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1. Heab u 3aga9n quCHUIVIMHDI «OCHOBBI MeIHIIHHCKOIl TeHeTHKHY (naaee - puCHMILINHA).

Lems ocBoenus ANCUMILIMHDE — Y4acTHE B (JOPMUPOBAHHMY Y BBITYCKHUKA CIIEAYEOLIMX KOMITETEHITHIA:
YHHBEPCAIbHbIE KOMIICTCHIAN:

YK-1. CnocoGen OCyIIeCTBIATE KPUTHUECKHUE aHaIu3 MpoGIEMHBIX CHTYaldil Ha OCHOBE CHCTEMHOIO
II0AX0/1a, BeIpabaThIBaTh CTPATETHIO ICHCTBUH

32113‘“1 JUCHHUIIJIHHBI:

B PE3YJIBTATC M3YHEHUS NMHCHUIUIWHBI CTYJIEHT TOJIKEH:

3HarTh:
- OCHOBHBIC HAIPABJICHHS COBPEMEHHOH T€HETHKHM: TICHOMHKY, IIPOTCOMEKY, OIHIE€HETHKY,
STHOTEHOMHKY, (PaKMaKOTreHOMHKY, METareHOMHKY, COBPEMEHHBIE I10/IX0/IbI TEHHOM TepaluH.

- OCHOBBI MOHOT€HHBIX 3a00N€BaHMN WM MPHUHIUIIE UX JHATHOCTHKH C HCIOJIb30BAHHEM COBpPEMEHHBIX
JIOCTHXKECHHH IeHEeTHKH.

= CHMIITOMEI pacipOCTPaHCHHEIX HACIEACTBEHHEIX CHHIPOMOB H OCHOBHBIE IIOAXOABI K HX TUArHOCTHKE.
- MEXaHHM3MBI T€HETHYECKOH U SIMHUTEHETHYECKOM U3MEHYUBOCTH.

- 0 MUTOXOHIAPHAJIBHBIX 3a00IeBaHUAX U 3a00JIeBaHHSIX TEHOMHOTO HMIIpHTHHTIA.
- 0 paCIipOCTPAaHCHHOCTH U 3HAYMMOCTH HACIIE/ICTBEHHBIX 3a00JIEBAHMIA.

- TIPOTHO3 I JKM3HM, TPYJOCHOCOOHOCTH M CONMANBHON afalTalliH MPH OCHOBHBIX HO30JOTHYECKHX
(opmax HacleICTBEHHBIX 3a00JICBaHHUI.

YMmerh:

- PeanM30BaTh 3TUYECKHE M JCOHTOJOIMYECKHE AacleKThl BpadeOHOM IEATEIBPHOCTH B OOIIEHHH C
OOJIBHBIMH, CTPAJAIOIIMMH HACIIEACTBEHHBIMHU 3200 IcBAHMSAMH.

- CTPOHTE POAOCIIOBHYIO ¥ OOTBHEIX C MpH3HAKaMK HACJIEICTBEHHOTO 3a00JIeBaHH.

Biaagern:

- HABRIKAMH  MOJICKYTIAPHO-TEHCTHYCCKHX  MCCIIEMOBAHUM, MCIIONB3YEMBIX JUIS JHATHOCTHKH
HAcCJIEICTBEHHBIX 3a00/IeBaHMid.

Mecro aucnunannel B crpykrype OOII BO ITHMY.
2.1. lmcnunmmnaa «OCHOBBI MEMIMHCKON TEHETHKH» OTHOCHTCS K OTHOCHTCS K 9acTH, GOpPMHpPYEMOi
Y9JacTHHKaMH 0GpasoBaTenbHbIX oTHOIICHMI Bitoka 1 QOII BO. H3yuaercs Ha 2 Kypce B 3 ceMecTpe.
22, Jlna wW3ydeHMs OHCHMIUIMHBI HEOOXODMMEI 3HAHWMS, YMEHHS M HaBBIKH, (opMHpyeMbIe
NIPEIIECTBYIOIUMHI THCITHILIMHAMHE:
OHoJIOrHs, HOpMaTbHAS AHATOMHS, THCTOJIOTHS C IIMTOJIOTHEH SMOpHONIOrHel, HopMaTbHas (PU3HOIOTHSL.

2.3. V3yyeHuWe IUCHMIUIMHBI HEOOXOOMMO Ul 3HAHMIA, YMEHMH M HaBBEIKOB, (OPMHPYEMBIX
MOCJIEIYIOIMIUMH JUCIIHIUTHHAMU

MHKpOGHOHOI‘HH, BHPYCOJIOTHA; HMMYHOJIOI'HS, SITHAEMHOJIOTHS, MEIHIIHHCKAS 9KOJIOTHA, 0611‘{8.5{ IATrHCHa.

3. Pe3yabTaTBI 0CBOCHHS JHCIHILIMHEI 1 HHIHKATOPbI JOCTHKEHHNA KOMIIeTeHIHii
H3yyenne mucHUIUIMHED HApaBJIeHO Ha (GOpMHUpPOBAHHE y OOyHalomuXCs CIleIyFOLIHX YHUBEPCAIbHBIX

KOMITETeHIINH
Ne Kox | Conepixa Kon n B pesyibrare H3ydeHus IHCIUIUTHHEL, 06yYarOIHecs
o/m | Komie HUE HauMEeHOBa JOJDKHBI
T KoMIeTe HHUE
CHIMH | HIHH MH/IHKATOpa 3HaTH Ymern Baagern
(umm ee | OCTHXKEHH
YacTH) 'y
KOMIIETEHI]
U

1. VK-1 | Cnocobe | UVK 1.1 | - npuHIHMNE anamM3a | - aHATM3UPOBATH - HaBBIKaMU
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st
IpoOIeMBl
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HaNBHOMH
JIesITeIILHOC

3JIEMEHTOB
IIOJIYyYEHHOH
uHpOpMaLUH
(BBIABIEHHBIX
CHMIITOMOB,
CHHIIPOMOB,
NIATOJIOTHYECKHX
H3MEHEHHI) B
pe3yibTare
oOcnenoBanus
[alyenTa ¢
HaCJIe/ICTBEHHBIM
3a00JjIeBaHuEM;

* IPUHIUIIEI CHHTE3a
MIOJTy4YEHHOU
HHpOpMAIHA
(BBISIBIIEHHBIX
CHMIITOMOB,
CHHJIPOMOB,
HATOJIOTHYSCKHX
HU3MEHEHHH) JUIst
[IOCTAaHOBKH
IIPEABAPHTETEHOTO
Mar{osa

- OCHOBHBI€ THIIEI
HacJleZIOBaHHs,
KIIMHAYECKHE
CHMITTOMEI H
CHHJIPOMBI, XapakTep
TEYEHHS H UCXOJIbI
Hambomee
PacIpoCTpaHeHHEBIX
HACJIEICTBEHHBIX
3abosieBaHMit

- IPOTHO3 JJIsk
KU3HH,
TPYZOCIIOCOOHOCTH 1
CONHAILHOH
aJanTaluy Ipu
OCHOBHBIX
HACJIeICTBEHHBIX
Goresnsx.

- OCHOBHBIE
HaIpaBJIeHHs
IpOQHUITAKTHKH
HACJIEICTBEHHBIX
Oonesnei.

- OCHOBHBIE METOJbI
n1abopaTopHOi 31
HHCTPYMCHTAIbHOM
JHArHOCTHKH,
HEOOXOMUMBIE  JUIA
BepUpUKATTHI u
(bopMyITHPOBKH

II0JIyYeHHYIO
HHpOpMaLHIo,
I PUHUMATH

CaMOCTOATCIILHOE
peleHue
- COCTaBJIATH
POJOCIIOBHEIE,
UCIIOJIB3YS
CTaHJIAPTHEIE
o0o3HavYeHHs,
aHAJIM3UPOBATH
POIOCTIOBHEIE;

- O0OBACHATH
IIPUYHHBI H
BO3MOKHBIE
MEXaHH3MBI
POXXKIOEHUS OeTei ¢
XPOMOCOMHBIMH
bome3usamu;

- METOJIaMH
H3yYCHUS
HACJIEICTBEHHOCTH Y
Yyea0BeKa
(mMTOreHeTHUECKHIA
METO/I,
OHOXHMHYECKUH
METO/I,
reHeaIOrHYeCKHUH
METOI,
OMHM3HEI0BEIH
METO/1; IIPHHIIHAIT
CEKBEHUPOBaHU
JTHK)

- HHTEPIIPETUPOBATE
HauboJiee 3Ha9UMEBIe
JUTs TAarHOCTHKH

HACJIEICTBEHHBIX
3aboneBaHui
H3MEHEHHS
pPe3yIbETaToOB
1ab0paTOPHEIX U
HHCTPYMEHTAIBHBIX
METOJIOB
HCCIICIOBaHMUs, a
MMEHHO: 001Iero u
OMOXHMMHYECKUX
AHAJIN30B KPOBH,
IHUTOTEHETHYECKHX
METO/I0B, METOOB
npamoi JIHK-
JIMArHOCTHKH,

- MIPAUMEHATD
COBpEeMEeHHEIe
HH(OPMaHOHHBIE

aHaM3a
Hay4HOI
JHTEepPaTyphl U
O(pHUIHATEHEIX
CTaTHCTHYECKHX
0030poB,
IIOATOTOBKH
pedepaTos,
0030poB 110
aKTyaJIbHBIM H
COBPEMEHHBIM
Hay4YHBIM
BOIIPOCaM B
obmacTu
HaCJIEICTBEHHOM
TIATOJIOTHH.

- HaBBIKAMH
CKPUHHUHT-
OLICHKH
PE3YIBTaTOB
1a00paTOPHBIX H
HHCTPYMEHTAIIb
HBIX METOIOB
UCCIIC/IOBAaHHS K
BBIABJICHHS TEX
H3MEHEHHIA,
KOTOpEIE
TpedyroT
HallpaBJICHHS
00JIBHOTO K
T€HETHKY.




TH C
IIPEMEHEHH
€M aHaJIn3a,
CHHTE3a U
JIPYIHX
METOZIOB
HHTEIUIEKTY
aJIbHOM
JIeTENBHOC
TH;
pazpaboTKu
CTpaTeruu
JEeHCTBHI
U1t
pelIeHus
npodeccuo
HaJIBHBIX
npoOiem

JHarHoza Haubolee
pacnpoCTpaHeHHEBIX
HACJIEICTBEHHBIX
3a0omeBaHui
(reHeTHyeckwe,
OHOXHMHYECKHE,
Mopdonoruyeckue
OCHOBBl  pa3BHUTHSA
HAaCJIEICTBEHHOMH
HaTOJIOTHH);

-  IIOKa3aHud K
HallPaBJICHUIO Ha
pa3InYHEBIE
HHCTPYMEHTAJIBHBIC
51 nabopaTtopHbIe
METO/IBI

- OCHOBHBIE (haKTOpPBI
pHucka pa3BUTHS
3aboneBaHuil M HX
KOPPEKITHIO

- TJIaBHBIE
COCTABJIAOIIHE
3/10poBoro obpasa
KHUZHH.

- IPUHIHIIBI
OpraHu3aIiH
porpaMm
IMarHOCTHKH
HACIIe/ICTBEHHBIX
3aboneBanuit

- ()OPMBI U METOIBI
OpraHu3aIiH
THTHEHHYECKOTO
o0pazoBaHug 1
BOCIIUTAHHS
HACeJICHHS.,

- METOAMKY MEIHKO-
I'CHCTHYECKOTO
KOHCYJILTHPOBAHHUS

TEXHOJIOTHH JIs
IIOJTYYEHUS
CBEIICHHIA,
Kacaromuxcs
JHUATHOCTHUKH H
JICYECHUA
HAaCJIeICTBEHHBIX
3aloJieBaHmit

- BBISIBJISTH
HACJIEeICTBEHHEIE
3aboieBaHHsA

- OpraHH30BaTh
paborty 1o
topmMEpoBaHHIO ¥
HAaCEJICHHS,
MAIMEHTOB U YJIEHOB
HX cemeit
MOTHBAIIHAH,
HampaelICHHOH Ha
COXpaHeHHe H
YKPEIJIEHHE CBOETO
310POBBA H
3JI0POBbS
OKPYKAIOITHX.

- OLIEHUBATH
3HauyeHHe oOpasa
KU3HHU IS
COXpaHEHUs
3/I0POBBS YeIOBEKA
H IUTAaHUPOBATh CBOIO
YKU3HEIEATETBHOCTE
Ha OCHOBE 3HAHHH 0
310pOBOM 00pase
KHU3HH

4. Pasaebl AHCHMILNIMHBI H KOMIIETEHIHHA, KOTOPbIE (GopMUpYIOTCSI IPH UX H3YYEHHH:

n/Ne

Kon
KOMIIeTe
HITHH

HaumenoBanue pa3aena

JHCIHILTHHBI

Conepmaﬂne pasfejia B JHAAKTHYECKHX eAHHHIAX




YK-1

1.Monekynspuas reneruka-
OCHOBa MEJIMIIUHCKOI
reHeTuku. ['eHeTuueckuii
[IacmopT. DIUTeHETHKA.
OTHOreHOMHKa.

I"enomuka. ITpoTeomuxa.

I'eHoM yenoBeka kak Hay4dHas OcHOBa NPEIUKTUBHOIM
MEIUIUHEL | eHeTHYeCKn# Tacnopr.

I'eHOMHBI IMIPHHTHHT- STUTeHeTHYECKMAS CHCTEMA
PETYJLAHH FEHOB.

MurtoxoHapuansuele 601e3Hu.

I'eHOMHKA U F€HOMHBIE TEXHOJIOTHH.

HoBBle IpoeKThI [0 H3Y4EHHIO FeHOMa YeoBeKa.
I'eneTuyecknit mommmopdusm. DTHorenoMmuKa. I eHOMIKA
1 CO3/1aHHME HOBBIX JIEKAPCTBEHHBIX MPEIApaTOB.
Konnemmus JICKapCTBEHHOH MeTab0IHYecKOl
GesonacHocTH. DapMaKkoreHeTHKA.,

2. Merons! u3yueHus
TEHETUKH YEJIOBEKA.
MomnorenHsIe, XpoMOCOMHBIE
H I'¢HOMHBIE 3a00/1eBaHus.

[eneanornyeckuii METON MCCIEOBAHUS TCHETHKE
4enoBeka. CocTaBieHHE POIOCTOBHBIX. bnusHenoseit
METOJ: OTpe/ie/icHre KO3 GHUIHeHTa poIcTBa;

KO pUIMEHTE! POACTBA JUIS Pa3IHYHBIX nap
POZICTBEHHUKOB; ONpPEIEIECHNE KOHKOPJAHTHOCTH
IomynsnuoHHO-CTaTHC THYECKHiT METOT HCCTETOBAHKS B
MEIMIUHCKON TeHeTHKE. 3HAYCeHNE H3YYeHH YacTOT
TC€HOB H F€HOTHIIOB B IOINYJIAIHH ISl [TOJTyIeHUS
HH(OPMAIHH O YaCTOTE T€TePO3HTOTHOCTH.
BroxuMuuecKkuii METO HCCIleIOBAHKS FeHETHKH
YeJIOBEKA.

[luTorenernyeckre METOBI HCCIIEMOBAHHS B
MEIHIHHCKOM reHeTuke. CTannapraoe
KapuotunupoBanue. OiroopecrenTHas in situ
rudpuusanus (FISH meton). Muorousernsie FISH
MeTobl. IIpuMephl IpEMeHeHHs B KITHHHYECKO
IIpaKTHKE.

Monorenusie 3a6onesanust. THITB HaC/IEOBAHMSL
Knaccudukanus MoHOTeHHBIX 3a601eBanuit. Bonesau
00MeHa: aMHHOKHCIIOTHOTO, YIJIEBOHOTO, JIATIAJIHOTO,
IIypPUHOBOTO, OPHUPHHOBOIO 0OMEHA.

Xpomocomnsle abepparun. Knaccuduxarms. HauGomee
PacIpoCTpaHeHHas MATOJIOrKs: CHHApoM JlayHa,
Illepumeckoro-Tepuepa, Knaitndensrepa.

3. Bpoxnenusie 3a601eBaHAs
U [TIOPOKH Pa3BHUTHS.

Bposxnennbie 3a601eBanus ¥ MOPOKH PasBATHS. [Topoxu
IIPY MOHOT€HHBIX X XPOMOCOMHBIX 3a00/IeBaHUSIX.
Ilopoku, BEI3BaHHBIE SHIOKPUHHBIMH, FOPMOHAILHBIMHI H
METaboNIMYeCKUME PacCTpoiicTBaMu MaTepH. [Topoku
9K30T€HHOI'0 IIPOHCXOKICHHA.

MynbTrdakTopHansHble MOPOKH.

Posb pusndecknx, XuMHIeCKHX U GHOIOTHYECKHX
}haKTOPOB B IPOMCXOK/ICHIH BPOXK/ICHHBIX HAPYILICHHUIL
pa3sBUTHSL.




4. MeTobl THArHOCTHKHI

YeJI0OBEKa U MeJIMKO-
TFEHETHYECKOe
KOHCYJIbTHPOBaHHE.

HacCJIeACTBEHHBIX IATOJIOTHIA

Meronsr JHK-quarnoctuxu. Ucnons3opanue B
KIIMHHYCCKOH IPaKTHKE.

: aHaIIH3 NOMUMOP(HU3MA [UIHH PECTPHKI[MOHHDIX
(dparmeHTOB

. aHau3 MoJIUMOp(HU3Ma MUHHI- U
MHKPOCATEIUIMTHBIX ITOCIECA0BATEILHOCTEH

. IIOJTMMEPA3Has LelHas PeaKiius

. aHaIM3 KOH()OPMAIIMOHHOTO HOJTUMOp(hH3Ma
omHouuTeBor JTHK

. MeTozb! cekBeHuposanusa JJHK (mumeszoxcu-mero

Conrepa, hmo0opoXpoMHOE OKpAIIHBAHHE XUMHYECKOS
paciuenienue)

. TUOPHIN3AIHUA HYKJIEHHOBBIX KHCIIOT ¢ AJLIeTh-
CrenuPUISCKUMH 30HAMH.

[IpuKnamHble aceKTH IPUMEHEHHS METOJI0B
MoJieKynapHo# renetuku u JIHK-nuarnoctiku B
KIMHUYECKOH MeIHIUHE,

Meton JIHK- koMeT B OIleHKE T€HOTOKCHYECKOTO
ACHCTBHS DKOJIOTHYECKUX (haKTOPOB.

3aa1u MEIMKO-TEHETHIECKOTO KOHCYIbTHPORBAHHS 1
[I0OKa3aHus U HallpaBJIeHus OOJIbHBIX H UX ceMeil Ha
MEIHKO-TeHCTHYECKOE KOHCYIbTHPOBaHue. MeToauKu
HPOBENCHHUS METHKO-TEHETUYECKOTO KOHCYILTHPOBAHHSL.
OCHOBHBIE KIIHHUKO-T€HETHYECKHE W METOIEI
HCCIIEJOBAHHS.

5. O0béM nuCHMIIIHABI ¥ BHBI yaeGHOI paGoTh
Ob1mas Tpy10eMKOCTh JUCIUIITMHEI COCTABIISET 1 3auéTtHag exununa, 36 yacon

Bup yaeGuoii paGorsl TpynoemkocTn Tpynoemxocts mo
cemecTpam (AY)

O6bem B Ob0bem B
3a4YeTHBIX aKaJeMHIeCcKHX 3
equnnnax (3E) | gacax (AY)

AynutopHast paboTa, B TOM YHCIIE: 0,61 22 22

Jlexuuu (JT) 0,17 6 6

Jlaboparopusle npaxktukymer (JIIT) - - -

[IpaxTryeckue 3ausarus (I13) 0,44 16 16

Kimauyeckue npakTuueckue 3aHsTHS - - -

(KII3)

Cemunapsr (C) - - -

CaMmocrosTensHas pabora crymenTa 0,39 14 14

(GPC)

Haydno-uccnenosarensckas pabora - - -

CTyZIeHTa




ITpoMexyToUHAS aTTeCTAIMS:
3a4er

O0mas TpyaoeMKocTE

36

36

6. Coaepxanue THCHUILIHHBI
6.1. Pazjesibl JuCHHIIMADBI M BHABI 3aHATHH

n/No

Ne
cemecTpa

Haumenoranue
pasaea JHCHHUILIHHBI

Buabi yue6Hoii paGorsl

113

KII3

C

CPC

BCer

Monekynsapras
I'€HETHKa- OCHOBA
MEIUIIHHCKOH
TEHETHUKH.

I'eneTndeckuit macmopr.

DIUreHeTHKA.
DTHOTEHOMHKA.

Metoib1 u3yUeHus
FE€HETHKH YeJioBeKa.
Momnorenusie,
XPOMOCOMHBIE B

T€HOMHEIE 3a00JIeBaHH.

10

Bposxnennsie
3aboneBaHusl U TIOPOKH
Pa3BHUTHS.

MeTo 16l JHATHOCTHKH
HACJIEICTBEHHBIX
MaTOJIOTHH YeJIOBEKa 1
MEINKO-IeHETHYECKOE
KOHCYJIbTHPOBAHHE,

10

3auer

HTOro

16

14

36

6.2. TemaTuyeckuii JIaH JeKuii*:

Tema nexkuyuu

Qovem 6
AY

3
ceMecTp




BeesieHHe B METMITMHCKYIO T€HETHKY.

Huddepennmarus MeIMIMHCKOH reHeTHKH. ['eHOM uerioBeKa Kak HaydHas OCHOBA
MPeJTUKTHBHOM MEIUIIUHE]L ['eHeTHYeCKHH TTacIopT.

I'enomuxka. IIporeomuxka. I'eneTryeckuit nomumopdusm. DTHOreHOMHKA. [ eHOMUKA U
CO3/IaHKe HOBEIX JIEKAPCTBEHHBIX IpernapaToB. KoHIENIHs TeKapcTBEHHOM
MeTabonuyeckoi OezonacHocTH. @apMakoreHeTHKA.

OnureHeTHKa U 00JIE3HH YeIOBeKa. DNUTeHETHYESCKHE ICTCPMAHATEI IIPH
37I0KaYeCTBEHHELIX HOBOOOPa30BaHUAX. [ '€ HOMHEIH HMIIPHHTHHT- STIHT€HETHYECKHAS
CHCTEMA PETYIIAIHH [eHOB.

HUTOTI'O: (Bcero 6 AY)

*(oyHas dopma, ¢ npumerennem INMOC u J1OT)

6.3. TemaTHuecKkHii NJIaH J1a60PATOPHBIX HPAKTHKYMOB:
VY4eOHBIM IUTAHOM He IPeyCMOTPEHEI

6.4. TeMaTHUYeCKHH IJIAH NPAKTHYECKAX 3aHATHI* !

Tema 3anaTus

Qovem e A9

3 ceMecTp

MeTons! H3y4deHHUA TeHETHKH YenoBeka. OCHOBHBIE KIIMHUKO-TEHETHUECKHE W METOIbI
HCCIICAOBanus. [ 'eHeanorn4eckuit MeTo | HcclIeI0BaHus TeHETHKH YeJIOBEKa.
CocraBnenre pofocIoBHEIX. bim3HenoBbIi MeTo: onpeesenue Ko3bhunuenTa
POACTBA; KOI() PUIMEHTEI POJICTBA IS Pa3IMYHBIX Iap POJACTBEHHHKOB; OTIPE/ICIICHUE
KOHKOPJIAHTHOCTH

[TonynaMOHHO-CTATUCTHYECKHUI METO/I UCCIETOBAHNS B MEUIIMHCKOMN TeHeTHKeE.
3HaYeHNe U3YYEHHS YACTOT T€HOB M I'€HOTHIIOB B MOMYJIAIMH JUIA [OJTy4eHHA
HH(POPMAIHH O YaCTOTE F€TEPO3UTOTHOCTH

broxuMuyeckuii MeTo | HCCIIe/IOBAHNS TeHETHKH UeI0OBEKa.

XpomocomHBIH anam3. LluroreHeTHUECKHUE METO/ (Bl HCCIIEIOBAHMAS B MEIHIIMHCKOI
reaeruke. CTaHAapTHOE KapHOTHIHpoBaHue. PI0opecienTHas in Situ ruGpuII3arms
(FISH meton). Muoronsernsie FISH meromst. [Ipuveps! TpEMEHEHHS B KITHHHYECKOH
npaktuke. CriekrpanbHoe kapuotumuposanue (Spectral Karyotyping = SKY).
Momnorennbie 3abonesanus. Tumst HacnenoBanus. Knaccupukaims MOHOT€HHBIX
3abosieBanuii. Boesnn ofMeHa: aMHHOKHCIIOTHOTO, YITIEBO{HOTO, JIAIHAHOTO,
[IypHHOBOTO, TOPMUPHHOBOTO 0OMEHA.

Xpomocomusle abeppamuu. Kiaccuuxauus. Haubosee pacmpocTpareHHast
natonorus: cuapoM Jayua, [lepumenckoro-Teprepa, Knaitndensrepa.

Bposxenurie 3a601eBaHns M HOPOKH pa3BUTHs. TTOPOKH TP MOHOI€HHBIX 1
XPOMOCOMHEIX 3ab0seBanusX. II0pOKH, BEI3BAHHbIE SHIOKPHHHBIMH,
TOPMOHA/ILHBIMH ¥ METabO0IMYECKMMHE paccTpoiicTBamu Marepu. [Topoku
SK30TEHHOT'0 MPOHCXOXK/IEHHA. MynbTH)aKTOpPHAIBHEIE IOPOKH.

Pounb dusnyeckux, xummdecknx u Guonornueckux $pakTopos B IPOHCXOMASHHH
BPOXKICHHEIX HAPYIIEHUH Pa3BHTHIL.




Arenesus. Arnasus. AtTpe3us v cteHo3. OTcyTCcTBHE OT/AEIbHBIX YacTel oprasa.
Bpoxnennas rumormiasus. BpoxxneHHas runeptpodus. ['eTeporasus.
Iereporonus. Oxronus. J(uzpadus wnn apadus. Aucxporus. Makpocomus
Hepaznenenue opraHoB WIM MOHO3UIOTHEIX O11HM3HENOB. IlepcucTipoBanue.
VnBoenue oprana. JlomonHuTebHBIE Opradsl. Masnsle aHOMaJIMH pa3BUTHS.

Metoasr JJHK-muarnoctuku. Mcnonb3oBaHue B KIMHUYECKON NIPAKTHKE.

. aHaM3 oTUMOpGhH3Ma JUIHH PECTPUKIUOHHBIX ()ParMeHTOB

aHAIN3 TOIUMOPhH3Ma MUHH- H MUKPOCATEIUTHTHBIX IIOCIIEI0BATEILHOCTEH
. noNuMepasHas [eTHas peaKiys

. aHanu3 KoH(popMalHOHHOTO moauMophusMa onHoruTeBol JIHK

. metonl cekBeanposanms JJHK (muaezoxcu-meron Conrepa, daroopoxpoMmuoe
OKpalllMBaHNUEe XMMUYECKOE PacIleIlICHHE)

THOpHUIM3alMs HYKIEHHOBBIX KHCIIOT ¢ aJUIeNb-CIeUGUIECKUMHU 30H1aMH
. TEXHOJIOTHS TIOJTHOTEHOMHOT0 cekBeHupoBaHus (WGS)

ITpHuKIaqHbIe acIeKThI IPHMEHEHHs METOI0B MoJeKkysapHoii renetuxy u JTHK-
JMaTHOCTHKH B KIIMHUYECKON MeIUITUHE.

5 MEI[HKO-FEHCTHHBCKOG KOHCYJIETHPOBaHHE KaK BU]] cneuuanmnponaﬂnoﬁ
MGJ_IHI_I,I/IHCKOﬁ IMOMOIIH HACCJICHHUIO. 3a11a'-11/1 MEIUKO-ICHCTHYCCKOT O

KOHCYJIbTHPOBAaHUA W IMOKA3aHHWA JJIA HAIIPpaBJICHHA OOJBHBIX M X CEMEi Ha MEIHKO-
IFCHETHYCCKOC KOHCYIIETUPOBAHHUE.

Meroauky MPOBEAEHUS MEIUKO-TeHETHUECKOT0 KOHCYIbTHpoBaHus. CeMeHHbIH
CKPHHHHT HACJIEICTBEHHOH MaToIorui. JIOCHMNTOMHAs JHATHOCTHKA (00Ie3HE
['eHTHHITOHA, paK MOJOYHOMH JKeJe3bl, paK TOJCTOrO KHIIEYHHKA)

HUTOI'O (Bcero 16 AY)

*(ouHnast popma, ¢ npumenenuem DUOC u J0T)

6.5. TemaTHUeCKHI MJIAH CEMHHAPOB:
Y4eOHBIM IUTAHOM HE NMPEAYCMOTPEHEI

6.6. Pacnipenesienne caMocToATeIbHOI padoTel cryaenta (CPC):
VueOHBIM IIJJaHOM HE IIPETyCMOTPEHO

n/Ne Hanvenosanune suga CPC Oo0bem B AU
Cemectp 3
1. — paboTa ¢ JIEKHMOHHBIM MaTEpHAIOM, IIPEAyCMAaTPHBAIOIIASL 2
mpopaboTKy KOHCIIEKTa JICKIHA 1 yIeOHO THTepaTyphl;
2 — BBINOJIHEHHUE JOMAILIHEr0 3aJaHHS K 3aHATHIO; 2
3 — BLINOJIHEHHE JIOMAlHEeH KOHTPOJBLHOH paboThl (pemeHne 2

3ajla4, TECTHpOBaHHE on-line);

— H3y4eHHe MaTepHaja, BBIHECEHHOIO HAa CaMOCTOSATEILHYIO 4
1popaboTKy (OTIEIbHBIE TEMBI);




5. | —IOAroToBKa K 3auery 4

HUTOI'O (Bcero — 14 AY) 14

6.7. Hayuno-uccirenoBareanckas paGora CTyJAeHTAa:
Y4eOHbIM ITAHOM He IpeJlyCMOTpeHa

T DoHJ OIEHOTHBIX CPCACTB, 1/ IPOBEeACHHU S TEKYIIEro KOHTPOJISA U leOMe)KyTO'-IHOﬁ aTrecTanuu

Ne | No Dopmbl Haumenoranue Ouenovnsie cpeacTsa
n/m | cemec | KOHTPOJIA | pasjesa JHCHMILIHHLI
Tpa BH/IbI Kox-Bo Kon-nourec"ronblx
KOHTPOJIEL | 3aJaHMii
HBIX
BOIIPOCOB
1 2 3 4 5 6 7
Konrpoms | Mo TeKyIIspHAs Tects! on-line
OCBOEHMA | pepermia- 20
TEMBL, OCHOBa o
1. 3 KOHT o
MEIUIHHCKOI
poib T€HeTHKH.
CaMOCTOATC | ["egeTHUECKHI
TLHOH 1IaclopT.
paboTsr ONHUTECHETHKA.
CTyIacHTa OTHOTeHOMHKA.
Koutponms | Meronp: H3yYeHus Tectsl on-line 30
OCBOCHUA TE€HETHKH YEeJIOBEKA. 25
5 3 TEMBIL, MoHoreHHEIE, 3
' KOHT | xpoMocoMHEIE H Ketic- 10
poJib reHOMHEIE 3ajava
CaMOSTOHTe 3a00JIeBaHH.
JTBHOH
paboThI
CTYJEHTa
KoHTpoIb Bposennsie Tects! on-line
OCBOCHH:A 3a00JIeBaHKA H 20
TEMBI 10
3 3 ; HIOPOKH Pa3BHUTH.
KOHT
ponb
CaMOCTOATE
JIBHOM
paboTeI
CTyJEeHTa




Kontpons | Memuko-renernueckoe | Tectst on-line
OCBOCHHA KOHCYIBTUPOBAHUE Kak K 25
TEMEI, BHIL
4. 3 KOHT 4
CIEIHATU3UPOBAHHOM
pOJb MEIMIMHCKOH ITOMOIIH
CaMOCTOATE | yacereHHIO
JIILHOU
paboTE!
CTyZIE€HTa
3aue Keiic-
T Bcee pasnensi 3agaya 10
JUCHHUITIIMHBI
- A 3 _
Tects! on-line - 920

8. Yuedno-meroauueckoe o nudopMannonHoe obecreuenne qHCHUILIMHDI
8.1. Ilepeyenn 0cHOBHOI JIMTEPATYPBI:

Ne | HaumeHoBanue cornacHo 6u6IHOrpaduueckum TpeboBaH M KonuuectBo sx3emiisipoB
Ha xadenpe B 6ubnmnoteke
1. | Harnsnaas menuuunckas reneruka / J1.J1. [lpuraapn, B.P. Kopd.- 0 200
M. : I'D0TAP-Meaua, 2023
2. | Knunnyeckas reneruka: yaeOuuk / H. IT. Boukos, B. IT. Iy3bipes, 0 DJeKTpoHHAS
C. A. Cmupauxuna. — M. : TDOTAP-Menua, 2020. BepcHud

8.2. Ilepevenn 10NOIHATEILHOM JIHTEPATYPBI:

No

HawnmenoBanue cornacHo 6ubimorpaduaeckum TpeGoBaHmsIM

KommuecTBo sx3emmisipos

Ha xadenpe

B oubmmoreke

Heroccbaym P. JI. Meauuunckas renetuxa. 397 Har s QHBIX
WJLIFOCTPAIIHH, CXeM U TaOJHIl, 43 KIMHUYeCKUX Ciydas : ep. ¢
anri. / P. JI. Hetoccbaym, P. P. Mak-HUunec, X. @. Bunapn ; pen.
H. II. Boukos. — M. : TDOTAP-Mexaua, 2010. — 624 ¢.

1

36

Menuunckas remetrka : yuyebuoe nocobue / B. JI. Tpommn, O. A.
Mopososa, A. B. I'ycros, O. B. Tpowun. — 4-¢ u3z., nepepad. u
nom. — Yebokcaps! : M3n-po Yysamckoro yu-ta, 2002. — 340 c.

24

Hure-Beuromor, Cepreii ['eopruesuy. ['eneTnka ¢ ocHOBaMH
CEJICKIHH : yYeOHMK JUISl CTYJEHTOB BHICIINX YUeOHBIX 3aBe eHumit /

C.T. Mare-Beuromos. — 2-¢ u3ga. — CII6. : UsnarenscTso H-JT,
2010. - 720 c.

HacnencteeHEEIe GoNe3HY : HAMOHAIBLHOE PYKOBOACTBO + 1
31eKTpoH. ucK (CD - Rom) / Poccriickoe 061IecTBO MEIHITHHCKHX




reretukos ; ra.pea. H. [1. bouxos, E. K. 'natep, B. I1. [ly3pipes. —
M. : TD0TAP-Menna, 2013. — 936 c.

5 | Hepetun, B. 5. Menuko-reHeTuyecKoe KOHCYJILTUPOBAHKE IIPH )
HACJIeJICTBEHHBIX H BPOXKICHHBIX 00JIe3HAX HEPBHOM cHcTeMbl / B.
S1. Hepetun, B. B. Aradonog, O. I1. Cunoposa. — M. : Meaununa,
2004. - 224 c.

6 | leneruxa: yueOnuk juis By3os / H. B. Bapsimmukosa, [{. C. bunesa, 1
E. JI. Hanamu, JI. M. KoncrantunoBa, O. B. Ky3Herora, A. B.

[onaxos ; mox pen. B. . MBanos. — M. : Akagemxuura, 2007. —
638 c.

7 | bapammnes, }O. Y. JluarnocTuka u JieueHHEe BPOXKICHHBIX H 2
HaCJIe/ICTBEHHbIX 3a00JIeBaHUi y JleTel (IIyTEeBOAMTENb 110
knuHrYeckoit reneruke) / FO. . Bapamnues, B. A. Baxapes, I1. B.
Hosukos. — M. : Tpuana-X, 2004. — 560 c.

8 | boukos, Hukonaii [lapnopuy. Knnnnuyeckas reneruka : yaeOnuk +1 | 1 sks3. 58 k3.
aekTpoH. auck (CD- Rom) / H. T1. Boukog, B. I1. Ily3sipes, C. A.
Cmupnuxuna ; pea. H. IT. Boukos. — 4-e u3z., non. u nepepad. — M.
:I'D0TAP-Menmna, 2011. — 592 c.

9 | Mytosus, I'. P. Knuanueckas reneruka. [eHOMHKA U [IPOTEOMUKA 1 sk3. 9 3Kk3.
HACJIEICTBEHHOU MaTonoruy : yuebunoe mocobdue / I'. P. MyToBuH. —
3-e u3g., nepepad. u gou. — M. : ['DOTAP-Menmua, 2010. — 832 c.

10 | [Iputuapa, Jopuan JIx. HarmsaaHas MequIUHCKas FeHETHKA : 1 3ks. 10 ak3.
y4eOHO-METOIHUECKOE TOCOOHE JUIs CTYIEHTOB YUpeXKIeHHH
BBICIIEro npodeccuonansHoro obpasosanus / /1. J1. [puryapa, b.

P. Kopo ; pen. nep. H. I1. Boukos. — M. : I'90TAP-Meaua, 2009. —
200c.

11 | I'unrep, Eprennit KoncranTiHOBHY. MeHIIMHCKAS TEHETHKA 1 oxs. 6 9K3.
Yuebnuk / E. K. T'untep. — M. : Meaununa, 2003. — 448 c. : ui. TB.

— (Yuebnas maTepaTypa JUls CTYICHTOB MEIUI[MHCKAX BY30B)

8.3.Ilepeyenn MeTOAHYECKHX PEKOMEHIAIMIA /ISl CAMOCTOSATEILHOI PaboThI CTY/IeHTOR:

8.4. DuiekTpoHHBIE 00pa30BaTeABHbIE PECYPChI, HCIOb3yeMbIe B PoLecee MPeno aBaHus
AU CIHILTHHBI

8.4.1. BuyTpennss snekTpoHHas Gubiuorednas cucrema yausepcutera (BOBC)*

Haumenosanue Kpamkasn Yenoeus oocmyna Konuuecmeo

9/IeKMPOHHO20 pecypca xXapaxmepucmuka noaw3oeameneti
(koHmenm)

Buytpennss  snexrponHo- | Tpyabl  corpymaumkos | JIocTyl 1o He orpanuyeno

Ooubmuoreynas cucrema | [ITMMY (y4eOHHKH, | HHIHBHAYAIBHOMY

(BOSBC) ITUMY yueOHbIe 110co0us, | TOTHHY B MApPOJIIO C




cOOpHUKH
METOAMYECKHE
nocobus,
nabopaTopHble paboTEI,
MoHOrpaduu u ap.)

3agaq,

mo00ro KOMITBIOTEPa U
MOOHJIBHOTO YCTPOHCTRA

8.4.2. DiiekTpoHHBIE 00pa30BaTEIBHEIE PeCypChl, IpHOOpeTaeMble YHHBEPCHTETOM

Ne Haumenosanue Kpamkas Yenosus oocmyna Konuvecmeo
NeKMPOHHO20 pecypca Xapakmepucmuxda nosb30eameneti
(koHmeHm)
1: baza JaHHBIX | Y4eOHUKH U yueOHbIe Hoctyn o He orpannyeno
«Memununa. nocoOust JUisl BBICIIETO HHIUBUIYTTEHOMY
3npaBooxpanenue (BO) u | MeTHIIMHCKOTO H JIOTHHY H IIapOJIIO €
«Menmuiuna. (apMareBTHYECKOro 000ro KOMIBKTEPA U
31paBooxXpaHeHue o0OpazoBaHus. MOOMJIBHOTO
(CIIO)» B cocraBe 6a3bl ycTpoicTBa
JAHHBIX  «DJIEKTPOHHAs
Oubinorexa
TEXHUYECKOTO BV3a
(9BC «KoHcyneranT
CTYHEHTa
2 baza maHHBIX Hanuonanpabie Hoctyn o He orpanuueso
«KoHcynbTanT Bpaya. PYKOBOJICTBA, WHIMBHUIYATHHOMY
DekTpoHHAas KITMHUYIECKHUE JIOTHHY ¥ TapOJIIO C
MEULUHCKas pEKOMeHAaNuK, y4eOHble | J000ro KOMIBIOTEPA U
Oubnmmorekar nocobus, MoHorpaguu, | MOOHIBHOTO
aTIIackl, CIIPABOYHUKUA M | YCTpOMCTBa
Ap.
3. baza JaHHbIX | YueOHas U Hay4YHAs Hocrtyn o He orpanuueno
«DNeKTpoHHas MeIUIHHCKAs HHHBUYaIbHOMY
OubnuoTeYHas CHCTEMa | TUTEpaTypa POCCHHCKHX | JIOTHHY M HapoJIo C
«bykam» H3/1aTelIbCTB, B T.4U. M000r0 KOMIIBIOTEPA U
NIepEeBOHEIC H3TAHUS. MOOMIIBHOTO
Komnexnus moanucHex | ycrtpoiicTsa.
H3IaHuH popMupyeTcs C KOMIIBIOTEPOB
TOYEYHO. YHHBEPCHTETA — JTOCTYII
aBTOMATHYECKUMN.
4. ONeKTpOHHEIE ONEeKTPOHHEIE Hoctyn —c¢ He orpannyeno
ICPHOJHYECKHE H3JAHHA | MCIUIIHHCKHE KOMIBIOTEPOB
B cocTaBe Oa3pl JAaHHBIX | JKypPHAJIBI YHUBEpPCHUTETA.
«HAYUYHAS
SJIEKTPOHHAS
BUBJIMOTEKA
eLIBRARY»
8.4.3. Pecypchbl OTKPBITOr0 I0CTYNIA
Nen/ HaumenoBaHue 3J1€eKTPOHHOTO Kparkas xapaktepucTuka
VYcnosus mocrymna
b pecypca (KOHTEHT)
1 DenepanbHas JEKTPOHHAS

Bxmrouaet JJICKTPOHHEIC

¢ Jirodoro KOMIIBIOTEPA,




MeHUIIMHCKAsg Oubnmoreka
(®5MBb)

AHAJIOTH [I€YATHRIX M3JaHul 1
OpPUTHHAJIbHBIE IEKTPOHHBIE
H3IaHHS, HE UMEIOIIe
AHAJIOTOB, 3a(HKCHPOBAHHBIX
HAa UHBIX HOCHTEIIAX
(maccepraruu, aBTopedeparsl,
KHHUTH, XYPHaJIBl H T.J.).

HAXOJAIIETOCH B CETH
Hutepuer

Hayunas snexrponnas
Oubmuorexa eLIBRARY.RU

Kpynueitmmuit poccuiickuii
UH(OPMAIMOHHEILA TIOPTaJI B
00J1aCTH HAYKH, TEXHOJIOTHH,

MEIUIUHEL U 00pa3oBaHus,

coznepkamuii pedepars: u

MOJIHBIC TeKCThI HAayYHBIX

cTaTeH | mMyOIHKaIuii.

¢ mo00oro KOMIBIOTEPA,
HAXOJSMIETOCs B CETH
HuTepner.

Hayynas snexrponHast
H6ubmoTreka OTKPHITOro
nocryna KubepJlennnka

ITonHBIE TEKCTBI HAYYHBIX
CTaTei ¢ aHHOTALUAMH,
IyOMHKyeMbIe B HAyYHBIX
KypHanax Poccun u GimxkHero

¢ m060ro KoMIpoTepa,
HAXOZAIIETroCcs B CETH
Hurepner

3apy6exmps.

ABTtopedepatsr, s KOTOPBIX
HMEIOTCSI aBTOPCKHUE JIOTOBOPEI
C pa3pelIcHHeM Ha HX
OTKPBITYIO TyOJIHKAITHIO

¢ m060ro KOMIbITEpa,
HaXOJAMIErOCs B CETH
Wutepuer

Poccuiickas rocyrapcrBeHHas
oubmuoreka (PI'B)

DesepanbHOE U PErHOHAIBHOE
3aKOHOAATEILCTBO, CyaeOHasd
IPaKTHUKA, ()MHAHCOBEIE
KOHCYJIBTAI[HH, KOMMEHTAPHH
3aKOHO/IaTeIbCTBA U JP.

¢ m000ro KoMIerTEpa,
HaXOJSIIEerocs B CETH
Hurepuer

CnipaBo4HO-TIpaBoBas cucTeMa
«Koncynprant [Tmoc»

9. MaTepHaJIbHO-TeXHHYECKOE O0ecredeHne THCIHIIHHDI:

YueOHbIe ayIUTOPUHM ISl IPOBEACHHUS yueOHBIX 3aHATHH 110 JUCIUILTHHE OCHAIIEHBI o0opyznoBaHHEM
U TeXHHYCCKHMHM CPEICTBAMH 00y4YeHHS.

Ilomenenns 1t caMOCTOSTENBHON PaGOTH! 06YUAIOMMXCS OCHAIEHBI KOMIIBIOTEPHOH TEXHHKOI ¢
BO3MO3KHOCTBIO IIOJIKITIOUCHHS K CeTH «MHTEpHET» U 00ECTIEUEHB! JOCTYIIOM B JIEKTPOHHYIO
HH(OPMaNHOHHO-00Pa30BaTENBHYIO CPENY OPTaHH3aIHH.

IIpu ocymecTBIeHNHE 06pPa30BATENHFHOTO MPONECCA TT0 TUCIUILIMHE HCIIOIB3YEeTCs KOMILIEKT

JIUIEH3HOHHOTI0 H CBOOOIHO PAaCcIIPOCTPAHAEMOro MPOrpaMMHOr0 00ECIeYeH s, B TOM YHCIIE
OTEYECTBEHHOI'0 MPOH3BOICTBA.

10. JTaeT n3Menennii B pabogeii mporpaMme AHCHHILIHHBI



