PeecTp 00pa3oBaTe/IbHBIX IPOrpaMM
Pe3unentypa nmo oopasosareabHoi nporpamme 7R01102 «MeauuuHCKas TeHETUKA)

Cpok o0yuyeHusi — 2 roaa

1 | HaumenoBanue oOpa3oBatenbHoi mporpaMmmbl | 7R01102 «MenunnHckasi TeHETHKa
2 | YpoBeHb 110 HAITMOHATLHOM pamKe 7
KBaTH(UKAITHIA
3 | O6nacTs 0Opa3oBaHUS 7R01 3npaBooxpaneHue (MeAUITIHA)
4 | HanpaBieHue noAroToBKU 7R0O11 3apaBooxpaHeHue
5 | I'pynma oOpa3zoBaTenbHbIX MIPOrpaMm R033 MenuuuHckas reHeTHKa
6 | Bua o6pazoBaTenbHON MTPOTrpamMMBbI Hosas
7 | JIunieH3us Ha HAINIPaBJICHHUE MOJITOTOBKU KZ87LAA00017356 ot 08 Hos16pst 2019 rona
8 | AxkkpenuTanysi 00pa3oBaTeIbHON MPOTPAMMBI | -
9 | [IpenmectBytomuii ypoBeHb 00pa3oBaHus nll, | Beiciee Mmenunnackoe 00pa3oBaHue, HATMYUE CBUICTEIbCTBA
KEJAIIIMX OCBOUTH 00Pa30BaTEIbHYIO WHTEPHATYPBI
IporpaMmy
10 | Lens oOpa3zoBaTenbHOM MPOTPAMMBbI Opranuzaius u METoIMYeCKoe 00ecreueHne OKa3aHusl MEUIIMHCKON
NOMOILM HACEJIEHUIO IO YCTAHOBJIEHUIO TEHETUYECKOTO INarHo3a u
COCTaBJICHUIO T€HETUYECKOTO MTPOTHO3a MPH MJIAHUPOBAHUN OEPEMEHHOCTHU B
CEMbE MALMEHTA C HACIEICTBEHHON, XPOMOCOMHOM U BPOXKJICHHOMN
NaTOJIOTUEH ¢ COOJIIOIEHUEM MEXKIyHAPOIHBIX CTAHAAPTOB KOHTPOJIS
Ka4yeCTBA [P BINOJHEHUHU Ja00PATOPHBIX UCCIIETOBAHUM
11 | OcobenHocTr 00pa3oBaTEIbHON TPOrPAMMBI Her
12 | By3-napTHep Her
13 | PesynbTaTel 00yueHus POl OueHuBaTh KIMHUYECKUE TMPOSIBICHUS TE€HETUYECKOW MaTOJIOTUU

(HacieACTBEHHOM, XPOMOCOMHOM) U BPOKAEHHBIX IOPOKOB PA3BUTHUS

PO2 WnTtepnpeTupoBath pe3ysbTaThl HUTOTCHETHUYECKUX, MOJEKYISIPHO-
IIUTOTEHETUYECKUX U MOJICKYJSIPHO-TEHETUYECKUX METO/I0B; O(OPMUTH
MEIMKO-TEHETUYECKOE 3aKITIOUCHUE

PO3 OObBsICHUTH pe3yibTaThl HWCCICIOBAHMS, TCHETHYECKUN JHUAarHO3 W
IPOrHO3 3a00JIeBaHUS




PO4 TlpuMeHATh OCHOBHBIE IPUHLUIIBI CUCTEMBI YIIPABJIEHUS Ka4€CTBOM B
MEIUIMHCKUX JIa0OpaTOPUSX, OCHOBHBIE DJIEMEHTBI CHUCTEMbl YIPABIICHUS
KaueCTBOM

POS Ilpumenste HIIA, metoaudeckue peKOMEHAAIMH M METOJAMYECKHUE
yKa3aHus, OTPacieBble CTAHAAPTHI U KIMHUYECKUE MPOTOKOIIA (KITMHUYECKUX
PYKOBOJICTB) B 00JIACTH MEIUIIMHCKON T'€HETUKH, STUKH

PO6  IlpurotoBuTh  mpemapaTbl  XpOMOCOM U3  JUMQOIUTOB
nepu(eprudecKoil/mynoBUHHON KPOBHU, BOpPCUH XopuoHa/muanents; FISH
rpemnapar

PO/ Breigenute [IHK (BopcuH XOpHOHa, BEHO3Has KpPOBb), IPOBECTH
peakIuio aMInpuKaIuy, 1eTeKIUI0 Pe3yIbTaToB ¢ ucnoib3oBanrem [11P-
peas Taim

PO8 HHuTepripeTupoBaTh pe3yabTaThl OMOXUMHUYECKOTO, YIBTPa3BYKOBOTO,
HEOHATAJIBHOIO CKPUHUHTA, OPOPMUTH 3aKIIOUEHHUE C YUYETOM PEe3yIbTaTOB
UCCIIEJIOBAHUS, MCIIOJIb3Yys TE€HETHYeCKHe Oa3bl JaHHBIX U IOATOTOBUTH
nyOnuKaiuu (CTaThbu, TE3UCH M 0030DHI)

14 | ®opma 00yueHus OYHast

15 | A3k 0Oy4eHUS pyCCKHI

16 | O6peM KpeauToB 140

17 | Cpok peann3zanuu 0porpaMmbl 2 rona

18 | Kpanudukanus Bpau renernx

19 | Ilepedenn TOMKHOCTEH CIICIIMAIMCTA Bpau renerux

20 | O6nacth npodeccnoHaaIbHON ACATEILHOCTH MenunuHCKas TeHETHKA

21 | OOBeKT MpoQeCCUOHATILHON ACITEIHHOCTH [TanueHThl ¢ HACIEICTBEHHOM, XPOMOCOMHOM M BPOXKICHHOMW IATOJIOTHEU

(ycTaHOBJIEHHE TCHETHUYECKOTO JIMArHo3a W COCTABICHHUE T€HETUYECKOTrO
IPOrHO3a B CE€MbE OOJIBHOTO U BHIOOpP MPOPHUIAKTHUECKUX MEPOIPUITHI
OEpeMEHHBIM «TPYMIbl PUCKA» MO MPEJOTBPALICHUIO POXKACHUS OOJBHOTO
pebeHKa B CEMbE)




CBeIleHl/Iﬂ 0 ITNCIMIIJIMHAX:

HaumenoBanu KpaTkoe onucanue qucuuIinHbI Hukn | Komno | Kpe |T'on dopMupyembIe pe3yIbTaThl 00yueHUs (KOJIbI)
€ JIUCILIUIUINHBI HEHT mutel | oOoyue | PO1 | PO2 | PO3 | PO4 |PO5 | PO6 | PO7 | PO8
HUS
Ipoduanpyromme TUCHUNINMHBI
Oo0s13aTe/IbHbI KOMIIOHEHT 101} OK 132
OcHOBBI JucuuninHa cBsi3aHa C U3y4eHUEM 1A OK 15 1 + +
MEIHUIIMHCKONW | HAYYHBIX OCHOB MEIUIIMHCKOM
TCHETUKH TCHETUKH: TeHBI U XPOMOCOMBI
YeloBeKa, JMUTeHETHKA,
MOMYJISIIIMOHHAS TCHETHKA,
(hapmMakoreHeTHKa U
MMMYHOTCHETHKA. THIIBI
HacnenoBaHus. CeMHOTHKA U
KIIMHUYECKas IMarHOCTUKA
HACJIEJICTBEHHOW MaTOJIOTHH.
CHUHIPOMOJIOTHYECKUH TTOJIXO0/T
[Mutorenetuka | JlucuuriviHa cBsA3aHa ¢ U3yYCHUEM IJ1 OK 25 1,2 + + + + + +
" XPOMOCOM YeJIOBEKa: MUTO3,MEH03,
MOJIEKYJISIpHAsl | OOT€HE3, CIIEpMaTOreHes,
IIUTOTCHETHKA | XPOMOCOMHBIE 00JIE3HU, METOIbI
YeloBeKa [IUTOTEHETHYECKON TMarHOCTUKH
XPOMOCOMHBIX 0OJIE3HEH, TeHEeTHKA
HapylieHui GopMHUpOBaHUS MOJA.
Myrtanuu u 601€3HH YeIoBeKa.
MeTo1bI TUaTHOCTHKH XPOMOCOMHOMN
MIATOJIOTUN
MonekynapHa | JlucuuninHa cBsi3aHa MOJIEKYISIPHOU I OK 25 1,2 + + + + +
sl TEHETHKA OCHOBOM HACIEICTBEHHOCTH. [ '€HbI
YeNoBeKa: CTPYKTYpa U (yHKITHH.
MonekynsipHO-IIUTOT€HETUYECKIE
uccienoBaHus. MeToIbl TMarHOCTUKA
HACJIEICTBEHHBIX CHHJIPOMOB.
bruonHdopMamoHHbIi aHAIH3.




I'enomuas
MeIUIIMHA

MoHOTeHHbBIE HACTIEACTBCHHBIE
3a0onieBanus. MUXOHApUAIbHbBIE
0ose3uu. 3a00IeBaHUS
00yCIIOBJICHHBIE SKCITAaHCUEH
TaHJAEMHBIX MUKPOCATEIUTUTHBIX
MOBTOPOB. [ €eHOMHBIN UMIIPUTHHT .
['enHas u xkierounas
tepanus.Hacnencrsennslie 0one3Hu
oOMeHa BemiecTB. [ eHeTHYeCKuE
MPUYMHBI YMCTBEHHON OTCTaJIOCTH,
pPacTpOMCTB ayTHCTUYECKOTO CIIEKTPA.
I'enetnueckue 0ocoOEHHOCTH
CUH/IPOMOB HACJICJICTBEHHBIX
CEepICYHO-COCYIUCTHIX 3a00IEBaHUM,
KOCTHO-CYCTaBHOM CHCTEMBI,
MOUYEIOJIOBOM CUCTEMBI, B

o rampMoIoTUn

avil

OK

25

1,2

Menuxko-
TCHETHYECKOE
KOHCYJIbTUPOB
anne

OCHOBBI TEPaTOJIOTUH YEIOBEKA.
OcCHOBBI NPEAIMOPUOHATIBHOTO U
AMOPHUOHAIIEHOTO Pa3BUTHS YEJIOBEKA.
ba3oBEIe MeTOILI OIIEHKHU IJI0IA.
CxpuHHUpYIOLIKE TPOTpaMMBbl B
IIPEHATAIbHON TNAarHOCTHKE.
[IpenaranbHbIi OMOXUMUYECKHIA
CKPUHHUHT. YJIBTPa3ByKOBOMN
cKkpuHHUHT. [IpeHaTanbHas
JTUArHOCTUKA XPOMOCOMHBIX M T€HHBIX
0one3neil. IHBa3MBHBIC METOIBI
MpeHATATHHOU TUAarHOCTHUKH.
DTHUYECKHE BOMPOCHl METUIIMHCKOMN
TCHETHKH.

Menuko-reHeTH4eCcKoe
KOHCyJbTHUpoBaHue. OleHKa pucKa u
IIPOrHO3 TOTOMCTBA.
MynbTrbaKkTOpUATHHBIC
3a00JIeBaHuUS.

v

OK

42

1,2

KomnoHeHT 1o BbIOOPY

10

KB




MonekyisapHo- | Teoperuueckue BOIIPOCHI I KB
TCHETUYECKUE | KaHLEPOTeHe3a. IIpOTOOHKOTCHBI.
aCIIEKTHI B I'ensl — cynpeccopsl. ['eHbl penapanuu
OHKOJIOTHH JAHK. T'enbi-Moaynstopsl. [lonsitue o
OMOJIOTUYECKHUX MapKepax B
oHkoJioruu. OrnpeneneHrue TapreTHOU
TEpaInu, 4yBCTBUTEIbHOCTh K
TOPMOHOTEpAIINK,  CKIOHHOCTb K
METaCTa3uPOBAHMIO, IPOTHO3 JICUCHUS.
TexHonorun  ans  oOHapyXeHHUs
MyTallUi MPU COJIUIHBIX OMYXOJSX, B
OHKOI'€MaTOJIOTHH.
Bpoxnennsle | BpoxkaeHHbIE TIOPOKU Pa3BUTHS — 3TO I KB
IIOPOKHU CTPYKTYpHBIE WIM (DYHKLIHOHAIbHbIE
pa3BUTHS OTKJIOHEHHSI OT HOPMBI, KOTOpBIE
mwiona IIPOSABIIAIOTCSA B EPUOL

BHYTPHYTPOOHOTO pPa3BUTHUS U MOTYT
ObITb OOHApYKEHBI 10 POXKAEHUS, BO
BpeMsl pOXJACHMS MWIM Ha Oomee
MO3/IHUX JTanax ku3HU. IlpuduHel
oonmpmmHacTBa  BIIP  (0KOMO  50%)
OCTAalOTCSl HEMOHSATHBIMM U TpeOyroT
W3yYCHMUS. Ha pomo anomanwui,
OOYCJIOBJIEHHBIX  HACJIEICTBEHHBIMU
bakxTopamu (reHHBIC MTaIlNH,
XPOMOCOMHBIE abepparnun),
npuxoautcs okoio 5-10% Bcex BIIP,
5-10% - TeparoreHHsle (PaKTOPHI,
20%- pe3ynapTaT HEOIATONPHATHOTO
COYETaHUs K30T€HHBIX U YHIOT€HHBIX
¢dakropoB. Ilpuumaer 50% BIIP mo
HACTOSIIIETO  BPEMEHM  OCTAIOTCs
HesicHBIMH. PeanpHas mpoduiakTuka
BIIP Moxer OBITHh JOCTUTHYTa
COBEPILICHCTBOBAaHUEM MEJIUKO-
TCHETHYECKOM CIyXObl M Tpexie
BCEr0 YKPEIUIEHHEM M Pa3BUTHEM
MPEHATAIBHOMN JUArHOCTHUKH.




OcHoBHas 1ueinb npeHaTaJIbHON
JTNarHOCTUKH BHEJpEHUE
CKPUHUPYIOIIUX nporpamm
(6MOXUMHUYECKHIA CKpUHHUHT,
YIIbTPa3ByKOBOM CKPUHUHT,
[IUTOTCHETHYECKU I, MOJIEKYJISIPHBIN )

I'eneTnueckue
UH(OPMALUOH
HbIE 0a3bl
JaHHBIX

I'enernueckue 0a3bl JTAHHBIX
HEOOXOAWMBI ISl HCCIICAOBAHUS
reHoMa 4eJOBeKa. HeBo3moxxno
MHTErpUPOBAThH, MOIYYCHHYIO B XOJ€
IIPOBEJICHUSI CEKBEHUPOBAHUS HOBOTO
nokosieHus: nHdopmanuto, 6e3 HaBbIKa
paboTBl C TEHETHYECCKUMHU Oa3zaMu
JTAHHBIX.

B mporpammy Oyayr  BKJIHOYEHBI
KIIMHUYECKH OPHEHTHUPOBAHHBIE 0a3bl
JTAHHBIX «OMIM»,
https://franklin.genoox.com/0,
https://varsome.com/,
https://www.ncbi.nlm.nih.gov/clinvar
Monudukanus myTtanuii, Kputepuu
JUIsL  MHTEpIpEeTaluud  pe3yJbTaToB.
Kpurepun, mpusHaku, KaTeropuu.
[TpaBuia KOMOMHHPOBAHUS KPUTEPUEB
Ul KJacCU(UKAIMM  BAapUAHTOB.
[IpaBuna paboTbl € TE€HOMHBIMU
Opaysepamu

I

KB

OnureHeTuKa
YyeJIoBeKa

OcHOBHBIE SIUTE€HETUYECKUE
MEXaHU3MBI, peryIupyroIme
AKCIPECCUIO T€HOB. MeTunnpoBanue u
nemutunuposanne JIHK. Crpykrypa
XpOMaTHHA u SMUTECHETUYECKU
3HAYMMbIC MOJU(PUKAIMA THUCTOHOB.
Hexkonupyromme PHK wu  PHK-
uHTepdepeHIsi.  ANbTepHATUBHBIN
crutaicuar MPHK

avil

KB

Cucrema
MEHEIHKMEHTA

PanuonansHas Oopra"nusanus
nabopaTopHOU JIMarHOCTUYECKOM

evil

KB




Ka4yecTBa B
MEUIITHCKUX
nabopaTopHsix

MOMOIIY TAIUEHTaM BO3MOXKHA 4depe3
BHEJPCHUE  CHUCTEMBI  YIPABJICHUS
KaueCTBOM 1a060pPaTOPHBIX
uccnepoBanuii  (MCO 15189-2015).
3Hanne 12 2JEMEHTOB  CHCTEMBI
yIpaBlieHUus  KadecTBOM. IIpaBmia
oopMIIeHHs TOJUTHUKH, IIpolecca M

CTaHJIapTHBIX ornepanuoOHHbIX

MPOLEYp
IIpoMexxyTouHAasi aTTecTAIUS A 2
HTorosas arrecranus A 2

Hroro

140




