AHHOTanuu padbouux nmporpamm aucturinH yaeonoro miana OITOIT BO no manpasnenuto noaroroBku 30.06.01 dyngamenTanbHas MeIUIIMHA
(YpoBEeHb MMOATOTOBKH KaJpOB BBICIICH KBaMH(UKanm) HarpaBaeHHOCTh (mpoduis) nmoarorosku 03.02.07 'enetnka

b1.B.O/I.1 — I'eneruka

HCHB N3YUCHUA TUCHUIIIIMHBL

OcBocHue TCOPCTUYCCKUX U MPAKTUYCCKUX HABBIKOB IJIA OCYIICCTBJICHUA HaquO-HCCJIC,HOBaTGHLCKOfI u
nenaromquKoﬁ ACATCIBHOCTH, H, B I[aJ'IBHeﬁI.HeM, CaMOCTOSATEILHOM KHHHI/IKO'HHaFHOCTI/I‘ICCKOﬁ n
KOHCyﬂBTaTHBHOﬁ paGOTBI ¢ OOJIBHBIMU HaCcJICICTBCHHBIMHA 3a00JIeBaHUSIMU B KAUCCTBE Bpayda - TCHCTHUKA.

MecTo TUCHMIUTMHBI B y4eOHOM TUTaHE

JlucuuniuHa BXOAUT B BAPUATUBHYIO YacTb, pa3fiesl 00a3aTeNbHbIC JUCIUIINHBL.
3HaHMsI, YMCHHS U KOMIIETCHIINH, TPHOOpeTaeMbie 00YyJatOIUMUCS TIOCTIE OCBOSHUS COICPKAHUS
JUCIUIUIMHBL, OYAYT UCIOIB30BaThHCS AJIsl YCIENIHON MPO(eCcCHOHATBHOM e TEIbHOCTH.

DopmMupyeMbIE KOMIIETEHLIMHU

VK-1, VK-2, YK-3, YK-4, VK-6,0T1K-1, OTIK-2, OTIK-3, OITK-4, OTIK-5, ITK-1, [TIK-2, TIK-3, TIK-4, TTK-
5, TIK-6, TIK-7

3HaHI/I$I, YMCHHA U HAaBBIKU, ITOJIY4aCMBbIC
B PE3YJIbTATC OCBOCHUA TUCHUIIIIMHBL

AcnupaHTbl, 3aBEpIIUBLINE U3yYEHUE TUCUUIUINHBI «I €HEeTUKa», TOJIKHBI:
- 3HaTh:

® OCHOBHbIE MPUHLUIBI YIOPABICHUS M OPraHu3aldd TOMOIIM OOJBHBIM HACJIEICTBEHHBIMU
3a00JIeBaHUSAMH M3 YUCIIA IETCKOTO U B3pPOCIIOTo HaceneHus B Poccun;

® CTPYKTYpy TI€HOMa 4eJOBEKa, XapakTep M OCHOBHbIE 3aKOHOMEPHOCTH €ro H3MEHYHBOCTH,
OCHOBHbIE 3aKOHOMEPHOCTH MyTareHe3a U KaHLEpOreHe3a, OCHOBBI IOIMYJISIIIUOHHON TeHETUKHY;

® DHTHUOJIOTHIO, MATOreHe3, KIMHUYECKYI0 KapTHHY, OCOOEHHOCTH TedeHUs, Iu(QepeHIHaIbHYI0
JMAarHOCTHKY XPOMOCOMHBIX 00JI€3HEH, COITPOBOKAAIOLINXCS YHCIOBBIMU HAPYILIEHUEM XPOMOCOM;

® DOTHOJIOTHIO, TATOTEHE3, KIMHUYECKYI0 KapTHHY, OCOOCHHOCTH TeYeHUs, Iu(QepeHIHaTIbHYIO
JTMarHOCTUKY XPOMOCOMHBIX OonesHeit, COIIPOBOXKAAIOIINXCS CTPYKTYPHBIMH U
MHUKPOCTPYKTYPHBIMHU NIEPECTPONKAMH XPOMOCOM;

® DOSTHOJIOTHIO, TNATOreHe3, KJIMHUYECKYI0 KapTHHY, OCOOEHHOCTH TeueHus, Aud(depeHInaIbHyo
JUArHOCTHUKY, TIOJIXO/Ibl K T€paly HACJIEICTBEHHBIX HapyIlIeHn! 0OMEeHa BEIIECTB;

® DHTHUOJIOTHIO, MATOreHe3, KIMHUYECKYI0 KapTHHY, OCOOEHHOCTH TedeHUs, Iu(QepeHIHaIbHYI0
JMAarHOCTUKY M TOJXOJAbl K Tepalnuu HacJEJCTBEHHBIX OOJe3Hel HEpPBHOM CHUCTEMBbI, OMOPHO-
JBUTATEIbHOrO-alapara, KpOBH, KOXH, OpPraHOB 3pEHUS M CIyXa; CEepAeYHO-COCYAUCTOM,
OpOHXO0JIErOYHOM, MOUEBBIJICIIUTEILHON CUCTEM, JKEITyI0UHO-KUIIIEUHOTO TPAKTa;

® DOTHOJIOTHIO, TNATOreHe3, KJIMHUYECKYI0 KapTUHY, OCOOEHHOCTH TeUeHHus, AUPPepeHInanbHyI0
JUArHOCTHKY, MOJAXOJbl K TEepaluu OIyXOJel, pa3BUBAIONIMXCA B paMKax HAacleICTBEHHbBIX
OITYXOJIEBBIX CUHJIPOMOB;

e (OCOOEHHOCTH MaToreHe3a, KIMHUYECKYI0 KapTUHY, OCOOCHHOCTH TedeHHs, AuddepeHInaIbHyo
JMAarHOCTUKY M TOAXOAbl K Tepamuu Haubojiee pacHpOCTPaHEHHBIX MYJIbTH()AKTOPUATBHBIX
OoJIe3HeH, OlleHKa BKJIaJa HACJIECICTBEHHBIX ()aKTOPOB B MX PA3BUTHE;

® COBpPEMEHHBIE METOJ(bl KJIMHUYECKOT0, JIabOpaTOPHOrO, HHCTPYMEHTAJIBHOTO 00CIe0BaHUS
OOJIbHBIX HACJIeJICTBEHHBIMU 3a00JI€BaHUSIMU;




COBPEMEHHBIE METOJbI ITUTOTEHETUYECKON, MOJICKYISIPHO-IIUTOTEHETHYECKON M MOJICKYJISPHO-
TEHETUYECKON JIMarHOCTHUKH, HOBBIC BBICOKOIPOU3BOAMTEIIbHBIE METOJBI aHAl3a TIeHOMA,
MIPUMEHEHUE CHEIUATbHBIX METOJO0B T€HETUUECKOr0 aHaIM3a B MEAUIIMHCKONW T'€HETUKE U JPYruX
00/1aCTIX MEIUIMHEI,

COBpPEMEHHBIC TIPUHIIUITBI TPEHATATHHON TUAarHOCTUKU HACIEACTBCHHBIX 3a00JICBAHUN U OCHOBHBIX
MIOPOKOB Pa3BUTHS,

COBPEMEHHBIC KOHIICTITUH K JICYCHHUIO HACJICICTBEHHBIX 3a00JICBaHUN;

TEOPETHYCCKHUE n MPAKTUYECKUE MIPUHIIATIBI MIPOBEICHHUS MeIUKO-TEHETHYECKOTO
KOHCYJIbTUPOBAHHS.

- YMETh:

aHAJM3UpPOBaTh M OLEHHWBATh A(PPEKTUBHOCTb pabOThl MEIUKO-TEHETHYECKONW KOHCYJIbTAalUH,
KaOuHeTa MeJIMKO-TE€HETUYECKOI0 KOHCYJIbTUPOBAHUS;

MOJyYUTh MH(MOPMALMIO O OOJBHBIX M 3[JOPOBBIX WIEHAaX CEMbU HAa OCHOBAaHUM OIPOCA, JIUYHOI'O
OCMOTpa WM UMEIOIIHUXCSI MEAULIMHCKUX JJOKYMEHTOB;

MIPOBECTU YINIyOJEHHBIH KIMHUYECKUM OCMOTp NpoOaHsa, WIEHOB €ro CeMbU M JIPYIrHX
POJICTBEHHUKOB M HAa3HAUUTh HEOOXOAMMBbIE MAPAKIMHUYECKHE METOJbl HCCIEIOBaHUM IS
YTOUHEHHsI JUarHosa;

OLICHUTH JaHHbIE JJAOOPATOPHBIX U HHCTPYMEHTAJIBHBIX METOJIOB HUCCIIEI0BAHUS;

ONpEeAEIUTh HEOOXOIUMOCTh JIONOJHUTENbHBIX KOHCYJbTAlUN CHEUUAIUCTaMU  Pa3IM4YHOIO
npodus;

000CHOBATh TAKTHUKY JIeUeHUs] OOJIBHOrO pedeHKa (B3pOCIOro) ¢ HacIEICTBEHHBIM 3a00J€BaHUEM
(Ha 71OMYy, B IE€TCKOM CHELMAIU3UPOBAHHOM YUPEXKACHUH, CTAllMOHApe);

OLIEHUTH 3P (HEKTUBHOCTH TEPAIUY;

MO/ArOTaBIMBATh HEOOXOANMBIE PEAKTUBBI JJISl PA3IMYHBIX BUI0B UCCIIEJOBAHUI;

MIPOBECTH IMOJATOTOBKY OHMOJOrMYECKOro MaTepuaia A IMTOI€HETHMYECKOIO0 U MOJEKYJISpHO-
LHUTOT€HETUYECKOT 0, MOJIEKYJIIPHO-TEHETUYECKOT 0 UCCIIEI0BAHUS;

10JIb30BAThCS PA3IMUHBIMA METOJIMKAMU F€HETUYECKOTO aHaJIN3a;

MpaBWIbHO O(POPMIIATH HEOOXOUMYIO TOKYMEHTAIUIO;

aHAJIM3UPOBATh JIAHHBIE JIUTEPATypbl U MHPOPMAIIMOHHBIX PECYPCOB AJIEKTPOHHBIX OMOIMOTEK U
MHTEpHETa NpU IJIAaHUPOBAHWM, BHINOJHEHHHM U aHAJINW3€ PE3yJIbTaTOB HAYYHBIX HCCIEOBAaHUN B
00J1aCTH TE€HETUKH;

IJIAaHUPOBATh, BBITIOJIHATh M aHAIM3UPOBATH PE3Y/IbTAThI BBITOJIHAEMbIX HAYYHBIX MCCIEIOBAaHUHN B
00J1aCTH TCHETHKH;

MIPEICTABIIATh IIOJYyYEHHBIE B XOJI€ HAyYHOM JEATEJBHOCTH MaTepuaybl B BUAE YCTHBIX U
CTEHJIOBBIX JIOKJIQ/I0B, TE3HCOB, Pa3JIWYHBIX BHUJOB cTaTeil (0030pHBIX, MEPEOBBIX, KPATKUX




COOOIICHUH, OPUTHHAIBHBIX pabOT), y4eOHO-METOIMUECKHUX ITOCOOMIA;

MNpOBOAUTL IMPAKTHUYCCKUC 3aHATHUA 110 MeI[PII_IPIHCKOfI IFCHCTUKC CO CTyACHTaMU (baKy.HBTeTOB
MOJTOTOBKH Bpadeil, a TakKe JCKIMOHHBIC, CCMHUHAPCKUE W MPAKTHYECKHUE 3aHITHA C BpadaMu-
KypCaHTaMH — 0 TEME JUCCEPTAMOHHOTO UCCIICIOBAHMSI,

- BJIAJACTh:

METOJaMH BeJICHUS MEIUIIMHCKON yU4€THO-OTUYETHON JOKYMEHTAIIUHU B JICUCOHO-TTPOPUIAKTUUECKUX
YUPEKTCHUSAX;

METOJIaMH OCMOTPA MALMEHTA, IEPKYCCUU U NMAJIbIAUN PA3JTUYHBIX OPTaHOB,;

HaBBIKAMHU OIIEHKM PE3yJbTAaTOB JIA0OPATOPHBIX U  CIEHHAIBHBIX METOJOB JHArHOCTUKU
(Mopdomornyeckux, OHMOXMMUYECKUX, MOJIEKYJISIPHO-TEHETUYECKUX, IUTOTEHETUYCCKHUX,
MMMYHOJIOTHYECKHUX, MHCTPYMEHTAIbHBIX);

MPUHIMITAMA KIIMHUYECKOU AuQdepeHInaTIbHON JHATHOCTUKY HACIICICTBEHHOM MMaTOJIOTUH;
COBPEMEHHBIMH METOJIAMU pacueTa TeHETUYECKOTO PUCKA;

METOJIMKON 3a00pa OMOIOTHYECKOT0 MaTepHualia Jisi IPOBEACHHs JIa0OPATOPHBIX U MOJIEKYISPHO-
TeHETUYECKHMX MCCIICIOBAaHUM,

HaBBIKAMH OTIPEIEIICHHBIX OMOXUMUYECKUX UCCIICI0BAHMIH,

BJIAJIETh METOAUKAMU SKCTPAKIIUHU HYKJIEUHOBBIX KHUCIIOT;
BIIQIETh MeTOIMKOM noctaHoBKY [1L[P B e OCHOBHBIX MOIM(PHUKAIUSAK;

BJIAJICTh METOJIMKOMN MTOCTAHOBKH PEAKIIMU 00paTHOM TPaHCKPHUIIIIHH;.

BIIa/IETh METOJIMKaMH Telb-anekTpodopesa B [IAAL u arapo3HoMm rene;

BIIQ/IETh TEXHUKOW aHAIM3a MOIUMOP(HU3Ma ATUH PECTPUKIIHOHHBIX (parMeHTOB;
BJIAJIETh METOJIUKON CEKBEHMPOBaHUs MPOAYKTOB [ILIP;

BJIAJIETh METOJIMKOM aHAJIN3a Pe3yIbTaTOB MOJIEKYJISIPHO-TEHETHYECKUX TECTOB;.

BJIaJIETh HaBbIKAMM  Pa3pabOTKM HOBBIX MOJIEKYJSIPHO-TEHETHUYECKHX TECTOB, I0J00pOM
OJINTOHYKJICOTUHBIX ITpanMepoB s noctaHoBky [11[P

BJIaJIeTh METOJJaMH CTATUCTHUYECKOW 00paboTKHU OGMOMETUIIMHCKON HH(OpMaIH

MeToAaMu cOopa Hay4YHbIX MaTepHajoB, CO3JaHUs AJIEKTPOHHBIX 0a3 TaHHBIX, METOAaMHU 00pPabOTKU
U IIPEACTABJICHUS IIOJIyYEHHBIX PE3YJIbTaTOB.

Conepxanue TUCIUTITAHBI

1. UcTopusi pa3BUTHS MeIUIIMHCKON reHeTUKH, OPraHu3alus MeIUKO-TeHeTH4ecKoii momomu B P®.
OcHOBHbBIE IIOHATHS MEIMIMHCKON N'eHeTHKH

[Ipeamer u 3aaun METUIIMHCKON T€HETHKH, €€ CTpyKTypa. [IoHATHE 0 HACIEeICTBEHHOCTH U H3MEHYMBOCTH
1o Meunpens. 3akonsl Menzens. ['enerrka B Hayane XX Beka. Yuenue Menjens u 6uomerpusi. Mcropus
MOMYJISIIMOHHOM reHeTHKH. Mcropus 6MoXuMHYecKol reHeTuKU. IcTopHs HIMTOreHeTUKU U MOJIEKYJISIpHOM
reHeTuku. PacimdpoBka renoma yenoseka. KpaTkoe onrcanue akTyalbHbIX MacIITA0OHBIX TPOEKTOB B




00JIaCTH MEIUIIMHCKON N'eHETUKHU. DBOJIIONS OCHOBHBIX ITOHITHUI T'€HETUKH YeI0BeEKa OT MeHmensa 0o
coBpeMeHHOCTU. Pa3Butue MmeauunHcKkol reueTuku B Mupe U B P®. CoBpeMeHHasi opranu3aius MeIuKo-
reHeTH4ecKoi ciyx0bl B PO. 3akoHonaTenbHast 6a3za. OCHOBHbIE IOHATUS T€HETUKU U UX UCTOPHYECKast
sBosiroLMsl. ['eHbl ¥ pu3Haku. 3aKOHBI IEpEeayYu HAcIeACTBEHHbBIX IPU3HAKOB. B3anMonelictBre
HeaJuleNbHbIX TeHOB. Mi3MeHunBoCTh. CB3b HACIEICTBEHHOCTH U nlaTosoruu. [lonstue o myrarenese,
TUnbl MyTanuid. O0mmas kiaccuuKanus HaclIeICTBEHHBIX Ooie3Heil. Turbl Hacne 0BaHUsI MOHOT€HHBIX
3a00JIeBaHUH.

2. OCHOBBI IF'eHeTHKH YeJI0BeKa M FreHeTHYecKHe OCHOBBI MaTOJIOTHYeCKHX npoueccoB. Meroabl
TeHETHKH YeJI0BeKa.

MouekynsipHble U HUTOJOTUYECKHE OCHOBBI HACJIECTBEHHOCTHU. POJIb HYKIIEMHOBBIX KUCJIOT B XpaHEHUH U
peanu3anuy reneTudeckoi nupopmanuu. Opranuzanus reHoma yesoBeka. OCHOBHbIE TATOI€HETUYECKUE
MEXaHU3Mbl BOSHUKHOBEHHUS HACJIEICTBEHHON NaToj0ruu. B3anMonelicTBre reHoTHna U CPEJIbl B
¢dopmupoBanuu npusHakoB. [lonarue 06 snureHernke OOIIME XapaKTEPUCTUKH TATOreHe3a pa3InyHbIX
HacJeCTBEHHBIX 3a00neBanuil. Kiaccupukauus myrannii. OCHOBHbIE 3aKOHOMEPHOCTH CIIOHTAHHOTO
MyTareHe3a. XapakTepUCTHKa MyTareHHbIX BO3IEHCTBUI. XapaKTEPUCTUKA XUMUYECKUX MyTarcHoB. Tumsl
MOJIEKYJISIPHBIX TIOBPEKACHUH, BRI3BIBAEMBIX Pa3IMUHBIMU MyTareHamu. Cuctemsl pernapanuu. OO0mume
MOHATUSA O KaHIeporeHese. O0O1Me MOHATHSA 00 OHKOT€HETHKE, UMMYHOI'€HETHKE, FTeHETUKE Pa3BUTHUS.
Pa3nuyHble METO/IbI TEHETUKH YEJIOBEKA: F€HEAIOTUYECKUH, TONYISIIUOHHO-CTATUCTUYECKU,
OMOXMMHUYECKUH, IUTOT€HETUUYECKU N, MOJIEKYJIAPHO-IIUTOT €HETUYECKHH, MOJIEKYIISIPHO-T€HETHUECKU .
[ToHsITHE O COBPEMEHHBIX METO/IAX T€HETUKU YEJIOBEKA.

3. XpoMocoMHBIe §0JIe3HH M MOHOTCHHbIE HAC/e/ICTBEHHbIE 3200/1eBaHUA

XpOoMOCOMHBIE 0OJIE3HU: ONPEEICHNE OHITHS, KJIaCCU(PUKALUs, TPY3 XPOMOCOMHBIX aHOMAaJIUI B
nonynsanuu. OnpeeneHue NOHATUS XPOMOCOMHBIX O0JIe3HeH, UX KJIacCU(PUKAIMS, PaCIPOCTPAHEHHOCTh B
nonyysiuy. GakTopkl, BIUSIONIME HA BOSHUKHOBEHHE XPOMOCOMHOW NATOJIOTUH Y yenoBeka. KinmHuko-
LIUTOT€HETUYECKAsl XapaKTEPUCTUKA CUHIPOMOB, CBSI3aHHBIX C AHOMAJIMSIMU B CUCTEME TIOJIOBBIX
xpomocoM. KinnHuKo-IIuTOreHeTuyecKkas XxapakTepucTiKa CHHIPOMOB, CBSI3aHHBIX C aHOMAJIUSAMHU ayTOCOM.
CTpyKTypHbBIE XPOMOCOMHBIE MYTAIlMH MaJIOTO pa3Mepa, Bapualiy Yncia KOMUN TeHOB, UX POJb B
HOPMaJIbHOW M3MEHYMBOCTHU U MATOJIOTMH, NOAXOb] K TUArHOCTHKE. [[pUHIIUIIBI T€EHETUUECKOTO
KOHCYJbTUpOBaHUs. JMcCIIa3uu coeMHUTENbHON TKaH!, Harn0oJiee paclpoCTpaHeHHbIE pa3HOBUIHOCTH,
UX O3THOJIOTHS U MaToreHe3. KIMHUKO-IMarHoCTUYECKUH MOAXO0 K JUCIUIA3HUSIM COEIMHUTENBHON TKaHU,
ux nupdepeHnanbHas AMarHocTuka. TakTUKa JedeHusi. DTHOJIOTUS U MaTOreHe3 HanboJiee YacThIX
HaCJIeICTBEHHBIX 3a00JIeBaHUN HEPBHO-MBIIIIEUHON cHcTeMbl. KITMHUKO-THarHOCTUYECKUi MOAXO/,
muddepeHranbHas IMarHoCTUKA, TAKTUKA JieueHusl. [[puHIUIbBl TeHETUYECKOT0 KOHCYJIBTUPOBAHHUS.
DTHOJIOTHS U MTaTOreHe3 HauboJiee YacThIX HACJIEICTBEHHBIX Oone3Heil ooMeHa. Kinunuko-
JIMarHOCTHYECKUN moxo, nuddepeHnpanbias AMarHoCcTUKa, TaKTUKA JedeHus. [I[puHuuns
TE€HETUYECKOr0 KOHCYJIbTUPOBaHMsl. | eHeTHUeCKne OCHOBBI KAHLIEPOT€HE3a, IBYXYAapHas THIIOTE3a




KHnyncoHa, «gorensrpammay, COBpeMEHHbIE IPEICTABIECHUS O KaHIIEpOreHe3e. DTHOJIOTHS U TaTOreHe3
HanboJiee 3HAYUMBIX HACJIEACTBEHHBIX PAKOBBIX CHHAPOMOB. DIUAEMHUOJIOTHS HACIEICTBEHHBIX PAKOB B
mupe 1 P®. Knnnuko-guarsoctuaeckuil noaxos, tuddepeHnuanbHas JMarHoCTUKA, TAKTUKA JICYEHUS.
[Tonsatue o papmakoreHeTUKE, MPEIUKTUBHBIX U MPOTHOCTUYECKUX MOJICKYJISIPHO-TEHETUYECKUX MapKepax
B OHKOJIOTHHU. [IpMHIMIIBI TEHETUYECKOTO KOHCYJIBTUPOBAHMS.

4. Metoabl IMarHOCTHKH HACJIeICTBEHHBIX 3a00/1eBaHN

O030p OCHOBHBIX METOJIOB JJMATHOCTHKY HACIIEICTBEHHBIX 3a00sieBaHmi. KinnHndeckas quarHocTHka.
HHCcTpyMeHTabHbIE METO/IBI B IMATHOCTHKE HACIIEACTBEHHBIX OoJe3Hel. buoxumuueckue u
MMMYHOJIOTMYECKHE METOIbI — IPEUMYILECTBA U orpaHnyeHus. [I[puMeHeHne B HCCIe10BaTEIbCKUX LESIX.
KapuotunupoBanue, UCTOpUS pa3BUTHS KapHOTHIIMPOBAHUS, Pa3InYHbIe BapuaHThl AU depeHnnansHoro
OKpAaIIMBaHUSA XpOMOCOM. TeXHHKa BBIIIOJIHEHUS KAPUOTUIIUPOBaHusA. KapruorpaMMHBbIN aHAJIN3.
Orpannyenus u npeumyinecTBa Merona. Cdepbl npUMEHEHUS! KapUOTUITUPOBAHNS, IPUMEHEHHUE B
nccaeaoBarenbekux nemsx. droopectentHas ruopuausanus in situ (FISH), ponb B merekiuun
MUKpoZenenuii u ayrmukanuid. [IpenmymecTtsa u Henoctatku merona. Cdepst npumenenus FISH,
IIPUMEHEHHE B HCCIe10BaTeNbCKHX 1esiX. O030p COBPEMEHHBIX BBICOKOIIPOU3BOAUTEIBHBIX METOJIOB,
OCHOBaHHBIX Ha rMOpUaM3aluM (CpaBHUTENbHAs reHoMHas rudpuauzanus, OHII-Mukpouuns! u 1pyrue),
UX OTPaHUYEHHUs U IPEUMYILIECTBa, c(epbl IPUMEHEHNUs, IPUMEHEHUE B UCCIIEA0BATEILCKUX LIENSX.
[Tommmepa3zHas nermHas peakiysi, OCHOBHbIE Mo uKkanuu. MeTtoauku aHanmza npoaykTos [P ¢
HCIIOJIb30BaHUEM Tenb-3ekTpodopesa. Pectpuknuonnsiii ananmms JJHK. CekBenupoBanue JIHK mo
Metony Conjxepa. MeTo bl n3ydeHus SKCIpeccuy reHoB. My IbTHIUIEKCHAS! TUTra3Has mpo0a-3aBrUcUMast
amrutuukarms (MLPA). PazpaboTka MOJIEKyISIPHO-TeHETUYECKHX TecTOB. [IperMyIiecTBa 1 OrpaHUueHHUS
MouteKyisipHo-reHeTrndeckux MetooB JJHK nuarnoctuku. Ilpumenenue B pa3nuuHbIX cepax METUIUHBL,
B HCClIeIoBaTeNbCKUX HensaX. CoBpeMeHHbIe THOPUIN3AaMOHHBIE METO bl TUarHOCTUKU. CeKBEHMPOBAHUE
HOBoOro nokoJyieHus ("next-generation” sequencing), OCHOBHbIC BapUaHThI IPUHIUTIOB. [IpenmytiiecTBa u
HE/I0CTAaTKU BBICOKOTIPOU3BOAMTENBHBIX METO/I0B F'€eHETHYECKHOro aHanu3a. Heo6xoaumocts
OononH(popMaTUIecKo 00paboTKH, ee Hanbosee 6a30BbIC MPUHIIUIIHIL.

[IpmMeHeHne BBICOKOIIPOU3BOIUTEIBHBIX METO/I0B NT€HETHUECKOI0 aHAJIN3a B MPAKTUKE U HAYyYHO-
UCCIIeI0BATENbCKUX LeNsX. ['eHeTHuecKuil macnopT win pacuM@poBKa MoaHbIX reHoMoB. FOpuanyeckue u
sTHdeckue npodnemsl. [lopsiok mpUMEeHEeHNs: METOJ0B T€HETHUECKOI0 aHAJIN3a B PA3JIMYHbBIX CUTYaIUsIX.
CKpUHHMHIOBBIE METO/Ibl UCCIIEIOBAHNSA: HHCTPYMEHTAJIbHbIE, OMOXUMUYECKHE, METO/Ibl CKDUHUHTA Ha
ypoBHe JIHK-auarnoctuku. MukpocareminTHas HECTAaOMIBHOCTh U HACJIEICTBEHHBIN HEMOJIUITO3HBIN PaK
tosicroi kuiku. [Ipsmas u Henpsimas JIHK-nnarnoctuka. Ananus cueruieHns, KaHJUAaTHbIN TOAX0. K
TE€HHBIM CETSIM, TIOJTHOTEHOMHBIN aHanu3 acconuarnuii (GWAS). MonekynspHas reHeTHKa B STI0XY
BBICOKOIIPOU3BOIUTENBHBIX METO/I0B TEHETUYECKOTO aHAIN3a — aKTyaJIbHbIE TEHICHIIUU U
OTKPBIBAIOLINECS NTEPCIIEKTUBBI.

5. OcHOBBI NONYJISAIMOHHOI IreHeTHKH




OcCHOBHBIE TIOHSTHS TOMYJISAIIMOHHON TeHETUKH (TEeHETUYECKUM TPY3, TUIIBI 0TOOPa, TEHETUYECKUN peid,
«a¢dexT ocHOBaTENA» U APYrue). MeTo bl MOMyIALNOHHON reHeTUKU. CTaTUCTHUKA U Oy ISIIHOHHAS
IeHETHKA YeJIoBeKa. DIUJEeMHUOJIOTUs HACeICTBEHHbBIX 3a00J1€BaHui, €€ aHaJIU3 C TOUKU 3PEHUS
MOMYJISIIUOHHON TeHeTHKH. BKilag HacieACTBEHHBIX (PAKTOPOB, MyTallUil MM TOJIMMOP(GU3MOB, B pa3BUTHE
pacrpocTpaHeHHbIX MYJIbTH()AKTOPUAIBHBIX 3a00JI€BaHUI.

6. Bosie3HH ¢ HACJIeACTBEHHBIM NPeAPACIOI0KEeHneM

O0630p reveTuku HauboJIEE PACIPOCTPAHEHHBIX MYJIbTU(AKTOPUAIBHBIX 3a00JI€BaHU: CEepeUHO-
COCYIUCTBIX, OHKOJIOTHUECKUX. BiMsHue reHeTnyeckux pakTopoB Ha TeUeHUE NH(PEKIMOHHBIX
3abosneBaHuil: npumep TyoepKyse3a. CoBpeMeHHbIE IPEACTABICHUS O FeHETUKE MYJIbTU(AKTOPUAIBHBIX
6one3nelt. [IpUHIMITBEI METMKO-TEHETUYECKOT0 KOHCYIbTHpoBaHus. [lonsaTie o papmakoreneTuke.

7. CoBpeMeHHbIe MOAX0AbI K NH(epeHuaIbHON JTUATHOCTHKE HACIEACTBEHHbIX 00J1e3Hei.
Buonndopmarnyeckoe odbecnieyeHne MeIMIMHCKON reHeTUKH

OCHOBHbBIE KOMITBIOTEPHBIE TPOrpaMMbl JU1s o0aerdenus auddepeHnnantbHoN JUarHOCTUKH
HaCJIe/ICTBEHHBIX 3a00neBaHnid. MexnyHapoaHble 0a3bl JaHHBIX B cpepe reHeTUKN U OMONH(POPMATUKH
(OMIM, HGMD, Ensembl, GenBank u npyrwue).

8. [IpenaranbHast AMATHOCTHKA

IToka3zanus [uis HanpaByieHUs] OepeMEHHOM Ha IPEeHATaIbHYIO AUarHOCTUKY XPOMOCOMHBIX O0se3Hen
wioaa. [lokasanust 1t HaripaBiieHHs OOJBHOTO HAa KOHCYJIbTALMIO K Bpauy - FeHETUKY. MOHUTOPUHT
BPOX/IEHHBIX aHOMaIMH pa3BuTus. [IpekoHuenonHas npogpunakruka. [lpenaraiabHas AMarHOCTHKA.
HeonaTtanbHplil CKPUHUHT.

9. CoBpeMeHHbBIE MOAXO0ABI K TePANINH HACJIEACTBEHHBIX 00JIe3HEeH

[IpuHIMIIBI TATOT€HETUYECKOW U CUMIITOMAaTHYECKON TEpaIliy pa3InYHbIX HACIEICTBEHHBIX 3a00J1€BaHUM.
[TaTorenernueckas tepanus 6osie3Hel ooMena. [larorenernyeckas Tepanus HaCIEICTBEHHBIX OITYXOJIEBBIX
cuHAPOMOB. [loHsATHE 0 reHHON Tepanuu. [IpenaTcTBrs Ha MyTH Pa3BUTHS T€HHOM TEparyH.

10. Meguko-reHeTH4YeCKOe KOHCYJIbTHPOBAaHHE

Menauko-reHeTuuecKoe KOHCYJIbTUPOBAHUE U €r0 IPUHLHUIIBL. Pacyér reHeTuueckoro pucka npu
3a00JIeBaHUAX C pa3IMYHBIMU TUIIAMU HaclieJoBaHUs. [leOHTOIOrnYecKne acreKThl MeINKO-
TE€HETUYECKOI0 KOHCYJIbTUPOBAHHSI.

Bubl yueOHoM paboThl

.HCKI_II/II/I, CCMUHAPBHI, MPAKTUICCKUC 3aHATUSA, CAMOCTOATCIIbHAs pa60Ta 06yqa}011114xc;1

Hcnonb3yemblie nH(GOpMaLIMOHHBIE,
MHCTPYMEHTAJIbHBIE U IPOIPAMMHbBIE
cpeacTBa

Hcnons3oBanne MyIbTUMEIUNHOTO KOMILJIEKCA B COYETAHUH C JIEKIIUSMHU, CEMUHAPaMU U IPAKTUYECKUMHU
3aHATUAMH. bubnuoreunslil GOH YKOMIUIEKTOBAH NEYaTHBIMHU M3/IaHUSIMH OCHOBHOM U JTOTIOJIHUTEIHHOMN
nuTepaTypsl. JlaHHas qUCHUILIMHA o0ecrieueHa He0OX0AMMBbIM 000pyI0BaHUEM JJIsl IPOBEICHUS
IIPE3CHTALIN.

®opMa TEeKylIero KOHTPOJIs
yCIIEBaEMOCTHU
00yJaroIIXCst

CO6€CGHOBaHI/Ie, YCTHBIC UJIM ITMCbMCHHBIC OIIPOCHI HA MPAKTHYCCKUX 3aHATUAX, BBIIIOJIHCHUEC
3a[[aHI/II>'I Ha NPAKTUYICCKHUX 3aHATHAX, IIPOBCPKA U OLCHKA BLIITOJIHCHHUA CaAMOCTOATCIIBHBIX 1 KOHTPOJIbHBIX
SaHaHI/Iﬁ Ha MPAKTHYCCKUX 3aHATUAX, IPOBCPKA U OLICHKA KAaUCCTBA BEACHUA KOHCIICKTOB, 3a4CT.




dopma TPOMEKYTOUHOU ATTECTAIUN

OrneHrBaHNE OKOHYATEIBHBIX PE3YJIBTATOB 00YUEHHUS 110 AUCIUIUIMHE - KaHAWJIATCKUN YK3aMEH.

Oransl MpOBEIECHUS

DK3aMeH MPOBOIUTCS B popMe Oecebl o OMIIETY U BKITFOYALT:

1. Borpoc u3 o01ieit yacTu 00s3aTeIbHON TPOTrPaMMBI

2. Bompoc u3 cnenuaibHOM 4acTH 00513aTeNbHOM NPOrpaMMbl

3. Bonpoc U3 10NOIHUTEILHON MTPOrPAMMBI

4. Becena no TeMe qucCepTaIMOHHON paboThI (BOMPOCHI 33/1aI0TCSI HA YCMOTPEHUE HK3aMEHATOPOB).




