Annomauusn K padoyeit npozpamme OUCUUNTIUHbBL

«OCHOBBI MEJIUIIMHCKOM T'EHETUKN»
OCHOBHOHW 00pa30BaTeIbHOI MPOrpaMMBbl BBICIIETO 00pa30BaHMS CIIEIHATUTETA N0 CIEIHATBHOCTH
31.05.02 Ileouampus

1. eab ocBOeHUSI AMCHUILINHBI (Yuacmue 6 popmMuposanuy Coomeemcmeayiouux KOMnemeHyull — yKkasamso

koouwl): YK-1
2.

MecTo mucuumiauebl B cTpykrype OOII

2.1. Jlucupmmua «OCHOBBI MEJIUIIMHCKOM I'EHETHUKMW 0THOCHTCS K SIEKTHBHON 4acTH G10Ka
1 muciuruinaa biaoka 1 OOII BO no cnenuansaocty 31.05.02 «Ileguarpus». Jucnuninza usyyaercs B 4

cemecTpe.

3. TpeOoBanus Kk pe3yJbTatamM ocBoeHHs nporpamMmsel qucuuiuinabl «OCHOBBI MEJIUIIUHCKON
I'EHETHUKW» no ¢popMHUPOBAHHUIO KOMIIETEH LN

N3yuenune

JAUCHUIIVIMHBI HaIpaBJICHO Ha (bOpMI/IpOBaHI/Ie y 06yqafomnxcs1 CICAYIOMINX YHUBCPCAJIbHBIX

(y WeoON
IROIviLl

Ne Kon | Conmepixka Kon n B pesynbrare uzydeHus: AUCIUIUIMHBI, 00y4aloMIHecs JOIKHBI
/| KOMITe HUE HalMEHOBa 3HarTh Ymern Baagers
T KOMIIETE HUE
GHIIMU | HIUH WHJUKaTOpa
(wn ee | TOCTUKEHU
4acTH) s
KOMITETEHI]
uu
1. VK-1 | Cnocobe | UYK 1.1 | - npuHIMIBI aHamu3a | - aHAJIU3UPOBATh - HaBBIKaMU
H 3HaeT: JJIEMEHTOB MOJTyYCHHYTO aHanu3a
OCYIIECT | yroronp MOJTYYEHHOU nHpopmarmio, Hay4YHOU
BIISITH KPHTHIECKD uHpopmau MIPUHUMATh JUTEpaTyphl U
KpUTHYE (BBISIBICHHBIX CaMOCTOSITENIbHOE opUIHATBEHBIX
CKUH O aHaTIM3A | pvmTomoB, pelieHue CTaTUCTUYECKUX
aHaJIu3 u OHCHKH | cpynpoMoB, - COCTaBJIATh 0030pOB,
np06neM COBPCMCHH IIaTOJIOTNYCCKUX POIOCIIOBHEIE, MOATOTOBKH
HBIX BIX M3MEHEHUi) B HCIIOJIB3YS pedeparos,
CHTYall | yayyHbIX pesyibrare CTaHJapTHbHIC 0030poB 1o
i Ha OCTIDKEHH o0cienoBaHus 0003HaYeHU, aKTyaJIbHBIM U
OCHOBE .. MalueHTa ¢ aHAJM3UPOBATh COBPEMEHHBIM
cHctemH | HACJICICTBEHHBIM POIOCIIOBHBIE; Hay4YHbIM
oro OCHOBHBIC | 3a60meBannem; - OOBSICHATH BOIIPOCaM B
nonxoaa, | TPYHIMIIEL | e pyUHIAIIBI CHHTE3a | TPUYHHBI U oOmnactu
BbIpa0ar | KPUTUYECKO | MOTYyYEHHOU BO3MOJKHBIC HACJIeICTBEHHOU
BIBAaTh ro aHanusza | uH(GopManuu MEXaHU3MbI MaTOJIOTUH.
CTpaTeru | yK 1.2 (BBISBICHHBIX POXKICHUS ETEH ¢ - HaBBIKAMU
10 VMeer: CUMIITOMOB, XPOMOCOMHBIMH CKpUHMHT -
JIeUCTBH MOITyYaTh CUHPOMOB, 00JIe3HIMU; OIICHKU
i HOBEIE MaTOJIOTUYECKUX - METOIAMH pe3yJIbTaToB
sHauus Ha | U3MEHEHHMH) Uit W3y4YEeHUS 1ab0paToOpHBIX U
OCHOBE MMOCTaHOBKH HACJIEICTBEHHOCTU y | HHCTPYMEHTAJIb
aHAJH3a, MPEBAPUTEIHHOTO YeloBeKa HBIX METO/IOB
CHHTE33 H JarHos3a (UMTOTEHEeTUYECKUI | UCCIIEOBAaHUS U
p.; - OCHOBHBIE THUIIBI METOI, BBISIBIICHUS TEX
cOBMNATE HaCJIeI0BaHMs, OHOXMMUYECKUI U3MEHEHUH,
’ KITMHUYECKUE METO/I, KOTOpPBIE




JAHHBIEC TI0 | CUMIITOMBI U reHeaIorn4ecKuit TpeOyroT

CJIO’KHBIM CHHJIPOMBI, METOI, HapaBICHUS

HAyYHBIM XapakTep TeUeHUs U | OJIM3HELOBBIN 0O0JIBHOTO K

npobieMam, | UCXOAbl Hauboee METO/T; TPHHIIUT TCHETHKY.

OTHOCSIINM | PacIIpOCTPaHEHHBIX | CEKBEHHPOBAHUS

ci K HACJIEICTBEHHBIX JIHK)

npodeccro | 3a00neBaHUA - UHTEPIIPETUPOBATh

HAJIbHOU - IPOTHO3 JIJIs Hauboee 3HaYMMble

oOnacru; KU3HHU, JUTSL TMATHOCTHKH

OCYLIECTBJIS | TPYAOCIIOCOOHOCTH | HACJEICTBEHHBIX

Tb IIOUCK U COIIMAJILHOM 3a00JIeBaHUI

UHPOpPMAILM | afanTaIly IPH W3MEHEHUS

uu OCHOBHBIX pe3yJIbTaToB

pellIeHni Ha | HAClIeICTBEHHBIX 1a00paTOPHBIX U

OCHOBE OO0Ne3HsX. WHCTPYMEHTAIBHBIX

e CTBH, - OCHOBHBIC METOHOB

OKCTIEPHMEH | HapaBJICHUS WCCIIEIOBAHMUS, a

Ta ¥ OTBITA | TPOPUIAKTHKI HMMEHHO: O0IIEro U
HACJIEJICTBEHHBIX OMOXUMHUYECKUX
00JIe3HEeH. aHAJIM30B KPOBH,
- OCHOBHBIE METOIBI | IUTOTCHETHYECKUX
nabopaTopHoi U | METOJIOB, METOJIOB
MHCTpYMeHTaIbHOU | npsimon JIHK-
JMarHOCTHUKH, JTMarHOCTHUKHU.
HEOOXOoIuMBbIE IS | - IPUMEHSTh
BepUpUKAITUU U | COBPEMEHHBIE
bopMyITHpOBKHU nH(pOpPMaILMOHHbBIE
auarHo3a HauOoliee | TeXHOJIOTUU IS
pacrpoCTpaHEHHBIX | TIOTYYEHUS
HACJIEJICTBEHHBIX CBEJICHUI,
3a0oneBaHuit KacaroIuxcs
(reHeTnueckue, JTUarHOCTUKHU U
OMOXMMHYECKHE, Je4eHus
MopdoJIorHuecKue HACJIEICTBEHHBIX
OCHOBBI ~ pa3BUTHUS | 3a00JeBaHUI
HACJIEJICTBEHHON - BBISIBIISITh
[aTOJIOTHH); HACJIC/ICTBEHHbIE
- TOKa3zaHus K | 3a0oneBaHUS
HATPaBICHUIO Ha | - OPraHu30BaTh
pa3InyuHbIe paboty 1o
MHCTPYMEHTAJIbHbIE | (POPMUPOBAHUIO Y
u nabopaTopHble | HACENCHHMS,
METO/IbI NAlMEHTOB U YICHOB
. - OCHOBHBIE | UX ceMel
(baxTopbI pHUCKa | MOTHBaLUH,
pa3BUTHUSA HarpaBJICHHOW Ha
3a00eBaHUIl M MX | COXpaHEHHUE U
KOPPEKLUIO YKPEIIJIEHHE CBOETO
- [JIaBHBIE 3I0POBbS U
COCTABJIAIOIINE 3JI0POBbS
3710pOBOro oOpasa OKpYXKaroIluX.
KU3HU. - OLICHUBATh
- IPUHIIMIIBI 3HaYeHue odpaza
OpraHu3aIiH KHU3HU JUTS




nporpamm COXpaHCHUS
JIMAarHOCTUKU 3JI0POBbS YEIIOBEKA
HaCJICACTBECHHBIX " IUNIaHUPOBATH
3a00eBaHmit CBOIO

- q)OpMI:I 1 METOObI KU3HCACATCIbHOCTD
OpraHu3aIuu Ha OCHOBE 3HaHHI O
TUTUEHUYECKOTO 310pOBOM 00pase
oOpa3oBaHus 1 KU3HU

BOCIIUTAHUA

HACEJICHUS.

- METOJUKY

MCIOUKO-

TeHETUIECKOTO

KOHCYJIBTUPOBAHUs

4. Pa3niesibl AMCUMIIMHBI 1 KOMIIETEHIMH, KOTOpPbIe ()OPMHUPYIOTCS IPH UX U3YYEHHUH:

n/Ne Kon HaumenoBanue pa3aena Conepxxkanue paszjiesia B IMIAKTHYECKUX eJHHULAX
KOMIIeTe AUCHUIJIMHBI
HITUN

['eHOoM uenoBeka Kak HaydHasi OCHOBA MPEAUKTUBHON
MEJIUINHBI. | eHETHYEeCKUIl TacTopT.

['eHOMHBII IMIIPUHTHHT- STTUTCHETHYECKUAsT CHCTEMa
PETYJISIIIUU TSHOB.

MuToxoHipHalibHbIE OOJIE3HH.

I'eHOMHKA ¥ TEHOMHBIE TEXHOJIOTHH.

HoBble MpoeKThI M0 M3y4eHHIO TeHOMA YeIOBEKa.
I'eneTnueckuii momumopdusm. DTHOreHOMUKa. [ eHoMuKa
Y CO3/ITaHUE HOBBIX JICKAPCTBEHHBIX MPENaparoB.
Konnenus nekapcTBeHHONH MeTa00IMUeCKON

OCHOBA MEAUITMHCKOM
reHeTukH. I eHeTnuecKui
MacnopT. DNUTCHETHKA.
OTHOTeHOMHMKA.

0€30MacHOCTH. CDapMaKOFCHCTI/IKa.



2. MeTozb! n3yueHust
TEHETUKH YEJIOBEKA.
MoHoreHHsle, XpOMOCOMHBIE
Y TEHOMHBIE 3a00JIeBaHMSL.

I'eneanornueckuii METOJ UCCICAOBAHNS TCHETUKHU
yenoBeka. CocTaBiieHue POJOCIOBHBIX. bin3HeoBbIit
METOJ;: orpeneicHne kodPPUIeHTa poJACTBa;

k03 PHUIMEHTHI pO/ICTBA AT PA3IUYHBIX MAP
POICTBEHHUKOB; OIPE/IeNIEHNE KOHKOPAAHTHOCTH
[TonmynsMOHHO-CTAaTUCTUYECKUN METOJT MCCIICIOBAHUS B
MEJIUIIMHCKON T€HETUKE. 3HAYEHNE U3YUYEHHS YaCTOT
TC€HOB ¥ TEHOTHUIIOB B MTOMYJISIINY JIJIs1 TTOJTYICHUS
nH(pOpMAIU 0 9aCTOTE TETEPO3ZUTOTHOCTH.
broxumudeckuii METO HCCIIeTOBAHUS T€HETUKH
YyeJIoBeKa.

[{uToreHeTHYECKHE METOJIBI NCCIICIOBAHMS B
MEJIUIIMHCKOM reHeTuke. CTaHIapTHOE
KapuotunupoBanue. OrooOpeciieHTHas in situ
ruopuausanus (FISH meron). Muoronserasie FISH
Metobl. [Ipumepsl npuMeHeHus B KIMHUYECKOM
MIPaKTHUKE.

MoHoreHHEbIe 3a001eBaHusA. TUIIBI HACIEIOBaHHUS.
Knaccudukaius MoHOTeHHBIX 3a00neBanuii. bonesnu
oOMeHa: aMUHOKHUCIIOTHOTO, YIJIEBOJHOTO, IUITUIAHOTO,
IIypUHOBOTO, HTOPGUPUHOBOTO OOMEHA.

Xpomocomusie abepparmu. Kinaccudukamms. Haubonee
pacmpocTpaHeHHas maToyorus: cuaapom JlayHa,

3. Bpoxnennsie 3a0oneBaHus
U TIOPOKHU pa3BUTHSL.

IlepumeBckoro-1epuepa, KmanugeabTepa.

Bpoxxnennsie 3a00eBanus ¥ TOpoKu pa3BuTus. [lopoku
P MOHOT€HHBLIX U XPOMOCOMHBIX 3a00JIeBaHUSIX.
[Topoku, BbI3BaHHBIE SHAOKPUHHBIMU, TOPMOHAJIBHBIMU U
MeTaboIHUeCKUMH paccTpoiicTBamu Matepu. [lopoku
AK30T€HHOTO MPOUCXOKICHUS.

MynbTH(aKkTOpHaIbHbIE TOPOKH.

Ponb ¢pusnuecknx, XUMUYECKUX U OMOJIOTHYECKUX
(akTOpOB B MPOUCXOXKICHUU BPOXKICHHBIX HAPYIICHUN

I T ri7ts

NARRPUTHUS
) b




4. Metoasl IMarHOCTUKA

4eJI0BEeKa U MEIUKO-
TEHETUYECKOE
KOHCYJIETUPOBAHHUE.

HacJIeICTBEHHBIX I1aTOJIOT Uit

KJINHAYECKOM IMPAKTHUKC.

¢bparmMeHTOB

onnonuteBoit JIHK

pacIICTUICHHE)

Cl'IeL[I/I(i)I/I‘Ie CKHMMH 30HIaMH.

KIIMHAYECKON METUITAHE.

Metonpl JIHK-muaraoctuku. Vcrons3o0BaHue B
. aHaJIU3 MOMUMOPQU3MA ITUH PECTPUKIIUOHHBIX

. aHaIu3 NoIMMop(du3Ma MUHHU- U
MHUKPOCATEJUIUTHBIX MOCIIEA0BATEIbHOCTEN

. NoJIMMeEpa3Hasl LieTHas peakuus

. aHaJIU3 KOH(OPMALIMOHHOTO NMOIUMOppU3Ma

. Metonbl cekBenupoBanus JJHK (aume3okcu-meron
Chanrepa, (II00pOXpPOMHOE OKPAITUBAHUE XUMHUYECKOE

. ruOpuaAn3alys HyKJI€HHOBBIX KUCIIOT C aJlIelb-

[IpuknagHbpie acCnEKThl MPUMEHEHHS] METO/IOB
MonekyJsipHoi renetuku U JJHK-nuarnoctuku B

Meton JIHK- xomeT B OIIeHKE T€HOTOKCHYECKOTO
JEHCTBHSI SKOIOTUYECKUX (PaKTOPOB.

3aja4u MEIMKO-T€HETUYECKOTO KOHCYJIBTUPOBAHUS U
MOKAa3aHUs JUIS HallpaBlieHUs] OONBHBIX U UX CeMe Ha
MEJIMKO-TEHETUYECKOE KOHCYJIBbTUPOBaHKE. MeToauku
MPOBEICHUS] MEIUKO-TEHETUYECKOTO KOHCYIBTUPOBAHUSL.
OCHOBHbBIE KIIMHUKO-TEHETUYECKHUE U METOIBI

HCCIIEIOBAHMUS.

5. O6bém AMcHMIVIMHBI ¥ BUJbI y4e0HOH padoThl
OO61mas Tpy1I0€MKOCTh AUCITUIUTHHBI cocTaBisgeT 1 3auéTHas enuaMIa, 36 9acoB

Bup yyeoHo¥# padoThI TpynoemkocTb TpynoemkocThb 1o
cemecTpam (AY)
Ob0bem B Oo0bem B
3a4eTHBIX aKaJeMH4YeCKUX 4
eIMHUIIAX yacax (AY)
(3E)
AynurtopHasi paboTa, B TOM YHUCJIe: 0,61 22
Jlextuu (JI) 0,17 6 45
JlaGoparopusie npakTikymbl (JIIT) - - - -
[Tpaktrnueckue 3ansarus (113) 0,44 16 16
Knunnueckue mnpakTUdyecKkue 3aHATHS - - -
(KIT3)
Cemunapsl (C) - - -
CamocrosiTenpbHass  paboTa  CTy/leHTa 0,39 14 14
(CPC)
Hayuno-uccnenoBarenbckas pabota - - -
CTylEeHTa
[TpomesxxyTouHas aTTeCTaIus: - - -
3a4eT
OO0masi Tpyn0eMKOCTb 1 36 36




