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PE3OJIIOLIUA
Pecny0iukaHcKoil HAyYHO-IPAKTHYECKOH KOH(pepeHunH «CoBpeMeHHbIe TEXHOJIOTHHN B

AHATHOCTHKE U JIECYEHUH HACJIeCTBEHHbIX 3200/IeBaHUII»
22-23 oxtsaops 2021 r.

AO «HayuHblii TIEHTp aKyImiepcTBa, THHeKoorud u nepuHaroigorum» (HIIATuIl) u POO
«Accouuanusi MEIMIMHCKUX TEHETHUKOB» TpoBend PecnyONMKaHCKYI0 Hay4HO-TIPAKTUYECKYIO
KoH(pepeHun «CoBpeMEHHbIE TEXHOJOTUM B JMAarHOCTUKE U JICUEHUU HACJIEICTBEHHBIX
3aboneBanuii» 22-23 oktsa6ps 2021 rona. Kondepenmus mporuia B 0O4HOM U OHJIAKH opmarax.

lenpr  xoHbepeHuMH — OOBEAUHEHHME M  KOHCOJMJALUS  CIEHUATMCTOB IS
MYJbTUAUCIMIIIMHAPHOTO MOAX0AAa K IPOBEICHUEI0 MPEHATAIbHOTO, HEOHATAJIbHOIO CKPUHUHIA,
JTUArHOCTHKE U JICYEHUIO HACJIeICTBEHHBIX opdaHHbIX 3a0oneBanuil B Pecybnuke Kazaxcras.

Ha PecnyOnukaHCKkOll HayYHO-TIPAaKTHYECKONH KOH(PEpEHIUH OOCYKIEHBI CIEIyIOIIHe
BOIIPOCHI:

- OpraHM3alUs MEIMKO-TeHETUYECKOH CITyXKOBbI,

- MYJIbTUIUCIUIUIMHAPHBIN MOAXO0A K IpobiieMaM paHHEH TUAarHoCTUKU U 3((HEKTUBHOTO
nedeHus op(aHHBIX 3a00JIeBaHUI;

- COBpPEMEHHBIE MOJIEKYJIIPHO-TEHETUYECKNE METO/Abl JUarHOCTHKU HAaCJIeICTBEHHBIX
0oIe3HEN;

- COBPEMEHHBIE TEXHOJOTUU IPEHATAIBHOIO CKPUHUHTA;

- CEJICKTUBHBIN CKPUHHUHT Op(aHHBIX HACTIEeICTBEHHBIX 00JIe3HE METOA0OM TaHAEMHON Macc-
CHEKTPOMETPHH;

- COBPEMEHHbIE BO3MOKHOCTH TMETOTEpaNiH (DEHIIKETOHYPUH;

B pabote koH(pepeHIuu NPUHSIN y4acThe BeAyLIIe CIIeHUaIiuCcThl U3 BCEX PETMOHOB HallleH
CTpaHbl M aBTOPUTETHBIC CIIELUAINCTHl M3 JalbHEro M OJMKHEro 3apyoexbs - Poccuiickoit
Oenepanun, JInteel, GunistHanm, Y30ekucrana u Kupruzuu.

3a nepuon ¢ 2007 roga NpoCKpUHUPOBAHO 3,8 MIIH HOBOPOXKJICHHBIX, BBISIBICHO 177 neteii ¢
dbenunkeronypreit u 538 ¢ BpOXIACHHBIM THIOTUPEO30M. Bce AETH CBOEBPEMEHHO IMMOIYUYUIIH
nedenue B pamkax I'OBMII u He MMeOT MHBaIMAU3UpPYOWMX nociencTBuil. CpeaHsst dyacTora
BPOXKJIGHHOTO rurnotupeo3a cocraBmwina 1:7200, xmaccuueckoit denunkeronypun 1:22000
YKUBOPOKICHHBIX.

VY4acTHUKYM KOH(pEpeHIIMH 00CYIUIN IHUPOKHUI KPYT BOIPOCOB, KACAIOIINUXCS T€HETUYECKUX
UCCIICIOBAaHU B OOJIACTH pEIKUX 3a00JIeBaHMM, COBEPIICHCTBOBAHUS MEAMKO-TEHETHYECKOTO
KOHCYJbTUPOBaHUS, MPOPUIAKTUKY, TUATHOCTUKHU U JIEKAPCTBEHHOTO 00ECIIeYeH sl MalleHTOB.

B pamxkax BeinosiHeHMs JIOpOKHON KapThl 110 COBEPILICHCTBOBAHUIO OKa3aHUs KOMILIEKCHOU
MTOMOIIIN JETSM C OTPAaHMYCHHBIMUA BO3MOKHOCTSIMU B PecryOnuke Kazaxcran va 2021 - 2023 rosl,
YTBEpXKICHHOH pacniopsbkeHueM [Ipembep-Munuctpa Pecmyonuku Kazaxcran ot 17 aBrycra 2020
rona Ne 112 — BHeapUTH MPOBEJICHNE CEJIEKTUBHOTO CKPUHHUHTA HACJIEICTBEHHBIX O0JIE3HEH 0OMeHa
(nanee - HBO) metonom TtannemHoi mMacc-criekrpomerpu (nanee TMC) B Peciybnuke Kazaxcran
B IWIOTHOM pPEXHME, KOTOpasi MO3BOJISIET B OJHOM CYXOM IHSITHE KPOBU AMArHOCTUPOBATh 75
MeTabomuTOB Ha 49 HACTIEICTBEHHBIX HAPYIICHHI 0OMEHa.

B cootBercTBUM c um3meHeHusiMu llpukaza MwuHnuctpa 3apaBooxpaHeHusi PecrmyOnuku
Kazaxcran ot 9 centa6ps 2010 Ne 704 "O6 yrBepxxkaenun [IpaBun opranuzanuu cKpuHUHTa" OT 25
aBrycta 2021 roga NeKP JICM-91 65110 TpoBeACHO 00CYKIECHUE IO OCHOBHBIM BOIIPOCAM:
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- UCKJIFOYEHHE YPOBHEN MPOBEICHUS IPEHATATIBHOIO
Y HEOHATaJbHOTO CKPUHHUHIA M 3aMEHEHBI UX Ha 3Tarbl. B CBS3M ¢ yeM, F€HETUYECKUM CKPUHUHT B
PK 13 KOMIUIEKCHOM MOYPOBHEBOM CUCTEMBI OKa3aHUSI METUKO-TEHETUYECKOW TTOMOIIU HACEIICHUIO
PK, monHOCTbIO COOTBETCTBYIOLIEH MEXIYHAPOAHBIM CTaHAApTaM, MPEBPATUIICS B Pa3pO3HEHHBIE
MHOT'OYHUCJIEHHBIE, HE CBS3aHHBIE C APYr JIPYrOM MEAMIIMHCKHE OpPraHHU3alii, OKa3bIBAOIINE
OTJICTbHBIE MEIUKO-TCHETUYECKUE YCIYTH, 0€3 HAIMYUS COOTBETCTBYIOIIUX JUIICH3UN Ha aHHBINA
BUJT MEJTUITUHCKOM NIEATETLHOCTH M HE OTBEUAIOIINM MEXTyHapoaHbIM TpedoBanusm [1C u HC;

- UCKIIOYEHHE TYHKTOB C KOHKPETHBIM YKa3aHUEM MEAMIIMHCKUX YUYPEKICHUH,
MPEIOCTABISAIONINX OTYET MO HMHAUKAaTOpaM 3(()EKTUBHOCTU MPEHATaJIbHOTO M HEOHATaJIbHOIO
CKpUHMHTA.

CornacHo HoBomy Ilpukazy M3 PK Menuko-reHETHYECKHE KOHCYJIbTAIlUU SBISIOTCS
opraam3ausmu Broporo dtama [IC u HC, cinemoBaTenbHO, IPEIOCTABISIOT OTYET CaMUM cede.
Uckmrouenne n.38 o PecmyGmkanckoit Mmenuko-renernyeckoi koncynbTaruu HIIAT'ull mpuseno k
MOJTHOMY OTCYTCTBHIO HMH(OpPMAIIMM W aHAIUTHYECKOTO CBOJHOTO OTYE€Ta O MPOBEACHUH U
pesyabsrarax [IC B Pecnybnuke Kazaxcran 3a 9 mecsitieB 2021 r. MUHHCTEpCTBOM 3/IpaBOOXPaHEHUS
PK B cBsi3u ¢ oTcyTcTBHEM B neiicTBytonieM [Ipukase TpeGoBaHUI O MPEAOCTaBICHUH OTYETHOCTH,
HampapisitoTcs muckMa B obmactHeie Y30 c¢ 3ampocamu uHpopmaruu o IIC m HC mo He
YTBEPKIACHHBIM M HE MPONUCAaHHBIX B [Ipruka3e oTdyeTHBIM opMam.

B cdepe memunuHCKOW TMOMOIIM CYIIECTBYeT OOBEKTHUBHBIA KaapOBBIA JACHUIIAT
cnenuanuctoB no nposeneHuto [IC u HC, HexBaTka cnenuaaucToOB MO BEACHUIO MAIMEHTOB C
opdanubiMu  Oosie3HsiMu. CylecTByIOIllee YHMCIO Bpadeil TeHEeTMKOB HEAOCTaTOYHO, Bpauu
NeperpyKEeHbI U HE BCET/Ia MOTYT 00ECIIEYUTh OBICTPHIN MPUEM U MTOJIHOE 00CIIeI0BaHNE TAIIICHTOB
C MIOJJO3PEHUEM Ha XPOMOCOMHBIE U HACJIE/ICTBEHHBIE 3a00JI€BaHNUS.

Jlnst noBeienus kauecta [1C, HC, anTeHaTtaabHOT0 yx0/1a 1 CBOEBPEMEHHON MEAUITUHCKON
MOMOIIM TaleHTaM C peIKUMH 3a00JIeBaHMSIMM  YYaCTHUKM KOH(EpPEHIHH CYUTAIOT
HEO0XOAUMBIM:

- PaccMoTpeTh BOTIpoc o ckopeiiiieii pazpaboTke 1 yTBepkaeHnr KIIMHUYECKUX MPOTOKOJIOB,
panee He nuarHoctupyeMbix B PK peakux HacienCTBEHHBIX Oolie3HEeW OoOMEHa ¢ BKIIOYCHHEM
YKU3HEHHO HEOOXOIMMBIX JIEKapCTBEHHBIX MpernapaToB sl UX 3PGEKTUBHOTO JICUCHHUSI.

- C yd4eroM MyJNbTHIUCIUIUIMHAPHOCTH MPOOJIeMbl pa3padoTaTh MapIIpyTH3AIUIO
NAl[UEHTOB C OJKU3HEYTPOXKAIOUIMMH W XPOHUYECKUMHU TPOTPECCUPYIOMIMMHU  OphaHHBIMU
3200JIeBaHUSIMH, IPUBO/ISIIIUE K JIETATHHOMY UCXOAY WU COKPAIIEHUIO MPOIOJKUTEIILHOCTH YKU3HH
MAIUECHTOB U UX UHBAJUIAHOCTH.

- IlpenycmotpeTh yBeNMUYEHHE YHUCHIA MOATOTOBICHHBIX KIMHUYECKUX CHEIUAIUCTOB —
T€HETUKOB, Bpadel J1abopaToOpHOW  JAMArHOCTUKH, MOJIEKYJSAPHBIX TEHETHKOB, Bpadeu
«MeTabOoIUCTOBY /ISl OKa3aHUsl KBATU(UIIMPOBAHHON METUKO-TEHETUIECKON TTOMOIIIH MAIUEHTaM C
peaKuMH 3a00JICBaHUSIMHU.

- Jlnsa nosbitennst 3(G(HEKTHBHOCTH TEHETUYECKOTO CKPUHHHTAa OCPEeMEHHBIX W CHIDKEHUS
JNETCKOM CMEPTHOCTH M WHBAJUAHOCTH OT XPOMOCOMHBIX Oo0je3Hel, HeoOXOIUMO BKJIIOYHMTH B
CHCTEMY MPEHATAIBHOTO0 CKPUHUHTA, B TapuQHYyIo cucteMy I'OBMII, HenHBa3uBHOE MPEHATAILHOE
TECTUpOBaHUE OEpeMEHHBIM TPYMIBI BBICOKOTO pHUCKA IO XPOMOCOMHOM MAaTONOrMM IJI0Ja,
MMEIOIIUM «OTHOCUTEJIbHBIE» MPOTUBOIOKA3aHUS Uil MPOBEACHUS MHBA3UBHOM IpEHATaIbHOU
IpoLEeAyphl — pe3yC-M30CEHCHOMIN3alMsl, BbIpaKEHHAs Yrpo3a IMpepbiBaHUs OepeMEeHHOCTH B
nporpamme OKO, MHOKECTBEHHBIE PYyOIbI Ha MaTKe, MHOXXECTBEHHas MHOMa, HAJIU4YHE OCTPOU
dopmel napekmu (Brmoyas Covidl9)
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- Jlns  mTOBBINIEHHS  YAacTOThl  BBISBICHUS
XPOMOCOMHOW MAaTOJOTMHM BHYTPHUYTPOOHOTO IUIOJA, KOTOPYIO HEBO3MOXHO IHArHOCTHPOBATH
CTaHIApTHBIM  KapuoTunupoBanueMm, FISH  MonekymsipHO-IIMTOrEHETHYECKUM  aHAITU30M,
HEO00XO0IMMO BHEJIPUTH XPOMOCOMHBIN MUKpoMaTpuuHbii ananus aCGH.

- YTBEpAUTH (BEpHYTH) MOoypoBHEBYIO cuctemy mnposeaenus [IC u HC, uro npemycmoTrpeHo
ct.116 Konekca PK «O 310poBbe Hapo/ia U CUCTEME 3paBOOXPAHEHUS» O TPEXYPOBHEBOU CUCTEME
OKazaHusi MeaunuHCKOM momomm B PK». DTo mo3BomuT yTBepauTh (BEpHYTh) KOHKPETHBIC
noypoBHeBble MeponpusaTus B cucteme [IC u HC, BkiIrodast CTporyro cucteMy OT4eTHOCTH

- yrBepauTh (BepHYTh) PpyHKImu PMI'K mo opranu3anmoHHO-METOIMYECKOM, 00yJaromen,
KOHCYJIbTaTUBHOM MTOMOIIU 00JJACTHBIM MEUKO-T€HETUYECKUM KOHCYJIbTalUsAM o0JacTell, BKIovast
PeryJIsIpHYIO0 OTYETHOCTh U aHATUTHYECKUN 0030p 0 pesyibrarax nposoaumoro I1C u HC B PK.

- yTBepaMTh  (BepHYTb) OS(PPEKTHBHO  JACHCTBYIOLIYIO  IOYPOBHEBYIO  CHUCTEMY
exekBapTaabHOl oTueTHOCTH M MoHUTOpHHTA [IC m1 HC, koTOpas B HacTosIee BpeMs 3aMEHEeHa Ha
MHOXECTBO 3alpocoB B obsacTHbie Y30 0 MpenocTaBIeHUH pa3po3HEHHON OTYETHOM O(UITHaTEHO
HE yTBEpKJIeHHOH nHpopmaruu o pesyabratax [1C
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