHUE MPOrpaMMbl B TeueHue 10 ser
OBLT IpOBEICH aHanu3 BIusHUS Ha OrokeT. CkpunuHr Ha PKU ocHoOBBIBasics Ha mipobOe ['yTpu.
[To pesynpraram nccienoBanus ICER ckpuHHHTa HOBOPOKICHHBIX ¢ ncnoib3oBanneM MC/MC
cocraBua 1 043 331 THB B pacuere Ha nprobperennbiii QALY (58 6471$ na nprobpeTeHHbIiH
QALY). TloreHnuanpHas MOJIb3a PAHHETO BBISBICHUS B CPAaBHEHHH C TIO3[JHUM BBISBICHHUEM
Jlajia 3HauYMTeNbHbIE pe3yabTarhl A namuerToB ¢ PKU, IVA, MSUD u MCD. Ananu3 BiusHus
Ha OIOJDKET IMOKa3al, 4TO 3aTpaTbl Ha OCYIIECTBICHHE ATOH MPOTpaMMBlI COCTABSIT MPHUMEPHO
2700 mua 6at (152 mua $ CIHIA) 3a 10 net. UyBCTBUTENBHOCTD U crielii(hUIHOCTH PoObI ['yTpH

> Hamers FF, Rumeau-Pichon C. Cost-effectiveness analysis of universal newborn screening for medium chain acyl-
CoA dehydrogenase deficiency in France. BMC Pediatr. 2012;12:60. Published 2012 Jun 8. doi:10.1186/1471-2431-
12-60
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coctaBmii 98.50% u 99.50%, cootBercTBeHHO. UyBCcTBUTENBHOCTS U crienu puunocts MC/MC
— 100%. ABTophl cnenaiyd BBIBOJA, YTO MPU HBIHEIIHEM IOPOTOBOM YPOBHE CKPUHUHT
HOBOPOXKICHHBIX ¢ Hcronb3oBanrueM MC/MC B TaliCKOM KOHTEKCTE HE SBJISETCS 3KOHOMUYECKH
BBITOJHBIM. OJHAKO JIEYCHHE MAIMEHTOB, Y KOTOpbiX paHo BeiiBieHsl PKU, IVA, MSUD u
MCD, cumrtaercs 6IaronpusTHBIM. AHAIN3 BIMSHES Ha OFOJDKET IMOKa3all, YTO OCYIICCTBICHUE
MpPOrpaMMbl OTPeOyeT 3HAYUTENbHBIX 3aTPaT B YCIOBUSAX OIPaHUYCHHBIX pecprOBZG.

Khneisser I. et al. (2015) npoBenu aHanu3 3aTpaT U BBIFOJ CKPHHUHIAa HOBOPOKICHHBIX
metogqom MC/MC na HBO B JluBane. Cpeanue 3aTpathl Ha oxuaaeMyro nomoils npu HBO B
rpynIe manueHToB B Bo3pacte ot 0 1o 18 et ¢ paHHUM U TO3IHUM JTUArHOCTHPOBAHUEM OBLITH
paccuutanbl ¢ 2007 mo 2013 rr. JleHexxnas crouMocTh paHHero BbisiBiaeHuss HBO ¢
ucnois3oBanneM MC/MC cpaBHHBaJIach ¢ JCHEKHOH CTOMMOCTHIO KIMHUYECKOTO «IT03THOTO
BBISIBJICHHS», BKIIIOUasi 3aTpaThl HAa JMAarHOCTUKY M TOCHUTaIM3alnuio. B paccmarpuBacMom
nepuone obcnenoBano 126000 HOBOpoOkIEHHBIX. YacToTa BBISBISEMBIX CIy4acB COCTaBHIIA
1:1482, uro 0OBACHSETCS BHICOKUM YPOBHEM KPOBHOTO poicTBa B JIuBaHe. YCTaHOBJIEHO, 4TO
Ipy paHHEM JWAarHOCTUPOBAHUU MALMEHThl TOCHUTAIM3UPYIOTCS OJMH pa3 B IMEpBbIE S5 JIET,
TOT/1a KaK MO3/JHO JTUATHOCTUPYEMbIE MAIlUEHTHI TOCIIUTATU3UPYIOTCS B TEUCHHE ITOTO MEePUoIa
3 paza. 3aTpaThl Ha KXY FOCHHUTAIU3ALHUI0O B CPEIHEM C MPOIODKUTEIHLHOCTBIO B 5 THEH
cocraBisier okoio 15008 CIIA mis pannero auarnoctupoBanusi npotuB 25008 CIIA s
MO3JHET0 AuarHoctupoBaHus. [lo pesymbraraM CKpUHHMHTA MpsMbIe 3aTpaThl Ha JIEUYCHUE
COKPaTHIINCh BIIBOE, cocTaBisisi B cpenHeM 31 6318 CIIA Ha xax/plil BEISIBICHHBIN CiTy4aid. DTa
pasHuia 0ojee 4eM MOKPBIBAET PacXobl Ha 3alMyCK MPOTrpamMMbl CKPUHUHTA HOBOPOXICHHBIX.
ABTOpPBI PUIILTU K 3aKJIFOUYEHHIO, YTO XOTS CO3/]aHHAsI MOJIENIb HE YUHUTHIBAET KOCBEHHBIX BBITO/T
OT yJy4ILEHUs KaYyeCTBA KU3HHU T€X, KTO MPOXOJUT PAHHIOI JUArHOCTUKY, MOXKHO YTBEpXKIaTh,
YTO TpPSIMBIE W KOCBEHHBIE 3aTpaThl, COKOHOMJICHHBIC 3a CYET PAHHEro BBISBICHUS 3THUX
HapYIICHU, TOCTATOYHO BaXKHBI JJI1 000CHOBaHUs (PMHAHCHUPYEMOTO TOCYAapCTBOM BCEOOIIIETO
CKpUHMHTA, 0COOCHHO B Pa3BUBAIOIIUXCS TOCYIapCTBaX C BEHICOKUM YPOBHEM KPOBHOTO POJCTBA
MEXIY pOI[I/ITeJ'DIMI/IZY.

B Tapucdukarope MEAMIIMHCKHX YCIYT, YTBEPKIEHHOTO MpHKa3oM MuHHCTpa
3apaBooxpanenust PecnyOnuku Kazaxcran ot 5 centsops 2018 roma Ne KP JICM-10 «O6
YTBEpXKACHUH Tapu(oB Ha MEIUIIMHCKUE YCIYTH, OKa3blBaeéMble B paMKax rapaHTUPOBAHHOTO
o0ObeMa OecIUIaTHOH MEIMIIMHCKOM IOMOIIM KM B CHCTEME 0043aTEIbHOr0 COLHAILHOTO
MEAWIIMHCKOTO CTPaXOBaHUSA» CTOMMOCTb ofHoro anamm3a MeronoM MC/MC (NellO1, kox
B09.802.019) cocrasnser 38475,89 Tenre?®. CTOMMOCTB o0opynoBaHus, BKItoYass HaboOp My

?® Kittiphong Thiboonboon et al. An Economic Evaluation of Neonatal Screening for Inborn Errors of Metabolism
Using Tandem Mass Spectrometry in  Thailand. // 2015. PLoS ONE 10(8): e0134782.
https://doi.org/10.1371/journal.pone.0134782

%7 Khneisser . et al. Cost-benefit analysis: newborn screening for inborn errors of metabolism in Lebanon. J Med
Screen. 2015;22(4):182-186. d0i:10.1177/0969141315590675

28 MpuKkas MuHUCTpa 3apaBooxpaHeHma Pecnybamku KasaxctaH oT 5 ceHTabpa 2018 roga Ne KP ACM-10 «06
YyTBEPKAEHUN TapUPOB Ha MEANLMHCKME YCNYTU, OKa3blBaeMble B paMKax rapaHTMPOBaHHOIo obbema becnnaTtHom
MeAMLMHCKON NOMOLLM M B cMCTemMe 0683aTeNbHOro CoLManbHOrO MeaULMHCKOTO CTPAX0BaHMA»


https://pubmed.ncbi.nlm.nih.gov/?term=Khneisser+I&cauthor_id=26062758
https://pubmed.ncbi.nlm.nih.gov/?term=Khneisser+I&cauthor_id=26062758
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TaHJACMHOW MacC-CIEKTPOMETPUH, 3 BHJA PACTBOPOB M HAOOp pEareHTOB, COCTaBIISCT
25 158 662,5 Tenre. [loanas kanpKymsius npeacrasieHa B Tabmuie 2 u Tabnuue 3.

5. BakHocTh Uil CHCTeMBbI 3ApPaBOOXpaHeHHs (ICHXOJIOTHYECKHE, CONHUAIbHbIE M
ITHYECKHE  aCHeKTbhbl; OpPraHM3alMOHHbIe W  NpodecCHOHANIbHbIE TOCJeACTBUSA;
IKOHOMHUYECKHE MOCJIeACTBHUSA: MOCJIeCTBUA 1JIS1 PECypPCOB, AHAJIN3 BJIUSIHUS HA OKOIZKeT)

Brenpenue Merona He HeceT 3a co00M 3THUECKHX MocieacTBuii. CoryiacHo 3asiBUTEIIO,
3asBIIsieMas TEXHOJIOTHSI CKpUHUHTAa HOBOpOXxkACHHBIX Ha HBO nmeeT 3HauMMBINA COMAIbHBIN
3(PEeKT B CHIIKCHUH MJIAJICHYECKOM M IETCKOM 3a00J1€BaéMOCTH, CMEPTHOCTH U MHBAJIUTHOCTH.

B pamkax Hacrosiiero ordera, ObUI MPOBEICH aHAIW3 BIUSHUS HAa OO/DKET BHEIPCHUS
CKpHHMHTa HOBOpOXaeHHBIX Ha Hammuue HBO B Pecnybmuke Kaszaxcran. Beiia paccumrana
oOmiasi cymma 3arpaT Ha CENIeKTHBHBIH CKPHUHHMHI BCEX HOBOpPOXkJIEHHBIX metogomM MC/MC.
JlaHHBIE O KOJMYECTBE HOBOPOXKICHHBIX B TOjJ OBUIM B3SATHI M3 CTAaTHCTHYECKOTO COOpHHKA
«3nopoBbe HaceneHus: Pecnyonuku Kazaxcran v 1eaTenbHOCTh OpraHU3aldid 3IpaBOOXPaHEHUS
B 2018 romy». IIlpumepHO€e KOJIMYECTBO HOBOPOXKACHHBIX, HyK1atomuxcsa B ckpunuHre Ha HBO,
6T B3sTH 13 Pekomentanmii CoBera EBporeiickoro corosa i cocrasmsier 6-10%°°,

O6urue mapaMmeTpsl
Poxxnaercs )XUBBIMHU B TO* 397799,00
[IpuMepHOE KOIUIECTBO HOBOPOXKICHHBIX
Hy)kparoumxcs B ckpuauare (10% oT obmero 39779,9
KOJIMYECTBA)
CrouMmocTh | CKpHHUHT TecTa 38475,89 tenre
OOm1ast cyMMa 3aTpaT Ha CeJICKTHBHBIA CKPHHUHT 1 530 567 056,611 Tenre

Jlnst onpenenenus pacnpocrpanenHoctn HBO B Kazaxcrane Obuti B3sThl gaHHBIE Xin-
wen Huang et al. ¢ coaBropamu (2011 r.) 0 pe3ynbTarax CKpUHUHTA B TpoBUHIMH KuTas (cambiit
00JIbIION OXBAT HOBOPOXK/ICHHBIX).

Oo0mue mapaMeTps
Poxxmaercs »XUBBIMH B TOI* 397799,00
Yacrtora HBO 1/5626
Yucno HBO B rox 71

O6H_II/IC 3aTpaTbl HAa CKPUHUHT 71 HOBOPOKACHHBIX [JIsI MNOATBCPIKACHHUA JOUArHo3a

cocrasdar — 2 731 788, 19 tewnre.

6. OOcyxaeHue (KpaTkoe HU3JI0KeHHE Pe3yJbTATOB, O00CYy:KIeHHE PeJeBAHTHOCTH,

OrpaHMYEHUS] UCCICTOBAHUS)

%> COUNCIL RECOMMENDATION of 8 June 2009 on an action in the field of rare diseases (2009/C 151/02)



https://pubmed.ncbi.nlm.nih.gov/?term=Huang+XW&cauthor_id=22321184
https://pubmed.ncbi.nlm.nih.gov/?term=Huang+XW&cauthor_id=22321184
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B nacrosmee Bpemsi TaHAEMHas Macc-CIEKTPOMETPHSI IPUMEHsIETCS A CKpUHUHIA
HoBOpOXKJIeHHbIX Ha HBO mnpakThuecku Bo Bcex pa3BUTHIX cTpaHax. Ham oryer Britoums 6
UCCIICIOBAaHUN TI0 KIIMHUYECKOH 3(P(PEKTUBHOCTH M OE30MaCHOCTH, a TaKXkKe 3 MCCIEeTOBAHUS 110
SKOHOMUYECKON 3(PPEKTHBHOCTH HOBOH TEXHOJOTHUH, omyOsmkoBaHHbie B 2011-2020 rompl.
Tonbko B uccnenoBanuu Laila A Selim et al. (2014) MC/MC npoBoauiach JUisi MOATBEPKACHUS
nuaroza 'y 3380 gpereit B Bo3pacte OT 2,5 wMecsaueB a0 6.6 JeT Ha OCHOBE
KJIMHUYECKOH/1abopaTopHoil kapTuHbl, mo pesynbratam MC/MC 17 pasaeix BumoB HBO
HOATBEPAMIIOCH TONBKO y 6%. B ocTanbHBIX HcciieqoBaHUAX 3a00p CyXHMX Karjled KpoBU
IIPOBOAMJICS B T€UEHME NEPBbIX 24 4yacoB-6 JAHEW )KM3HU HOBOPOKJIEHHOro. B mccnenoBanuu c
oxBatoM 129 415 HOBOpPOXXIIEHHBIX, MOJOXKHUTENbHAs MPOrHOCTHYecKas 3HaunMoctb MC/MC
cocraBmia 2.10%, cnemupuunocts 99.72 % wu  uyscrBuTenbHOCT 100%, B apyrom
uccienoBaHuy, BkIouuBliero 30 247 ManueHToB, CHEU(PUYHOCTh M YYBCTBUTEIBHOCTh
coctaBuwid 99% u 80%. ABTOPBI BCEX MCCIIEIOBAHUM, B 3aKIIFOUEHUH OTMEUYAIOT HEOOXOIUMOCTh
U KPUTMYECKYIO Ba)XHOCTh BHEJPEHHUS HalMOHAJIbHOW (OOLIEHAlMOHANBHOM) NpOorpaMMbl
CKPUHHMHIA HOBOPOXXIEHHbIX C Hucnoib3oBanueM MC/MC juisi  paHHEro BBbIABJICHHUS
NOTEHLUAIbHO TOJJIAIOIIMXCS JICYEHUIO HApYyIICHWH, ONEpPaTHUBHOIO M CBOEBPEMEHHOTO
TEpaneBTUUECKOr0 BMEILATENbCTBA U IMPEJOTBPALICHUS pPa3pyLIMTENbHBIX HEBPOJIOIMUECKUX
UCXOJI0B U (PU3MUYECKUX HEJOCTATKOB.

B uccnenosanuu Kittiphong Thiboonboon et al. mo 3arparsr-a¢dexkTHBHOCTH CKpUHUHTA
HOBOpOXJIeHHBIX ¢ ucnonb3oBanneM MC/MC ICER cocraBun 58 64718 Ha npuoOpeTeHHbII
QALY. IToTeHuunanbHas Mojib3a paHHETO BISBICHHS B CPABHEHUU C MTO3HUM BBIABICHHEM Jajia
3HAUUTENbHBIE pe3ynbTathl s manueHToB ¢ PKU, IVA, MSUD u MCD. AHanu3 BIusSHUS HA
OrO/IKET MOKazaj, YTO 3aTpaThl Ha OCYIIECTBIEHHE STON MPOrpaMMbl COCTaBAT MpuUMepHO 152
wiH $ CIIA 3a 10 ner. YyBctButenbHocth 1 crenpduuaocte MC/MC — 100%. ABTOpBI
CACNaNIM BBIBOJ, 4YTO IPU HBIHEIIHEM IOPOTOBOM YPOBHE CKPHUHHUHI HOBOPOXKIEHHBIX C
ucrnonb3oBanreM MC/MC B TalicCKOM KOHTEKCTE HE SIBIAETCA JKOHOMHYECKH BBITOIHBIM.
OpHako JleueHue NaueHToB, y KoTopslx paHo BeisgeieHs! PKU, IVA, MSUD u MCD, cuutaercs
onarompustHeiM.  Khneisser I. et al. mpoBenu aHanu3 3arpar W BBITOJ CKPUHUHTA
HOBOpOXXAeHHbIX MeTronoM MC/MC na HBO B JluBane. JleHexHas CTOMMOCTb pPaHHEro
BesiBiienus HBO c¢ wucnonme3oBanuem MC/MC cpaBHUBanach C JICHEXKHOW CTOMMOCTHIO
KIIMHUYECKOIO «II03HOIO BBIBICHU», BKIIIOYas 3aTpaThl HA IUAarHOCTUKY U FOCIUTAIN3ALUIO.
O6cnenoBano 126000 HoBOpokAeHHBIX. Ilo pe3ynbraTaM CKpUHHMHIa IpsMbIE 3aTpaThl Ha
JICYCHUE COKPATWIINCh BBOe, cocTaBisisi B cpenHeM 31 6318 CIIA Ha xakablid BBISBICHHBIH
ciydail. Ota pasHuna Oojiee 4yeM MOKPBIBAET PAacXo]bl Ha 3allyCK MHpOTrpaMMbl CKPUHHUHTA
HOBOPOKIEHHBIX. ABTOpBI IPULIUIN K 3aKIFOYEHUIO, YTO XOTS CO3/IaHHAs MOJIEIb HE YUUTHIBAET
KOCBEHHBIX BBITOJ OT YJIYYIIEHHs] Ka4eCTBA KU3HU T€X, KTO MPOXOIUT PAHHIOI JUATHOCTUKY,
MOKHO YTBEpPXKAATh, YTO INpPSIMbIE U KOCBEHHBIE 3aTpaThl, COKOHOMJIEHHBIE 3a CUET PaHHETO
BBISIBJIGHUSI JTUX HApYIICHWH, JOCTaTOYHO BaXXHBI Ui OOOCHOBaHHUS (DUHAHCUPYEMOTO
rocyJapCTBOM BCEOOIIEr0 CKPUHUHTA.

[IpoBeneHHbIi HaMH aHAIW3 BIUSHUS Ha OMOJKET I[OKaszaj, 4YTO IpPH BBEACHUU
CEJIEKTUBHOIO CKPUMHHMHIa HOBOPOXKIEHHbIX MeTojgoM MOC/MC, 3arparel rocymapcrtBa Ha
ckpuauHT coctaBuT 1530567 056,611 Tenre B rox. OOmme 3aTpaTsl Ha CKpUHHUHT 71
HOBOPOXKJICHHBIX Ui MOATBEPXKJIEHUs nuarHo3a coctaBiar — 2 731 788, 19 tenre. B nanHoM


https://pubmed.ncbi.nlm.nih.gov/?term=Selim+LA&cauthor_id=24731791
https://pubmed.ncbi.nlm.nih.gov/?term=Khneisser+I&cauthor_id=26062758
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ciy4ae cieayeT OTMETUTh, YTO HAMH HE YUUTHIBAJIUCH FOCYAapCTBEHHBIE PACX0/Ibl, CBSI3aHHBIE C
yxoaoMm 3a aetbMu ¢ HBO, KoTOpbhie MOTYT COKpaTUThCs Onaroapas paHHeMy BoisiBiieHHI0 HBO
metoqom MC/MC u mnpenoTBpamieHHIO cepbe3Hbix mnocienctsuii HBO, cBs3aHHBIX ¢
HECBOEBPEMEHHBIM JICUCHHUEM.

Hu B omgHOM wucciemoBaHHM HE cooOmaoch O ITIOOOYHBIX  SABJIECHUSIX U
npotuBomnoka3anusx MC/MC.

OrpanuveHus, B BHJE MAJOr0 KOJUYECTBA WCCIEAOBAHHNA C HEOONBIIUM OXBAaTOM
MAlKUEHTOB, YPOBHS JOCTOBEPHOCTH JAHHBIX B MPEJCTABICHHBIX HCCIEJIOBAHMUSIX U PHUCKOB
CIIy9aifHBIX OIIMOOK, a Takke mupokoe npumeHerrne MC/MC [uisi CKpUHUHTa HOBOPOXKICHHBIX
BO MHOTHX CTpaHaX MHpa YKa3blBAIOT Ha HEOOXOAMMOCTh MPOBEACHUS JalbHEHIINX
KPYITHOMACIITA0HBIX HCCIEAOBAHUN MO 3KOHOMHYECKOH A(P(EKTHBHOCTH paccMaTpUBaEMOI
TEXHOJIOTHH.

7. BbIBOABI, IPEUMYLIECTBA U HEAOCTATKH METOAA

TangemHass Macc-CIEKTPOMETPHUSI SBIIAETCS YHUKAJIbHBIM METOJOM, KOTOPbIA B
pe3yJbTare OJHOTO MCCIICIOBAaHUS CYXOHM Kalli KPOBH MOXET BBIIBUTEL OoJiee 20 3a001eBaHMIA.
OcHoBBIBasiCb Ha OTCYTCTBHE TOOOYHBIX 3(G(HEKTOB U MPOTUBOMNOKA3AHUH, BBICOKYIO
YYBCTBUTCIIbHOCTD U CHGHI/I(l)I/I‘IHOCTI) TaHﬂeMHOﬁ MacCC-CIICKTPOMETPUH, MOKHO CACIIATh BBIBOJ
O TOM, YTO TaHJIEMHAsi MAacC-CIIEKTPOMETpHUSl SBISIETCS KIMHUYECKH D(PQPEKTUBHBIM U
Oe3omacHbIM MeToAOM. s onpeneneHus: 3JKOHOMUYECKON 3(P(PEeKTUBHOCTH HOBOI TEXHOJIOTUU
TpeOyIOTCS TOMOTHUTENbHBIE KPYITHOMACIITA0OHBIE BHICOKOKAUECTBEHHBIEC UCCIIEIOBAHUS.

YpoBeHb 10Ka3aTENbHOCTH — B.

HpeumymecrBamu  MC/MC  sBrnsiorcss  ObICTpo€  TECTUPOBAaHHE,  BBICOKas
qyBCTBUTEIBHOCTb U O€30MIaCHOCTbH, BHICOKAs IPOITYCKHAs CIIOCOOHOCTh U MUHUMAJIbHBIN 00beM
np065130.

Her nanHbBIX mo HexocTaTKaM TeXHOJIOTHMH. OrpaHUYEHHEM SIBIISIETCS TONOJIHUTEIbHBIC
pacxo/ibl FOCYJapCcTBa Ha 3aKyIl PEaKTUBOB JUJIsl aHAJIN3A.

8. IlpuioxkeHus (CIMCOK JIUTEPATYypPbl, TA0JMIbI, PUCYHKH)

Ta6mumna 1. Ceedenusn o nponeuennvix 6ononvix HbO 3a 2016 200

Ne Juarno3z MKB-10 Bcero Bcero
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%0 Yang CJ. et al. Diagnosis and therapeutic monitoring of inborn errors of metabolism in 100,077 newborns from
Jining city in China. BMC Pediatr. 2018;18(1):110. Published 2018 Mar 13. d0i:10.1186/s12887-018-1090-2



PI'Il na IIXB «Pecnyonaukanckuii yeHmp pazeumus 30pagooxXpanerusi)
Munucmepcmea 30pasooxpanenusn Pecnyonuxku Kazaxcman

llenmp IKOHOMUKU U OUECHKU mMexHo102Ull 30pa600xpaneuu}l

Omoen oyenkKu mexnoao2uil 30pasooxXpaHeHus

Howmep sxcnepmuset u dama

Cmpanuya

MNe 344 om 26.06.2020

19 u3 23

Omuem oyeHKU MeOUWUHCKOU MEXHOI0ZUU

B C 1 8 9 10 12
Knaccuueckas E70.0 2 13 6,5 0 0,0
(eHHIIKETOHYpUst
Jpyrue Buabl HapyIIeHU E71.1 1 9 9,0 1 100,0
00OMeHa aMUHOKHCIIOT C
Pa3BETBIICHHOM LIENbIO
Aunnos E87.2 1 9 9,0 0 0,0
Bose3nu HakoIUIeHus E74.0 13 160 12,3 0 0,0
rimukoreHa (Bonesns [Tomre)
5 Jlpyrue cUHTONUIII035I E75.2 12 138 115 1 8,3
6 Myxkonomnucaxapuno3 | tuma E76.0 8 75 9,4 0 0,0

Tabmuma 2. 3ampamul Ha mexHonO2UIO 6 MeHze

3aTpaTsl Ha

3apaboTHyto miary |1.Crer.adopatopun - 1020

MCIUIMHCKOI'O
nepcoHana +
COLMaJIbHBIE

OTYUCIICHMS Ha

€IMHHULY YCIYI'H

Hroro 3I1 na
CAMHUILY
AMopTuH3anus
obopymoBaHus Ha
eIMHUILY YCIIyTH

2. Jlabopant - 420
3.Canutapka - 150
ConanpHele oTyuciaeHus - 175

1765

3922

PaCXOI[HBIe MaTepHralibl, JICKAPCTBEHHBIC CPEACTBA, XUMHWYCCKUE PCAKTHUBLI, IICPEBA30YHBIC
Martepualibl, OTHOPA30BbIC NPUHANJICIKHOCTH U MEAUIIMHCKAA yCIIyTra

HanMCHOBAaHHUC

Habop s HenepuBaTH3NPOBAHHOM
TaHAeMHOU MacccniekTpomeTpun NeoBase
(Non-derivatized MSMS Kit)

AHaTUTHYECKHI pacTBop 0e3
nepuBaruzanui NeoBase (Non-derivatized
Assay Solutions)

P ACTBOP AJiA OIPCACIICHUA HAJIUIU
cykuuHuianetTona NeoBase
(Succinylacetone Assay Solution)

Ha6ops! pearearoB HEO JIBH MC/MCunst
OTIpEeJIeNICHUS! JIUTTU/IOB TPH JIN30COMHBIX
HAKOIUICHHUS BEUIECTB B CYXHUX MSATHAX KPOBU
Ha Macc

KOJIMYCCTBO | ICHA, TCHI'C

eIMHHUIIA
HU3MEPEHUSI
Habop 850
Habop 850
Habop 850
Habop 850

8656500

1465952,5

1435500

10400850

cymma,

TCHI'C

10 184,12

1724,65

1688,82

12236,29
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10
11
12

13

14

15

16

Pacteoper NeoBase 2 Assay Solutions 4.
Pacteoputens Neo MSMS Flow Solvent*

Kommiekt pacTBOpOB 171 00CITyKUBaHHS
MC/MC Qsight™ mpennasHaueH s
TEXHHYECKOTO 00CITYKMBaHHs Macc-
cnekTpomeTpoB Qsight. PE-1015, TITIT
(momn.), 2E-5M, 15 mut — 1 mr. PE-1016B,
III" (mox.), 2E—6M (mycTast OyThLIb IS
pazbasnenus), 15 v — 1 wr. PE-1009, T
(mon.), 2E-7M, 15 mu — 1 wt. PE-1010,
Bydep ans pazdasnenns [IT (or.)
(50:50B0ma:meTanom, ¢ 0,1 % MypaBbEHHOM
KHCIIOTHI B 2 MM aretata aMmMoHus), 100 mut
— 1mwT.PE-1020, IIII" (o1p.), 1E-5M, 30 M
— 1 wt. PE-1005, MaTo4HbI# CTaHOApTHBII
pactBop pezepnuHa (1 Hr/MKT), 30 Mt — 1
wt. PE-1001, Pesepnun (100 nr/mon), 15 mu —
1 wr. PE-1012,Bydep ans pasdaBnenus
pesepnuna (50:50 Boga:aneronutpui u 0,1
% ykcycHas kucnota),100 ma — 1 mt. PE-
1007, TaypoxoneBas kuciota (0,2 HI/MKI)
(200 nr/mxar), 30 mor — 1 it PE-1014,
PactBopurens mtst npomseiBka (50:50
Boja:aneronutpun u 0,1 % ykcycHoi
kuciothl), 30 M1 — 1 mr. PE-1019,
MypaBbuHas kuciaora, 1 Mia — 5 wr

HInpui, odbemMoM 1 Mil. ¢ GPUKCUPOBaHHBIM
HaKOHEYHUKOM, ['amMmunbToH #81316 — 3 1mT.
JlmHa urinsn: 2 qroiima (51 Mm) BayTpenanit
nquametp urisl: 0.0161 mroiima (0.41 mm)
Hapy>xubiii tuamerp urasl: 0.0283 mroitma
(0.72 mM) BayTpeHHMit ArameTp Kopmyca:
0.181 mrotima (4.61 mm) HapyxHbrit quaMeTp
koprryca: 0.355 mroiima (9.02 mMm)

Ilepuatku 1 mapa

Haxoneunuku 1 (1-10 M)
Haxoneunnku 1 (200- 1000 MKi1)
Haxoneunnxu 1T (200 MK1)
Macka 1 mt

[Munerka nozatop 8 kananeHslil 1 (30-
300mK)

[Munerka no3atop 8 kananeHbIi 1(200-1000
MKJ)

IMunetka nozarop oaHo kananeHEI 1 (1000-
100000 mxu)

DBS kapThI-cyxoe IsTHO

Habop

mT

nap

mT

mT

850

A I

6762

5925

6567

3199860

2196,31

605

80
74

10

108200

23700

59100

185

3 764,54

2196,31

605

80
75

10

16

185



PI'Il na IIXB «Pecnyonaukanckuii yeHmp pazeumus 30pagooxXpanerusi)
Munucmepcmea 30pasooxpanenusn Pecnyonuxku Kazaxcman

llenmp IKOHOMUKU U OUECHKU mMexHo102Ull 30pa600xpaneuml

Howmep sxcnepmuset u dama Cmpanuya

Ne 344 om 26.06.2020 21 u3 23
Omuem oyeHKU MeOUWUHCKOU MEXHOI0ZUU

Omoen oyenkKu mexnoao2uil 30pasooxXpaHeHus

UTOI'O
Pacxomgusie TMI] 32788,89
BCEI'O Bcex
3aTpar Ha 38475,89

€IMHUILY YCIyTU

Tabmuna 3. Ceedenus o0 nOAHOU KYPCOBOU CHMOUMOCHU RNPUMEHEHUA 3AA6/11eMOul
mexHono02uu ¢ pacuemamu

Cpennuii

HanMenosanne En.msm Kype EUR

HaGop a5 HenepuBaTH3UPOBAHHON
1 TaHJeMHON MacccnekTpomerpun NeoBase Habop 435 19900 8656500
(Non-derivatized MSMS Kit)

AHaIUTHYECKU pacTBOp 6e3
2 nepuBaru3anuu NeoBase (Non-derivatized Habop 435 3370 1465952,5
Assay Solutions)

PactBop nu1s onpeaenenus HaIU4YUA
3 cyknuHmiaieroHa NeoBase HaOOp 435 3300 1435500
(Succinylacetone Assay Solution)

Ha6ops! pearearoB HEO JIBH MC/MCrnst
OIIpeIeNICHUS JIUITUI0B IIPH JIM30COMHBIX
HAKOIUICHHMS BEIIECTB B CYXUX IISITHAX KPOBH
Ha Macc

Habop 435 23910 10400850

Pacteoper NeoBase 2 Assay Solutions 4.

Pacteoputens Neo MSMS Flow Solvent* Hadop 435 7356 3199860
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