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OOpa3oBartenbHas IporpaMMa COCTaBJIEHa Ha OCHOBE THIIOBOro y4yeOHOro IjlaHa B COOTBETCTBUHU € ['OCynapCTBEHHBIM
cTanaapToMm obpazoBanus Pecnnyonuku Kazaxcran no cnenuanbHOCTH «MeAUIIMHCKAs T€HETUKAY.

OO0pa3oBaTtenbHas mporpaMMa 00CyXIeHa KOJUICKTHUBOM OT/ICJICHUS KIIMHUKO-TEHETHICCKON TMarHoCTHKU KopropaTuBHOTO
donma «University Medical Center».
O6pa3zoBarenbHas mporpaMmma oJ100peHa Y 4eOHO-MEeTOIUYECKUM COBETOM.

IIpoTokon Ne 5 ot «27» anpens 2023 ropa.



Oopa3oBarenbHas nporpamma (OIl) «MeauuuHCcKasi reHeTHKA»

1 |HammenoBanue 006pa3oBaTeIbHOM MPOTPAMMBbI MenunuHcKas TeHETUKA

2 |Lens OI1 [logrotoBka  cmeuuanucra, CHOCOOHOTO  OKa3blBaTh  MEAUKO-TEHETUYECKYIO
KOHCYJIBTAIIMIO HACEJICHUIO /ISl JUArHOCTHKH W TPOQHIAKTHKH BPOXKICHHON H
HACJIEICTBEHHOM  MAaTOJIOTUM M  MHTETPUPYIOLIETO  HAaBbIKK C  Hay4HO-
UCCJIEJIOBATENIbCKON JEATEIbHOCTBIO HAa OCHOBE COBPEMEHHBIX HMHHOBAIMOHHBIX
METOJI0OB T€HETUYECKON TMAarHOCTUKH

3 |Muccus OO6pazoBarenpHas mporpaMma IO CHEIMHATHLHOCTH «MeEIUIUHCKAs TEHETHKa
peanusyetcst Ha ocHoBaHuM Muccu UMC 1 HanpaBiieHa Ha yiy4llleHHe OKa3blBaeMO
MEAMIIMHCKOW TMOMOIIM IyT€M IOATOTOBKH CIIEIUAINCTa, CIHOCOOHOTO BBISIBUTD,
MpEeIOTBPaTUTh, BBUIEUUTh  HACJIEJICTBEHHBIE OOJIe3HHM, pa3paboTaTb IMyTH
MpeIOTBpAIlleHUs] BO3JCHCTBUS HEraTUBHBIX (PAKTOPOB Cpeibl HAa HACIEACTBEHHOCTD
YeJIoBEeKa, JOCTHIKEHHE BBICOKOTO KadecTBa IOCIEBY30BCKOTO MEIUIIMHCKOTO
o0pa3oBaHusl 3a CYET MpEeAbABICHUS O00S3aTeNbHBIX TpeOOBaHUII K YpPOBHIO
MOATOTOBKH OOYy4YaroIIMXCsl B PE3UACHTYpE MO crhenuanbHoCcTH «MeauinHcKas

TCHETUKAY.
4 | PesynbTatsl 00ydenus (PO) 8

5 |®opma oOyueHust Ounas

6 |OOBEM KpenuToB 140

7 |Ilpucyxnaemas akajeMHu4yecKasi CTCTICHb Bpay reHETHK

Pe3yabTaThl 00y4yeHust

ON1 CnocoOeH OKa3bIBaTh KOHCYJIBTATHUBHYIO MEAUKO-TCHCTUYCCKYIO ITOMOIIb ITaIUCHTAM U CEMbSM C BPOKACHHBIMU IIOPOKAMHA PA3BUTHUA n/unu
HaCJICIACTBCHHBIMHA 38.60J'I€B3.HI/I$IMI/I, CYIIPYKECKHUM I1apaM IIpU IMMOArOTOBKE K BCTIOMOT'aTCJIbHBIM PCIIPOAYKTHBHBIM TECXHOJIOTHAM U 6epeMeHHHM
T'pYIIIbI pPUCKAa HAa OCHOBC ,HOKaSaTCHBHOﬁ IIPAaKTUKU Ha BCEX YPOBHAX OKa3aHUA MEIUIIMHCKOM IIOMOIITH, Sq)q)eKTI/IBHO B3aI/IMO,Z[eI>'ICTBOBaTL C
ManueHTOM, €TI0 OKPYKCHUCM, CIICHUAIIMCTAMU 3PABOOXPAHCHUA C LECJIbIO JOCTUKCHUS JIYUIOUX JJIA ITalUCHTA PE3YyJIbTATOB.




ON2

Crnioco6eH mpoBOIUTH MPEAHATUTHYECKHIE, aHATUTHYECKUE U TOCTAaHATUTUYECKHIE ITAIbl IUTOTCHETUYECKUX (KapUOTHIIMPOBAaHHE JTUM(OIIUTOB
nepudeprudecKoil KpOBH, KIETOK KOCTHOTO MO3ra, BOPCHH XOPHOHA U IUIAIICHTHI, ITYTIOBUHHON KPOBH TU10/1a, PrOp0oOIacTOB KOKHU, aDOPTUBHOT O
MaTepualia) U MOJICKYIISIPHO-IIUTOTeHeTHUECKUX ((pryopecienTHas TuOpuau3anus in situ, cpaBHUTENIbHAS TeHOMHas ruopuanzanus — CGH array,
CGH+SNP array) MeTo10B AHarHOCTUKH.

ON3

Crnioco6eH pOBOIUTH MTPEaHATUTHYECKUE, aHATUTHYECKUE U TOCTAaHATMTHYECKHIE ITAIbl MOJIEKYJISPHO-TEeHETHUECKUX (KaueCTBeHHAs U
komuectBenHas [P, MLPA-ananmu3, dparmeHTHBIN aHAN3 U cCeKBeHHpOBaHUe 1o TexHosoruu Sanger u NGS u 1p.) METO10B TMAarHOCTHKH.

ON4

Cnocoben AHAJIU3UPOBATH U UHTCPIIPETUPOBATL, U OOBSICHUTH MaIMCHTY PE3YJIbTAThI OMOXMMHYECKOTO T'€HETHYECKOTO CKpHUHUHIa 6€p€MCHHLIX u
HCOHATAJIbHOT'O CKpMHUHIA BpO)KI[GHHOfI n H&CH@HCTBGHHOﬁ naToJIOrun

ON5

Crioco0eH NpoBOANUTH KIMHUKO-T€HEATIOTHYECKUI aHaJIN3 C COCTAaBIECHUEM POJIOCIOBHOM, ONPEAEATh TUIl HACIEI0OBaHHSs, pACCUNTHIBATDH
WHIUBUAYAIbHBINA PUCK MOHOTEHHBIX U MYJIbTU(HAKTOPHATILHBIX 3a00JI€BaHI, XPOMOCOMHBIX 00JIe3HEeH, K0Od(PPUIHEHT HHOPUIUHTA C YIETOM
CTEIEHH POJICTBA [yl IPOTHO3a IOTOMCTBA.

ONG6

Crioco0eH npoBoAUTH OMOMH(GOPMAITMOHHBIN aHATIN3 MIPU OIIEHKE U UHTEPIIPETAIIMH PE3YIbTaTOB XPOMOCOMHOTO MUKPOMAaTPUYHOTO aHaIN3a
(CGH / CGH+SNP array), cekBennpoBanus 1mo texHojorud NGS (TapreTHOro ceKBEHHpPOBAHUS, MMOJHOIK30MHOTO U MOJTHOTEHOMHOTO
CEKBEHHPOBAHMSI) C UCTIOIH30BAHUEM MEXTyHAPOIHBIX PYKOBOJICTB U 0a3 JTaHHBIX.

ON7

Crioco0eH olleHMBaTh M MHTEPIPETUPOBATH KIMHINUYECKHE U (PEHOTUIINYECKUE TaHHBIE U pa3paldaThiBaTh IJIaH 00CIe10BaHUs NAI[UEHTOB U ceMel
C BPOXJICHHBIMH IMOPOKaMU Pa3BUTHS W/WIIN HACIIEACTBEHHBIMU 3a00JIEBAHUSIMU Ha OCHOBE MEPCOHAIM3UPOBAHHON MEUIINHBI .

ON8

CrniocoOeH GopMyarpoBaTh aeKBAaTHbIE UCCIIEOBATEILCKUE BOIPOCH], KPUTHUECKU OLIEHUTH MPO(ECCHOHATBHYIO U HAYYHYIO JIUTEPATYpY,
3¢ dEeKTUBHO UCIOIB30BATh MEXIyHAPOIHbIE 0a3bl JaHHBIX B CBOCH MMOBCEIHEBHOM I€ATEIHHOCTH, YUaCTBOBATH B padOTE HCCIIEI0BATENbCKON
KOMaH/IbI.

CBenenus 0 JUCHHUILIMHAX:
1. T'emomHas mMenuuuHa-2
2. T'enomuasg megunuua-1
3. Menuko-reHeTndeckoe KOHCYIbTHpOBaHue-1




Menuko-reHeTH4ecKoe KOHCYIbTUPOBaHUE-2

MouiekynspHas reHeTuka - 1

MonexynsipHasi TeHeTHKa - 2

OCHOBBI MEAUIIMHCKON T€HETUKH

[{uToreneTnka u MOJEKy/IsIpHAs LUTOT€HETUKA YETIOBEKA

I'enernueckue acnextsl 6ecrionus. [lpen uMmIaHTalMOHHOE FEHETUYECKOE TECTUPOBAHNE IMOPHOHOB

10 MeHePKMEHT HACIIeICTBEHHBIX 00JIe3HEH COeTMHUTENBHOM TKaH!, IEPBUYHBIX UMMYHOIC(HUIIUTOB, HAPYIIEHUH TP PEPESHINPOBKH IM0JIA.
11. TIlpenaranbHasi IMarHOCTUKAa MOHOTEHHBIX 3a00JIeBaHUM

12. [TuToreHeTKa KpOBETBOPHOI CHCTEMBI

©ooNo A



