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1. esab u 321244 OCBOCHUSA TUCHHUILIUHBI (MO1YJIA)

Heasb aucuunanHbl (MOAYJIs):
[TpuobOperenue M COBEPUICHCTBOBAHWE 3HAHUM B KIMHMYECKOW T€HETHKE, a TaKXKe YMEHHHA WU
HAaBBIKOB UX IPUMEHEHHUS B TPOPECCHOHATBHON IEATETLHOCTH Bpada-KOJIOMPOKTOJIOTA.

3agaum IUCHUILUIAHBI (MOYJIA):

1. [TproOpereHue U COBEpIIEHCTBOBAHNE 3HAHUN B MOJIEKYJISIPHO-TEHETUYECKUX MPUUMHAX U
MeXaHM3MaxX Pa3BUTHUS MATOJOTUU YEIOBEKa,
2. [IproOpereHne M COBEPIICHCTBOBAHME 3HAHUN KIMHUKO-TEHETHYECKHX XapaKTEPUCTHK

MOHOTEHHBIX U IIUPOKO PACIPOCTPAHEHHBIX (MYIbTU(HAKTOPHBIX) 00JIE3HEH YeoBeKa, a TAKKe YMEHUH U
HaBBIKOB  KJIMHUYECKOTO  OOCIelOBaHMs  MAIMEeHTa, COCTABJCHMSA IUlaHA JAOOpAaTOPHBIX U
MHCTPYMEHTAJIBHBIX METOJIOB 0OCIIE€I0BaHUs, MHTEPIPETALUU PE3YJITaTOB OCMOTpa U 00CIIEeI0BaHUs, C
LIEJIBIO IIOCTAHOBKM JIMAarH03a UJIM €T0 UCKIIIOYECHNUS,

3. [TproOpereHue U COBEPIIEHCTBOBAHUE 3HAHUI O METO/1aX T€HETHKH (CUHIPOMOJIOTHYECKUI
aHaIM3, KJIMHUKO-T€HEATOIMYeCKH aHanuu3, MEeTOJbl MOIMYJSLUOHHOM TIeHETUKH, OMOXHMHUYECKUE,
LUTOr€HETHUECKUE, MOJIEKYISIPHO-TEHETHUECKUE METObl UCCIIEOBAaHUs), a TaK)Ke YMEHHH M HaBBIKOB
IPUMEHEHHUs] TEHETHMYECKMX METOJIOB HCCIEIOBaHMUsl B JIMarHOCTUKE HACJIEJACTBEHHBIX 3a00JI€BaHMH,
KJIMHUYECKOW MHTEPIIPETALIMH PE3YJIbTaTOB IIPOBEAEHHBIX TEHETUUECKUX UCCIIEIOBAaHUN;

4. [TpuoOperenue 3HaHUNH O MeTOJAaX paHHEH U MPECUMITOMATHYECKOH JIUarHOCTUKH
HACJIC/ICTBEHHBIX OOJIe3HEH, BBIABICHHUS U (OPMHUPOBAHUS TPYII PUCKA TIO PA3BUTUIO BPOXKIEHHOU M
HACJIC/ICTBEHHON TaTOJIOTHUH, MPHUHIUIAX JWCIAHCEPHOTO HAOJIIOJCHHS MAIlEHTOB C BPOXIEHHOW H
HACJIEICTBEHHON MaTOJIOTHEN U WIEHOB UX CEMEH, IIOJJO3PEHUEM Ha HACJIEICTBEHHBIC HAPYIICHUS WU UX
HOCHUTENBCTBO, MALIMEHTOB U3 TPYIIIBI PUCKA 10 BPOKAEHHON U HACJIEICTBEHHOU ITaTOJIOTUH.

2. IInanupyemsie pe3yabTaThl 00y4eHHS MO0 JUCHHUILINHE (MOAYJII0), COOTHECEHHBbIE €
IUVIAHUPYEMbIMH pPe3y1bTATaAMH 0CBOCHHS NPOIrPaMMBbI OPAMHATYPbI
HIndgp u cogep:xkanune B pe3ysabTaTre 0cBO€HMSI TUCHUILIHHBI (MOAYJIs1) 00y4aIOLIMiics 10JI5KEeH
KOMIIeTCHIUH 3HaTh Ymern Baaners
VK-1. ToroBHOCTBIO K | — [podeccronanpusie | — Coopmynuposath - Hagsikam
abCcTpakTHOMY HUCTOYHHUKH UHPOPMAIUHY, mpooemy, BBIJICIATh | KIMHHYECKOTO MBIIIICHHUS;
MBIIIUTCHUO, aHanmusy, | — MeTOoI0JIOTHIO KITIOYEBEIC IIEJIM U 33]]a9H 10 ee | — HaBpikamu momcka,
CHUHTE3Y IIOKCKA, c60pa u 06pa60TKH pemeHu1o; 0T60pa u OLICHKHU
HHpOPMALINY; - [Momp30Batbcs MTOJyYCHHOW WH(POPMAIINH;
- Kpurepun  oueHku | MpodeccHOHaTbHBIMU — HaBrikamu ananmza
Ha/IeKHOCTH HCTOYHUKaMHU HH()OpMAIHH; MOJyYCHHOW HH(POPMAIINH;
npodeccruoHaIbLHBIX - [TpoBoauTH aHamM3 | — MeTtonamu u
HWCTOYHUKOB WHPOPMAITIN HUCTOYHHUKOB, BBIICTAA | cocobamu NPUMEHEHHUS
HaJIe)KHbIE U | moJay4eHHOU MH(OpMAIMU B
BBICOKOKAYECTBECHHBIE npodeccrnoHaTEHOM
HUCTOYHUKH WHPOPMAIINH; KOHTEKCTE;
- AHanu3upoBaTh u |- Hasbixamu
KPUTHUYECKHU OLIEHUBATh | IMIAHUPOBAHUSA u
MTOTYYCHHYIO HH()OPMAIIHIO; OCYIIIECTBIICHUS cBoeit
- O60061mars npodeccHoHAIBLHOM
MTOJTyYCHHBIC JaHHBIC; JIESITeTbHOCTH,
- [IpumensTs — HaBbikamu
MOJIYYCHHYI0 HWH(POPMAIMI0 B | AMArHOCTUYECKOTO IMOUCKA B
npodeccHoHATbHOM KOHTEKCTE | TpodeccuoHambHOM
JIeATEITBHOCTH
TIK-2. T'otoBHOCTB K |- Meroasl paHHed u | — CocCTaBIIsTh mia"H | — Hapwsikamu
MIPOBEACHUIO MIPECUMIITOMATHIECKOM o0ciiefoBaHM TIPH MTOAO3PCHNUHN | KIMHHYECKON
MPOPMIAKTHISCKUX JTUATHOCTHKHU HAa  HACICACTBCHHBIC W/WIN | WHTCPUpPETANN
MEIUIMHCKAX OCMOTPOB, | HACJCACTBCHHBIX OOJIE3HEH; BpOXKIEHHBIC 3a00JICBAHUS; 3aKII0YCHUHN o




JUCTIAHCEPU3AIIH "
OCYILIECTBIICHHUIO
JTUCIIAHCEPHOTO
HaOIIOAEHNS 3a
3I0POBBIMH u

XPOHUYECCKNUMU OOJILHBIMHU

- MCTO)]I)I BBISABJICHUA

u  GOPMUPOBAHUSA  TPYIII
pHCKa 1o Pa3BUTHIO
BPOXAEHHOU u

HACJICACTBCHHON TIaTOJIOTHH,
B TOM 4HCIE Yy IUloJa H
HOBOPOXIEHHOTO;

- [TprHIMDBL

JTUCTIaHCEPU3aLUU TAIlIEeHTOB
U ceMed C HaCIeICTBEHHOU
MaTOJIOTHEH, MTOJAO3PEHUEM HA
HACJIEICTBEHHbIE HapyIICHUS

WA uX HOCHTEBLCTBO;
MAIIEHTOB W3 TPYIIIBI PHCKa
o BPOKIEHHON u

HACJICACTBCHHOH ITaTOJIOTHHI

- CocTaBisiTh [LIaH-
rpadux JIMCTIAaHCEPU3AIHH
HaIUEeHTOB " ceMen C
HACJICICTBEHHON  ITaTOJIOTHCH,
TOT03pEHUEM Ha
HACIJICACTBEHHBIE  HApYIICHHUS
WIH 150:4 HOCHTEJBCTBO;

MAIEHTOB U3 TPYIIIBI PUCKA IO
BpOXAEHHOM U HACJIEICTBEHHOMN
NaTOJIOT U,

- [IpoBoauts
NMpoQHIaKTUKY MaHH(peCTalun
KIIMHUYECKUX CHMIITOMOB
00JIe3HH, TIOBTOPHOTO CITydas

POXIEHU pebénka c
BpPOXIAEHHOU WU
HaCJIEICTBEHHON MAaTOJIOTHEN B
OTATOIIEHHBIX CeMBbsIX u
BO3HHUKHOBCHUSA

HACJICICTBEHHOU U BPOXKAEHHOU
MaTOJIOTUU y JeTen

CYNPYKECKUX Iap U3 TIPYIIIbI
pHUCKa u Jip.

pe3ynbTataM NpOBEAEHHBIX
FEHETUYCCKHX
HCCJICTIOBAaHMM,
HaIpaBJICHHBIX Ha
BBISBJICHHE HACIICICTBCHHOM
[aTOJIOTUH;

- AnropurMamMu
JUCIaHCEPHOTO
HaOIOZICHUS] TAllUEHTOB C
BPOXKIEHHOU 5
HacJIeACTBEHHOI

MaTONOTHEH W UIEHOB HX
ceMeit

TIK-5. T'oToBHOCTH K
OTIPEJICIICHUIO y
MaIMEHTOB
MaTOJIOTHYECKUX
COCTOSIHUM,  CHMIITOMOB,

CHHIPOMOB 3a00JIEBaHMUIA,
HO30JIOTHYECKNX (GOpM B
COOTBETCTBUU C
MexayHapoaHoit
CTaTUCTUYECKOM
knaccupukanuen
OonesHeld u  mpobiem,
CBSI3aHHBIX CO 37I0POBHEM

- MonexynspHo-
TCHETHYECKNE TPUYHHBI H
MEXaHU3MBI pa3BUTHA
MIATOJIOT AU YEIIOBEKA;

- Knunuko-
TCHETHYCCKUE
XapaKTePUCTHKH MOHOTEHHBIX
U IHPOKO pacpOCTPaHEHHBIX
(MybTH(DAKTOPHBIX)
00JIe3HEN UeI0BEKa;

- MeTonpl T€HETHKH,
MIPUMEHsIEMbI€ B KIMHUIECKON
MIPaKTHUKE;

- CoBpeMeHHbIE
METOJIBI MOJICKYJISIPHOM
JTUAaTHOCTHKH, HCIOJIh3yEeMEIC
B KJIMHUYECKOH MPaKTHKE;

- MeaunuHckue
MOKa3aHus © MEIUIMHCKHAE
MIPOTHUBOTIOKA3aHUS K

IIPOBEACHUIO Ta00PATOPHBIX U
I/IHCprMeHTaJ'H)HI)IX METOI0B
HCCIIeJOBAHMS
HaCJIEICTBEHHBIX 00JIE3HEN

- OcymecTBIATh
nHpOpPMALIUK O
3II0POBBS
KOHCYJIBTUPYFOILIETOCS
(manueHTe) M WICHaX ero CEMbH
(cocTaBnsATh POIOCIOBHYIO,
paccUMTHIBATh  T'€HETHYECKHH
PHUCK U Jp.), aHATU3UPOBATh U
UHTEPIPETHPOBAThH
HoJIy4eHHY0 HHpopMaluio;

- OCyIIeCTBIATE OCMOTP

coop
COCTOSTHHU

MaIueHTa, OIIEHMBATh
¢busnyeckoe u HEpPBHO-
IICUXHYECKOE

Pa3BUTHE/COCTOSHIE TMAIUCHTA;
- CocTaBiaTh IIaH
oOcienoBanus, OOOCHOBBIBATH

HE0O0XOIUMOCTh U TUIAHUPOBATH
00BEM HHCTPYMEHTAJIBHBIX U
1a60PaTOPHBIX UCCIIEIOBAHMIA;
- WHuTepnipeTpoBaTh
pe3yabTaTh ocMoTpa u
00CJIeIOBAaHUSIMH, Pa3bIICHATH
ux (o TpeI0KEHHON
CUTyalli{) TalUeHTaM M WX
TIPEACTaBUTEISIM;

- [MoarBepauTh WIH
HCKITIOYUTH JIMarHo3
HacJIeICTBEHHOTO 3a00JIeBaHUs

- MeTomamu

M€ IULIMHCKOM T€HEeTHKHU
(KITMHHKO-
FEHEAJIOTHUCCKHM,
OJM3HELIOBBIM,
TOITYIITHOHHO-
CTaTUCTHICCKUMU) u
HaBBIKAMHU oTpeiesIeHuUs
MOKa3aHUM K Ha3HAUYCHUIO
nmabopaTopHOM
TeHETUYECKOM
JIHATHOCTHKH,;

- Meronukoi cbopa
u OLICHKH
reHEeaJI0rnYecKoro,
aHTEHATAaIILHOTO,
MepUHATAIBHOTO,
[IOCTHATAJILHOTO aHaMHE3a,
aHaMHe3a JKU3HHU Ial[ieHTa
W aHaMHe3a 3a00JIeBaHHS C
ompezeaeHueM  (akTopos
pucka BO3HHKHOBEHHS
3a00JICBaHNUS,

- Anropur™MoM
MTOCTAHOBKH JIMarHo3a,
[IPEAINO0JIOKUTENBHO
BpOXAEHHOTO "
HACJIEJICTBEHHOTO
3a00J1€BaHUS
(cHHAPOMOIIOTUYECKUT
MTOJXO,
nuddepeHraIbHasS
JIMaTHOCTHKA);

- Hapwsikamu
HHTEpIpETAIUN
3aKITFOYEHUM no
pe3yiabpTaTaM MPOBEAEHHBIX
12a00paTOPHBIX i
HHCTPYMEHTAJIBHBIX
METOJIOB o0cnenoBaHus
MalKMEHTA C HACJICICTBEHHOM




(IpennoaoKUTEIBHO
HACJIeICTBEHHOM)
MaTOJOTHUCH, B TOM YHCIIEC
HaBBIKAMHU KIMHHUYECKOH

HAHTEpIIPETAUN
p€3yHBTaTOB TCHETUYECCKUX
HCCIIEIOBaHUM
3. Conep:kaHue TUCHUTIHHBI (MOTYJIA)
n
Paznen HaumenoBanme pa3jaesna bp
KOMIIeTeHITHH

Pazgen 1. MoneKyJIapHO-TEHETUYECKUE OCHOBBI ITATOJIOTMU YEIOBEKA YK-1, TIK-5

Pasnen 2. KnuHndeckas reHETHKA VK-1, IIK-5

Pasznen 3. MeToapl TeHETHKHU, TPUMEHSIEMbIC B KITMHUYECKON ITPAKTHKE VK-1, TIK-2, TIK-5

Pa3nea 1. MosiekysipHO-TeHeTHYeCKHEe OCHOBBI IATOJIOTMH YeJI0BeKa.

1.1. MoJsiekyJisIpHbI€ OCHOBBI HACJI€ICTBEHHOCTH.

1.1.1. Ponb HYKJIEMHOBBIX KUCIIOT B XpaHEHUH, TIepeiade U pean3aliiil TeHETHYECKON HH(POPMAIIHH.
CtpykTypa reHoMa YeoBeKa: YHUKaJIbHBIC U MTOBTOpsronIrecs nocienoBarenbHoctu JHK.

1.1.2. Ctpykrypa reHa: UHTpOHBI U 3K30HBI, IPOMOTOp, Cap-Site; CUrHANbHBIE U PETYIATOPHBIC
nocienosarenbHocTH, CPG-0CTPOBKH.

1.1.3. Tpanckpunuus: GakTOpbl TPAHCKPUIIMK; (PEPMEHTHBIHN annapar TPaHCKPHUIILUH; CO3PEBaHUE
IIEPBUYHOTO  TpaHckpunta; Perymaums tpaHckpunuuy; Crutaiicuar; Cursaisl — CIUIAHCHHIA;
AJNBTepHATUBHBIN CIUTaiicuHr; TKaHeBas CrIeU(PHIHOCTb.

1.1.4. Annapar tpancnsuuu: Pubonyknennosbie kucinotsl (PHK): Tumnsl, ctpykTypHas opranusanus
n ¢yHkuu; Perynsauus tpancisiun; GakTopsl TpaHCaAuuKu; MexaHu3m cOOpKH MOJUNENTHIHON Lemnu;
[ToctrTpaHcnsauroHHass MOAU(pUKALUS.

1.1.5. MUTOXOHIpHATIbHBII T'€HOM: OpraHu3allUsl F€HOMa W MPOTEOMa MHUTOXOHIpPUM; (eHOMEH
reTepoIlIa3MHUN.

1.1.6. PekoMOMHaIMs: MOJIEKYJIIPHBIE MEXaHU3MbI B HOPME U MATOJIOIMH YeloBeka. PexkomMOuHanus
y Oakrtepuif, BupycoB. Ponp miasmua B reHeTHuyeckoi pekoMOMHauuu. B3aumoneiictBue BHpyca ¢
KJIETKON. MoOUIIbHBIE TeHETUYECKUE 3JIEMEHTHI. Penapaliys, 0CHOBHbIE MEXaHU3MBI.

1.1.7. T'ennas unxenepusa: KoHCTpynpoBaHUE BEKTOPHBIX MOJIEKYJI U UCIOJIb30BAHUE UX B TEHHOU
MHXeHepuu; MoseKysipHble 30H]Ibl U UX HCIIOIb30BaHUE B MEIULIMHCKON T'eHeTHKe; MeToa0I0rn4ecKue,
COLIMaJIbHBIE U MPABOBBIE MPOOIEMbI T€HHON MHKEHEPUH.

1.2. [luToJI0rHYeCKHEe OCHOBBI HACJIEACTBEHHOCTH.

1.2.1. )Ku3HeHHBIH IUKI KIETKH. MHUTO3, Meii03. ['eHeTnuecKkas perynsuus KIeTOYHOro nuukia. Pois
A1pa ¥ LUTOIIa3Mbl B HacieAcTBeHHOCTH: Llutonorus siupa. Ero npeobpa3oBanus B )KU3HEHHOM IHKIIE.

XpOMOCOMBI U XPOMOCOMHBIN Ha0Op; OCHOBHBIE MOHATHS. CBSA3b MEX1y MOBEJCHUEM XPOMOCOM U
pacnpezielieHueM NprU3HaKOB — OCHOBA XPOMOCOMHOM TE€OPUH HACIIEICTBEHHOCTH.

1.2.2. CtpykTypHO-(DyHKIIMOHAJIbHAS OpraHu3anus XxpomocoMm. Mopdonornyeckue ocoOeHHOCTH
MeTada3HbIX U IpoMeTadasHbIX XpOMOCOM — JUIMHA, JIOKaJIW3alUsl LIEHTPOMEpHI, Jpyrue
MOP(OJIOTHYECKUE TTPU3HAKH.

1.2.3. CoBpemeHHbIE MTPeICTaBICHHS] O HOPMaJIbHOM KapHoTure yenoBeka: [lonsTiue o6 ayrocomax
U TOJIOBBIX XpoMocoMax. HopmanbHbIN OIMMOP(HU3M XPOMOCOM UYEJIOBEKA.

1.2.4. OcHOBHBIE MEXaHU3MBl BO3HMKHOBEHMsSI XPOMOCOMHOM MaToJIOTMH. MexaHu3MBl,
00yCJIOBIMBAIONINE KOJHMUYECTBEHHBIE MEPECTPOMKH KapuoTumna. MexXaHU3Mbl, OO0YCIIOBIHBAIOLINE
CTPYKTYpHBIE IEPECTPOUKH KapHOTHIIA.



1.3. 'eHbI ¥ IPU3HAKM.

3aKkOHBl IIEpeauyd  HACJIEICTBEHHBIX IPHU3HAKOB. B3auMOnEHCTBHE HEAICIBHBIX T'€HOB.
Kommnemenrapuocts. Onucras. Ilomumepus. I'enbt — Monudukatopsl. PopMmMupoBaHHE NpU3HAKA!
Bimsaue cpenpr; IlenetpanTHOCTh 1 9KcnipeccuBHOCTS. [InenoTponus. I'eHokonuu. GeHOKOUN.

Pazjnen 2. Knunuveckasi reHeTHKA.

2.1. HaciiencTBeHHOCTH M NATOJIOTHS.

2.1.1. Dtwonmorus W TMaTOreHe3 HacleACTBEHHOW maronoruu. OOmas XapaKTepHUCTHKa
HaclenCTBEeHHBIX Oone3Heil. Kiaccudukanus HacinencTBeHHbIX Oomne3nedd. Tumbl  HacieqoBaHMSL.
CeMuoTrka Hacle[CTBeHHbIX Oose3neil. Kmaccudukanus BpokIEHHBIX aHOMAIUl pa3BUTHS (IIOPOK,
CJIEJICTBHE, aCCOLMALIUU, CUHJIPOM, OOJIbIIINE U Majble aHOMaJIuu pa3Butus). [loHsATHE 0 MUHUMATBHBIX
JMArHOCTUYECKHUX TMPHU3HAKAX KaK sapa CUHAPOMA. 3HAUCHUE MEHETPAHTHOCTU U SKCHPECCUBHOCTU MPHU
MMOCTAaHOBKE JUArH03a HAClIECTBCHHOTO 3a00JIEBaHUI.

2.1.2. IlpuHIMIBI TUAaTHOCTUKU HACJIEACTBEHHBIX Oosie3Hed. KimHuueckue, MHCTpyMEHTaIbHbIE U
1abopaTOpHbIE METO/AbI IUATHOCTUKH.

2.1.3. IlpuHumnsl JeYeHUs HACIEICTBEHHBIX OoJe3Held u OoJje3Hell ¢ HaclleJICTBEHHBIM
MPEIPAcIIONOKEHUEM: CHUMIITOMATHYECKUE METOJbl JICUEHHUS; MATOICHETUYECKOE JieueHUEe (THUIIbI
KOpPpeKIIMH HapylleHuii oOMeHa BemiecTB (AueToTepamnus, KOPEpPMEHTHI, IIanepoHbl, (QepMeHT-
3aMECTUTENIbHAS TEpanus U Ap.); ITHOIOTUUECKOE JICUCHHE (KJIETOYHAsl Tepamnus, KOPPEKIUs Ha YPOBHE
TPAHCKpUIITA, TeHOTepanus). AJanTUBHasg cpeJa Kak MeToJ JiedeHus. Meauko-coluanbHas
peadumuTanms.

2.2. Bpo:xknéHHble aHOMAJIMU PA3BUTHS.

Knunnyeckue mnposiBIeHHs] AEUCTBUSA TepaTOreHHbIX (akTopoB. OmmOku MopdoreHesa: MOPOK
pa3BUTHA, IOU3PYNIUsS, AUCIIIA3usA, Aeopmanus. MexayHapoaHas Kiaccu(UKaus BPOKICHHBIX
aHoManuii 1o nmepecmotpa BO3. MexnyHapoaHas kiaccupukanys BPpOKICHHBIX aHOMAIUN pa3BUTHS X
nepecMoTpa. Knaccudukanus BpOXKIEHHBIX aHOMAaJWil B 3aBUCHMOCTH OT: BPEMEHHU BO3JICHCTBHUS B
MPOLIECCE OHTOTE€HE3a, IPUUNHHO-CIIEICTBEHHBIX OTHOLIEHUN, MHOKECTBEHHOCTH MOPaKEHUSI.

2.3. MoHnorennbie (popMbl HaCJIeICTBEHHbIX 00Jie3Hell (maToreHe3, KJIAMHUKA, THATHOCTHKA,
YacToTa B MONMYJISLHMH).

['eHeTnveckass TeTEpOreHHOCTh U KIMHUYECKUN TMOJUMOP(U3M HACJIEICTBEHHBIX OOJIe3HEH.
XapakTepucTiKa OCHOBHBIX TPYMN HACJIEICTBEHHOW MaTOJOTUM (HACIEACTBEHHBIE OOJE3HU HEPBHOMU
CUCTEMBI, HapylIeHHs] 0OMEeHa BELIECTB, 0OJIE3HU KIETOYHBIX OpraHesll (IepOKCUCOMHBIE, TU30COMHBIE,
MUTOXOHIpHaNbHbIe). KnHuka, quarHoctuka, J1eueHue, mpoduiakTuKa HaclIeICTBEHHBIX CHHIPOMOB C
MIPEUMYIIIECTBEHHBIM HapyIIeHNeM MuleBaputeabHoi cuctemsl (Curapom [Napauepa. Cunapowm [leiiTia-
Erepca. bonesns Knucra).

2.4. CoBpeMeHHbIe NIPEACTABJICHUS 0 MEXaHU3MAX KaHIeporeHe3a.

['eneTnveckuii KOHTPOIIL pa3BUTHS U TUdGepeHInpoBKH KiIeTOK. [loHsITHE 00 OHKOTeHAaX M O TeHax-
cympeccopax oOmyxojeBoro pocra. JIByXyagapHas Mopeib KaHueporeHe3a KHajaceHa. ['eHOMHBIN
MMIIPUHTAHT W KaHIEporeHe3. MOHOTeHHbIE W MYJbTH(AKTOPHATbHBIE (POPMBI 37T0KAYECTBEHHBIX
HOBOoOOpa3zoBanuil. OOmuMe TpeACTaBIeHUS O TEHETHYeCKHMX  MEXaHHM3MaxX  ATHONaToreHesa
HACJIEJICTBEHHBIX OIMYXOJIEBBIX CUHJIPOMOB. KIMHMYECKHE XapaKTEPUCTUKH HACIEACTBEHHBIX OIMYXOJEH.
OcCHOBHBIE HACJIEACTBEHHBIE OIYXOJIEBBIE CHHJPOMBI: CHHAPOM HacienctBeHHoro PMOXK u simuHuKOB,
cunapoMm JluH4a (HACTIEACTBEHHBIN HEMOJIUMO3HBIA paK TOJICTOM KHUIIKW), CEMEHHBINA aIeHOMAaTO3HBIHN
TIOJIUTIO3 HKEITYI0YHO-KHUIIIEYHOTO TPaKTa, pPaKk TOJCTOW KHIIKH, BO3HHKAIOIMWA Ha (OHE CEMEHHOTO
ageHomaro3sa tojctoi kumiku (CATK), ramapromubie moyimmo3Hsie cuHapomsl (cuapom Ilerima-Erepca,
IOBEHWJIBHBIM MOJUNO03 ¥ cuHApoM KoyneHa), HaclIeICTBEHHBIM pak >KeTyJKa, HACIEIACTBEHHBIH pak
MTOKEITyT0YHOM JKEJIe3bl, HACJIEICTBEHHBIN paK MUIIEBOAA.



Pa3znes 3. MeToabl reHeTUKH, IPUMEHsiEMble B KINHUYECKO MPaKTHKe.

3.1. CHHAPOMOJIOTHYECKHUIT AaHATH3.

OcoOEeHHOCTH KIMHUYECKUX MPOSBICHUI HACIEICTBEHHON MATOJIOTHUHU: BO3pacT Ae0i0Ta, CeMEHHBIN
XapakTep, MPOrpeAUEHTHOCTh U XPOHUYECKOE TEUEHUE, MHOKECTBEHHOCTh MATOJIOTHYECKUX M3MEHEHHH,
ICHOTPONHBIA  3()(deKT, CHUMMETPUYHOCTh TOpaXKEHUs, "pe3HUCTEHTHOCTH" K Tepanuu. OCHOBBI
CHUHJIDOMOJIOTHUYECKOTO aHallu3a: COYETaHUE YHHUKAIbHBIX, CHEIU(PUYECKUX U TMEepPEeKPbIBAIOLIUXCS
CUMITOMOB. JluarHoctuueckass 3HAYUMOCTb MaJbIX aHOMAJIMK pPAa3BUTHS, MOPTPETHAs IMArHOCTHKA,
remrranpr(gestalt)-muardoctuka. basbl JaHHBIX M MHTEPHET-PECYPChl B JMArHOCTHKE HACIICICTBEHHON
naromorud (OMIM (Online Mendelian Inheritance in Man), Okcdopackas MeauMiMHCKas 0a3a JaHHBIX
(Oxford Medical Database — OMD: London Dysmorphology Database, London Neurogenetics Database,
POSSUM (Pictures Of Standard Syndromes and Undiagnosed Malformations, GeneReviews, Phenomizer,
Orphanet u np., ci1oBapb CHMIITOMOB HacJIeACTBEHHBIX Oose3neit Human Phenotype Ontology).

3.2. K1MHHMKO-TeHeaJIOTHYeCKHil aHaJIN3. METOJIWKa M TpaBUiIa COCTABJICHUS POJOCIOBHOM,
OlLICHKa THIA HACIEJOBaHUS IO POIOCIOBHOM, METOAMKA aHanM3a CIerieHus. ['eHeTudeckuil puck u
METOJIbl €r0 OIEHKU C UCMHOJIb30BaHUEM KIMHUKO-T€HEATOrHYeCKHX, OMOXUMUYECKHX M MOJICKYISIPHO-
TeHETUYECKUX JTaHHBIX. [[pUHIUIIBI MEANKO-TEHETHUECKOTO KOHCYIbTHPOBAHUSI.

3.3. MeToabl momyJisINUOHHOW TeHeTHMKH. MeTOoNbl OLEHKU PaclpOCTPaHEHHOCTH M YaCTOTHI
HACJIeICTBEHHOH MaTojorun. 3akoH Xapau-Baiinoepra. UnOpuanHr, pacuér kodhuimenTa HHOPUANHTA.
CerperanimOHHBIN aHAJHM3 KaK METOJI OLIEHKU THIIA HACIEIOBAHUS.

3.4. BuoxumMmuyeckue MeTOIbI HCCIETOBAHUS.

broxumudeckre METo bl B TUAarHOCTUKE HACIIECTBEHHBIX 00Je3HeH (MMMYyHO(EPMEHTHBIN aHAIN3,
omnpe/ielIeHue aKTUBHOCTH (pepMeHTOB, TazoBas xpomaTorpadus (I'X) u BeicokodhpeKTHBHAS )KUIKOCTHAS
xpomarorpadpus (BOXKX), XMC, TMC, u np.) u mapképsl paznuunbix kiaccoB HBO. Ilporpammer
CKPUHUHITa Ha OCHOBE OMOXMMHYECKMX METOJOB: IPOrpaMMbl HEOHATAJIBHOTO M PACHIMPEHHOTO
HEOHATAJIbHOI'O CKPUHUHTA, IPEHATANbHbIM CKPUHUHT .

3.5. IluToreHeTH4YeCKHE METOAbI HCCAEe0BAHMSI.

Metoapl aHanM3a KapUOTUIA: METOJMKA TPUTOTOBJICHUS TPENapaToB IS ITUTOTEHETHYECKUX
WCCIIC/IOBAaHM, METOABl OKpAIIMBaHUS XPOMOCOM (PYTHHHBIH, METOIbl TU(HEpEeHITHATEHOTO
okpammBanusi: G-, Q-, R-, C-, Ag-MeTonpl), METOAOJOTHS CTAaHAAPTHOTO IUTOTEHETHYECKOTO
WCCIIC/IOBAHMSI, MCCIIEAOBAaHUS TpoMeTadaszHbIX XPOMOCOM; MOJIEKYJISPHO-IIUTOTEHETUIECKHE METOMbBI
(FISH, mFISH, mBand, SKY, XMA u ap.). ba3sl nanubix xpomocomusix nepecrpoek (DECIPHER).

3.6. MoJiekyasipHO-TeHeTHYeCKHEe METO/IbI.

[TLP-ananu3, [TLP-IT/IP®-ananus, pepments! pectpukuuy; [1/JIdO-ananu3, MLPA, ¢dparmeHTHBIH
aHanu3, MeTo/bl cekBeHupoBanus (1mo Cenrepy, NGS, ocHOBHBIE IPUHIIUIIBI CEKBEHUPOBAHUS 3K30Ma U
redoMa). [Ipsmbie u kocBeHHble MeTonbl JIHK-auarnHocTuku HacineacTBEHHBIX Oose3Hed. OCHOBHBIE
MIPUHITUIIBI OIIEHKU MATOT€HHOCTH MYTAIIHiA, HTEPHET pecypchl M 0a3bl JaHHBIX TeHETUYECKUX BapUAHTOB
yenoBeka (reHoMubiii Opaysep UCSC, dbSNP, ClinVar, gnomad, HGMD, Varsome, Franklin u ap.),
kputepun ACMG u poccuiickue peKOMEHIAMU O WHTEPIpPETAIllid Pe3yIbTaTOB CEKBEHHPOBAHUS,
OLIEHKA IaTOT€HHOCTH TE€HETHMUYECKUX BapHUAaHTOB Yy OHKOJIOTMYECKHX IalUeHTOB. MOJIEeKyIsIpHO-
TeHEeTHYECKHe MeToAbl B MpopuiIakTUKe HaciencTBeHHbIX Oonesnerd (HUIIT, npenatampHas u
MPEUMIUIaHTAIlMOHHAS IUArHOCTHKA).

4. Y4yeOHO-TeMaTHYeCKHH NJIAH TUCHHUILINHBI (MOIYJIs1)

| 3.e. | KoanuecTBo 4acoB | |




Homep HaumenoBanue Konta ®opma Mudgp
pa3zniena, pasnesa, TeMbl Beero KT. Tlek Ip CP KOHTPOJISA | KOMIIeTeH
TeMBbI pab. 1070/
O0muii 00bemM Yacon 3 108 54 18 36 54 3auer
Pazgen 1 | MoaekyasipHo- 3 YcTHBIN YK-1
reHeTU4ecKue onpoc IK-5
OCHOBBI MATOJIOTHH 36 18 6 12 18 b
YeJI0BeKa
Tema 1.1 | MonekynsipHble
OCHOBBI 12 6 2 4 6
HACJIeICTBEHHOCTHU
Tema 1.2 | LluTonorudeckue
OCHOBBI 12 6 2 4 6
HACJIeICTBEHHOCTH
Tema 1.3 | T'ensl u npu3HaKu 12 6 2 4 6
Paznen 2 | Knunnyeckas 36 18 6 12 18 YcrHbli YK-1
reHeTHKA omnpoc IK-5
Tema 2.1 HacnenctBeHHOCTD U 9 4 1 3 5
TIATOJIOTHS
Tema 2.2 Bpoxnénnsie
AHOMAJINH Pa3BUTHS 9 5 2 3 4
Tema 2.3 | MoHoreHHbIe POPMEL
HACJIeICTBEHHBIX
Oone3Hel (maroreHes, 9 5 2 3 4
KJIMHUKA, THarHOCTHKA,
4acToTa B MOMYJISIIIUN)
Tema 2.4 | CoBpeMeHHbIE
MPEeCTaBICHUS O
MexXaHu3Max 9 4 ! 3 S
KaHIIepOoreHes3a
Pasnen 3 | Meroabl reHETHKH, YcTHBIN VK-1
npuMeHsieMble B onpoc TIK-2
KJIMHUYeCKOM 36 18 6 12 18 b TIK-5
NpaKTHKe
Tema 3.1 CHHIPOMOJIOTUYECKU I 6 3 1 2 3
aHaIu3
Tema 3.2 | Knunuko-
reHeaTornYeCKuit 6 3 1 2 3
aHaJn3
Tema 3.3 | Metozsl
MOy JIAITUOHHON 6 3 1 2 3
TCHETHKH
Tema 3.4 | buoxumuueckue 6 3 1 2 3
METOJIbI HCCIICT0OBAHMS
Tema 3.5 | Llutoreneruyeckue 6 3 1 2 3
METOJIbI HCCIIeIOBAHUS
Tema 3.6 | MonekynsapHo-
FEHETUYECKHE METOIbI 6 3 1 2 3
5. OIIeHO‘leIe CpeacTBa 1Jsdd KOHTPOJIA Ka4eCTBa NMMOATOTOBKHM OpAMHATOPA MO JUCHHUIIJIHHE
(Mony.110)

5.1.  dopMblI KOHTPOJIS, IKAJIA U KPUTEPUH OLIECHUBAHUS Pe3yJIbTATOB 00y4eHHs

Texkyumuii KOHTPOJIb yCNIEBAEMOCTH TTPOBOJIUTCS 110 UTOTAaM OCBOCHHUS KXKIOTO paszzerna ydeOHo-
TEMaTHYECKOT0 IJIaHA B BUJE YCTHOTO OTIPOCa.

IIpome:xxyTouHasi aTTecTanusi NPOBOAUTCA B (opMe 3adeTa MOCIE OCBOCHUS IHCIUIIIMHBI
(Mony1ist) B BUze yCTHOTO cobeceoBanus. OOyuaronmmest OpAMHATOpaM MpeasiaraeTcs 1aTh YCTHBIN OTBET
Ha OMJIeT, BKIIIOYAIOIINI J1Ba KOHTPOJIBHBIX BONIPOCA U CUTYAIIMOHHYIO 33/1a4y.



IIxaJja 1 KPUTEPUHU OLCHUBAHHUSA

PesynpTaThl 00y4eHus MO AUCHUILTUHE (MOAYIIO) B paMKaxX TEKYIIEro KOHTPOJIS YCIEeBAEGMOCTH U
MIPOMEKYTOUHOW aTTECTAIlMH OLIEHUBAIOTCS M0 YeThIpeXO0aIbHON 1 ABYXOaIIbHON IIIKaJIe:

Onenka «OTJIMYHO» — BBICTABISIETCS OPAMHATOPY, €CIM OH TIyOOKO W MPOYHO YCBOMI
IIPOrpaMMHBIN MaTEpHUAJl, UCYEPIIBIBAIOLIIE, ITOCIIEA0BATEIBHO, YETKO U JIOTHYECKHU CTPOMHO €ro U3jaraer,
YMEET CBSI3bIBATh TEOPUIO C IPAKTUKOM, HE 3aTPYAHSETCS C OTBETAMU, IIPAaBUIBHO 0OOCHOBBIBAET TAKTUKY
JIEUCTBUM.

Ounenka «Xopomo» — BEICTABISAETCS. OPAUHATOPY, €CIU OH TBEPIO 3HACT IPOTrPAMMHBIN MaTepHuall,
IPaMOTHO M IO CYHIECTBY M3JIaraeT €ro, He JOIycKasl CyIECTBEHHBIX HETOYHOCTEH B OTBETE Ha BOIPOC,
HO HEJIOCTATOYHO IIOJIHO PACKPBIBAET MEXAUCIUILIMHAPHBIE CBSI3H, IPABUIIBHO IPUMEHSIET TEOPETUUYECKUE
MIOJIOKEHHMS MTPH PEILICHUH MTPAKTUYECKUX BOIIPOCOB, BIIa/Ie€T HEOOXOMMBIMHI HABBIKAMH U ITPUEMaMH UX
BBITIOJTHEHU S, KOMIIEKCHOH OIIEHKOMW MPEITI0KEHHOW CUTYAINH, TIPABUILHO BHIOMPAET TAKTUKY JCHCTBHIA.

Ouenka «YA0BIE€TBOPUTENbHO» — BBICTABIISIETCS OPAMHATOPY, €CIM OH MMEET 3HAHUSA TOJIBKO
OCHOBHOI'0 Marepuajia, HO HE YCBOMJI €r0 JeTallel, J0IyCKaeT HETOYHOCTH, HEIOCTATOYHO NPAaBUIIbHBIE
(bOopMyIMPOBKH, HApyIIEHUS JIOTHYECKOH OCIIe0BATEILHOCTH B U3JI0)KEHUH IPOrPaMMHOI'0 MaTepuaia,
HE IOJHOCTHIO OTBEYAET Ha BOMPOCHI, TPY IIOMOIIM HABOSIIMX BOIIPOCOB MPENOAaBaTeis, BBIOOp TAKTUKU
JEUCTBUI BO3MOXEH B COOTBETCTBUHU C CUTYaL[UEH PU IIOMOILY HABOAAIIMX BOIIPOCOB.

Ouenka «HeyaoBi1eTBOPUTEILHO» — BBICTABIIACTCS OPAMHATOPY, KOTOPHIN HE 3HAET 3HAYUTEIBHOU
4acTy IPOrpaMMHOr0 MaTepuasa, J0IycKaeT rpyoble OIMOKH, HEYBEPEHHO, C OOIBIIMMHU 3aTPYIHEHUSIMU
OTBEYAET Ha MPEJI0KECHHBIE BOIPOCHI, HE BJIaJeeT KOMIUIEKCHOW OIIEHKOM CHUTYaIluH, HEBEPHO BHIOMpAET
TaKTUKY AEUCTBUM, IPUBOJAIIYIO K YXYALLIEHUIO CUTYallll, HAPYILIEHUIO O€30MMaCHOCTH MallMEHTa.

Peszynomamur yemnozo cobecedosanus oyenusaromes:

Onenka «3a4TeH0» — OpJUHATOP MMOJAPOOHO OTBEUAET HA TEOPETHUECKHE BOIPOCHI, HE JOMYCKAeT
NPUHIUIHATIBHBIX OIIMOOK, YCIENIHO pelaeT NpPeAOKEHHYI0 CUTYAllMOHHYIO 3a/ady, HpaBUIbHO
00OCHOBBIBAET PELICHHE U CBOOOHO OTBEYAET HA JOMOIHUTEIbHbBIE BOIPOCHI.

Ounenka «He 3a4TeH0» — OpIMHATOP HE BJIa/I€ET TEOPETUUYECKUM MATEPUAIIOM U JOIYCKAET rpyobIe
OLIMOKH, HE CIIPABJIAETCS C PELIEHUEM CUTYallMOHHON 33/Ja4l CAMOCTOSITENIbHO, PU ITOMOIIY HABOASAILIUX
BOIIPOCOB TIpernojaBarenss ¢ OOJbIIMMU 3aTPyIHEHUSMHU pellaeT MPaKTUYECKYI0 3aJady WIH He
CIPABJISIETCS C HEM, HE MOJHOCTHIO WIIM HE OTBEYAET Ha JOIMOJHUTEIbHbBIE BOIIPOCHI.

OpIvHATOp CYUTAETCS AaTTECTOBAHHBIM MPH HAIWUYHUU TIOJOXKUTEILHOW OLEHKH 3a YCTHOE
co0eceoBanue.

5.2. OueHouHbIe cpencTBa (MpUMepPHI 3a1aAHMI )

IIpumeps 3a1aHui VIs1 TEKYLET0 KOHTPOJIS YCIIeBAeMOCTH

IIpumepur 6onpocos k ycmuomy onpocy:
CrpyKTypa 3yKapuOTHYECKOTO TeHa
CrpyKTypa MUTOXOHIPHAIBHOTO FEHOMa
Bump! pexkomOuHarmm

Turbl penaparyu

I'enb! u niceBaOreHbI

Xapakrepuctuka AJl-Tumna Hacieq0BaHUS
Xapaktepuctuka AP-Tra HacnenoBaHus

O N A~ wWDE

XapakTepucTuka X-CII-TUTIOB HACJIEIOBAaHUSI



9. Oco0eHHOCTH MUTOXOHIPUATLHOTO HACIIETIOBAHUSI.

10. [TP-ananu3: BO3MOKHOCTU 1 OrpaHUYEHUS TIPUMEHEHUSI, TEXHOJIOTHS

11. Buoxumunueckue MapkEpbl IEPOKCUCOMHBIX 00JI€3HEN U METOIBI X OTpe/IeTICHHs
12. Kputepnn naroreHHOCTH TeHEeTHYECKIX BapHAaHTOB

13. Xapakrepuctuka 6a3pl JaHHeIX OMIM.

14. IToka3aHus K CTaHIAPTHOMY LIMTOT€HETUYECKOMY HCCIIEIOBAHUIO.

15. ['enbI cympeccopsl (XapakTepUCTHKA, POJIh B TIATOJIOTHH ).

IIpumepsI 3axaHmii 1151 MPOMEKYTOYHOM aTTeCTAUA

LIpumepur 6onpocos k ycmuomy cobece0osanuio.

1. MounekynsipHas opraHu3anusi TeHOMa YeloBeKa.

2. MouekynsipHble MEXaHU3MBI perapaluy B HOPME U [1aTOJOTUU YEJIOBEKa.

3. MeToapl TeHHOM MH)KEHEPUH B IMArHOCTHKE, MPOMUIAKTHKE M TEPAITK HACIEeICTBEHHBIX
0ose3Hel.

4. JKvizHeHHbII UK KIeTKU. MUTO3, Meiio3. ['eHeTnueckas perynsius KJIeTOYHOTO UK.

5. MeToapl  aHanmM3a  XPOMOCOM  4YEJOBEKA: I[MTOT€HETUYECKHME M MOJEKYJISPHO-
[UTOTEHETHYECKHUE METO/IbI UCCIIEIOBAHMS KapUOTHUIIA YEIOBEKa.

6. OTHOJIOTHS ¥ TATOTEHE3 HACJIECTBEHHON MATOJOTUU: 00I11asi XapaKTEepUCTHUKA U BAPUAHTBI
KJ1accu()UKAIMU HACIIECTBEHHBIX 00JIE3HEH.

7. Twurb! HacIeIOBaHUS TIPU3HAKOB.

8. OcHOBHbBIE HaIpaBJICHUS U MOJAXOJbI K pa3pabOTKe METOIOB TEpalmuH HACIEACTBEHHBIX
0os1e3Hel: CUMITOMAaTHYECKOE, MATOT€HETUYECKOE U ATHOJIOTHYECKOe JiedeHHe (00IIHe XapaKTePUCTHKH)

9. MoHorenHble W MynbTU(]AKTOpUAIBbHBIE (OPMBI 37I0OKAYECTBEHHBIX HOBOOOPAa30BaHMIA
(ceMeliHbIi 1 HACJIEeICTBEHHBIN paK): 00IIast XapaKTePUCTHKA M MEXAaHU3MbI PA3BUTHUS.

10. HacnenctBenHnble — omyxoyieBble  CHHIPOMBL:  MexaHu3Mbl  pasButusi  BRCAL,2-
aCCOIMPOBAHHBIX OMyXOJEi.

11. MexaHnu3Mbl pa3BUTHSL OIyXOJIEH TOJICTOTO KHUIIEYHHKA (ceMEWHbIN aJeHOMaTO3HBIN
MOJIUTIO3, CUHpOM JInHYa)

12. ba3bl 1aHHBIX (EHOTUIIOB U MHTEPHET-PECYPCHI B TUArHOCTHKE HACIIEACTBEHHOM MTAaTOIOTHH.

13. Metoapl CEeKBEHHUPOBAHMS B JUArHOCTUKE HACIEJACTBEHHBIX OOJIE3HEH: - TOKa3aHwus,

BO3MOXHOCTH U OT'PAaHUYICHUA

14. OcHOBHBIC MNPUHIUIIBI OLOCHKU MATOTCHHOCTH I'CHCTHUYCCKUX BAPHUAHTOB, O6Hﬂpy>KeHHLIX
pu 9K30MHOM/IIOJTHOT€HOMHOM CCKBCHUPOBAHUU: KPUTCPUU ACMG u pOCCHfICKHC PCKOMEHAAUN I10
HHTCPpHPCTALIUN PE3YJIBTATOB CCKBCHUPOBAHUA

15. [TpaBuna QopmMHupoBaHUS 3aKIOYEHHUS] IO Pe3ylbTaTaM 3K30MHOTO/TOJIHOT€HOMHOTO
CEKBEHHUPOBAHMSI.
16. ba3bl NaHHBIX TE€HETHMYECKUX BAPUAHTOB YEJIOBEKAa W MHTEPHET-pecypchl (T€HOMHBIN

opaysep UCSC, dbSNP, ClinVar, gnomad, HGMD, Varsome, Franklin u ap.) 11t O1ieHKH maTOreHHOCTH
T€HETUYECKUX BAPUAHTOB, B T.4. Y OHKOJIOTHYECKUX IAI[UEHTOB.

17. MonekyaspHO-TeHEeTUYeCKHEe METOAbl B MPOQUIAKTUKE HACIEICTBEHHbIX OOJe3HeH
(HUIIT, npenaTtanpHast 1 IpEeMMIUIAHTALIMOHHAS IUAaTHOCTHKA).

Ipumepol cumyayuonnulx 3a0ay

3agaua 1.

Onpenenuts CTENEHb POACTBA, AOTI0 OOIINX F€HOB, BEPOSTHOCTh TOMO3UTOTHOCTH JJIsi IOTOMCTBA B
Opake TBOIOPOIHBIX MOTYCHOCOB.



3agaua 2.
Orenute maroreHHocTh reHeTrueckoro Bapuanta: NM_000314.8(PTEN): ¢.368A>G (p.His123Arg).
JlaiiTe peKOMEHIaIuu 0 00CIeIOBAaHUIO U IUCIIAHCEPHOMY HAOIIOICHUIO.

OneHouyHBIC CpEICTBA IS KOHTPOJS KadecTBa IMOATOTOBKH OPAMHATOPAa B XOJI€ OCBOCHUS
JMCHIHUIUTAHBI (MOJTYJIS), & TAKXKE OI[CHKH MIPOMEXYTOUYHBIX M (MJIM) OKOHYATEIIbHBIX PE3YJIbTATOB 00yUCHUS
M0 TUCHHUIUTHHE (MOayIT0) nipenactapieHsl B [Ipunoxennn 1 «DoHT OIIEHOYHBIX CPEICTB MO JUCIUTUINHE
(MOTyITEO ).

6. Buabl v 3a1aHus1 VIS CAMOCTOSITE/IbHOM padoThl OpAMHATOPA (IPUMePHI)
1. PabGoTta c snmrepaTypoii (OCHOBHOW M JIOMOJIHUTEIBHOH), KOHCHEKTHUPOBAHUE Y4EOHOTO
Marepuara.
2. Pabora ¢ mpodeccuonanbHbIMU 0a3aMH JAaHHBIX W HH()OPMAIMOHHBIMU CIIPAaBOYHBIMH
CUCTEMAaMH JJIS TTOJATOTOBKH K CEMUHAPCKUM (TIPAKTUICCKUM) 3aHSATHSIM.
3. [ToAroToBKa K TEKyIIEMY KOHTPOJIIO YCIICBAEMOCTH U TIPOMEKYTOIHON aTTECTALINU.
7. Y4eOHO-MeTOAMYECKOEe H HH(POPMALTMOHHOE o0ecnedeHne JUCHUIIIMHBI (MOYJ1s1)

OcHognas numepamypa:

1. I'eneruka [Tekcrt]: yueonuk / B. U. Banos, H. B. Bapsinukosa, [lx. C. buiesa u ap.; mox
pen. B. 1. NBanosa. - MockBa: Akanemkuura, 2007;

2. AHOMaJIMU Pa3BUTHS OPTaHOB M YacTeH Tema denoBeka [Tekcr] : [yueOHOe mocodme auis
meauimHckux By30B] / O. B. Kanmun, O. A. Kanmuna. - Poctos-na-Jlony: ®enukc, 2016. - 591 c.: ui. -
(Beiciiee MmenuIHCKOE 0Opa30BaHKE);

3. Knunnueckast renetuka [TekcT]: reHOMHKa M IMPOTEOMHKA HACJIEACTBEHHOM INaTOJIOTUU!
[y4e6. mocobue mist By3oB] / I'. P. MytoBuH. - 3-e u3n., nepepad. u gon. — M.: T'9OTAP-Meaua, 2010;

4. Knunuueckast reHeTruka [DIeKTpoHHBINH pecypc]: [yueb. ans Beicul. mpod. oOpa3oBanus] /
H. I1. bouxos, B. II. ITy3sipeB, C. A. Cmupnuxuna; nox pe. H. I1. boukosa. — 4-e uzn., aon. u nepepad. —
Mocksa: I'SOTAP-Menua, 2020. - 592 c. - Pexxum JOCTYyTIA:
http://marc.rsmu.ru:8020/marcweb2/Default.asp.;

o. Knunuueckast reHetuka [DJIEKTpPOHHBIM pecypc]|: '€éHOMHMKAa M MHPOTEOMHUKA HACJENCTB.

natojioruu: y4ed. mocobue / I'. P. MyroBuH. — 3-¢ m3., nepepad. u gomn. — Mocksa: [DOTAP-Menua,
2010. — 832 ¢. — Pexxum goctyma: http://marc.rsmu.ru:8020/marcweb2/Default.asp.;

6. HacnenctBeHnsie 0os1e3HU [ DeKTpoHHBIN pecypc]: Hail. pyk. / [Anekcees JI. I1. u ap.]; ri.
pen. H. II. boukoB [u nap.]. — MockBa: ' DOTAP-Menua, 2013. — 936 c.: un. - Pexxum nocryma:
http://marc.rsmu.ru:8020/marcweb2/Default.asp.

Jlononnumenvuas numepamypa:

7. I'enst [Tekct] / B. JIstoun; nep.: Y. A. Kobuanu u ap.; noa pex. /. B. Pebpukosa. - Mocksa:
BMHOM. JIa6. 3nanwmii, 2012. - 896 c.: wi. - (JIyumuii 3apyOexHsiid yaeOHUK). - [lep. 9-ro aHI. M3, -
IMep. uzna.: Genes 1X / B. Lewin. Boston etc.: Jones and Bartlett publ.;

8. Maremaruueckue actiekTsl renetuku / A. H. Bono6yes, U. JI. JlaBeiakuH, A. B. Koncanos,
J. A. Kyanaii. [Dnextponnsiii pecypc] — MockBa: [DOTAP-Menua, 2020. — 176 c¢— Pexum nocryma:
http://marc.rsmu.ru:8020/marcweb2/Default.asp.;

9. Introduction to medical genetics [Electronic resource]: student workbook / RNRMU,
Pediatr. Fac., Dep. of Biology ; O. N. Khrushchova, E. A. Bogdanova, E. I. Romashevskaya et al. ; ed. by
A. G. Mustafin. - Moscow, 2021. - Adobe Acrobat Reader. - Pexum mgocryma:

http://rsmu.informsystema.ru/login-user? login=Ywurarens&password=010101;


http://marc.rsmu.ru:8020/marcweb2/Default.asp
http://marc.rsmu.ru:8020/marcweb2/Default.asp
http://marc.rsmu.ru:8020/marcweb2/Default.asp
http://marc.rsmu.ru:8020/marcweb2/Default.asp
http://rsmu.informsystema.ru/login-

10. MenunuHCKas TeHEeTUKA: HalMoHaIbHOE pykoBojacTBo / moxa pea. E. K. I'matepa, B. II.
[Ty3eipeBa, C. U. Kymesa. - MockBa : [DOTAP-Menua, 2024 1. - 896 c. (Cepus "HaumonanbHbie

pykoBojcTBa'") - ISBN 978-5-9704-8557-6..,
https://library.mededtech.ru/rest/documents/ISBN9785970485576;
11. HeoHnatanbHbIli CKpHHUHT: HAIMOHATEHOE PyKoBOIcTBO / oA pen. C. U. KymeBa. — Mocksa

: I'D0TAP-Menua, 2024 r. https://library.mededtech.ru/rest/documents/ISBN9785970483206.

Hngpopmayuonnoe obecneuenue (npogpeccuonanvhvie 6azvi OAHHLIX, UHGOPMAYUOHHBLIE CNPABOYUHDLE

cucmembl):

1. https://www.garant.ru — I"apanT.py, CrpaBOYHO-IIPaBOBasi CUCTEMa IO 3aKOHOJATEILCTBY
Poccuiickoit denepanuu;

2. OBC «KOoHCYJIBTaHT CTYIEHTA;

3. ObC «AOyKCc;

4, OBC «Jlaaby;

5. O6pazoBarenbHas mnatdopma «HOpaiT»;

6. ObC «bykany;

1. 9BbC «IPR SMARTY;

8. OBbC «BIBLIOPHIKA»;

9. 3BC «Polpred. [lenoBrie cpencTBa MaccoBOi HH(PpOPMAIII;

10. https://pubmed.ncbi.nim.nih.gov — Pub Med kpymnHefiiias MmoJHOTEKCTOBAs KOJUICKIUS
BEAYIINX KYPHAJIOB 110 OMOMEAMIIUMHCKUM HCCIIC0OBAHUSM,

11. https://onlinelibrary.wiley.com/ - ounaiin-6utauorexa Wiley;

12. https://www.sciencedirect.com/ - KOJUIEKITUS MOJHBIX TEKCTOB PEICH3UPYEMBbIX JKYPHAJIOB,
KYPHAaJIbHBIX CTaTEH U TJIaB KHUT;

13. https://www.science.org/ - GecrulaTHBIH JOCTYI K OTIACIbHBIM ITyOJIHKAIIUSM, HOBOCTH B
HayKe;

14. https://www.tandfonline.com/ - apxXxuB Ka4eCTBEHHBIX PELEH3UPYEMBIX IKYPHAIbHBIX
cTarei, onyoaukoBaHHbIX o umnpunTamu Taylor & Francis, Routledge u Dove Medical Press;

15. https://www.cambridge.org/core - mojHOTEKCTOBas KOJUICKIHS JKYPHAJIOB H3/IaTelbCTa
Cambridge University Press;

16. https://www.elibrary.ru/defaultx.asp - Hayunas sekTpoHHas OHOIHOTEKA;

17. https://www.rsl.ru/ - Poccuiickas ['ocynapcTBeHHas 6HOIHOTEKa, OPUIIHATBHBIA CalT;

18. https://nlr.ru/ - Poccuiickast HalioHaIbHAS OHOIMOTEKA, OPUITHATIHHBIN CAT;

19. https://femb.ru/ — denepanbHas 37eKTpOHHAS MEIUIIMHCKas OubIrnoTeka M3 PD;

20. https://rusneb.ru/ — HanmonanbHast anekrponHas oudaunorexa (HIb);

21. https://cyberleninka.ru/ — Hayunast anexktponnas 6ubnuoreka «KubdepJleHuHkay;

22. https://oncobrca.ru/ - 6a3a qaHHBIX OHKOT€HOB;

23. https://brcaexchange.org/about/history - 6a3a renos;

24, https://cancergenome.ru/materials/guide.pdf - ITpakTndyeckoe pykoBOACTBO ISt Bpadei 1o
nporpamme RUSSCO «CoBepiiieHCTBOBaHHE MOJIEKYISIPHO-TEHETUYECKON NUAarHOCTUKU B Poccuiickoi
denepauuny;

25. https://testgen.ru/upload/fag/attach/quasar/NGS.pdf - PykoBomcTBO 10 WHTEpHpeTanuu

KJIMHUYECKH 3HAYMMBIX HYKJICOTHIHBIX BAPHAHTOB IPH CONHUIHBIX OMyXOJSIX C IEJIbI0 BHIOOpA TAaKTHKH
TEpanMd W TPEIOCTABICHHUIO PE3YIILTATOB, IOJAYYEHHBIX METOJOM CEKBEHHPOBAHHS CIIEAYIOIIETO
nokoseHust (NGS);

26. https://www.ncbi.nIm.nih.gov/omim - cnpaBoYHHK 10 TeHaM YEIIOBEKA M T'€HETHYECKUM
(dheHoTunaM;


https://library.mededtech.ru/rest/documents/ISBN9785970485576
https://library.mededtech.ru/rest/documents/ISBN9785970483206

27. https://www.ncbi.nIm.nih.gov/clinvar/ - ClinVar o6bseaunser HHGOPMALUIO O TEHOMHBIX
Bapualuiax U UX CBA3U CO 3JOPOBLEM YCIIOBCKA.

8. MartepuanbHO-TEXHH4YECKOE O0ecniedeHne U CUUILTHHBI (MOTYJIA)

Aymutopun, 000pyJOBaHHAS MYJIbTUMEAMWHBIMUA U WHBIMU CpeACTBaMu OoOydyeHHs: JIeKIMOHHBIN
3aJ1 — yueOHas ayIuTOpUs JJIsl IPOBEACHHS JCKIIMOHHBIX, TPAKTUYECKUX 3aHATHIH, CEMUHAPCKHUX 3aHITHH,
YKOMIUIEKTOBaHa yueOHOH Mebemnbio (CTombl, cTybs ). OcHaleHa: JocKa, HOYTOYK, TPOSKTOP, IKPaH.

[TomemieHust 1y1si CaMOCTOSATENIbHOM paboThl 00YUAIOIIUXCSl OCHAILIEHBI KOMITBIOTEPHOI TEXHUKOMU ¢
BO3MOKHOCTBIO TOJIKIIOUYECHHS K ceTdu "MHTepHer" W oOecnedyeHWeM JOoCTyla B DJIEKTPOHHYIO
nH(OPMaLIMOHHO-00pa30BaTENbHYIO Cpeay Y HUBEpPCUTETA.

Ilepeyens NporpaMMHOro odecrneyeHus :

- Microsoft Windows 7, 10, 11;

- MS Office 2013, 2016, 2019, 2021;

—  AnruBupyc Kacnepckoro (Kaspersky Endpoint Security);
—  ADOBE CC;

—  Photoshop;

- ISpring;

—  Adobe Reader;

—  Adobe Flash Player;

- Google Chrom, Mozilla Firefox, Mozilla Pubic License;
- 7-Zip;

—  FastStone Image Viewer;

- Ubuntu 20.04;

—  Astia Linux;

- Debian;

- MTC JIMHK,

- 1C YHuBepcurer;

- 1Cary.
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