JOPOXHAS KAPTA

10 COBEPIIEHCTBOBAHUIO OKAa3aHUS KOMIUIEKCHOM MOMOIIU AETAM
B PecnyOnuke Kazaxcran Ha 2020-2022 rompl
Leanb BHeapeHHsl CeJIEKTHBHOIO CKPUHUHIA - PAaHHSS JUArHOCTHKA (MpodUiaKTHKAa MIIAJIEHYECKONM CMEPTHOCTH U paHHE!
JETCKOM WHBaTUAHOCTH), JiedeHue u mnpodunakruka HBO (Meguko-reHeTMyeckoe KOHCYIbTHpOBaHHE) B PecmybOnuke
Kazaxcran.(Hacnencteennsie 6one3nn oomena - Knaccet MKB-10. 011. Hapymenust oomena Bemects (E70-E90); BBenenue B
[Tpuka3z M3PK Ne 704 ot 9 centa0ps 2010rona « OO0 yrBepxkaenun [IpaBun opranu3aluy CKpUHUHIA» JIONOJHEHHUS U IPaBUIIa
OpraHu3allid CEJEKTUBHOTO CKPUHUHTA HOBOPOXKIACHHBIX (Ha JaHHBIII MOMEHT €CTh CILIONIHOW CKpUHUHT TOJIbKO Ha oqHo HBO
— (DeHUIIKETOHYPHSI).

OcHoBaHue 119 BHCAPCHUA CCJICKTUBHOIO CKPpUHHUHI A

I1.7 AK — BHenpeHue CENEeKTUBHOIO CKPUHUHIA HOBOPOXIEHHBIX Ha BBISIBICHUE HACJIEICTBEHHBIX Oose3Heil oomena (HBO)
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O30 yrsepaaenun Jopoanoi KapThi 10 COBEPILENCTHOBANNIO OKATANKA KOMIIE KCHONH NOMOIIN 1€ THM ¢
OrpaNHYe HHBIMH BO3MOKHOCTHMH
8 Pecnyfumke Kazaxcran ua 201 - 2023 roast
I, Yreepaurs npuiaraemMyio Jopokiylo KapTy 10 COBCPILICHCTBOBAHING OKATAHHS KOMITIEKC HOI NOMOILIH ACTAM
C OTPAHHICHILIMH BOZMOKHOCTAMH
8 Pecnybmmke Kazaxeranna 2021 - 2023 roasl (aance - Jdopoxias xapra),
2. HenTpassibiv i MECTHEIM HCNOIHHTEILHEIM OPrafiaM, MILIM MOCYIAPCTREHHLIM OPTasaM U OPraisalum
Pecnybumxn KazaxeTai (0 COMmacoBatinoe), OTBeTCTBSHHLIM 3a BComieHHe Joposkion KapTsl:
1} obecneunTs CBOCBPEMEHHOS HCIKUTHCHHE MEPOIPHATHIL NPSIYCMOTPEeHHLIX JJOpokHOH KapToit

[1. 7. BrecTi mMenes H ION0IHeHHE B npHkas Mmsmcrpa sapasooxpanemisn Pecrnybumkn Kasaxceraw or 9
cenrgdpa 2010 roga Ne7(4 «OO0 yreepactenmy TIpanion opramsaisg  CKPIIMHIA» B YacTH NepecMorpa
AVIHOIOTHUECRONO | NCHNOMIHISCKONO  CKPHIHITOB . BRJIHME HHA NOCTHATANLHOIOCENE KTHBHOTOCKPHUNNTA
HOBOPOARIE HHBIX HA nacheacTBennsie foaeznn obmena, npeemcraermocta TIMCIT » ITMITK mo gersm ¢
HAPYIICHHEM, OTCTABAHHEM H PHCKOM OTCTABANHMA B PAIBMTHH. [EPHOIHUHOCTH NPCJOCTARICHHA JamibIx @
[TMITK

metonoM TMC.



Cnpaska (uro Takoe HBO)
[lo nmamubiM Bceepoccuiickoro obmectBa opdanubix 3a0oneBanuii, British InheritedMetabolicDiseases Group (BIMDQG),
Orphanet (2017):80% opdanubix HBO manudectupyet B paHHEM JETCKOM BO3pacTe
netu ¢ opdanubiMu HBO 3anumaror okono 30% koeynoro ¢oHAa B AETCKUX cTanuoHapax, 40% paHHel NeTCKOil CMEPTHOCTH B
pa3BuThIX cTpaHax oOycnosieno HBO. MaccoBblil (T.e. CIUIONIHOW, BCE HOBOPOXKIEHHBIC)  W/WUJIM CEJIEKTUBHBIN
(m30uparenbHbIN, MO onpeneiaeHHbIM npusHakaMm) TMC ckpuruHr Ha HBO BHempeH BO MHOrMX CTpaHax mMupa - Ooimee 65
(ABctpusi, ABctpanus, Iepmanus, Wrtamusa, CIHIA, SAnonus, PO u ap.) u Aokazajl CBOI BBICOKYIO JUArHOCTUYECKYIO
3HAYUMOCTh ¥ SKOHOMHYECKYIO 3PPeKTUBHOCTh. B PD ¢ suBaps 2023 rona BHEIPEH MAcCCOBBI CKPUHUHI HOBOPOXK/ICHHBIX HA
30 HBO.
(WWW.ISNS-NEOSCREENING.ORG). B cenexktuBHOM ckpununre opdanasix HBO wnyxnatorcsor 6 nmo 10%
HoBopoxkaeHHbIX (National Council Recommendation of 8 June 2009 on an action in the field of rare diseases (2209/C 151/02).
Off J Eur Union. 2009;151:7-10).

[To manapiM muntotHoro mnpoekra [IMM (1000 geteit) B 2019 rony - coBokymnnas yactrora HBO cocrasuna 16.0 —ua 1000
nereit. 3 16 gereit ¢ HBO - 7 (44%) k MOMEHTY MMOCTaHOBKH JIMarHO3a YMEPJIH.
Jns HBO xapakTepHbl OTCYTCTBUE OTIMYUTEIbHBIX KIMHUYECKUX MPU3HAKOB, MAaCKHpPOBKA MOJ JIPYTHU€ JETaJbHbIE HCXOJIbI
(cemcuc, B/y TNHEBMOHMS, OHWICNCHUs, HeWpouHpekuus, TnepuHartaabHas mnaronorus).Bknan HBO B kommuectBo
WHBAMIU3UPYIOMHMX 3a0oneBanuii coctaBisieT 10 40%. Jleuenue nns xaxmoro HbO stuomnarorenetndeckoe, cnenupuyHoe -
€CTh JJOPOTOCTOAIIEE JeUeHNEe, HO €CTh Malo3aTpaTHOE — HalpUMEpP, BUTAMUHHBIE KOMIUIEKCHI, (pepMeHThI U T. 1. EcTh penkue
HBO, nns xoTopeix emie HeuspecTHO JedueHue. B PK 1o HacTosiero BpeMeHu He BBICTABICHO O(PUIIMAIIBHO HU OJHOTO AUArHosa
HBO MKG -10, E70-E90 (nanusie P1133), kpome Mykononucaxapuaoza (MIIC).

B PK Bcem BbIsiBIeHHBIM 85 manmueHtaM ¢ Mykonojgucaxapyugo3oM JHArHO3 IOCTABICH MO TSKEIbIM KIMHUYECKUM
MPOSIBJICHUSM B BO3pAcTe CTapiiie 5 JIeT, Koraa JOpOorocTosilee JeueHue IBisieTcss Manodh(PEKTUBHBIM U HAMPABJICHO TOJBKO Ha
MO/IJIEP>KAHUE OCHOBHBIX KU3HEHHBIX (DYHKIIUM.

N3BecTHO, uTO B TeueHue nepporo roga aetu ¢ HbO HyXaaroTcss B MHTEHCUBHOM JICYEHHWH, YEPE3 TOJ YUCIIO MOCEHIEHUN U
obcnenoBanuii cHuxkaercs. [locne 5—7 et HeOOXOAUMOCThH B CIICIIMATM3UPOBAHHOM JIEYEOHOM MUTAHUU MPAKTUUECKU OTIIAJIAeT,
Y TIAIMEHTHI HAXOASATCS HAa HU3KOOEIKOBOW MITM HU3KOXKHPOBOH JHETE.

VYuuTeiBasg BECOMbIE 3KOHOMHYECKHE MOTEPU TOCYIApCTBA, CBSI3aHHBIE C Pacxo/laMd Ha CHUMITOMAaTHYECKOE JICUCHHUE,
MEUITMHCKOE OOCITYy)KHBaHUE, MPOIOJDKUTEIHLHOCTh JKU3HU WM TOXKHU3HEHHOE cojepaHue aerei-uHBanmuaoB ¢ HBO, pannss



http://www.isns-neoscreening.org/

nuarsoctuka opdanueix HBO sBiseTcs HEOOXOIUMBIM YCIOBHEM [IJII CHWDKEHUS MIIQJEHYECKOW M JIETCKOM CMEpPTHOCTH,
3a00JI€BAEMOCTH U MHBAJIUIHOCTH.

EauHcTBEeHHBIM METO/l PAaHHEH JOCUMITOMATHYECKONH NHArHOCcTUKH opdanubix HBO — TanaeMHast Macc-ClieKTPOMeTPHS.
Ha nanubiit MmoMeHtT obGopynoBanue mis auarHoctuku HBO - emunctBennbii TMC Haxomutcs B I Anmatel B IleHTpe
MouekyisipHor meaunuasl (Hanee [IMM). A B OJIMMIIE?

ﬂpelmymec'ma H HETOCTATKH 3auBANEMOH TEXHO10I HH

* Hpeumymecraa:

- ZagandeMan TEXHOIONM  IPCAAracTes B KayectRe jomomessl (K acicreyioueii | PK oddexrnpnoi
HOYPOBHEBOI  CHCTEME HEOHATAILHON TCHETHYECKOID CRpHHIa 8 pamkax TOBMIT

= cxpummar #a HBO sMerTonom TMC SBASCTCS ¢AHHCTBEHHLIM METOAOM PAHHCH JAHATHOCTHRH 1 NOCCAVIONIRTO

devenwd HBO, 3xpekTHBHOCTL KOTOPOro NOATBEPAACHR BO MHOTHX CTpaHax MHPA i PeKOMEHLYeTCH Ui
BHEAPEHHA BEAYLIHMH MeRAYHAPOIHLIME opransiinsMn BO3, ISNS.

= Meron TMC 1o CpaBHCHHIO © MMMYHODCPMCHTHRIMI,  HMMYBOGQUIYOPCCUICHTHBIMH  MCTOLAMH HMCCT
BHCOKYI)  CCACKTHBHOCTH M CHCINEPHMHOCTE, CaMYK BBICOKYIO HYBCTBHTCILHOCTh l)‘)‘).Q"«-). HAHUM CHBLICE
YHCTIO ™ JIOATIO -TKIOKHTEILHLIX 1 JI0AN0 -OTPHIATEIILHLIX  pesyasratos (Memee 0.01%), woporxkoe Bpems
BRDOITHEHIS  aHa/IHsa

- O6pasiom wecaeaosamiy HBO suameres cyxan gkaivi-kposi m deuisrposaisioll  Gymare, nomumbayemoil 8
CHCTCMC HCOHRTAILHOID CRPIHIHIA, TPAHCTIOPTHPOBKE HE TPEOVET coBINOACHHA TCMIICPATYPHBIX PCAHMOB
HE HMCCT CPOKOB TOAHOCTH. BOsMOKHOCTE PETPOCTIRKTHBHOIO ARAER 0Dpasios

- Mexaysapoassil ot TMC cxpirnra fa HEO 0kaza, 970 NOM#MO BEICOKOH COIMUTLHON  38A41MOCTH,
PACXOAB! FOCYIAPCTEA HA BhIXAKHBAL HOCHCAVIOWICE COUCPAAHIG HHBATIOR HEIIMepHMOo  Ooisiie
JATPAT HA TIPOBCICHHE CXpubMira 1 npogaarTiky HbBO.

* HeXocTarkn oTCyreTByor

. Orpamme IS 3AABARE MO TEXHOJAOTHI
JOMIHHTCIILIBIC PACNOIL HA 3AKYIL PCAKTHBOB /I aHalusa .,



HeaeBas momyasinus (koro Hago oociaenosars Ha HBO):

1.HoBoposxkaeHHble:

Moxkaszaxnua AnNs NPOBEAeHUA CeNeKTMBHOro cxpurmura TMC cxpuuunra
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2. lokazanus niass TMC nersiM u B3pOC/IbIM:
Manudecrtanus ¢ poXKIeHUs WIH MOCJIE MePHoa HOPMAJIBbHOTO Pa3BUTHS
OTKa3 oT NUIIH, TTOBBIIIICHHAs COHJIMBOCTD

Cynoporu

MpliedHast TMIIOTOHUS, aT€TO3bl, ATAKCHUs, CIIACTUYECKUM TeTpanapes
N3meHeHne nBera BOI0C U KOXKH, IIEPEIOMBI, 0CTEOIIOPO3
CHHIIpOM HapYyIIEHHOT'O KHUIIEYHOI'O BCAChIBAHUS



Crenuguryeckuii 3arax Mouu (MBILIMHBIN, IOTHBIX HOT, KJIEHOBOTO CUPOIIA, KaIlyCTHBIN U Jp.)
3anepkka (pU3MUECKOro M ICUXOMOTOPHOTO Pa3BUTHSA

PecniparopHslil 1ucTpecc-CHHIPOM

Hapymenus koopauHaIum, nepeaoMsl, TyTOIIOIBHKHOCTb CyCTaBOB

Kapaunomuonarus. Jleraprus, koma, THIIOTEPMUS

I'enaromerainus, TPOMOOIMTONIEHUSI, HEUTPOIEHUS], AaHEMUSI, TEMOPPArn4eCKUii CHHIPOM
Keronemusi, runepaMMoHueMus, MOBBIILIEHUE YPOBHs kpeatuHPochokruHaszsl (KOK)

Ha KTP/MPT — npusnaku sHUE(DaTONaTHH, OTEK MO3ra, KUCTO3Has sHIEDaoMaisusl, nepedpanbHas arpodus
Pernnonarus

Peiie- mogoOHbBIN CUHIIPOM

Cityuan cMepTH JIETEN B CEMBE.

AyTUCTUYECKUI CHHIIPOM

*- TOCTATOYHO HAJIMYUS OJTHOTO U3 CUMIITOMOB

Bo ucnosnenue [IK n.7 bbin uznan Ilpukas Munucrpa 3npaBooxpanenus Pecnyoiuku Kasaxcran or 13 nexadps 2021
roga Ne 796 «O0 yTBep>XJI€HUU UHCTPYKIIMHU O BHEIPEHUM MUJIOTHOTO MPOEKTA MO MPOBEACHUIO HEOHATAILHOTO CEJIEKTUBHOIO
CKpUHUHTA HAa HACJEACTBEHHBbIC OOJE3HM OOMEHa METOJIOM TaHJIEMHOW Macc-cnekrpomerpuu B Pecrnybnmke Kazaxcran» (c
m3meHeHusimu ot 01.03.2021). JlnurenbHocTh uoTa 6 MecsiteB — ¢ peBpans 2022roaa no aBryct 2022r. (BMECTO OHOTO TO1a).

JKCNEPTHI CAeJaJU CBOM 3aMedanus o 1anHomy Ilpuka3y ¢ MmoMeHTa ero Boixoaa:
1.B mannom Ilpukaze Obljla MCKIIIOUEHA MEIUKO-TEHETHMYECKasl CIy:k0a M BCS CHCTEMa HEOHATallbHOTO CKPUHHMHTA, YTO HE
OTBeuaeT 0a30BBIM MPHUHIIUIIAM HEOHATAJIBHOTO CKPUHUHTA. TeM He MEeHee MUJIOT ObLI 3aMyIleH.
2. B Ilunot Obula BKIIIOYEHA YacTHAs JJa0OpaTOpHsi C OTCYTCTBUEM CIICIIUATIUCTOB MO CKPUHUHTY U OTCYTCTBHEM MEIUITMHCKUX
TCHETHKOB, 4YTO TpuBeNO0 K Bbigade 3akmoueHnid TMC 0e3 namarHoza. Mex TeM Kak CKPUHUHT TIOJApa3yMeBaeT
MHOTOCTYIIEHYATYIO0 LIE€Nb HMCCIEAOBAHUN M KOHCYJIbTAMH C Y4YacTHEM MYJIbTUAUCUUILUIMHAPHONW KOMaHIbl, a HE MPOCTOE
BBITIOJIHEHHE JTaOOPATOPHOTO aHAIHN3a.

[To oxoHuaHuu mwiIoTa dYepe3 2 Mmecsia U ToybKo mo TpedoBanuto YIIP Apyxan CauH ObUIO MPOBEACHO COBEIIAHUE B
pexume ZOOM c npencraBureniem M3PK.



JKCNEepPThI BHICKA3AJIM CBOM 3aMe4YaHMSI:

- MPEIOCTaBUTh OTYET MO NPOBEIACHHOMY IMHJIOTY B COOTBETCTBHH CO CTaTHCTHUUYECKUMH pacueTamMu (IIPUMEHUMBIMH IS
HEOHATaJbHOIO CKPUHHUHTA) U B COOTBETCTBUU cTpeboBaHusMu [Ipukaza No796;

- WCXOJd W3 JIaHHBIX MEXJAYHApOJHBIX OpraHu3aluil HeoHaTalbHOTO cKpuHuHTra, B HBO Hyxnmatorcs ot 6 6010 10%
HOBOPOXKJEHHBIX, uTo coctaBiseT At PK — He menee 5000 uccinenoBanuii B muiaoTHOM mpoekrte. Becero 0b110 mposeaeno 200
HCCIIEOBAHUM 3a BECh IMUJIOT;

- IPEANOIarajioch, YTO B Pe3yJbTaTe MUJIOTHOTO MPOEKTa OyayT OTpabOTaHbl TEXHOJIIOTHUHU MPEAHATUTUYECKOTO, aHATUTUYE CKOTO
M TOCTaHAJIMTUYECKOTO (TIOITBEPKAIOIIET0) ATAllOB CKPUHMHIA, MOJTOTOBICHBI PEKOMEHIAIMUA MO MPOBEACHUIO CKPUHUHTA
meronom TMC, npoBeaeHo oOyueHue coTpyaHHKOB lleHTpoB ckpunuHra obmactaeix MI'K, pa3paboTranbl W TpPHUHSTHI
KJIMHAYECKOE peKoMeHIanuu o auarHoctuke BoisiBIsseMbix HBO. Ho Ha xomnuectBe 200 HEBO3MOXKHO MOJIYYUTh HU OJUH U3
ATUX PE3yIbTaToB;

-IPEIoiarajioch, 4To (UHAIBHBIM PE3yIbTaTOM SBUTCS HAIMCAHHWE 3aKIIOYHUTEIBLHOTO OTYeTa C aHAJIM30M IOJYYCHHBIX
pe3yNIbTaToOB (MMPAKTHYECKOTO BBIXOAA M AKOHOMHYECKOM A((PEKTUBHOCTH) CEICKTUBHOTO HeoHaTajbHOro ckpuHuHra HBO

meronom TMC B PK - Oynyr BeisBieHBl 4dactota U cTpykrypa HBO y HOBOpOXIEHHBIX, pa3pabOTaHbl Ka3axCTaHCKUE
pedepeHcHbIe 3HaUCHUS META00JIUTOB;
- caMa OpraHus3anus IWIOTHOIO IPOEKTa HE MO03BOJIMJIA MPOBECTH AaHANIU3 1EJIECO00PAa3HOCTH U HKOHOMHUYECKOM

3(p(GEKTUBHOCTHU CEIEKTUBHOTO HEOHATAJILHOTO CKPUHUHTA Y HOBOPOXKAEHHBIX Ha HBO;

- SKCIEPTHI CYUTAIOT, YTO JAHHBIE, IPEIOCTABIECHHBIE B OTUYETE MO MHUJIOTHOMY MPOEKTY, HE MOTYT ObITh MPUHATHI IO BHUMAHHUE,
MIpU PEIICHUH BONPOCA O BHEAPEHHUH B CEJIEKTUBHBIN CKpUHUHT HOBOpoxAeHHbIX TMC Ha HBO, Tak kak He oTBe4yaroT 0a30BbIM
MPUHIMIIAM HEOHATAJIbHOTO CKPUHUHTA;

3akmouenue - ckpuauHr TMC na HBO B PK ne coctosincsa. Cm. Tabnunal (ykazansl Haubosee siBHbIE OLIMOKH).

B nannoii TaGnuie KpacHBIM LIBETOM 3KCIepTaMu BbleNeHbl criopHblie nanublie otyera HIIT/X (Hayunslit nenTp nenuarpuu u
JETCKOM XUPYPTUM)IIO pe3ysibTaTaM MUJIoTa U JaHbl 3aMEUaHus SKCIIEPTOB
Tabnuna 1.

[TuA0THBIN IPOEKT M0 HEOHATAJILHOMY CEJIEKTUBHOMY CKPUHUHTY Ha HAaclleJICTBEHHbIE 00JIe3HH 0OMEHa METOJI0M TaHJEMHOM Macc-
cnekrpomerpuu B PK nposenen B nepuon c 1 ¢espans 2022 roga no 31 utonst 2022 roxa. Pazpa6oran IIpuka3z M3 PK «ITunoTHbIH poekT no




IMPOBCACHUIO HECOHATAJIBHOI'O CCJICKTUBHOI'O CKPUHUHI'A Ha HACJICACTBCHHEIC 0ose3HM 0OMeHa METOJOM TaHﬂCMHOﬁ MacCC-CIICKTPOMETPUU B

PK Ne 796 ot 13.12.2021».

VYyactBoBano 14 o6mactabix 11 1 3 ropoackux I1L]

JIoKyMeHT
peLEeH3UpYyEMBIH

Texkcr B otuere M3 PK

3aMeuaHus SKCIEPTOB

WNudopmanus o
peann3anuy MUIOTHOTO
MPOEKTA 110
HEOHATAILHOMY

«Hanbonpmmii yienbHblil Bec 00Ca€10BaHHBIX MIIAJICHIIEB 110
pecmyOike oTMeudaercsi: B AkTioounckoi obmnactu (16,8%), B
Bocrouno-Kaszaxcranckoit obnactu (13,6%) u B r. HIpiMkeHT

(11,0%)...»

CornacHo mpaBWJIaM TPOBEACHHS CKPUHUHTA
yIeNbHBIN BEC B HEOHATAIIbHOM CKPHUHHUHTE HE
cuuraercs!!

D10 HE TPOHOCMOTD.

CCIIEKTUBHOMY
CKPUHHUHTY Ha
HaCJIeICTBEHHBIE
0osie3H1 0OMeHa
METOJOM TaHJIEMHOM
Macc-CIeKTPOMETPUH

I'pada « u3 HUX oTOpaKoBaHO aHAIM30B (a0C.4.)..»
CM. Tabauna 1 — uccnenosano 200 neteil, pe3ynbTaTsl
ananm3os — 191.

TMC He Obu1a ipoBezieHa B 9 ciyyasix B CBSI3U C
BbIOpAaKOBKOI aHanu30B. COrIacHO KPUTEPHIM
CKpPHHUHTA OBUIO HEOOXOAMMO CPOYHO CJIENIATh
nepe3abop nareH KpoBu. B oTuere HeT HU coBa
OBbUI JIM IPOBEJIEH NEepe3adop CYXUX MATEH
KpOBH Yy 3THUX 9 neTeil. OTo Takke OTHOCUTCS K
HapyIIEHUIO NPaBUJI CKPUHUHTA.

Cwum. Tabmuna 1 — I'pada «VY nenbHbIN Bec 00CIe0BaHHBIX
HOBOPOXKJCHHBIX K OOIIEMY YHCITY 00CIIeTIOBAaHHBIX)

Takux pacueroB B HEOHATAJIbHOM
CKPUHUHI'E HE CYIHECTBYET
Her!!

Cwm. Tabnmuna 1 — rpada «Ilokazarenb 00ciIe0BaHHBIX
HOBOPOXIEHHBIX (Ha 1000 posk1€HHBIX )KUBBIMH )»

Takux pacueroB B HEOHATAJIbHOM
CKPUHUHI'E HE CYIHECTBYET

«Ilokazarens obcnenoBaHNs HOBOPOKAeHHBIX Ha 1 000
POIMBIIUXCS KUBBIMH cocTaBUII o pecityomnuke 0,96%o. [pu
9TOM BBICOKHE MTOKa3aTeNN 00CIIeI0BaHNST HOBOPOKICHHBIX
BBIIIIE PECITYOIMKAHCKOT'O YPOBHSI OTMEYAOTCS B 6 pernoHax
CTpaHBL: ...... »

A rae uucio ponos? [IOKA3ATEJIb
PACUUTAH HEITPABUJIBHO.

Hano cumtarh 3TOT IOKa3aTellb Ha YMCIIO POJIOB
B KAX/IOM INEPUHATAJIbHOM IIEHTPE.
[IpencraBieHHbBIC JaHHBIC HE MOTYT BOWTH B
OTYET MO CKPUHHUHTY TaK KaK MOoKa3aTeNn
HEKOPPEKTHEIE.

Cwum. Tabnuna 2. «Ho3zonoruueckast CTpykTypa GOHOBBIX
3a00eBaHUi y 00CIIETOBAHHBIX HOBOPOJKIEHHBIX).

1.®oHoBBIE 3200JI€BaHUS HE UMEIOT HUKAKOTO
OTHOIIEHUS K CEJIEKTUBHOMY CKpHHHMHTY M1




I1.2 «BIIP...»

HEOHATAJIbBHOMY CKPUHUHI'Y, B
HEJIOM.. Otuer 1.6. cTpOro 1mo Kpurepusm
CKpPUHUHTA.

2.CornacHo IIpukaza M3 PK Ne796 ot
13.12.2021(cm. [Ipunoxenune 1), BIIP He
SIBJIAIOTCSI TOKa3aHUAMH Ui niposeneHuss TMC
Ha HBO — 1. e. SABIAIOTCA KPpUTEPUSIMU
uckioueHusa. CiaenoBareabHo, 41 aHanu3 ObLI
IIpOBe/IeH 0€3 COOTBETCTBYIOIUX HA TO
nokaszanuii 6e3 yuera [Ipukasza Ne796.

Cwm. Tabnuna 3. «MHdopmMarus 0 KOJIUYECTBE BBIIBIEHHBIX
W3MEHEHHH B aHAJIM3aX KPOBU HOBOPOKJCHHBIX

0 pe3yJbTaTaM TaHIEMHOU MacC-CIEKTPOMETPHH B pa3pese
pernonoB PK», rpadsl 3u4.

Orta Tabnuna HU 0 4eM. B HeoHaranbHOM
ckpunuHre Ha HBO He yka3biBatoTcs
MeTa0O0IMYECKUe HapyIIEHUs, 3TO He TUarHos!
Cxpununr nposoautcst Ha HBO u
aHAJIM3UPYIOTCS ToNbKO ciaydaun HBO.

Bomnpoc npodeccuonanbHOi KOMIETEHITUN
YYaCTHHUKOB — 3TO (PYHKLUS METULIMHCKUX
T€HETHUKOB.

Crp.5 —tekcr 1.«B 15,0% cnyuasx, To ecTb y 6
HOBOPOJKJCHHBIX OBbLIIN BBISIBIIEHBI U3MEHEHUSI, XapaKTepPHbIE JJIs
HBO. Iloka3aTens BISBICHHBIX H3MEHEHUI cocTtaBmi 3,1 Ha 100
TBHICSIY HOBOPOKAECHHBIX, POJUBIINXCS KUBBIMU.

2.Bcero B AO «HayuHblii EHTp NEeANATPUU U IETCKOU
xupyprun» (ganee — HI{IT/IX) 6p110 HanpasieHno 12
pe3ynpratoB TMC HOBOPOXKIEHHBIX.

1.Yro 3a TepmuH «xapakrepusle 1y HbO»??
HBO wnu ecth uiii HET — TOXE BCTAET BOMPOC
npo¢eccuoHaTbHON KOMIIETEHTHOCTH.

B kaxoii opranu3anuy KOHKpETHO ObUIN
BbIsiBIIeHB HBO?

2. [louemy «12 pe3ynabTaTOB HaIPABIIEHO B
HIIIAX, ecau ObLIO BBISBICHO 675

3. I'me nanHble 0 mocieayromen cyapoe 3Tux
nereit? I'ne u kem Habmogar0TCs?
O06ecneyeHHOCTh COOTBETCTBYIOIUMU
(dbepMeHTaMu U JIp.

CM. Tabnuna 4. «adopmalius o HallpaBJIEHHBIX pe3yJbTaTax
TMC B HUIIAX». Bcero 12.

N3 12 HBO npexacraBneHHbIX B Ta0auIe — 6 He
otHocsaTca k HBO.

B tabnune ne ykazan cnydaii HBO nammenTa ¢
BeIsiBIIeHHBIM Criektp llenbBensrepa u X-




aapenoneiikoauctpoduur. J1IpiIMKeHT — 3TOT
pebeHoKk ymep.

Ho B 00mem coucke cMm. Ta6.6 -Ne192 sTor
CJIy4ail eCTb.

Bonpoc- nmouemy ero yopanu U3 crnucka
HanpasieHHbIX pe3ynbratoB HITInIKXTa0n
Ned4 7 TIOYEMY ITPEJJOCTABJIEHA HE
KOPPEKTHAS CTATUCTUKA??

CM. Tekct o Taomure 4.

1. «.wuB?2cnyuasx (r. Hyp-Cynrtan) netu HaxoauJIuch B
TSKEJIOM COCTOSIHUM U CKOHYAJIUChH JI0 TOTYYESHUS
pesyasTata TMC HBO.

2. Ilo utoram npoBeneHHBIX 9 KOHCYIbTAIMI 11arHO3
HBO 6511 3anto103pen M/II™ B 6 cinyuasx. B 3-x cioyuasx
MeTabonnueckue. OTKIOHeHHs, XapaktepHbie a1 HBO
He ObuTi moaTBepkaeHs M/IT .

1.3akmouenuss TMC na HBO ner — u
ckoHuyanuchk onn He oT HBO. Jlyist uero ux
BKJIIOYMJIN B OTOT OTYET?

2.0nTh HerpaMoTHas GOPMYJIMPOBKA - UTO
3HAYUT «3aNO03PEH», ECIIU YXKE €CTh
3axmodeHre TMC ¢ ToUHBIM yKa3aHMEM BHA
HBO. Koncynpranus Obuia npoBeeHa U JODKHA
MIPOBOJUTHCSI KOHKPETHO IO KAKIOMY
ykazanHomy HBO.

CwM. Tabnuna 5.“Mudopmarius 0 KOJINYeCTBE HO30JI0THIECKUX
(opM BBISIBIEHHBIX U3MEHEHUH 1o pe3ynabTatam TMC B pa3pese
peruonos PK»

Tpans3utopHas THPO3ZUHEMHUS(ITO HE
HBO)dusnonoruyeckoe cocrossHue
HOBOPOKJEHHBIX 0COOEHHO rpymmna
HEJIOHOIIIEHHBIX JIeTel, KOTOpoe TpeOyeT
HaOII0/IeHHUs] ¥ TIOBTOPHOTO aHANN3a U OOBIYHO
MIPOXOJIUT CAMOCTOSTEIHHO 0€3 IPUMEHEHUS
JIEKapCTBEHHOM Tepanuu. B ocHOBe MOBBINIEHUS
THPO3HMHA JISKUT HE3PEIIOCTh META0OTHICCKIX
(hepMeHTOB U He HeceT 3a co00i nedekT
(depMeHTa Ha YPOBHE I'eHa

Cnenosarennrao, HBO Bcero 4, u emie asa
CKPBITBIX CITy4Yas C JICTaTbHBIM UCXOJOM UTOTO —

6.

Cwm. ctp. 7 Otuera.
Takum 00pa3oM, MO HMTOraM NHJIOTHOTO IPOEKTa IOKa3aTesu

[TockonbKy Bce 3TH pacueTsl Opanuch 0e3 yuera
yyciaa poaoB B KoM 11 3a orueTHslld nepuon




BbIsiBJIEHHBIX HBO B pa3zpese HO30J10ruid COCTaBUIIN:
- TpaH3uTOpHas THUpo3uHemuss — 1,0 Ha
HOBOPOXKJACHHBIX, POKIECHHBIX JKUBBIMU;
- riyrapoBasaiuaypust - 1,0 va 100 ThicS4 HOBOPOXKJEHHBIX,
POKIACHHBIX JKHBBIMU;
-HEJOCTATOYHOCTh cpenHenenoyeyHoanmi-KoA-
JIETUIPOTeHa3bl KUPHBIX kuciaor — 0,5 ma 100 ThICSAY
HOBOPOXICHHBIX, POXKICHHBIX KUBBIMU;

- mutpyuinHemus [ tuna — 0,5 Ha 100 ThICSIY HOBOPOXK/IEHHBIX,
POXKIEHHBIX

JKUBBIMH.

100

ThICAY

— UX MOYKHO CUHUTATh 6€3/10Ka3aTEIbHBIMHU.
TpaH3uTOpHast THPO3UHEMUS HE OTHOCHUTCS K
HBO onstek Borpoc npodeccuoHaIbHOMU
KOMIIETEHLIMH.

Crp. 8 — «Takum obpazom...

11.3) OTCYTCTBYET BO3MOKHOCTb JIOTIOJHUTEIILHOTO
o0crenoBaHus Ae€Tell METOJOM ra30Boi XxpoMoTorpaduu KpoBU
Y MOYH.

[1.4) oTcyTCTBYET BO3MOKHOCTD OIPEACICHUS
[JINKO3aMHHOIJINKAHOB B MOYE C LIE€TIbI0 KOHTPOJIS

s pexTUBHOCTH Tepanuu GepMEHTO3aMECTUTETLHBIMHU
npenapaTamy;

7) ipy BBISIBJIEHUH (DEHUIIKETOHYPUHU Y J€TEH — IpOBEeHHE
Harpy3ouHoro tecta BH4 (TerparuapoGounTteput) BO3MOKHO
TOJIBKO IIPU CIIOHCOPCKOM MOAJIEPKKE (papMaieBTUUECKON
KoMItauuu «brnoMapuny.

[To n.3) - B PK aTOT ananu3 nocrynex
4)ITockonbKy MpH MPOBEACHUN THIIOTA
JIN30COMHBIE 00JI€3HU HE OBLIH BBISBIICHBI
BOOOIIIE — ATOT MYHKT HE UMEET OTHOILIECHUS K
IIUIOTHOMY IIPOEKTY,

7) OTOT MyHKT BOOOIIE HE UMEET OTHOILIECHUS K
MUJIOTY. DTO €CTh PYHKUIMOHUPYIOIIUN
HEOHaTaIbHBIM CKpUHUHT Ha PKY n
BPOKACHHBIN THIIOTHPE03 coryiacHo [Ipukasa
M3PK Ne704. Oto pexnama pupmpi??

ITouemy 3Ta uHGOpMaLUs NpeACTaBICHA B
oruere?

Crp.10 [Ipu neuenun nereit ¢ HBO Obuin BBISIBIICHBI
CIEeIYIOIINE TPOOIEMHBIE BOIIPOCHI:

1)oTcyTCTBHE OMBITA y IEIUATPOB, HEOHATOJIOTOB, TUETOJIOTOB,
JIETCKMX HEBPOJIOTOB M TaCTPOIHTEPOJIOTOB M0 KIMHUYECKON
IUArHOCTHKE U JICUEHUIO HACJIEACTBEHHBIX 00JIe3HEN 0OMeHa
BEIIIECTB;

Bormpoc — kakue MeponpusiTs ObLIH MPOBEICHBI
HIIIAX — a1t cnennanicToB BCEX PETMOHOB,
BOBJICUEHHBIX B MUJIOTHBIN MPOEKT.




Taxxe skcnepram ot YIIP s peniensun ObuT MpeAOCTaBlIeH OTBET Ha 3ampoc AenyraroB Maxkunuca B M3PK B uwactu
IPOBEACHUS HEOHATAJIbHOTO CKkpuHUHTa B PK.
B Tabnure 2 sxkcniepTaMu Tak)Xe BbIJIEICHBI KPACHBIM I[BETOM 3aMEUaHUsI U HECOOTBETCTBHUSA:

Tabnuia 2.

Penensus Ha OTBET

JdoxkymeHT Texcer u3 nokymenrta (OtBer Ha 3anpoc | [IpaBku 3xcnepros npu YIIP Pe3ome 3xkcneproB
JAenyTaToB)
OtBer M3 PK | Ctp.1 BTOpOIi ab3an 1.Bpoxaennsiii  runotupeo3 He | CormacHo odunuanbHomy otuety PMIK
Ha 3amnpoc | .... MPOBOJAUTCSA CKpUHHUHT | OTHOCUTCS K  HacieactBeHHbIM | HITATUII 0XBaT HEOHATAJIIBHBIM
JENyTaToB  OT | HOBOPOXKACHHBIX u jereil panHero | 6onesnsm oomena (HBO). ckpunuHrom 3a 2021 r. cocraBun 96,3%-
08.12.2022 BO3pacTa  HampaBlieHHbIH Ha  paHee | 2. Peub waeTr O CKPUHUHIE | IPEAOCTABIICHA HE WCTUHHAS CTAaTUCTUKA -
BBISIBJICHHE HACJEICTBEHHBIX OOJIe3HEH | HOBOPOXKACHHBIX (B YUYPEKICHHSIX | TAKUM 00Opa3oM, OTMEYaeTcsl CHIDKEHUE
oOMeHa BELIECTB U BKJIIOYAET | POJIOBCIIOMOXEHHS), a HE JETel | oXBaTa HEOHATaJbHbIM CKPUHMHIOM, a HE
oOcieoBaHNE BCEX HOBOPOXKIACHHBIX HAa | paHHEro BO3pacTa. poct! mpocuM OOBSCHUTH NPUYUHBI U
(EeHMITKETOHYPHUIO u BpoxaeHubl | 3. Exeronno B PK ¢ 2007 r. (¢ | mpuHATBIE MEpHI 110 MOBBIILIEHUIO KayecTBa U

runorepro3. Tak, OXBaT HEOHATAIBHBIM
CKpUHUHIOM yBenuuwics Ha 7,8% wu

MOMEHTa BHEJIPCHHS CKPHUHHHIA)
BesiBIsiercst or 10 mo 13

0o0beMa CKpUHHMHTAa HOBOPOXKJICHHBIX B 2022
.

COCTaBHJI 90,6%—271 702 | HoBopoxkaeHHbix C @KV, 3a 9 | Heobxoaumo cpodHO pacciieioBaTh NPUUHHY
HOBOpOXIeHHBIX (9 mec. 2021 rona - 281 | mecsmeB M3 PK  mpemocraBui | Takoro YBEITUYECHHUS KOJIM4eCTBa
477 HOBOPOXJCHHBIX, 84,0%). | mudpy 29! HOBOpOXJeHHBIX ¢ PKY — 310 ommubka
DeHUIKETOHYpUs  BbIsABIEHA y 29 ydera Wiv peasibHas mudpa??
HOBOPOXKJICHHBIX,

Texct: «B coorBerctBun ¢ mnpukasoM | 1.Tapu¢p cymectyer ¢ 2020 roga

Munuctpa 31paBooxpaHeHus Pecnyomuku
Kazaxcran Ne 796 ot 13 nmexabps 2021
roga «OO0 yTBEpXKJEHUU HHCTPYKLIHUU O
BHECAPCHUHN IIMJIOTHOI'O IMPOCKTa 10
MIPOBE/ICHUIO HEOHaTaJIbHOTO
CCJIICKTUBHOI'O CKpHHHUHIa Ha
HacJleICTBEHHbIE Oose3Hu oOMeHa
METOJ0M TaHJIEMHON MacCIIEKTPOMETPHUH B
Pecnybnuke  Kazaxcran»  peanus3oBaH
MWJIOTHBIA MPOEKT 10 CEJICKTUBHOMY .......

A0 IIpOBCACHUA TTUJIOTA.




OblT1  pa3paboTaH ®W BHeApeH Tapud
B09.801.018 ¢ omuaroil no npuHUMMIY «+
dakT». 3a 6 mecsueB ObUIO 00CIIEIOBaHO
177 npereil, u3 HHUX HapylleHUs oOMeHa
BBISIBJICHBI y 6 feTei

Tekct: « BoisBieHHe Hanmuuus
MeTaboINYECKUX HapyILIEHUH He
MO3BOJISICT OMPENEIUTh KIMHUYECKUIN
JIMarHo3 U TpedyeT KOMILIEKCHOTO
obcnenoBanus U U HepeHnnanbHOTO
JnuarHosa. B Hacrosiee Bpems, 6 jetei ¢
BBISIBJICHHBIMHU HapyIICHUSIMUA OOMEHa
OKHJIAIOT MTPOBEICHHS TTOTHOIK30MHOTO
CEKBEHUPOBAHUSI»

2. 6 HOBOPOXKJIEHHBIM C
BbIsiBNIeHHBIMH HBO
IIOJIHO3K30MHOE CEKBEHUPOBAaHUE
He TI0Ka3aHo! 3To rpydeimas
omunoka.

1.BrIsgBiieHHEe HATMYUS META00IMYECKUX
HapyumeHui merogom TMC no3BosisieT
noctaBuTh quarHo3 HbBO u asisercs
MOKa3aHUEM IS JICYCHUS U TUETOTEPAITHUH.

2.11pu HBO B 3aBUCUMOCTH OT BBISIBJICHHBIX
MeTa0OIMYECKUX HApYIICHUH MOKa3aHo JTH00
CEKBEHMPOBAHME OJTHOTO I'eHa, JIN00
CEKBEHHPOBAHKE F'€HOB, MYTallUU B KOTOPBIX
npuBoAT K n1anHomy HbBO — craButcs non
COMHEHHE MpodeccruoHaIbHas
KOMITETEHIUS 3KCIIepTa, HallMCABLIETO
PEKOMEHAALNH VIS TOJIHO3K30MHOI'O
CEKBEHHPOBAHMSI.

Tekct «Ilo pe3ynbsraraM MUJIOTHOTO
MPOEKTA, C b0 TATBHEHNIIETO
coBepiieHcTBOBaHUS auarHoctuku HBO y
nereit, MunucrepcTBoM OyneT
peaTu30BaHO CIEIYIOMIEE: ...... 3)
BHEJJPEHNE IPOBEACHHUS ITOJIHOAK30MHOTO
CEKBEHHPOBAHUS JIETEH B
rapaHTUPOBAaHHBIN 00BEM O€CIUIaTHON
MEIUIIUHCKOM MTOMOIIY W/UITH MAKeT
00513aT€IBHOT0 MEAULIUMHCKOTO
COLIMAJILHOTO CTPAaXOBaHUS.

IToTHOBK30MHOE CEKBEHUPOBAHUE HE
SABJISIETCS] TECHOMHBIM AHAJIM30M IIEPBOM
JIMHUH U HE MOXET OBbITh BKIIIOUEHO B
I'OBMII.




YTBepKAeHHBIC U HEOMHOKpAaTHO penakTupyembie [Ipukassr M3 PK no opranusanuu npeHaraibHoro ckpuHuara (npukas Ne704 M3 PK) pazpymim
3QQEeKTUBHYIO CHCTEMYy OpraHu3alMi TreHeTudeckoro ckpuHuHra B PK u, B Hapymenwe neiictByromux IlpukazoB M3 PK, uckmrounnm
PecniyOnukaHCKyr0 MEIMKO-TEHETHYECKYI0 KOHCynbTanuio Ha 0aze AO «HIIAT'ull», kotopas na mpotrsokenun 30 JIeT OCyHIeCTBIIsJIa MOHUTOPHHT
3P PEKTUBHOCTH, METOIMYECKYIO IOMOIIL U 00y4YeHHE CIEIHMATUCTOB CKPHHUHTA, a TakKe (POPMUPOBAHUE AaHATUTHUECKOTO CTATUCTUYECKOTO OTUYETa
0 MPOBEACHUU U Pe3yJIbTaTaXx NreHeTUYECKOro ckpuHunra B PK.

Bce 310 mpuBeno K MOJHOMY OTCYTCTBHIO JOCTOBepHOW cratuctuku no BIIP, xpomocomubiM Gone3nsM, Bkiaae BIIP B geTckyto cMepTHOCTh U
MHBAJHUJIHOCTh, YTO CIENaI0 HEBO3MOXKHBIM IUIAHUPOBATh 3(PPEKTUBHBIE MEAUIIMHCKUX MEPOIPHUATHI M0 NPO(UIaKTHKE UX POXKICHUS M OKa3aHHIO
CHEHAIN3UPOBAHHON MEIULIMHCKONW TOMOIIM 3TUM MallUEHTaM.

JTO NOBTOPHBII 3ampoc. _ .
3AITPOC 11O POCTY BIIP, IETCKOU CMEPTHOCTH U UHBAJIMTHOCTHU OT TEHETHYECKHUX HAPYIIEHUU B PK

VYTBepxkaeHHbIE U HEOAHOKparHO peaaktupyemble llpukazsr M3 PK no opranuzaumm npenaranpHoro ckpununra - Ilpukxaz M3 PK Ne704 ot
31.08.2017t. «O6 yrBepxaeHuu [IpaBui opranu3anuyd CKpUHUHTa», B HOBOU penakiuu ot 25 aBrycra 2021 roga Ne KP JICM-91, B HOBO# pepakiiuu
otT 15 Hos6ps 2022 r., Ilpuka3 Munuctpa 3apaBooxpanenusi PK ot 21 utons 2022 roga Ne KP JICM-54 «O6 ytBepxkaenun Ctangapra opraHu3alnuu
MIPOBEJICHUS TPEHATATIBHOTO YABTPA3BYKOBOTO CKpuHUHTa B PecryOnuke Kazaxcrany HCKIIIOUMIN CUCTEMY T€HETHYECKOTO MPEHATaIbHOrO CKPUHUHTA
U3 MEIUKO-TeHETHYECKOW CIyXKObl M Tepelald €€ YacTHBIM KIMHUYECKUM J1a0opaTopusiM, HCKIIOUMIM TpeOOBaHMS K HAJIMYUIO JIMIEH3UU
«MeauuMHCKasi TeHETUKa» U 3aMEHWIN Ha JuleH3uto «JlaboparopHast auarHoctuka». [loypoBHEBYIO MpeHaTalbHYIO YIbTPa3BYKOBYIO JMArHOCTUKY
(crapmaptel BO3, ®M®) noiaHOCThIO pa3pyHIMIN M 3aMEHWIM Ha BHOBb MCKYCCTBEHHO CO3/I1aHHBIE BHE CHUCTEMbI NPEHATAIBbHOTO I'€HETHYECKOrO
[{eHTpHI IIIO1A, OCHAILICHUE U HOBBIE IITAThl KOTOPBIX IPHUBEIIH K HELEIEBOMY PACXOAY FOCYIapCTBEHHBIX CPE/ACTB.

PedopmupoBanue cucTeMbl T€HETHYECKOTO CKpUHUMHTa MuHucTepcTBOM 37apaBooxpaHeHuss PK cosmano OecnpuMepHbIi MHpPOBOM HHIMICHT,
HapyIIMJIO BCE JACWUCTBYIOIIME MEXIyHapoaHble ctanaapTsl BO3, mexayHaponnbix opranuzauuii ckpununra (FMF, ISPD, ISNS, ISPD, ACMG,
ACOQG), yem nuckpeauTHpoBaio 3apaBooxpanenre PK B mazax MupoBoro cooOuiecTna u, Kak Cle/ICTBUE, IPUBEJIO K OECIPUMEPHOMY POCTY 4aCTOTHI
poxzaeHus aetei ¢ cuHapoMoM JlayHa, BpoxkaeHHbIMU nopokamu passutus (BIIP), pocty nerckoit mHBanuaHocTH, pocTy BKiana BIIP B perckyro
CMEPTHOCTH 1 3a00seBaeMocTh B 2022 ..

ITpu sToMm, B PK ¢ 2022 1. OJIHOCTBIO OTCYTCTBYET CTaTUCTHKA I10 HOBOPOXKJIEHHBIM U JIeTsAM ¢ cuHapoMoM JlayHa, Bcemu Bunamu BIIP, o netsam ¢
opdanHbiMH 3a005eBaHusAMH, yMepiiuMu oT BIIP, 4To mpuBOAXUT K OTUETHOCTH 3aBEIOMO JIOKHBIMH MOKa3aTeIsIMH (IPOTUBOPEUALTUMU JAPYT IPYTY) U
HEBO3MOXKHOCTU TJIAHUPOBAHUS 3(P(PEKTUBHBIX MEIUIMHCKUX MEPONPUATHI MO MPO(UIAKTUKE UX POXKACHUS U OKa3aHHUIO CIEeLUATU3MPOBAHHON
MEeAMIMHCKOM momomiy 3TuM nauueHtam. Jlo 2021 . craructuueckas uHpopmanus no PK u Bcem permonam - mo mHAMKaropaM 3(pQPeKTUBHOCTH
IIPEHATAIbHOTO CKPUHUHIA, aHAJIN3 YacTOThI U CTPYKTYpPbl TEHETUUECKUX HAPYLIEHUH, aHAJIN3 Ka)K10Tro nponyuieHHoro cinydast BIIP u xpoMocoMHBIX



OoJie3HEl ¢ MPUHATUEM KOHKPETHBIX MEp U T.J. aHAJIM3MPOBajach U MpeIoCTaBisulach PecryOiInKaHCKON MEIUKO-TeHeTUYeCKON KoHcyibTanuein AO
«HIATull», kotopast ¢ 2022 r. B HapyiieHue aeiictByromux [Ipuka3zos nonHocteio urnopupyercs M3 PK.

dakTHyeckH, CyllecTByoMas cucreMa 31paBooxpaHeHus B PK BMecTo panHel 3pdeKkTrBHON AOPOIOBOM TUArHOCTUKU M MPELYIPEXKIECHUS JETCKO N
CMEPTHOCTH M WHBAJIMIHOCTH OT IEHETUYECKMX HAPYLICHWM, CTUMYIMPYET POCT YMCIA MHBAIMJIOB, YBEIMYMBAs PACXOIbl II0 MX COACPKAHHUIO U
CHMJKasi YUCIIEHHOCTh TpyaocrnocoOHoro Hacenenus Kazaxcrana. Hammm rocymapctBom ¢ 2007 I. réHETMYECKUH CKPUHUHI OEpEeMEHHBIX U
HOBOPOXAECHHBIX MOKpeIBaeTca cucreMoil ['OBMII, mostomy paspymieHue reHernueckoro ckpuHuHra B PK u nepenaua MunuctepcTBoM
3apaBooxpaHenust PK rocynapcTBeHHBIX cpelICTB Ha MPOBEJCHUE CKPUHUHIA OEPEMEHHBIX YaCTHBIM J1a00paTopusiM METOaMH, He MPONHUCAHHBIMU B
[Ipukazax M3 PK u He mpumeHsieMbIMH BO BCEM MHpPE, JOKHO OBITh OOBSICHEHO PYKOBOJACTBOM MuHucrepcrBa 3apaBooxpaHeHus PK, Tak kak
Pe3yNIbTaThl ATUX PELICHUN UMEIOT I'yOUTeIbHbIE TOCIEACTBUS U1 310poBbs AeTel KazaxcTana u reHooH1a HaLMK.

JUnist mpUHATHS Mep TI0 aHAJIM3Y MPUYMH IpeHaragbHoro npoiycka BIIP 1 xpoMocoMHBIX Oose3Hel mpolry nmpenocTaBuTh nHpopmanuto 3a 2022 ror.,
cornacHo aeWctyromuM [Ipukazam M3 PK 1o npeHaranbHOMY CKpUHUHTY.

1. [0 YUCITy M OXBaTy OEPEMEHHBIX KOMOMHHPOBAHHBIM T'€HETHYECKUM CKPHHHUHTOM | TpuMecTpa OEpeMEHHOCTH, YACNIbHBI BeC OepeMEeHHBIX
rpynmsl Beicokoro pucka (bI'P) mo xpomocomHoil natosnoruu mioja ¢ ykazaHueM MPOBEACHHBIX MEp U UCXOA0B OEPEMEHHOCTH B 3TOM TpyIIIE.

2. Hucno poxaeHuil neTer ¢ CHHAPOMOM JlayHa, MaTepy KOTOPBIX MPOILIY IIPEHATAIbHBIA CKPUHUHT C aHAJIN30M IIPUYMH MIPOIyCcKa

3. OxBar OepeMeHHbIX NPEHATAIBHBIM YABTPa3BYKOBBIM CKPUHUHIOM | M 2 TpUMeCTpOB OEpEMEHHOCTH, YaCTOTa U CTPYKTYpa BbIsiBIeHHBIX BIIP,
4acTOTa U CTPYKTypa nponyiueHHsix BIIP ¢ anann3oM npuyuH npomnycka

4. 3pPEeKTUBHOCTh HMHBAa3UBHOM mnpeHaranbHOM juarHoctuku (MIIJ[), uyucio mnpomyleHHbIX Cily4aeB XpPOMOCOMHOW MaTOJIOTHM IUIOAA,
npowmenumx UITJT

3. nokaszaresb S(QQPEKTUBHOCTH IPEHATaIbHOTO CKPUHUMHIAa B BBIABICHMM JeTanbHbIX BIIP u XpomMocoMmHON maronoruu, mokasarenb
3¢ (HEKTUBHOCTHU MTPEHATATHHOTO OMOXUMHUYECKOTO CKPUHUHTA.

6. Bxnan u crpykrypa BIIP B cTpykTypy npuumnH nepunaransHoil cMeptHocTy B PK 1 pernonax PK

OTtueTHy0 HHGOPMAIMIO TPOCHUM MIPEIOCTAaBUTh B cOOTBETCTBUU ¢ [Ipunoxenusmu k aeiictytonum Ilprukasam M3 PK no npeHaraabHOM CKpUHUHTY
Y CPaBHUTEJIBHOM aCIEKTE ¢ aHAJIOTMYHBIM OTYETHBIM nepuonom 2021 r.

Okcnept Cestosa [.C. Bpau MEIUIIMHCKUI F€HETHK, 1.M.H., ipodeccop. 7-701 111 0060 E mail gsvyatoval@mail.ru
Okcnept CanyakacoBa Kopian 3apiblkoBHa, Bpad ASTCKUN rcuxuarp, 1.M.H. M0o0. 7-701 462 2282; E mail kasy-haus@mail.ru

3aMeuaHus MU MHCHHE OKCIIEPTOB — 3TO JIMYHOC MHCHHUC, INMOCTPOCHHOC Ha HpO(I)CCCI/IOHaJ'ILHOM OIIBITC W MPAKTUYCCKUX 3HAHUAX B obmactu
MeHI/IHI/IHCKOfI I'C€HCTHKU, MOHeKYJIﬂpHOfI MCUXHATPHHU.



