Peectp o0pa3oBaTebHBIX IPOrpaMM
Pe3ugentypa mo odpasoBaresibHoil mporpamme 7R01102 «MeauunHCKass reHETHKA»

Cpok o0yyenus — 2 roaa

1 | HaumenoBanue obpaszoBarenbHoi nporpaMmmbl | 7R0O1102 «MenuuuHcKasi TeHETHKA
2 | YpoBeHb IO HallUOHATBHOM paMKe 7
KBaJTM(UKALTAHA
3 | O6nacTts oOpazoBaHus 7R01 3npaBooxpaHeHue (MeaUIIMHA)
4 | HampaBiieHHe MOJTOTOBKH 7R011 3npaBooxpaneHue
5 | I'pynna obpa3oBaTeabHBIX MPOrpamMm R033 MeauuuHckasi reHeTHKA
6 | Bung ob6pasoBaTenpHON MPOrpaMMBbl Hogas
/ | JIunen3us Ha HanpaBJIeHUE MOATOTOBKU KZ87LAA00017356 ot 08 Hos1O6pst 2019 rona
8 | AkkpeauTaiusi 00pa3oBaTeIbHON MPOrpaMMbl | -
9 | [IpeamecTByromniuii ypoBeHb 00pa3oBaHus Jull, | Beiciiee MmeauinHckoe oOpa3oBaHue, HATUYKNe CBUIETEIbCTBA
KEJIAIOIIHNX OCBOUTH 00PA30BaATENIbHYIO WHTEPHATYPHI
porpaMmmy
10 | Llesnb 06pa3oBaTeIbHON MTPOTPAMMBI OpraHuzaiys ¥ METOJIMYECKOe 00eCIeYeHNEe OKa3aHUsI
KBAJIM(DUIIMPOBAHHOM, CIICIIUATM3UPOBAHHON METUIIMHCKON MTOMOIIN
HACEJICHUIO TI0 YCTaHOBJICHHIO TEHETUYECKOTO JUArHo3a U COCTaBJICHUIO
T€HETHYECKOTro MPOTHO3a MPH TUIAHUPOBAHUHA OEPEMEHHOCTH B CEMbE
OOJILHOTO C HACJIEICTBEHHOM, XpOMOCOMHOM M BPOXKJICHHOM MaTOJIOTHEH C
cOOJI0/IEHNEM MEXIYHAPOIHBIX CTAHJAPTOB KOHTPOJIS KauecTBa MpU
BBITNIOJTHEHUH J1a00PaTOPHBIX UCCIIETOBAHUM
11 | OcobeHHoCTH 00pa30BaTEIBLHOM MPOTPAMMBI Her
12 | By3-naptaep Her
13 | PesynbTaTel 00ydeHUs POl OueHuBaTh KIMHUYECKUE MPOSIBICHUS T'E€HETUYECKOW MaTOJIOTUU

(HaceICTBEHHOM, XpPOMOCOMHO) M BPOKJI€HHBIX IOPOKOB Pa3BUTHS

PO2 WuTtepnpeTnpoBaTh pe3yabTaThl ITUTOTEHETUYECKUX, MOJICKYJISIPHO-
IIUTOTEHETUYECKUX W MOJIEKYISIPHO-TEHETUIECKUX METOJI0B; O(POPMHTH
MEIMKO-TEHETHYECKOE 3aKIIOUCHUE

PO3 OO0bscHUTH pe3yibTaThl HWCCIECIOBAHMS, TEHETHYECCKHUN IHAarHo3 |
MIPOTHO3 3a00JICBAHUS




PO4 TIpuMeHATh OCHOBHBIE MPHUHILIMIIBI CUCTEMbI YIPaBJICHUS KaueCTBOM B
MEIUIUHCKUX JIa0OpaTOPHUsIX, OCHOBHBIE 3JIEMEHTBI CUCTEMbI YIPABICHUS
Ka4eCTBOM

POS5 Ilpumenste HIIA, metoauyeckue peKOMEHAAIMM M METOANYECKHE
yKa3aHUs, OTpaciieBble CTAaHAAPThI U KIMHUYECKHE MPOTOKOJA (KIMHUYECKUX
PYKOBOJICTB) B 00JIACTU MEIULIMHCKOW F€HETUKH, STUKH

PO6 [IpuroroBuTh  mpemapaTbl  XPOMOCOM M3  JHUMQOIUTOB
nepudepruuecKon/mynmoBUHHON KpPOBH, BOPCHUH xopuoHa/muanentsl; FISH
npenapar

PO/ Beinenuts [AHK (BopcuH XopuoOHa, BEHO3Has KpOBb), IMPOBECTH
peakuuio aMIuUKaIy, JeTEKIUI0 Pe3ysIbTaToB ¢ ucnoiab3oBanueM [1L[P-
pean Taim

PO8 HurepnpetupoBaTh pe3yiabTaThl OMOXMMHUYECKOTO, YJIBTPa3BYKOBOTO,
HEOHATAJILHOTO CKPUHHUHTA, O(POPMUTH 3aKIIOYEHUE C YUYETOM PE3yJbTaTOB
UCCJIeIOBaHUSA, HCIOJb3Yysl TeHEeTUYeCcKue O0a3bl JaHHBIX W TMOJArOTOBUTH
nyOiuKanuu (CTaTbH, TE3UCHl U 0030DPHI)

14 | ®opma oOydeHuUs o4Has

15 | S3b1k 00yueHus Kazaxckuii, pycckuii

16 | O6BeM KpeauToB 140

17 | Cpok peanu3zanuu nporpaMmbl 2 rona

18 | Kpanudukanus Bpau renetuk

19 | [lepeyeHpb TOJDKHOCTEH CTICIIMAINCTA Bpau renetuk

20 | O6nacth nMpohecCHOHAIIBHOU TSI TEIIbHOCTH MeauunHcKas reHETUKA

21 | O6BekT nmpodheccHoHaTbHOM NEeSITETEHOCTH [lanueHTsl ¢ HACIEACTBEHHOW, XPOMOCOMHOW M BPOXKIEHHOW NATOJOTUEN

(ycTaHOBJICHHE TEHETHYECKOTO JUArHo3a M COCTABICHUE TI'CHETHYECKOTO
IIPOTHO3a B CEMbE OOJBHOTO M BBIOOP MPOPHIAKTHUSCKUX MEPOTIPUATHI
OEpeMEHHBIM «TPYIIBI PUCKa» IO MPEAOTBPAIICHUIO POXKIACHHUS OOIBHOTO
peOeHKa B CEMbe)




CBeeHus 0 TUCHUIIIHHAX:

HanmenoBanu Kpartkoe onucanue quCHUIIINHBI [Mux | Komno | Kpe |I'on DopmupyeMbIe pe3yIbTaThl 00ydeHus (KObl)
€ JMCLUILINHEL i HEHT mutel | o0yue | PO1 | PO2 | PO3 | PO4 | PO5 | PO6 | PO7 | POS8
HUS
IIpoduiaupyronme 1uCHUNINHBI
Oo0s13aTEIbHBII KOMIIOHEHT |10 OK 134
OcHoBBI JlucuuniyHa cBA3aHa C U3y4EeHUEM I OK 15 1 + +
MEJUIIMHCKON | HAYYHBIX OCHOB MEIUIMHCKON F€HETUKHU:
TeHETUKU IeHbl 1 XPOMOCOMBI U€JIOBEKa,
SIUT€HETUKA, TOMYJALNOHHAS T'eHEeTHKa,
(apmMakoreHeTuKa ¥ UMMYHOTE€HETHKA.
Tuns! HacnenoBanus. CeMHOTHKA U
KIIMHUYecKas TMarHoCTUKa
HaCJIEeICTBEHHOM NaTOJIOTHH.
CHHIPOMOJIOTHYECKUHN TOJIXO]]
[utorenernka | JlucrurianHa CBsA3aHa C U3ydeHUEM I OK 25 1,2 + + + + + +
u XpOMOCOM Y€JIOBEKa: MUTO3,MeH03,
MOJIEKYJISIpHAsl | OOT€HE3, CIEPMATOTEeHE3, XPOMOCOMHbIE
HUTOreHeTHKa | 00JIe3HU, METO/Ibl IIMTOT€HETUYECKON
YeloBeKa JTMarHOCTHKU XPOMOCOMHBIX 00JIe3HEH,
reHeTHKa HapyleHu GopMupoBaHus
nosia. Myrauuu u 60J1e3HU YeNoBEKa.
MeTo 1l TUarHOCTHUKU XPOMOCOMHOM
MaTOJIOTUU
MonekynsapHa | JIuciuruinHa cBs3aHa MOJICKYISIPHOM I OK 25 1,2 + + + + +
sl TEHETHKA OCHOBOIl HacjeICTBEHHOCTH. [ 'eHbI
YeloBeKa: CTPYKTypa U (GyHKIIHUH.
MouiekynspHO-IIUTOT€HETUYECKUE
uccienoBaHusl. MeToibl IMarHOCTUKU
HACJIEICTBEHHBIX CHHJIPOMOB.
bruonHdopmanmoHHbli aHATIN3.
I'enomHas MoOHOTreHHbIE HACIEICTBEHHbIE I OK 27 1,2 + + + + +
MEIUIHA 3aboneBaHus. MUXOHpUalbHbIE
601e3HM. 3a0051€BaHUs 00YCIIOBIEHHBIE
9KCIaHCUel TaHIEMHBIX
MHUKPOCATEIUIUTHBIX TOBTOPOB.
I'eHOMHBINM UMIIPUTHHT. | '€eHHasA U




KJIeTo4Has tepanus. HacieacrseHHbie
0one3nu oOMeHa BerecTB. | eHeTndeckue
MPUYUHBI YMCTBEHHOM OTCTAIOCTH,
PacTPOUCTB AyTUCTHUECKOTO CIIEKTPA.
I'eHeTHuecKkue 0COOCHHOCTH CHHIPOMOB
HACJICJICTBEHHBIX CEPJICUYHO-COCYIUCTHIX
3a00JIeBaHMii, KOCTHO-CYCTaBHON
CHCTEMbI, MOYEIIOJIOBOM CHCTEMBbI, B

0 TATEMOJIOTHH

Menuko- OcHoBbI Teparosoruu yenoBeka. OcHoBsl | 1] OK 42 1,2
TF€HETUYECKOE | MPEeAIMOPHOHATILHOTO U SMOPHOHAIBHOTO
KOHCYJIbTHPOB | pa3BUTHS 4elloBeKa. ba3zoBbie MeTOIbI
aHue oleHKH 11012, CKpUHUPYIOIIHE
MporpaMMbl B IPEHATATbLHOU
nuarHoctuke. [IpeHaranbHbIi
OMOXUMHUYECKHI CKPUHUHT.
VYabTpa3ByKOBOW CKPUHUHT.
[IpenatanpHas TUAarHOCTHUKA
XPOMOCOMHBIX ¥ T€HHBIX 00JIE3HEH.
MuBa3uBHBIC METOIBI MPEHATAIBHOM
JUArHOCTUKHU. DTUYECKHUE BOIIPOCHI
MEJIMLIUHCKON T'€HETUKH.
Meanko-reHeTnyecKoe
KOHCYIbTHUpOBaHue. OlleHKa pUCKa U
MIPOTHO3 MOTOMCTBA.
MynbtudakropuanbHbie 3a0071€BaHUS.
KoMnoHeHT no BbIOOpY 101} KB 4 2
Bpoxzaennsie | MoJjiekyasipHO-TeHeTHYecKue acmekTsl | I1J] KB 4 2
MIOPOKHU B OHKOJIOTHH
pPa3BUTHSL Teopernueckre BONPOCHl KaHLIEPOTEHE3a.
Vaprpa3skyko | IIpotooHkorensl. I'€Hbl — Cynpeccopsl.
BbIE MapKkepbl | ['eHbI penapanuu JHK. ['enbr-
XpOMOCOMHOM | MOynsTOpHL. [loHATHE O OMOTOTHYECKIX
MaToJIOTUU Mapkepax B OHKojoruu. OrmnpeneneHue

TapreTHOU TEPAlMU, YyBCTBUTEIBHOCTD K
TOPMOHOTEPAINH, CKJIOHHOCTb K
METAaCTa3uPOBAHUIO, IIPOTHO3 JICYCHMUS.
Texnosnoruu s oOHapy>KeHHs] MyTalun




pu COJIMHBIX OITyXOJIAX, B
OHKOT'€MaTOJIOTUH.

BpoxneHHble NOPOKH PA3BUTHS IJIOAA
BpoxneHnsie MOpPOKH pa3BUTUA — 3TO
CTPYKTYpHBbIE WU  (YHKIIMOHAIHHBIC
OTKJIOHCHU A oT HOPMBEI, KOTOPBIC
MPOABIIAIOTCA B nepruoa
BHYTPHUYTPOOHOTO pa3BUTUS M MOTYT
ObITh OOHAPYKEHBI JI0 POXICHHUS, BO
BpeMsl pOXKICHUS WIH Ha 00Jiee TO3THUX
oramnax XHU3HHU. HpI/I‘II/IHI)I OO0JIBIIMHCTBA

BIIP (oko10 50%) OCTarTCA
HEMOHATHBIMU U TpeOyroT u3yuyenus. Ha
JIOJTI0 aHOMaJIHIH, 00yCJIOBJIEHHBIX

HaCJIEICTBEHHBIMU (hakTOpaMu (TE€HHbIE
MTallid, XPOMOCOMHBIE  aleppaiun),
npuxoautcs okono 5-10% scex BIIP, 5-
10% - tepatoreHnbie ¢dakTopsl, 20%-
pe3yabTaT HeOIaronpusATHOIO COYETAHUS
9K30T€HHBIX M SHAOTEHHBIX (PAKTOPOB.
[Tpuuunasr 50% BIIP nmo nactosmero
BPEMEHHU OCTAIOTCsI HESICHBIMU. PeasbHas
npodpunaktuka BIIP  Moxer  ObITh
JOCTUTHYTA COBEpPILLIECHCTBOBAaHUEM
MEANKO-TEHETUUECKON CIIyKObI U IPEX e
BCEr0  YKpPEIUIEHUEM M Pa3BUTUEM
IIpEeHATaJbHOW AUarHOCTUKH. OCHOBHas

()13 MpPEeHATATLHOM JIMarHOCTUKHU
BHEJPEHHE CKPUHUPYIOIIUX IPOrpaMm
(OMOXUMHUYECKHIA CKPUHUHT,
yIBTPa3BYKOBOM CKPUHUHT,

LUTOr€HETUYECKUH, MOJICKYISIPHBII)
I'enernyeckne nHGopManoHHbIe 0a3bl
JAHHBIX

I'enetnyeckue 6a3bl JAHHBIX
HEOOXOJAMMBI Ul UCCIE0BaHUs IeHOMa
yenoBeka. HeBO3MOXHO MHTErpUpOBaTh,
NOJYYEHHYK) B XOJ€  IIPOBEACHUS




CEKBEHHUPOBAHMUsSI HOBOTO  IOKOJICHUS
nHpopmanuo, 0e3 HaBblka pabOTBI ¢
TeHETUYECKUMU 0a3aMu TaHHBIX.

B nporpammy  Oyayr — BKJIIOYEHBI
KJIMHAYECKH  OPUEHTHPOBAaHHBIE  0a3bl
JTAaHHBIX «OMIM»,
https://franklin.genoox.com/0,
https://varsome.com/,
https://www.ncbi.nlm.nih.gov/clinvar
Moudukanys MyTanui, KpUTepuu AJs
WHTEepIpeTaluy pe3yabratoB. Kpurepuwu,
MIpU3HAKH, KAaTEeTOpHH. IIpaBuia
KOMOMHHPOBaHUS KPUTEPHEB TUISt
Kjaccuukanuu BapuantoB. [IpaBuiia
paboThl C TEHOMHBIMU Opay3epaMu

OTHyeckue
BOIIPOCHI
MEIUIIMHCKOU
TCHETHUKHU.
Cucrema
MEHEKMEHTA
KadecTBa

DONUTreHeTHKa YeIoBeKa

OcHoBHBIE AMUTCHETUYECKUE
MEXaHU3MBI, PETYITHPYIOIINUE YKCITPECCHIO
TEHOB. MetuirpoBaHue u
nemutwimpoBanue  JIHK.  Crpykrypa
XpPOMAaTHHA U SIUTC€HETUYECKH 3HAUMMBbIE
MoAupUKAIIIT TUCTOHOB.
Hexonupyromniue PHK u PHK-
uHTEepdEepeHITUs. AJnbTepHaTUBHBIN
crutaiicuar MPHK

Cucrema MEHEIKMEHTA KauyecTBa B
MEIHUIIMHCKUX J1a00paTopusx
Paunonanshas OpraHu3alus
J1a00paTOpPHOM JIMarHOCTUYECKOU
MOMOIIM MalMeHTaM BO3MOXHa 4epes
BHEJIpEHUE CUCTEMBI YIIpaBJICHUS
KaueCTBOM JIaDOpATOPHBIX HCCIEAOBAHUN
(1CO 15189-2015).  3nanume 12
3JIEMEHTOB CUCTEMBI YIpaBIICHUS
kauectBoM.  [lpaBuma  odopmieHus
MOJUTUKK, TMpolecca M CTaHAAPTHBIX
ONIEPALIMOHHBIX MPOUEIYP
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