AHanu3 ortBetoB MuHuUCTepcTBa 3A4paBOOXpPaHEHUs NO NyHKTaM [OpPOXHOM KapTbl MO COBEPLUIEHCTBOBAaHUIO OKa3aHUA
KOMMJIEKCHOMW MOMOLUM AETAM C OrpaHM4YeHHbIMU BO3MOXHOCTAMU B Pecnybnuke KaszaxcraH Ha 2021-2023 roabl

B KonBeHumn OOH o npaBax pebeHka roBopuTcst O TOM, YTO «rocygapcTBa-y4acTHUKM» 005a3ytoTca obecneuntb pebeHKy Takyto
3awunTy ” 3aboTy, KOTopble Heobxoanmbl Anga ero Gnarononyyns. «MHOEKC AeTcKoro Gnarononyynsy, MMeKLNA pasHble KpUtepum BO
BCEX CTpaHax Mupa, BKIoYaeT B cebs Tpn NOCTOAHHBLIX — MUTaHue, 300poBbe, obpasoBaHue. KadectBo xun3Hu (KXK) pebeHka sBnsaetcs
nokasartenem aM@EKTUBHOCTN MEANLMHCKMX BMELLATENLCTB B 006MacTn npodunakTukn, nedyeHuns n peabunurtaumm, apdekTmBHOCTH
MeANLNHCKUX TEXHOSTOMMA TOW UIIM MHOW CTPaHbl B NpegoTBpaLLeHUn JETCKOM CMEPTHOCTU OT BonesHen 1 MHBannagHoCTH.

CospgaHue «[IK nomoLm getam ¢ orpaHnyYeHHbIMU BO3MOXHOCTAMU» 2020-2023rr. no nHmumatmee YTP B PK aBunock pesynsratom
oTcytcTBua B PK cuctemMHOro, KOMMmeKkcHoro, Hay4yHoro nogxoga K CO34aHMI0 TakKoro MOHSATMS, KakK «KavyeCTBO XU3HUY», SABMSOLLErocs

napameTpoM OLEHKN COCTOSIHUS 340POBbSi BCEM [OETCKOM Monynsiumu. OTcyTCcTBUE HIMA, perynvpylowmx MexBedoMCTBEHHOE
B3aMMOOEWNCTBME NPU OKasaHUM MEAULIMHCKON, couunanbHoM U obpasoBaTenibHOM NOMOLUM OETSAM, NOAPbLIBAOT JOBEPME HACENeHus K
cucteMe obpasoBaHusA, MeauLUMHbl U Ap. BEAOMCTB, CO3[aloT HanpsikeHne B o6LLEecTBe. B lNocynapctBeHHONM NporpaMmMe passuTus

3apaBooxpaHeHus Pecnybnukn Kasaxctan Ha 2020 — 2025 roagbl gocTmkeHue 3agaym 2. «lNoBbilleHne kayecTBa MeQULMHCKON NOMOLLINY
namepseTcs psaoM nokasarernemn NpsiMbiX pesyrnsTaToB COBEPLLUEHCTBOBaHUS OKasaHNa MeauLMHCKOM nomowm. B nx yucne - « YpoBeHb
NepBUYHOrO BbiXxo4a Ha MHBaNMOHOCTb» (paccunTbiBaeTca Ha 10 TbiC. HaceneHus).  YpoBEHb NMEPBUYHOIO BbiXxO4A Ha MHBANWOHOCTb
XapakTepuayeT Ka4yeCTBO NPOBOAUMbIX CKPUHMHIOB, NMPOOCMOTPOB, fNevyeHnss 1 peabunurtauumm, NnpoBoAMMbIX Cpean HaceneHus. Takke
ctoda MOXHO BKIIHOYMTb BOMPOCHI MO UTOram nokasaTenen roga no obuen CMepTHOCTM, MaTEPMHCKON U MITaf€HYECKON CMEPTHOCTH,
3aboneBaemMoCcTM Mo coumanbHO-3Ha4YMMbIM 3aboneBaHMsM. MHOrMe M3 NepevnCrieHHbIX MoKa3aTenen BKMKYEeHbl B nokKasaTenu
adpdekTnBHocTn pabotel MuHnctpos n MAO.

OQHMM U3 MHCTPYMEHTOB NepBUYHOro o6cneaoBaHMs rpynn KIMHUYECKn 6eCCUMNTOMHBIX C Lenblo BbiSIBNEHUS criyyaeB 3abonesaHus
B 34paBOOXpPaHEHUUN, ABMSETCHA CKPUHUHL. M3yyeHue pearnbHOro nonoxeHus gen no peanmsauumn [lNpukasza M3PK Ne704 ot «O6
opraHusaumm npaBun MPOBEAEHUA CKPUHWHIa», nokasanu WrHoOpMpoBaHWe 3TOro npukasa, oopManbHOE OTHOLLUEHME K COXPaHEHWUIo
3gopoBbst geten. [1pecTynHbIM MOXHO Ha3BaTb HeOKasaHWe CBOEBPEMEHHOW  MOMOLWWM OeTAM peTMHOMaTusMW, KoTopble, Mpu
HEeCBOEBPEMEHHOM MPOBEAEHUN OMepaTMBHOMO BMeLLATENbCTBA ocTalTca He3paummun. dopmanbHOe AN rasoykm nposefeHue
ayaMonorn4eckoro CKpUHMHra sIBfisieTcs NPUYMHOM pocTa KonuyecTBa Ioaden C  TYroyxoCTblO/TIyXOTOMN. HecBoeBpemeHHOe
BbisiBrieHne HBO npuBoguT K MnageHYeckon M OEeTCKOM CMEPTHOCTU, TSKENOW paHHeW MHBanuaHocTu. Bce aTo B UTOre npuBOAUT K
POCTYy uucra nogen C UHBANUAOHOCTbIO, COOTBETCTBEHHO, BO3pacTaeT M POCT pacxodoB (SKOHOMMYeckoe Opemsi) Ha Bbinnarty
AOPOrocTosALWMX feKapCTBEHHbIX CpeacTB (B OOMbLUMHCTBE TOMbKO AN NoAOEPXKaHUA XXU3HEHHbIX YHKUMA npu HeobpaTuMbIX
COCTOSIHUSAX), POCTY KOnmMyecTBa Nocobum No MHBanNMAHOCTU, TEXHNYECKMX CPeacTB peabunutauumn n op. pacxoabil.



Ha 3anpoc YIP B M3PK 6bin nony4eH orBeT. Huxxe npunaraetcsa peueH3us akcneptoB npu YINP Ha oTBeT ns M3 PK.

TekcT 13 orBeta M3 PK

3ameyaHusa akcneptoB npu YIP

MuHucTepCTBO 34paBooxpaHeHnst Pecnybnvkn KasaxcraH (ganee
— M3 PK) Ha Bawe ob6pauyeHue lNMpe3naeHTy Pecnybnuku
KasaxcTtaH, coobLuaeT cnegyolee.

Takke oTMeYaeM, 4YTO NPU TaKUX COCTOSTHUAX, KaK BPOXKAEHHbIE
NMOPOKM Pa3BUTUS, NCUXNYECKME PACCTPONCTBA, LiepebpanbHbii
napanuy MHBanNMAHOCTb He NpeaoTBpaTUMa.

CnepoBaTenbHO, HEOBXOAUMO NpeaynpexaaTb poXaeHue aeTen ¢
BIMP n HacnegcTtBeHHbIMU 3aboneBaHnAMMN.

BmecTte ¢ Tem meponpusatus M3 PK HanpaBneHbl Ha paHHee
BbISIBNIEHNE, paHHEee Ha4vano fievyeHns, CBOeBPEMEHHYHI0
KOPPEKUMIO AN NOBbLILLEHUS] KQYeCTBa UX XKU3HMW.

9T0 BCE HEe SCbeeKTI/IBHO, TOJIbKO TpaTa rocyaapCrBEeHHbIX AeHer

Mo gaHHbIM BO3 go 3% peten poxagarTcs ¢ BPOXOAEHHbIMU
nopokamu passutnd, n3 Hux okono 0,5% 3aHnmatot
XPOMOCOMHbIE 60one3Hn

[MoyeMy He nNpMBOAMTCA CTAaTUCTMKA NO YacToTe, CTPYKTYpE n
AnHamuke BIP B Hawen cTpaHe? noyemy HeT MOHUTOpuHra BIP,
Kak KOHTpons a¢ppeKTMBHOCTN NpeHaTanbHOro CKpUHMHra? 910
nponucaHo B npukase Ne704 «[paBuna opraHn3aumm CKpUHMUHIa.

C uenbio coBepLLUEHCTBOBaHMS NpeHaTanbHOro ckpuHuHra B 2021
roay M3 PK BHeceHbl nameHeHus B [NpaBuna opraHusaumm
ckpuHuHra B PK, rae Y3W nnoga n Guoxnmmyeckmne ncecnegoBaHus
onpegeneHbl Kak 06s13aTeNbHbIN KOMMOHEHT NpeHaTanbHOro
MOHUTOPWUHIa ANd BbIABNEHUS MapKepOB XPOMOCOMHOM
naTonorMn n aHaTOMMYECKNX aHoOMarnum pasBuTus nnoaa..

9710 BCe Obino B npukase ¢ 2007 r., M HAYEro HOBOIO 34ECh HET.
Mpukas MuHucTtpa 3gpaBooxpaHeHus Pecnybnuku KasaxctaH ot
9 ceHTa6psa 2010 roga Ne 704 «O6 ytBepxaeHun MNMpasun
opraHM3aumm CKpuHMHra» Gbin NepPecMOTPEH N Takke Obinu
ykasaHbl meponpusatus -Y3W nnoga n buoxummyeckmne
nccnenoBaHus, onpeaeneHHble Kak 06si3aTenbHbI KOMMOHEHT
npeHaTanbHOr0 MOHUTOPUHIa 451 BbISIBIEHNS MapKepoB
XPOMOCOMHOW NaTonormm n aHaToMMYeCKUX aHoManum pasBuTuns
nnoaa,

B TeueHne 2022 roga M3 PK npoBegeH aHanms
YKOMMEKTOBAHHOCTN MEAULIMHCKMUX OpraHn3aumin Bpadamm
npeHatanbHon Y3W anarHoCTUK1 1 MeanumMHCKON reHETUKN,
onpegeneHa notpebHocTb Y3 annapatamum, 3KCNEpPTHOrO knacca
N UMMYHOXUMWYECKNMU aHann3aTopamu.

A rge pesynbrat? KakoBa ob6ecneyeHHOCTb annapaTypon ,
Kagpamu, B uudpax. He Hago nepeyncnaTb MeponpuaTus,
HeobX0oAMMO NPUBECTU Pe3ynbTaThl  BbINOSTHEHUS 3TUX
MepOnpUATUI

B uensix okazaHnsi MEAULIMHCKMX YCIYT SKCMEePTHOMO YPOBHS Ans
yryydLeHus nepuHaTanbHbIX UICXOA0B B permoHax PK
opraHn3oBaHbl «LleHTpbl oxpaHbl nnogay.

Mbl He Hawnu nogTBepXxaeHnsa «LleHTpoB oxpaHbl nnoga» B
cucteme Agunert. T.e. Heob6xoaNMMO NPOBEPUTL, AENCTBUTENBHO NN
He yTBepxdeHbl B npukazax M3 PK. 1o cyTtn aTn LeHTpbl




NONHOCTbIO AyOnupyloT paboTy AENCTBYOLWNX MEOUKO-
reHEeTUYECKNX KOHCYNbTaLUNn B permoHax, He NPOBOAAT HUKaKNX
WHHOBALMOHHbIX METOA0B MO Nyyllen BHYTpUyTpobHom
ANarHoCTuKe reHeTUYecKMx HapyLeHun nnoaa. bonee Toro,
co34aloT OONOSNTHUTENBHYO BopoKpaTUYECKyto Nperpaay, Npueenm
K HeonpaBgaHHOW TpaTe rocyaAapCTBEHHbIX CPeACTB Ha 3aKyn
aybénupyowero obopyaoBaHns, BblaeneHns ONOSTHUTENbHbIX
wrartoB. Tak kak HeT B oTBeTe M3 PK, Heobxoanmoro aHanmusa,
Hago BLISICHUTb, HE MNPMBENO NU 3TO AybnupoBaHue K
YXYALEHUIO reHeTn4eckon cutyaumm n pocty BIP, n nx Bknagy B
MIageHYeCKY0 CMEPTHOCTb U OETCKY0 NMHBANUAHOCTb.

CosmecTHO ¢ poHaom «KasakcTaH XarnkbiHa» npopabaTbiBaeTcs
Bonpoc oby4yeHus cneuyunanunctos (Y3W n reHeTnkoB) Ha Gase
BeAYLUMX 3apyBexHbIX KIMHUK; MPOEKT No ocHalleHuo Y3
annaparaMmv, UMMYHOXUMUYECKMMU aHanuM3saTopamu aons
OMOXMMMNYECKOro CKPUHUHra,

3aKyn MMMYHOXMMUNYECKNX aHaNN3aTopoB SBMSIETCA
AOMNOMHUTENbHBIMU FOCYAapCTBEHHLIMU pacxogammn Ha
AybnnpoBaHne nmetoLLencsa annapaTypbl BO BCEX perMoHax,
KoTopas paboTtaet 6ecnepebonHO 1 COOTBETCTBYET BCEM
TpeboBaHusaM Bo3. B 8 pernoHax PK cyHKUMOHMpPYIOT
aBTOMaTMyecKne reHeTndeckme aHanmsatopbl ABToaenbpus,
KOTOpbl€ Ha CEeroaHsi ABNATCS NPU3HAHHBIMW NnaepaMn B
npoBefeHNN NPeHaTanbHOr0 CKPUHUHIA.

B cpeaHewm, exerogHo 1500 HOBOPOXOEHHbIX C BPOXAEHHbLIMU
rnopokamm nosfy4aroT onepaTtMBHoOe feveHne, Oons
ManoVHBAa3NBHOW 3HO0-BUAEOXMPYPIMM Y HOBOPOXAEHHbIX
nosbicunack A0 40%.

XKenatenbHo 6bl NONYYUTb CTAaTUCTUYECKNE JaHHbIE MO CTPYKTYpe
npoonepupoBaHHbIX BIP 1 ckonbKko AeTen BbBKUMNO, CKOMBbKO N3
HUX N36exano nHBanNMAHOCTN?

CnpaBOYHO: CKPUHWNHIOBLIE MCCEAOBaHNA HaNpaBreHbl Ha
BbISiBNEHME ogHOro 3aboneBaHusi, a NpodunakTuyeckne oCMoTpbl
- Ha KoMMneKkcHoe obcnenoBaHue. B aTon cBA3M coBMeELLEHnE
ABYX MPUKa30B CYMTaEM He LernecoobpasHbiM, BBUAY pasnvyms
Lenen nposegeHns

Mo AaHHbLIM YNpaBneHun 3gpaBooxpaHeHns no ntoram 12
Mecsues 2022 roga oxBaT HeoHaTallbHbIM CKPUHUHIOM
yBenuuuncs Ha 2,5% un coctasun 92,6% - 373 832
HoBopoXaeHHbIX (12 mec. 2021 roga — 364 481 HOBOPOXAEHHbIX,
81%). PeHUnKeToHypus BbisiBNeHa y 29 HOBOPOXAEHHbIX,
BPOXAEHHbIV rMnoTMpeos y 71 HOBOPOXAEHHbLIX

BbI3biBaeT COMHEHMEe 3Ta cTatuctuka. Npocmum obocHoBaTth Ha
KaKkux pesyrnbratax ocHoBaHa oT4eTHoCTb M3 PK? Tak kak no
AaHHbiM PMIK 1 otyeTHbiM gaHHbiM M3 PK oxBaT HeoHaTtanbHbIM
ckpuHnHrom B 2020 r. coctasun 92.1 %, B 2021 r. — 96,3%, B 2022
r. 6 mecsiueB — 96,5%.




Mo Bonpocy BHeEAPEHUS CENEKTUBHOIO CKPUHMHIA Ha
HacnencTBeHHble 6one3Hn obmeHa (ganee — HBO) coobuwaem
cnenywouee. B 2022 rogy npoBefieH NUNOTHLIN MPOEKT, B paMKax
KoToporo obcnepoBaHbl 200 aeten, U3 HUX BbISIBNEHO 6 AeTeN C
HBEO. M3 PK HanpasneHo nucbmo (Ne 10-1-10/11705-U ot
30.11.2022 roga) B O6uwecTBeHHbIN hoHA «KasakcTaH xankpiHa»
AN1s1 paCCMOTPEHNSA BO3MOXHOCTU NPOBEAEHUA 6-TN OETAM
MOJEKYNAPHO-TeHETUYECKON ANAarHoOCTUKN METOA0M
CEKBEHNPOBaHUSA Ha NaHenb «HacneacTBeHHble HapyLLeHNs
obmeHa BellecTB» Ana AanbHenweero goobcnegoBaHus m
YCTaHOBNEHMS OKOHYaTENbHOIO AnarHosa.

MMNOTHBLIN NPOEKT Mo cyTn BbIN NoKasaTenem BHeAPEHUs Ha
Tepputopun PK HoBoro metoga — TMC, HO HUKaK He pes3ynsraTtoMm
CENEKTUBHOIO CKPUHUHra HoBopoxaeHHbix Ha HBO. lMpoeegeHne
MOJEKYNAPHO-reHeTUYECKMUX UCCefoBaHUM He SBMSeTCs
aHann3om nepBon NMHUKN ONs NOCTaHOBKM amarHo3a HEO un
HasHa4veHna neverHns. TMC goctatoyHo. PeuleH3ns Ha oT4yeT no
nunoty M3PK Ha ceneKkTUBHbIN CKPUHUHI HOBOPOXAEHHbIX
metogom TMC npunaraetcs.

MpunoxeHwue 1.

Ha cerogHswHun aeHb gnarHoctmka HBO metoaom TaHAEMHOM
Macc-cnektpomeTpun y aeten B PK goctynHa n npu Hanmyum
MeANUNHCKMX NoKasaHUn B6ecnpenaTCTBEHHO OCYLLIECTBNAETCS B
AETCKON NpakTuke

OTO He cooTBeTCTBYET AencTBuTensHocTn. AuarHoctuka HBO
onnayunBaetcsa B pamkax OCMC 1 nonmKNMHWKMA onnavmBatoT 310
HeoOxoaMmoe nccnegoBaHne oveHb peako. Heobxoanmo
BKIOYEHNE B CKPUHMHI HOBOPOXAEHHbBIX - Koraa 3abonesaHue
pa3BWOChb, NO34HO BbISBNSAETCS, NeyYeHne 6ecnonesHo mnm
ManoaqddEeKTUBHO.

B TeyeHne 2022 roga B ambynaTtopHbIX yCrioBusx, 06110
obcnenosaHo 6onee 1200 geten, Ha cymmy o 50 mMnH Tr.

Kakne HBO 6binn BbiIBNEHbI? B Kakux MEOUUMHCKUX LEeHTpax
ObInn BepudmumnpoBaHbl guarHo3sl HBEO? PacnpeneneHune no
BO3pacTy - 3T0 6bIIM HOBOPOXAEHHbIEe unn aetn ua NMCI1?

MeTopg TaHOEMHOM Macc-CNekTpoMeTpumn onpegensaeT
KOHUEHTpaumo MetaboniMtoB, HO He NO3BOSISIET YCTAHOBUTb
OKOHYaTemNbHbIM AnarHo3

CornacHo mupoBon npaktuke, TMC — guarHoctuyeckui MeToga,
KOTOpPOro A0CTaTo4HO, 4YTOObI MOCTaBUTb ANArHO3 U HavaTb
CBOEBpPEMEHHOE neyeHune. HenoHaTHa nornka M3 - 3auem Torga
Obinn caenadbl TMC, cpasy Obl OTNPaBnsAnM Ha CEKBEHUPOBAHME,
Tpebya ganbHenwero goobcneaoBaHnsa ¢ MCNONb30BaHMEM
pacLUMPEHHbIX FrEHETUYECKNX NaHenen. [JaHHbIn BUO, AMarHOCTUKK
Ha cerogHsaWHMA OeHb B PK He gocTtyneH.

B mupe nseectHo 6onee 100, n3 Hux Ha tepputopun PK
NPOBOAUTCA AMArHOCTUKA M NevyeHune no Hambonee 4acto
BCTpeyaeMbIM (theHUNKeToHypusi, MyKononucaxapuaos,
cthmHronunmnaosbl

M3BECTHO BOIJIEE 800 3abonesaHunin obmeHa, N3 HUX Ha
Tepputopun PK npoBoguTca gnarHoCTuUKa 1 fieyeHume no
Hanbonee 4acTo BcTpevaeMbiM (PEHUNKETOHYPUS,
MyKononucaxapuaos, comHronunugosbl -- HE NMPOBOOUNTCA

BmecTe ¢ Tem, ¢ uenbto cbanaHcMpoBaHHOIO NOAXoAa K
HeoHaTanbHoMy ckpuHuHry BO3 paspabortana pekomeHgauum,

3ayem nucatb MPOMNMUCHbIE NCTUHDI, HBO nonHocTbO
COOTBETCTBYIOT KPUTEPUAM BunbcoHa u NO3TOMY PEKOMEHOOBaAHbI




N3BECTHble Kak kpuTepun BunbcoHa-KOHrepa (BbisiBnsiemas
naTonornst 4ormkHa nNpeacTaBnsTb CEPbE3HYH0 Yrpo3y 340POBbIO U
KayeCTBY XXM3HW, NPUYMHbI 3ab605eBaHns AOMMKHbI ObITb
[OCTOBEPHO YCTAHOBMEHbI, AO/KHA CYLLECTBOBATb PaHHAS
AVarHoCTMKa B BMAE HaAEeXHOro U OCTyNHOro flabopaTopHOro
TecTa C YCTaHOBMNEHHONM NepPUOANYHOCTbBIO, AOMKEH ObiTb
pa3paboTaH NPOTOKON feYeHns, a A4Ns NPoBeAEeHUs NeYeHns
NMETbCS B IOCTAaTOYHOM KONUYECTBE MNOAXOAALLME YYPEXOEHUS,
3aTpaTbl Ha ANarHOCTUKY He AOSMKHbI CBOAUTL Ha HET
9KOHOMUYECKME NpeNMyLLECTBA paHHEro oBHapyXeHUs 6onesHn).

BO3 gns HeoHaTanbHOro CKpMHWHra n nposoasTca B 70 cTpaHax
Mupa.

Mo pesynbratam nunotHoro M3 PK npuHumatoTcst mepbl No
COBEPLUEHCTBOBAHNIO ANArHOCTUKN 3aboneBaHnin obmeHa y
aeten. Hayata pabota Hag pa3paboTKOn KITMHUYECKOro
npotokona guarHoctnkn HBO

['oe KoHKpeTHO 1 no kakum Bnaam HBO paspabaTtbiBatotca KI17?
KakoBa npodeccuoHarnbHas nogrotoska paspabotymkos KI17?
lMepBocTeneHHas porib AOMKHA OTBOAMTLCA MEOULIMHCKUM
reHeTuKam.

B pamkax peanusauuu [JopoXXHOM KapTbl yCOBEPLUEHCTBOBaHA
HOpMaTMBHO-MNpaBoBas 6asa, Tak NPUKa3oM MUHUCTPA
3gpaBooxpaHeHus PK Ne KP [1CM-91 ot 25.08.2021 BHeCeHbI
N3MEHEeHUs N JOMNOMHEHMs B NpmMka3 MUHUCTpa 3gpaBOOXpaHEHMS
Pecnybnukn KasaxctaH ot 9 ceHTs6pst 2010 roga Ne 704 «O6
yTBepxaeHum NpaBnn opraHmM3anmm CKpUHUHIa»
(BapeructpupoaH B MuHuctepctse toctmummn Pecnybnukm
KasaxctaH 28 asrycta 2021 roga Ne 24136

3ameyvaHusa no HoBow pegakumm lMNpukasa -cm. NpunoxeHue 2.

CnpaBoyHo: JleyeHune geten ¢ guarHo3om LlepebpanbHbin
napanuy (ganee - L) ocywecTtenseTcs kak Ha ambynaTtopHoOM
YPOBHe, TaK 1 ctaumoHapHOM. OCHOBHbIMW NPUHLUMMNAMN NeYeHns
ABNATCHA MeANKaMeHTO3Has Tepanusi Npu BblpaXXeHHOM
CMacTUYHOCTM MbiLL, (NeKapCTBEHHbIE CPeACTBa M3 rpynnbl
MUOpEnakcaHToOB) NpoBeAeHNE paHHeN peabunutauuun. 13
AaHHbIA HAYy4YHOW NuTepaTtypbl U3BECTHO, YTO , 4TO 30-40% LI
obycnoBneHbl reHeTnyeckumn 3abonesaHnamn. CrnegoBaTenbHO,
aetn ¢ AUI He nmetoT npaBunbHOro AnarHosa, a rnaBHoe, He
nosny4arT 3TMONaTOreHeTUYECKOro Nie4YeHs.







MpunoxeHwne 1.

PeueH3usa Ha npeaocTaBreHHbIN OTYET NO NMUITOTHOMY NPOEKTY CEeNleKTUBHOIO CKPUHUHIa HOBOPOXAEHHbIX HAa HBO MeToaom
TMC.

1.B Tpwukasze M3 PK Ne 796 ot 13.12.2021 wuckniodeHa Meguko-reHeTmdeckasa cnyxba n BCA cucteMa HeoHaTalNlbHOrO CKPUHWUHIA, YTO
NPUBESIO K TOMY, YTO MUIIOT He cocTosAnca. BMecTo CKpUHMHra Coctosiniocb BHeapeHne HoBoro Metoga guarHoctnkm HBO — TMC Ha
Tepputopun PK.

2. B cBA3n C BbIWENUINOXKEHHBIM (CM. Tabnuuy) npocum nNpefocTaBUTb OTYET MO MNPOBEAEHHOMY MUOTY B COOTBETCTBUM CO
CTaTUCTMYECKMMWN pacyeTaMn HeoHaTanbHOr0 CKPUHWHIA U B COOTBETCTBMM C TpeboBaHuamu [lpukasza Ne796 (cm. [Mpukas-
[MpunoxeHne?2).

3. Mo gaHHbIM MeXayHapOAHbIX OpraHu3aLMin HeoHaTannbHOIrO CKPUHWHIA, B CENMEKTUBHOM CKPUHUHIe opdaHHbix HBO HyxxagatoTcs oT 6
00 10% HOBOPOXAOEHHbIX. T € HE MeHee 5 ThicsaY B NUIIOTHOM npoekTe. Bcero no dakty - 200.

4. MNpegnonaranocb, YTO B pe3ynbTaTe MNUNOTHOro npoekTta 6yayT oTpaboTaHbl TEXHONOMMKU NpeaHannTUYeCcKoro, aHanMTUYecKoro u
noctaHanuTuyeckoro (nogTeBepXxaatoLero) 3TanoB CKPUHWHIA, MOArOTOBMIEHbI PEeKOMeHOauMn no NPOBELEHUIO CKPUHWHIA MeTOOO0M
TMC, npoBeaeHo oby4eHne coTpyaHunkoB LIeHTpoB ckpuHuHra obnactHbix MK, pa3paboTaHbl U NPUHATLI KMMHUYECKOE peKOMEeHAALNN
no guarHoctuke sbigensembix HBO. Ha konuyectse 200 HEBO3MOXHO MOMYYUTb HU OLMH U3 3TUX Pe3yrbTaToB.

5. Mpegnonaranock, YTO oMHarbHLIM Pe3yrbTaToOM ABUTCHA HanMcaHue 3aKouYNTENBHOro OTYeTa C aHanNn3oM NosyYeHHbIX pe3yrbTaToB
( npakTu4eckoro BbiIxoda M 3KOHOMUYECKOW IPPEKTUBHOCTM) CENEKTUBHOrO HeoHaTanbHoro ckpuHuHra HBO metogom TMC B PK -
OyayT BbisBNEeHbl YactoTa u cTpykTypa HBO y HoBOpoXaeHHbIX B KasaxcTaHe, pa3dpaboTaHbl Ka3axCTaHCKMe pedepeHCHble 3Ha4YeHus
meTabonutoB. OpraHu3auus NUNOTHOTO MpOeKTa He no3Bonuna NpoBEeCTM aHanuM3 LenecoobpasHOCTU M IKOHOMUYECKON
3(PPEKTUBHOCTU CENEKTUBHOIO HEOHATANBHOIO CKPUHUHIA Y HOBOPOXAEHHbLIX Ha HBO.

6. JaHHble, NnpedoCcTaBneHHble B OTYeTe MO MUITIOTHOMY MPOEKTY He MOryT ObITb MPUHATLI MO BHUMaHWE, MpU pelueHun Bonpoca o
BHEAPEHUN B CENEKTUBHbIN CKPUHUHI HoBOopoxAdeHHbix TMC Ha HBO, Tak kak He oTBeyaloT 6a3oBbIM NpUHUMNAM HeOHaTarbHOro
CKPUHUHrA.

CkpuHuHr TMC Ha HBO He coctosinca. Cm. Tabnuual(ykasaHbl Hanbonee sABHblE OLIMOKK).



Tabnuua 1.

[MMNOTHBIN NPOEKT NO HEOHATaNbHOMY CENEKTUBHOMY CKPUHUHIY Ha HacneacTBeHHble bonesHn obmeHa MeToaoM TaHAEMHOM
mMacc-crnektpomeTpum B PK npoBegeH B nepuog ¢ 1 doespans 2022 roga no 31 niona 2022 roga. PaspabotaH MNpukas M3 PK
«lMNOTHBIN NPOEKT NO NPOBEAEHMNIO HEOHATANBbHOIO CENEKTUBHOIO CKPMHMHIA Ha HacneacTBeHHble 6one3Hn obMeHa MeToaoMm
TaHgemHoun macc-cnektpometpun B PK Ne 796 ot 13.12.2021».
YyacteoBano 14 obnactHbix ML, 1 3 ropogckmx ML

[oKkymeHT
peLeH3npyeMbii

TekcT B oTyeTte M3 PK

3ameyaHus aKcnepToB

NHdpopmauma o
peanusaunu
NUIIOTHOrO NPOEKTa Nno
HeoHaTanbHOMY
CENEKTUBHOMY
CKPUHUHIY Ha
HacneacTBEHHbIe
©onesHn obmeHa
MEeTOO0M TaHOEMHOMN
Macc-CnekTpoMeTpun

«Hanbonbwmnm yaensHbIn Bec 06cnegoBaHHbIX
MrageHueB no pecnybnunke otmeyaetca: B AKTIOOUHCKOM
obnactn (16,8%), B BocTouHo-KasaxcTaHckon obnactu
(13,6%) n B 1. WbiMKeHT (11,0%)...»

CornacHo npasunamMm npoBeaeHus
CKPWHUWHra yaerbHbIM Bec He cymTaeTtcs!!
970 He NpodoCMOTP.

Npadba « M3 HUX oTOpakoBaHO aHanM3oB (abc.4.)..»
CM. Tabnuua 1 — uccnegosaro 200 geten, pesynbTaThl
aHanusos — 191.

TMC He Gbina npoBeaeHa B 9 cny4vasx B
CBA3K C BblOpakoBKkon aHannsoB. CornacHo
KpUTEPUAM CKPUHWUHra 6b1110 He06X0aANMO
CPOYHO caenaTb nepesabop nNATeH kposu. B
OTYeTe HET HM croBa Obin Nn NnpoBeaeH
nepes3abop Cyxux NATEH KPOBM Y 3Tnx 9
aeTten. OTo Takke OTHOCUTCS K HAPYLLEHUIO
NpaBuI CKPUHWHTA.

Cwm. Tabnuua 1 — Npadha «YaenbHbIN BeCc 06cnegoBaHHbIX
HOBOPOXAEHHbIX K 06LWeMy Yncny obcrnegoBaHHbIX»

Takux pacdetoB HeT!! AGcontoTHO
©e3rpamoTHO.

Cm. Tabnuua 1 — rpadpa «lNokasatens o6¢cnegoBaHHbIX
HoBOpOXAeHHbIX (Ha 1000 poXAEeHHbIX XXUBbLIMW)»

Takxke HeOOoNnyCTUMbIE pacCHeThl.

«lMNokasartenb obcnegoBaHnsa HOBOPOXAEHHbLIX Ha 1 000
POLMBLUNXCSA XUBbIMK cocTaBun no pecnybnmke 0,96%o.
Mpwn 3TOM BbICOKME NOKa3aTenu obcnegoBaHus
HOBOPOXXAEHHbIX BbILLE pecnybnmkaHCKOro ypoBHS
OoTMe4aroTcsi B 6 permoHax ctpaHbl: ...... »

A rge umicno pogos?

Hapo cuntaTth 3TOT NokasaTenb Ha 4Yucrio
pogos B KAXKOAOM NMEPNHATAJIbHOM
LIEHTPE.

MpeacTaBneHHble AaHHblE HE MOTYT BOUTU B
OTYET NO CKPMHUHIY TakK Kak nokasartenm
HEKOPPEKTHbIE.




Cwm. Tabnuua 2. «Hosonornveckas cTpyktypa ¢oOHOBbIX
3aboneBaHun y o6cnegoBaHHbIX HOBOPOXKAEHHBIXY.
M.2 «BlP...»

1.d0oHOBble 3a60neBaHNsA He UMEKOT
HWKaKOro OTHOLLEHUS K CENEKTUBHOMY
CKpUHWHry. OT4yeT A4.6. CTporo no KpuTepuam
CKPUHUHrA.

2.CornacHo lNpukasa M3 PK Ne796 ot
13.12.2021(cm. MNpunoxeHue 1), BINP He
ABNAOTCSA NOKa3aHUAMM 4Nsi NPOBEAEHNS
TMC Ha HBO - T. e. aBnAal0TCA KpUTEPUAMU
ncknodyennsa. CnegosartenbHo, 41 aHanus
ObIn npoBeAeH 6e3 COOTBETCTBYIOLLMNX HA TO
nokasaHun 6e3 yyeta Npnkasa Ne796.

Cwm. Tabnuua 3. «MHdopmaums o konndecTse
BbISIBNIEHHbIX N3MEHEHU B aHanmn3ax KpoBu
HOBOPOXAEHHbIX

no pesynbtatam TaHAEMHON Macc-CNeKTpoMeTpumn B
paspese permoHoB PK», rpadbl 3u4.

OT1a Tabnuua H1 o YeM. B HeoHaTansHoOM
ckpuHunHre Ha HBO He ykasbiBatoTCS
MeTabornmyeckne HapyLLIeHus, 3TO He
anarHos! CkpuHuHr nposoantcsa Ha HBO n
aHanuaupytoTtca Tonbko crnydyam HBO.
Bonpoc npogeccrnoHanbHoM KoOMneTeHumm
YYaCTHMKOB — 3TO (PYHKLUMNSA MELULIMHCKMX
reHEeTMKOB.

Ctp.5 —tekct 1.«B 15,0% cny4asnx, To ecTb y 6
HOBOPOXAEHHbIX ObINM BbISBIIEHLI UIBMEHEHMS,
xapaktepHble ans HBO. MNoka3aTenb BbISBMEHHbIX
nameHeHun coctasmn 3,1 Ha 100 TbICSY HOBOPOXAEHHbIX,
POAMBLUNXCS KUBBLIMMW.

2.Bcero B AO «Hay4HbIn LeHTp negnaTpum n 4eTCKON
xupyprumny (ganee — HUMAX) 6bino HanpaeneHo 12
pesynbtatoB TMC HOBOPOXOEHHbIX.

1.470 3a TEPMUH «XapaKkTepHble 44
HBO»??

HBO unn ectb N HeT — ToXe BCTaeT
BONpPOC NpodeccnoHanbHON
KOMMETEHTHOCTMW.

B kakow opraHm3aumm KOHKPETHO BbInu
BbigBNneHbl HBEO?

2. Noyemy «12 pe3ynbTaToB HanpasfeHo B
HUMOX, ecnu 661510 BbIABNEHO 67»

3. ['oe paHHble o nocnefyowen cyabbe
aTux geten? 'pe n kem HabnogaroTca?
ObecneyeHHOCTb COOTBETCTBYIOLLMMN
doepmeHTamu 1 ap.

CM. Tabnuua 4. «MHdopmaLmsa 0 HanpaBneHHbIX

3 12 npencraBneHHbIx B Tabnuuye — 6 He




pesynbtatax TMC B HLIMOX». Bcero 12.

oTHocaTtca Kk HBO.

B Tabnuue He ykasaH cnyyan HBO
naumeHTa ¢ BbiiBNEHHbIM CrnekTp
LlenbBensrepa n X-
agpeHonenkoanctTpoduur.LLIbIMKEHT — aTOT
pebeHoK ymep.

Ho B obwem cnucke cm. Tab.6 -Ne192 atoTt
cny4am ecTb.

Bonpoc- noyemy ero yépanu ns cnucka
HanpaBfeHHbIX pe3ynbTaToB
HUMuOKXTabn Ne4 ?

CM. TekcT no Tabnuue 4.

1. «..nB 2 cnyyasx (r. Hyp-CynTtaH) oetm Haxoamnucb
B TSXKESIOM COCTOSIHUU U CKOHYanucb 0 NonyyYeHus
peaynbtata TMC HBO.

2. [lo utoram npoBefeHHbIX 9 KOHCYNbTaUUN ANarHo3
HEO 6bin 3anogospeH MAIN B 6 cny4vasx. B 3-x
cnyyasx metabonuyeckue. OTKIOHEHNS,
xapakTtepHble ansa HBO He Obinn noaTBEepXaeHbl
Mar.

1.3aknoveHna TMC Ha HBO HeT —un
CKoHYanucb oHun He oT HBO. Insa yero mnx
BKITHOUYUIN B 3TOT OTYET?

2.0n4a1b HerpamoTHas OpPMyIIMPOBKa - YTO
3HAYUT «3aMNOAO3PEHY, ECNN YXKE eCTb
3akntodeHne TMC ¢ TOYHbIM ykasaHnem
Bnaa HBO. KoHcynbTaums 6bina nposegeHa
N OOSMKHA NPOBOANTBCSA KOHKPETHO MO
Kaxgomy ykaszaHHomy HBO.

Cwm. Tabnuua 5.“UHpopmanms o konmyecTee
HO30510rM4YeCKNX POPM BbISIBIIEHHbLIX MI3BMEHEHMWI MO
pesynbtatam TMC B pa3spese permoHos PK»

TpaH3nTopHas TMPO3NHEMUA(STO HE
HBO)dunsnonornyeckoe coctoaHne
HOBOPOXAEHHbLIX 0COBEHHO rpynna
HeOHOLLEHHbIX AeTen, kKoTopoe TpebyeT
HabnogeHnsa 1 NOBTOPHOIO aHanuaa u
0ObIYHO NPOXOANT CaMOCTOATENBHO 6e3
NPUMEHEHNA nekapcTBeHHOM Tepanun. B
OCHOBE MOBbILLEHUSI TUPO3MHA NEXUT
He3penocTb MeTabonuyecknx pepmeHToB 1
He HeceT 3a cobon aedekT hepmeHTa Ha
YpPOBHE reHa

CnepoBarenbHo, HBO Bcero 4, n ewe aea




CKPbITbIX Criyvasi ¢ fieTanbHbIM UCXOL40M
uToro — 6.

Cwm. cTp. 7 OtyerTa.

Takum obpasom, no wuTOram MNWUNOTHOrO MpoekTa
nokasatenu BbigBNeHHbIXx HBO B paspese HoO30M0rMn
COCTaBUWN:

- TpaH3utopHaa TuposnmHemmna — 1,0 Ha 100 ThICAY
HOBOPOXAEHHbIX, POXAEHHbIX XUBbIMU;
- myTtapoBadaumagypma - 1,0 Ha 100 TbicAd
HOBOPOXAEHHbIX, POXAEHHbIX XNBbIMU;
-He4oCTaTOYHOCTb cpenHeuenoyeyHomnaumn-KoA-
aervaporeHasbl XXUPHbIX kncrnot — 0,5 Ha 100 TbicaY
HOBOPOXAEHHbIX, POXAEHHbIX XUBbIMMU;

- umtpynnuHemmna | tmna - 0,5 Ha 100 Tbhica4
HOBOPOXAEHHbIX, POXOEHHbIX

XNBbIMMW.

lMockonbKy Bce aTu pacyeTbl bpanuch 6e3
yyeTa uucrna pogos B kaxgom [ 3a
OTYETHbIN NEPUOA — UX MOXHO CYUTaTb
6e3gokasaTefibHbIMU.

TpaH3nTOpHas TMPO3NHEMNSA HE OTHOCUTCSH
kK HBO onaTtb Bonpoc npodeccnoHanbHOM
KOMMNETEHLMMW.

C1p. 8 — «Takum obpasom...

n.3) OTCYTCTBYET BO3MOXHOCTb AOMNOSTHUTENBHOIO
obcnepoBaHunsa oeTen MeTo4oOM rasoBon XxpomoTtorpadum
KPOBU N MOYM.

1.4) oTcyTCTBYET BO3MOXHOCTb ONpeaeneHuns
rMUKO3aMNHOTTIMKAHOB B MOYE C LieSTbK KOHTPOMS
3PPEKTUBHOCTU Tepanum hepmMeHTo3aMeCTUTENbHbIMN
npenapaTamu;

7) Npw BbISIBNEHNN PEHUNKETOHYPUN Y AeTEN —
npoBegeHne Harpy3ovHoro tecta BH4
(TeTparngpobomnTepunH) BO3MOXHO TOSTbKO Mpu
CMNOHCOPCKOW nogaepxke hapmaueBTUYECKON KOMMAHUN
«BrnoMapuH».

Mo n.3) - B PK aToT aHanun3 goctyneHx
4)MockonbKy Npu NpoBeaeHnn nunoTta
NN30COMHble 60Ne3HN He Bblnn BbiSIBMNEHDI
BOOOLLEe — 3TOT NYHKT HE UMeeT
OTHOLLEHUS K MUIOTHOMY NPOEKTY,

7) OTOT NYHKT BOOOLLE HE MMEET
OTHOLLEHMS K NUNOTY. OTO eCTb
PYHKLUMOHUPYIOLWWIA HeoHaTarbHbIn
CKPUHWHT Ha PKY 1 BpOXOEHHbIN
rmnoTupeoa cornacHo lNpukasza M3PK
Ne704. 3T0 peknama pmpmbI??




C1p.10 MNpun neverHnn geten ¢ HEO Bbinn BbIsSIBNEHDI Bonpoc — kakne meponpuaTtus obinm

cneaytowme npobnemMHble BONPOCH!: npoBeaeHbl

1)oTcyTCcTBME ONbITa y NegmMaTpoB, HEOHATOSOMOB, HUMOX — ona cneumanucToB BCeX
ANEeTOorIoroB, AETCKUX HEBPOSIONOB U raCTPO3HTEPOSIOroB pPErmMoHoB, BOBNEYEHHbIX B MUITOTHbIN
MO KMMHUYECKON ONAarHOCTUKE U NeYEeHUIo NPOEKT.

HacneacTBEeHHbIX Oone3Henn obMeHa BELECTB;




MpunoxeHwne 2
CpaBHuTenbHasa Tabnuua k npoekTy npukasa M3 PK Mpukas MuHucTtpa 3gpaBooxpaHeHus Pecnybnmkm KasaxctaH ot 13 aekabps 2021
roga Ne 796
06 yTBEPXAEHUN NHCTPYKLUKN O BHEAPEHUN MUAOTHOIO NPOEKTa NO NPOBEAEHNIO HEOHATANbHOMO CENEKTUBHOIO CKPUHUHIA Ha
HacrneacTBeHHble 6one3Hn obMeHa MeToAoM TaHAeMHON Macc-cnekTpomeTpun B Pecnybnuke KasaxctaH

Ne | CTpyKTYypHbIN Pepakuusa npoekta M3 PK Mpepnaraemasn pepakuums O6ocHoBaHue
anemMeHT oT aKkcnepToB npu YINP peAakTupyembix rnas
NMunota
MpunoxeHwue 2. OCHOBHbIEe MOHATUSA, UCMONb3yeMble B | HACNeACTBEHHbIE oonesHn NobasuTb B onpeaenexHune, 4To
1. HaCTOSILLEN NHCTPYKLNN: obmeHa (gpanee — HBO) — ato HBO — 3T0 HacneacTBEHHbIE
MaBa 1. 1) HacnegctBeHHble 6onesHn obmeHa | rpynna HacneacTBEHHbIX MOHOreHHble 3abonesaHus
O6wwe (nanee — HBO) — aTto rpynna 3aboneBaHWN, | MOHOMEHHbIX 3aboneBaHun,
NONOXEeHNS 00yCnoBnNeHHbIX MyTaumsamMm B reHax, | O6ycrnoBfeHHbIX MyTaunamu B
MMyHKT 2. KOOMPYHOLLNX depMEHTHI, HapyLleHne | reHax, KOOMPYHOLLNX
aKTMBHOCTW KOTOPbIX MPUBOAUT K TSXKENbIM | (PepPMEHTHI, HapyLleHue
nedektam metabonunama; aKTUBHOCTM KOTOPbIX NPUBOANT
K TSOKENbIM aedekram
MeTabonuama;

2. | MpunoxeHwne 2. OCHOBHblEe MOHATUSA, UCMONb3yeMble B | TaHOeMHas macc- DnpegeneHune otTpaxaeT posib
1. HaCTOSALWEN NHCTPYKLUN: cnektpomeTpus  (ganee  — TMC B cenektMBHOM
aBa 1. 2) TaHpgemMHas  macc-cnektpomeTtpus | TMC) — aHanuTuyeckun meTton CKpuHuHre Ha HBO
OobLwue (panee — TMC) — wmeToa wvccnegoBaHUs W | MONYYEeHUs KauyeCTBEHHOM U
NONOXEHNS noeHTumKaumm  BellecTBa, MO3BOMSOWMA | KONMYECTBEH-

MyHKT 2. onpenenaTb KOHLEHTpaLmnto pPasnun4YHbIX | HOW MHOPMaLUK 06
KOMMOHEHTOB B HEM MpX MOMOLWM TaHOEMHOrO | aHanuampyembix Metabonurax,
mMacc crnekTpomeTpa (macc-cnekTpomeTp, | ABMAOLLMXCS Mapkepamm
UMELLNA ABa Macc-aHannsaTopa) HBO.

3. | MNMpunoxeHwue 2. OCHOBHble NOHATUSA, Ucnonb3yemble B | MynbTugucumnnmHapHas B mexayHapoaHbIX pykoBoOA-
1. HacCTOALWEN NHCTPYKLUN: komaHga (ganee MIOK) - aTo | cTBax NpUMEHSIETCA TEPMUH
Masa 1. 3) mynbTugucumnnnHapHas rpynna (MAr) | rpynna MHoronpoduneHblx | MynbTuancumMnnnMHapHas Ko-
O6wwe - rpynna pasnyHbIX crneumnanucToB, | MEAULUMHCKMX — CleunanucToB, | MaHaa cneumanucTos.
NONOXEHNS dopmMmpyemas B 3aBUCMMOCTM OT xapaktepa u | obnagatowmx Heobxogumeimu | MNpegnaraembin BapuaHT




MMyHKT 2.

CTEMEHN  KU3HEOESATENbHOCTM,  HapylleHus
YHKUMA U CTPYKTYp OpraHusaMa naumeHTa,
TSXKECTM €ro KNMHUYECKOro COCTOSIHUS.

3HAHMAMW N OMbITOM BeOEHUS
«pegkux» nauyueHtoB ¢ HBO,
CNOCODOHbIX JaBaTb
KBannuumpoBaHHbIe
pekoMmeHgauMm wu npoBOAUTb
MOHUTOPWUHT UX BbINONTHEHUS,
yTOObl 006EecneynTb BbICOKUN
YPOBEHb IleYeHns n yxopa 3a
naymeHtamu ¢ HBO.

onpeaenexus oTpaxaeT
dyHkumn MOK B gmnarHocTtuke
n nevyeHnn HBO, koTopble
OTHOCATCS K penkum
opdaHHbIM 3aboneBaHNAM.

[maBa 2. 4. KoopauHaTtopom peanusaumnm 4, KoopauHatopom | 3a opraHusaumio,
Mopsigok nMNoTHoOro npoekta (manee — KoopawuHaTop) | peanu3aumm MUAOTHOIO | MOHUTOPUHI 3O EKTUBHOCTH
BHeOpeHus ansetca AO «Hay4yHbIM UeHTp neguaTpum U | NpoekTa (nanee — | HeOHaTasIbHOro CKPUHUHIa B
NUIIOTHOIO OETCKOW XUPYPrum». KoopanHatop) saBnsetca AO | PK otBevaet
npoekTa «HayyHbIn ueHTp negmnaTpumn u | PecnybnukaHckas Meguko-
MyHKT 4. AEeTCKON XUpyprumy», AO | reHeTUYeCKas KOHCYNbTauus
«HayyHbI LeHTp akywepcTBa, | (ganee PMIK) HL Alrwll.
TMHEeKos1orum n | CenekTUBHbIN CKPUHWUHT Ha
nepuHaTonorum» HBO meTtogom TaHAEMHOMN
MacCc-CrneKkTpoMeTpum
SIBMISIETCA COCTABHOM YacCTbto
HeoHaTarnbHOro CKpUHWHIa n
NpOBOAUTCH MeLMKO-
reHeTudeckomn cnyxéon PK.
Nckntoyenne PMIK caoenaet
HEBO3MOXHbIM NpoBefeHue
CEeNeKTUBHOro
HeoHaTarnbHOro CKpUHWHIra Ha
HBO, Tak kak cBeaeT ero
NPOCTO K AOMNONHUTENBHOMY
meToay obcrnegoBaHng
HOBOPOXAEHHbIX.
maBa 2. 6. YYaCTHMKM MeanLMHCKUX opraHuM3auunm 6. YyacTHuku MckntoyeHme n3 oT4eTHOCTU
Mopsagok NUNOTHOrO NpoeKTa HanpasnaT KoopanHatopy | MEANUNHCKMX OpraHusaunumn 1 mMeguumHcKux nabopatopum




BHeApeHMUs WHpopmauuio 0  peanum3aumm  NUNOTHOrO | MeAUUMHCKMX  nabopaTtopun caenaeT HEBO3MOXHbIM
NMUNOTHOIO npoekta K 5 4dncny mecsaua, cnegylowlero 3a | MMNOTHOrO npoekTa fonyyeHne nHopmaumm o
npoekTa OTYETHbIM  COrflaCHO  MNPUIIOXeHuto 2 K | HanpasnawT  KoopavHaTopy NpoBeAEeHHbIX aHanmsax u
MMyHKT 6 WHCTpyKumn. MHopMauuio o peanusauunn BbisierieHHbIX cnydaes HBO.
NMUNOTHOrO MpoekTa K 5 uucny
Mecsua,  cnegylowero  3a
OTYETHbIM cornacHo
NPUITOXEHNIO 2 K IHCTpYyKLUMW.
MaBa 2. 7. KoopguHaTtop  HanpasnsieT  cBoAgHytw | 7. KoopamHaTop HanpasnsieT ytoroBas WHdopmMaums He
Mopsigok WHpopmauuio 0  peanus3auMm  NUNOTHOrO | CBOAHYKD  MHGOPMaUMlO O MoXeT OblTb HanpasfeHa B
BHeOpeHus npoekTa B YMOSIHOMOYEHHbIM OopraH B obnactu | peanusaumm NMUIOTHOrO YMOMMHOMOYEHHbLIM  OpraH Ao
MUNOTHOrO 3[paBooOXpaHeHuns eXEeMeCHAYHO | MpoeKTa B  YNOSIHOMOYEHHbIV DKOHYaHMS cpoka NpoekTa
npoekTa K 10 yncny mecsua, cnegyowero 3a OTYETHbIM | OpraH B obnactu
MMyHKT 7. N UTOroBYH WMHGOPMAUUIO C pekoMeHOauusaMu | 3gpaBoOXpaHeHns
no LuenecoobpasHocTu BKIIOYEHNS | eXXKeMeCAYHO
HeOHaTanbHOro CENEeKTUBHOIMO CKPUHMHIa Ha | K 10 yncny mMecsua,

HacneacTBeHHble 6one3Hn obmeHa MeToaoM
TaHOEMHOW MaccC-CrMeKTpOMETpUM B nporpaMmmy
HeoHaTanbHOr0 CKPUHMHrA HOBOPOXOAEHHOIO
kK 15 niona 2022 ropa.

cregyrowero 3a OTYETHbIM W
WTOroByH0  MHOpMauuK  C
pekomMeHaauusamMm no
LenecoobpasHOCTU BKITHOYEHUS
HeoHaTanbHOrO CEJIEKTUBHOIO
CKPVHWHra Ha
HacneacTBEHHble oonesHun
obmMeHa MeToAoM TaHAEMHOM
Macc-CrneKkTpoMeTpun B
nporpammy HeoHaTanbHOro
CKPVHMHIA  HOBOPOXOEHHOro
kK 15 monga 2022 rona.




MmaBa 2. maBa 2. MNopsagok BHegpeHnsa nunoTtHoro | Caenatb npasunbHyto | Mmeetca ase «lnasa 2».
Mopsagok npoekTa Hymepauuio nas
npoBeaeHus maBa 2. lNopsgok npoeBeaeHns
NUNOTHOIO HeoHaTarbHOro CeNeKTUBHOIO CKPUHUHIA Ha
npoekTa HacneacTBeHHble 6one3Hn obmeHa MeTogom

TaHOEMHOWN Macc-CNeKTpoOMeTPUn
MaBa 2. 9. CenektuBHbIN CKpUHUHT Ha HBO nposoantca | 9. CenekTMBHbLIM CKPUHWHT Ha | Heobxogumo BKNIOYUTL
Mopsipok y HOBOpOXA€eHHbIX aeTten B Bo3pacte oT 0 go 28 | HBO npoBoAnTCS y | MMCI, Tak Kak
npoBeaeHus AHEen, HaxoasWMXCA Ha CTauMOHApPHOM fleYEeHUM | HOBOPOXKAEHHbLIX  AE€TEeNn B | 3HAaYMUTENbHas YyacTb
HeoHaTarnbHOr | B MEeAMUMHCKOW OpraHu3aunu, y4acTBylLLEN B Bo3pacte oT 0 go 28 aHen, | HoBopoXaeHHbIX ¢ HBO He
o] NMUIOTHOM NPOEKTE. HaxoasaLWMXcs Ha | BygeT HyXXgaTbCs B
CEeneKTUBHOro CTaUMOHAPHOM  NEYEHUN B | CTAUMOHAPHOM JIEYEHUU W,
CKPWHMHra Ha MeONLMHCKON opraHusaumun | cnegoBaTenbHO, oynet
HacneacTBEeHH unn TMCI1, y4acTBylOWMX B | NMWEHA BO3MOXHOCTU
ble 6onesHun NMUAOTHOM NPOEKTE. NPoOnTH CeneKkTUBHbIN
obmeHa CKpUHWHT Ha HBEO n nonyyntb
MeToA0oM HeobxoanmMmoe nevexHue.
TaHOEMHOM
mMacc-
CrneKkTpoMeTpu
"

MyHKT 9




9. | INnaea 2. 12. PeweHne o HanpaBneHuu obpasuyos | [laHHbIi  NyHKT npegnaraem | JJonosHUTenNbHbIE KOMUCCUM,
Mopsagok KpOBM HOBOPOXAEHHOro pebeHka Ha TaHaeMHYo | ybpaTtb KOHCUNMyMbl  NpuBedyT K
npoBeaeHns Macc-CrneKkTpoOMeTPUIo NpUHUMaeTCs 3agepxKe CPOKOB
HeoHaTanbHOr | KOHCUITIMYMOM  CMeunanucTtoB  MeauLMHCKOWN obcnepoBaHus
0 opraHusauuu, y4yacTByWLIEW B  MUIIOTHOM HoBopoxaeHHoro ¢ HBO,
CENEeKTUBHOIo | NpoekTe. nosgHemy nevyeHuto n
CKPUHWHra Ha netanbHOMy ncxony.
HacneacTBeHH PeweHune, cornacHo nyHKTY
ble 6onesHu 11 npuHUMaeT Bpau-
obmeHa HeoHaTonor.

MEeTOA0M
TaHOEMHOWN
macc-
CneKkTpomeTpu
n

MMyHKT 12.

10. | MnaBa 2. 13. 3abop o6pas3uyoB kpoBu AN 13. 3abop ob6pasuos | He ykasaHbl npasuna 3abopa
Mopsagok HanpasneHus Ha TaHOEMHYIO Macc- | KpOBU OS11  HanpaBlieHUs Ha | CyXux NATEeH KpOBW.
npoBeaeHns CMEKTPOMETPUID  OCYLLECTBNSETCA  CPeaHUM | TaHAEMHYHO macc- | Heobxoanmo nobaBuTb
HeoHaTanbHOr | MeANLUHCKUM paboTHMKOM MeANLMHCKOW | CNEKTPOMETPUIO MpunoxeHwne nnu AaTb
o} opraHuMsauuun, y4acTBylWOLWEN B  MNUIIOTHOM | OCYLLECTBMSETCA CPEOHUM | CChINIKY ~ Ha  aHanormyHoe
CENEeKTUBHOIoO | NpoekTe, nNpu HanmMyuuum UHPOPMUPOBAHHOMO | MEAULMHCKAM paboTHukoMm | MpunoxeHne  k  [Npukasy
CKpUHMHra Ha | cornacus 3aKOHHbIX npeacraBuTenen | MeOULIMHCKON opraHusaumm, | Ne704
HacneacTBEHH | HOBOPOXAEHHOro pebeHka. yyacTBywowen B  MUNOTHOM
ble  GonesHn npoekte, cornacHo [lpaBunam
obmeHa 3abopa kposwu ([punoxeHue ?)

MeTo40oM npu HanM4nn
TaHOeMHOM MHGOPMMPOBAHHOIO corfnacus
macc- 3aKOHHbIX npencraBuTenen
CNeKTpoMeTpU HOBOPOXAEHHOIO pebeHka.

n 3abop KpoBM Ha TecT-GnaHk
MyHkT 13. cornacHo lNpaeunam 3abopa u

JOCTaBKMU GuomaTepuana




(cyxoro naATHa)

11.

[maBa 2.
Mopsipok
npoBeaeHus
HeoHaTarbHOr
0]
CEeneKTUBHOro
CKPUHWHra Ha
HacneacTBEHH
ble 6onesHun
obmeHa
MeTOo0M
TaHOEMHOWN
mMacc-
CMEKTPOMETPU
"

MyHkT 14.

14. Ha wuccnepoBaHve B MeOULMHCKYHO
nabopartopuio, y4yacTBYIOLLYO B  MUIOTHOM
NpoeKTe HanpaendalTCA Cyxue nATHa KPOBW.

14. Ha vwccnepoBaHue B

TeyeHune 24 yacoB B
MEOMLMHCKYIO  OpraHusauuio,
y4yacTBYWOLWY B  MUIOTHOM

NpoekTe, HanpaBnsTCa Cyxue
NSATHA KPOBMW.

Mocne cywkn obpasubl Cyxux
NATEH KpoBM cobpatb WU
ynakoBaTb bes
COMPUKOCHOBEHUS CyXMX NATEH
KpoBu B ByMakHbIV
BOOHENPOHNLAEMbIN "
YyCTONYUBBIN K HagpbIBY
KOHBEPT Ana nocneayroLlen
OTNpaBkn Ans  nNpoBefeHus
nccnegosaHns metogom TMC
B TeyeHne 48 4vacoB OT
MOMeHTa 3abopa KpoBM.

Heobxognmo yKasaTtb
«MeguLUuHCcKne

opraHvsauuny, ydyacteyroLimne
B MunoTtHom npoekKTe.
Heobxoanmo ykasaTb TOYHbIE
CpOKM oTnpaBkn o06pa3uoB

CyXUX MATEH KpoBu — 24 vaca,
YTO CBHA3AaHO C 3KCTPEHHOM
HeobXxoaMMOCTbIO
Ha3Ha4YeHns CBOEBPEMEHHOIO
neyeHna Bo  usbexaHue
neTanbHbIX MCXOO0B.




12. | naBa 2. 14. Ha wuccnepoBaHve B MeguumHckyto | [lobaBuTb NyHKT O ToM, Kak | [JoGaBUTb MYHKT O Cpokax u
Mopsigok nabopatopuio, y4yacTBYKOLWYO B MNWUIOTHOM | Cyxue nATHa KpoBu ByayT | cnocobe goctaBkM obpasuos
npoBeaeHus NPOeKTe HanpaBnsTCA Cyxue NATHa KPOBU. AOCTaBNATbCHA B MeOULMHCKME | CyXuX NATeH KpoBu Ha TMC
HeoHaTtarnbHor opraHusauuu ans TMC | ananus
0 aHanuaa. MpeoycmoTpeTb
CEeNeKTUBHOro cnoco®6 onnatel XU CPOKM
CKPUHUWHra Ha AOCTaBKu
HacneacTBeHH
ble 6onesHu
obmeHa
MeTo40M
TaHOEMHOWN
macc-
crnekTpomeTpu
n
MMyHKT 14.

13. | naBa 2. 16. PesynbTaTbl aHanu3oB nepepatotca B | 1. Bblgaya  pesynbtata B He ykasaHbl KOHKPETHbIE CPOKMU
Mopsigok MEOMUMHCKYIO  OpraHu3aumio, HamnpasBuBLUYHO | TedeHne 72 4acoB nocrie UCMOfHEeHUs aHanmsa
npoBeaeHns obpasubl KpoBw. nonyyexHmss  tect-bnaHka ¢ metogom TMC c MoOMeHTa
HeoHaTanbHor CyX1M NATHOM Ha [I0CTynneHusa B nabopatopuio.
o] nccnegoBsaHme nyTem PTU CPOKM ObiNM yKasaHbl B
CENEeKTUBHOro OTNPaBKM Ha  3NEKTPOHHY [ipeablayLuen pegakumnm
CKPUHUWHra Ha noyTy opraHusauuun, npoekTa
HacneacTBeHH OKa3blBaIOLLYH CTaLMOHApPHYH
ble 6onesHu n/vnn ambynaTopHo-
obmeHa NONMMUKNNHNYECKYHO NOMOLLIb
MeTo40oM OAHHOMY PEBEHKY.

TaHOEMHOMN
macc-
crnekTpomeTpu
n

IMyHKT 16.




14. maBa | B lNepeyHe MeauUMHCKMX opraHn3aunn, B [lepevyeHb MeOUUMHCKMX BOMbLUOE KONMYECTBO [AeTeM,
2. | yyactBytowux B [MMNOTHOM NpoekTe, He opraHuMsauun, y4acTBYHOLUMX B POXAEHHbLIX B FOPOACKUX U/MNK
MpunoxeHwne 1 | ykasaHbl rOPOLCKME U paUOHHbIE POAUSTbHbIE MMNOTHOM NpOeKTe, BKIMYNTL PANOHHBIX POAUSIbHLIX AOMax
MepeyveHb aoma BCE pofoBcrnomMoraTenbHble He Oynet OXBa4yeHo
MeOULIMHCKNX yuypexaeHue Pecnybnukn ckpyHnHrom Ha HBO, 4TO
opraHusauun, KasaxctaH npuBeneT K Hea(PEeKTUBHOCTH
y4YacTBYHOLMNX CKPUHUHIA W HeAOoCTYNHOCTU
B MMnoTHOM NaHHOro BMAOa BCMI
npoekKTe. CenbCKOMY HacCeneHuIo
Tabnuua 1.
15. maBa B lNNepeyHe meguumHckmx opraHmsauun, | B lNepeyveHb  meauumHckux | B r. Hyp-CyntaH HaxogaTtcs
2. | yyactByowWwmx B [MNOTHOM NPOEKTe, HE yKasaH | opraHn3aunin, y4acTByloWmMX B | pecnybnukaHckmne
MpunoxeHune 1 | pogoscnomoraTenbHble ydypexaeHus 1. Hyp- | [TMNnoTHOM npoekTe, BKIIYUTL | YYpexaeHnsa ons nevyeHuns
MNepeyeHb CynraH BCe pogoBcrnomoraTenbHble | opdaHHbIX 3aboneBaHnin, 4YTo
MeANLNHCKUX yupexaeHnus r. Hyp-CyntaH nogpasymeBaeT
opraHusauun, obsasaTenbHoOe yyacTtune
y4acCTBYHOLLMX MEANUNHCKUX OpraHn3aumm r.
B MnoTHOM Hyp-CyntaH
npoekTe
Tabnuua 1.
16. MaBa UMM — LeHTp monekynsipHon MmeguunHel | Bknounts LleHTp HeoHaTarnbHbIN CENEKTUBHbIN
2. | He aBnNAeTCa MeanuUHCKOM nabopaTtopuen ansa | MONeKynsapHOM MeauUnHbl B CKpyHWHI Ha HBO meTogom
MpunoxeHune 1 | npoBegeHns  aHanuszoB. UMM  gasnsetca | Tabnuuy 1. NepeyeHb TaHOeMHOW macc-
MNepeyeHb MEOVLUMHCKON  opraHunsaumen C  NOJSIHbIM | MEOULUMHCKUX OpraHmM3auumn, CNEKTPOMETPUN He SABNAEeTCS
MEOMUUHCKMUX | MEepeYHeM  OKa3aHuUs  MeOMKO-TeHeTMYeckux | ydacTtsyrowmx B MnnotHoM aHanunsom TMC, a
opraHusauun, | ycnyr npoekTe npeacTasnsaeT cobon
y4acCTBYHOLLMX KOMMJIEKCHYHO NOYPOBHEBYIO
B [MunoTHOM CUCTEMY OKa3aHuUs MeauKo-
npoekTe reHeTU4YeCKon NOMOLLN
Tabnuua 2. HoBopoOXaeHHbIM ¢ HBEO gns
MeguumnHckue paHHen ANarHOCTUKKN U

naboparopuu

CBOEBPEMEHHOIO J1Ie4eEHNA.




[MoaToMy cenekTuBHbIN
HeoHaTarbHbIN CKPUHWUHT  He
MOXeT NpoBoaAUTCS
MeanuUnHCKoN naboparopuen

17. | TNpunoxeHue | Tabnuua Hosonornyeckas CTPYKTYypa | BkniounTtb nHpopmaumo — ConyTcTBYIOLWWI ANArHO3 He
2. BoisBNeHHblx HBO cogepxut ctonbey — | ConyTCTBYHOWMI MarHo3 B yKasaH B HanpasneHuu
MHdpopmauna | ConyTCTByHOLWMIA ANArHO3. HanpasneHne Ha aHanua obpasua kposu
0 peanusauuu metogom TMC. lMNpunoxeHune HOBOPOXAEHHbIX Ha
NUIIOTHOIO 5. HanpaeneHune obpasua TaHOEMHYIO Macc-
npoekTa KPOBW HOBOPOXXAEHHbIX Ha CMEKTPOMETPUIO
TaHAEMHY mMacc- (MpwunoxeHwne 5).
CMEKTPOMETPULO

18. | NpunoxeHue 33. dednumnT opHUTUHTPaHCKapbamuniasbl 33. decpmumnt B MNepeyeHb HBO,
3. [lepeyeHb | [MNepoHUTUHEMUNA (cknagyaTtas aTpodus | OPHUTUHTPAHCKapbamunasbl OVarHocTnpyembiXx METOLOM
opdaHHbIX ceTyaTkm) TaHOeMHOM macc-
Hac- CMEKTPOMETPUN CaMOBOJSTbHO
neacTBEHHbIX BKITOMEHa JONONHUTENbHAas
BGonesHen HO30J10r1s1, KOTOPYHO
obmeHa Heobxogmmo ybpaTtb
BELLEeCTB,
awar-
HOCTUPYEMbIX
MeTOAOM TaH-
JeMHOn macc-
cnekTpomeTpu
n. MyHkT 33

19. | NpunoxeHue - MHOXecCTBEHHble  BPOXAEHHbIE  MOPOKU | DTU KPUTEPUU UCKITIOHUNTD! MBIP, BIP He wumetoT
4. Kputepum | passutus (BINP 2-x n 6onee opraHoB 1 cuctem), oTHoweHus Kk HBO, umetoT
ans a TaKKe aHOMasnun KOCTHO-CYCTaBHOW CUCTEMBbI: apyryto 3TUOSOIUIO.
OPMUPOBAHUN | KOHTPAKTYPbl,  MHOXECTBEHHbIE  MeperioMbl, AHOManun KOCTHO-CYyCTaBHOM
S rpynnel | paxmtonogobHble N3MEeHeHNA ckenerta, CUCTEMbI  (Hanpumep, Npu




BbICOKOTO
pucka no HBO

MaKpOKpaHusi, MaxoBasi, NyrnoyHas rpbiku

MyKOMnonucaxapuaose)
dopmupyrotca B ropasgo
no3gHeM BoO3pacTe, a He C
poXgeHusa n 0o 28 aHeNn.

20.

MpunoxeHwne
4. Kputepum
ans
dopMupoBaHu
| rpynnbl
BbICOKOIo
pucka no HBO

MpumeyaHwue:

* - HeobXxoOuMO WCKIYUTL POLOBYHO
TpaBmy

** - NpM  HanuM4yMm HEBPOSOrMYEeCKoU

CMMNTOMATUKN Yy HOBOPOXOEHHOrO B MNEPBYIO
oyepedb crnegyet MNPUHATbL BO  BHUMaHue
aHamHe3 (poxaeHune pebeHka B acdukcum),
NCKITIOYNTDb MMNOKCUYECKU-ULLEMUYECKYIO
SHUedanonaTuio, poLOBYIO Tpasmy,
BHYTpMYepenHble KPOBOU3NNSAHMUS

A - pU HaNMYUMM  OTArOLLEHHOro
aKyLLepCcKoro aHamHesa, aKTopoB pucka
NHPULMPOBaHMUS B nepayto oyepeab
HeobXxoauMO UCKIYUTL Y pebeHka BUPYCHble
renatutel B.C, TORCH- wuHpekunn (LUMBMU,
repnec, Tokconnasmo3, nucrtepuos, bBIC,
KaHouaos, xnamuamos u gp.). lNpu npusHakax
xonectasa cnepyert UCKITIOYUTDb BIMP
XenyeBbIBOAALLNX NYTEN

*kxk. Heobxogumo wucknountb TORCH-
nHdpekuun (LUMBW, repnec, Tokconnasmos,
nuctepnos, bI'C, kaHgngos, xnammanos n ap.),
B TOM 4MCne NapBOBUPYCHYO MHAIEKLINIO

*rEkk - B MepByl0 ovepenb Heobxoaumo
NCKITIOYNTb bGakTepuanbHbIi cencuc
HOBOPOXKAEHHOIO

Bce npumeyaHmna nckniounTb!

Bce npumeyaHus
HeobXo4MMO UCKNIOYNTD, Tak
Kak nx yTouyHeHue notpebyet
AOMNONHUTENBHOE BpeMS AN
npoBeaeHus
NHCTPYMEHTarbHO-
nabopaTopHbIX
nccnegoBaHuU U NUWINT
pebeHka BO3MOXHOCTM
NONYYUTb CBOEBPEMEHHOE
neyeHue, KOTopoe cnacet
€My XU3Hb. OTO N eCTb
CENEKTUBHbIN CKPUHUHT,
KOraa npu Hanmuum
KpUTEpMEB Ha NepBOM aTane
YTOYHAETCA UNn
nckntodyaetca gnardo3 HBO,
a ocTasnbHble obcnegoBaHus
NPOBOASATCS Ha BTOPOM aTane
Unn napanneneHo, He
3agepxmBas OTNpaBKy CyXoro
naTHa kposn Ha TMC aHanus.
3a Bce roabl B PK HU pa3sy He
noctasunu gnardo3 H6O
HOBOPOXAEHHbBIM, HO BCEM UM
ObInNKn BbICTaBNEHbI A4MArHO3bI
«Mackn»— pogosas TpaBma,
BHYTpMyTpobHasa nHdekuus,
cencuc n T.4.




21.

MpoekT
Mpukasa

HeT Hukakon uHpopmaumm 0  Meauko-
reHeTU4YeCKOM KOHCYINbTMPOBaHUW, NpoBeaeHnn
MOJEKYISIPHO-reHeTUYECKOro aHanuaa 1 T.4.

Bkntounte B npoekT [lpukasa
MHOpMaUuI O NpoBedeHUN
MeaMKO-reHEeTUYECKOro
KOHCYNbTUPOBAHUA,
MOMEKYNSPHO-reHeTUYECKOoro
aHanusa. Ykasatb cnocob
onnarbl n MeauLUMHCKMe
opraHusauuu, KoTopble 6yayT
NpoBOANTb MOJIEKYISAPHO-
reHeTnyeckoe obcnegoBaHuve.

CeneKkTuBHbI HeoHaTanbHbIN

CKPUHWHT ABnsieTcA
COCTaBHOW YacTbto
HeoHaTanbHOr0  CKPUHMHrA,
KOTOPbIN NpoBOANTCS

MeOVKO-TeHETUYECKOMN
cnyxbon PK. MonekynsipHo-
reHeTU4Yeckun aHanus Aans
yTouHeHna pguarHoda HBO
npoBOOUTCA Nocre Meauko-
reHeTU4YecKoro

KOHCYIbTUPOBaHMS n
HasHa4yaeTca  MeaUUMHCKUM
reHeTUKOM. PaspaboTtaTtb
CpOoKM n anroputm
HanpaeneHus Ha

MONEeKynApHO-reHeTn4eckoe
nccrnegosaHume.




