OEJEPAJIBHOE 'OCYJAPCTBEHHOE BIO/KETHOE
OBPA3OBATEJIBHOE YYPEKJIEHHUE BBICIIETI'O OBPA3OBAHUA
«BAIIKUPCKUM TOCYJAPCTBEHHBII MEJIUIIMHCKUI YHUBEPCUTET)»
MUHUCTEPCTBA 3JIPABOOXPAHEHUS POCCUMCKOM ®EJNEPAIIAN

NHCTUTYT JONNOJHUTEJIBHOI'O ITPO®PECCHOHAJIBHOI'O
OBPA30OBAHUA

VTBEPXKIAIO

Pextop B.H. I1aBnoB

« » 2018 r.

JOITOJIHUTEJIBHASA TPOPECCUOHAJIBHASA
IHPOI'PAMMA INOBBIIINEHUA KBAJIM®UKALINN
HEITPEPBIBHOI'O ObPA30BAHUA

«'EHOM YEJIOBEKA: IUTOI'EHETHUKA)>
IO CIIEHUAJBHOCTH «ITEAUATPUS»

(CPOK OCBOEHUWUSI 36 AKAJEMHUYECKUX YACOB)

Vépa, 2018



16.2. OcHOBHBIE CBEEHUS O POrpamMme
Cenenust 0 mporpamme MpegHa3HAYEHbl Uil pa3MELEHUsl MaTepruajoB Ha
caitre UJIIO BI'MY u B apyrux uHGOPMALMOHHBIX HCTOYHHKAX C IENbIO
UHGOPMHUPOBAHUS TOTEHIIUANBHBIX OOYUYaIOIUXCS U MPOJBIKEHUS MPOTPaMMBbI
Ha PbIHKE 00pa30BaTEIbHBIX YCIYT.

No O003HAYEHHDbIE TOJIA Ioas s 3anmoJIHeHU A

1 HaunmenoBanue IMpOrpaMmabl «I['eHoM yenoBeKa: OUTOI'CHCTHUKA»

O06BeM nporpamMmsl (B T.4.

2 36 akaJeMHUYECKHX YacOB
ayJTUTOPHBIX YACOB)
BapuanTel o0yueHus (aya. 4acoB
3 B JICHb, THEH B HEJIEIIO, 6 aKaJIeMHUYECKUX YacoB B JICHb, 6 THEH B
MPOJOKUTENLHOCTh 00yUeHus - | Henednto, 0,25 mec.
JTHEH, HeJeIb, MECSIICB)
4 dopma 00ydeHMS JlucranunonHas
5 Bun BeI1aBaeMoTo TOKyMEHTA Y aocTroBepeHne O MOBBIIIEHUH
MI0CJIE 3aBEPIICHUs 00yUEHUs KBAJTM(DUKAIINN
Bricmiee npodeccronansHoe
00pa3oBaHueE 1O OTHOU U3
TpeOGoBaHus K YPOBHIO U .
HPOGHIIIO MpEIIECTBYIOMIEro cnenuansHocTel: «[lenquaTpus»,
6 P P y «JleueOHOE 11ET0.
npodeccuoHaIbHOTO
JloToTHUTEIbHBIE CIICIIHATBHOCTH:
o0Opa3oBaHus 00yUYaIOIIHUXCS
«JIeuebHOE nmenoy, «I'eHeTHKay,
«JlaboparopHasi reHeTuKay.
Bpauu, nmeromntue ctaxx paboThl IO
cneruanbHOCTH «IlemuaTpusy nimm
7 Kareropun obyuarommuxcs P

«JIeueOHOE nemo», «I eHeTHkKay,
«JIabopaTopHast TCHETHKA.

Kadenpa daxynbrerckoii nmequaTpuu ¢
Kypcamu MeauaTpur, HEOHATOJIOTUM 1
CUMYJISIITMOHHBIM 1IeHTpoM MITTO;

CTpyKkTypHOE TTOApa3icicHue
8 BI'MY, peanuzyromiee

MpOTpaMvy kadeapa OMOJIOTUn
9 KonTakTsl PB, r.Ya, yn. 3aku Banuau 47, kopiyc
2
10 OCHOBHOM MpPeNoaaBaTEIbCKUN Jim.n., npodeccop BukroposaT.B.,

COCTAB k.0.H., goueHT L{enoycosa O.C.

[Iporpamma nocTpoeHa no MOIyJIbHOM
cucreMe. Ha Teopetnueckom monayie
paccMaTpuBaeTCs CTPYKTYPHO-
(yHKIIMOHaJIbHAs OpraHu3alus
T€HETUYECKOr0 MaTepraia, a TakxKe
HaCJIeJICTBEHHbIE O0JIE3HU YeIOBEKa,
00yCIIOBJIIEHHbIE XPOMOCOMHBIMH U
T€HOMHBIMU MYTalHSIMU.
[IpakTueckuit MOAYJIb IPEAIIOIAraeT
IIPAKTUYECKUE 3aJaHus 110 aHAJIU3Y
KapHUOrpaMM U BBISBJICHUIO
XPOMOCOMHBIX ¥ TEHOMHBIX MYTallHi.

11 AHHOTaAIMA




12

HCJ’IB " 3a1a4U IIPpOTrpaMMBbI

Pacmmpenue u yrimyOneHue 3HaHHA 00
OpraHM3alyi FTeHETHUECKOro MaTepuraia
yenoBeka. Mcnonp3oBaHue Momy4eHHbIX
3HAHUU AJI1 JUATHOCTUKH U

s hekTUBHON TPOPUITAKTHKI
HACJICJICTBEHHBIX 3a00ICBaHMIA.

13

Moaynu (Tembl) ya4eOHOTO TIaHa
IIPOTPaMMBI

DONEeKTpOHHBIN y4eOHbIN KypC: MOTYJIb
Nel. CtpykrypHO-(yHKIIMOHANbHAS
OpraHu3alys XpOMOCOM YEJIOBEKA.
Moayib Ne2. OTpaOoTKa MpakTUYECKUX
HABBIKOB aHAJIM3a KapUOTHUIIA YEJIOBEKA.

14

YHUKaIbHOCTh IPOTPAMMBI, €€
OTJIMYUTEIIbHBIE 0COOCHHOCTH,
MIPEUMYILECTBA

YHUKaJIBHOCTD U OTJIMYUTEIbHBIE
0COOEHHOCTH MPOTPaMMBbI JIEKTPOHHBIN
yueOHbIN Kypc «I'eHOoM uenoBeka:
IUTOr€HETHKA» 3aKI0YAI0TCA B TOM,
YTO, HAPSAY C KJIACCUYECKUMH METOAaMU
UTOT€HETUYECKOTIO aHaJIn3a,
IpeCTaBICHbl HHHOBALMOHHbIE
MOJIEKYJIIPHO-IIUTOI €HETUYECKUE
METOJIMKH, PACILIUPSIOINE BOBMOXHOCTH
BBISIBJICHUS CTPYKTYPHBIX aHOMAJIUH U
MHUKPOAHOMAJIUNA XpOMOCOM, JIEKAIUX B
OCHOBE CaMOITPOU3BOJIbHBIX a00PTOB,
paHHEH MJIaICeHYECKO CMEPTHOCTH U
MHOTHX IIUPOKO PACTIPOCTPAHEHHBIX
KJIIMHUYECKUX CUHAPOMOB, B YACTHOCTH,
YMCTBEHHOM OTCTAJIOCTH, ICUXUYECKUX
paccTporCTB, XPOMOCOMHBIX 0OOJIE3HEH.
N3yuuB 31€KTpOHHBIN yU4eOHBII Kypc
«I"eHOM 4YenoBeKa: IUTOTEHETUKA
CIIyLIATEJIX O3HAKOMSTCS C
UTOIr€HETUYECKUMHU METOJaMH aHaJIn3a
KapHOTHUIIA YEJIOBEKA, MO3BOJISIOUIIMHU
IPOBOIUTH Y (HEKTUBHYIO
pEeHATaIbHYIO JUArHOCTUKY
XPOMOCOMHOM MAaTOJIOTMH IO/, YTO
SIBIIICTCS BAXKHBIM MEPOIPHUATHEM 10
npo(HIIaKTUKE BHYTPUYTPOOHOH U
MJIAJIEHYECKOU CMEPTHOCTH,
00yCJIOBJIEHHON XPOMOCOMHBIMHU
HapYIICHUSIMH.




9.4. XapaxkrtepucTuka npogeccMoOHAJIbLHbIX KOMIETEHIUI Bpayda-meauaTrpa

Y4aCTKOBOIO,

COBEPIIEHCTBYOIIUXCS B

JAOIOJHUTEJIbHON MNpodeccHOHAIBLHONH IPOrpaMMbI
LHMTOrCHETHKA» IMOBbIIEHUA KBaIM(PUKAUMU Bpayeil MO CHEHUAJBHOCTH

«HegnaTpus»:

pe3yJbrare
«'eHoM d4ej0BeKa:

O0CBOCHHUA

Y 00yyaromierocsi COBepIICHCTBYIOTCS CIEAYIOIINE AOTOIHUTEIbHBIE
npodeccruoHanbHble KomneTeHuu (nanee JAIK):

TpynoBasi 3HaTh YMeTh OmnebIT
pyHkuus IIPAKTUYECKON
(mpodeccuona TS TENBHOCTU
JIbHasA
KOMIIEeTeH IS
)

AIK - 1. Meroanka coopa u CocraBisTh OrnennBanme

OOcnenoBaHue | OLICHKH JIaHHBIX O TE€HEAJIOTUYECKOE | COCTOSIHUS U

JIeTe C LIEJIbI0 | COCTOSIHUU 37J0POBbsI JIEPEBO B CaMOYyBCTBHSI

YCTAHOBJICHUS | OmKaUIINX npejaenax Tpex peOeHKa;

JMarHo3a POJICTBEHHUKOB U JIMII, | TOKOJCHUI HampaBsnenue nereii
OCYILIECTBIISFOIINX POJICTBEHHUKOB | Ha JaOOpaTOpHOE
yXo07 3a peOCHKOM HayuHasg C oOcne0BaHuE B
(HacnenCcTBEHHbBIE U 00JILHOTO COOTBETCTBHH C
XPOHHYECKHUE pebeHka; JEHCTBYIOLUMU
3a00seBaHus); [TonyuaTs KIIMHUYECKUMU
OcobenHoctu uH(GOPMAIUIO O | pEKOMEHIAIUSIMU
JTUATHOCTUKH H HATMYUAN (mpoTokoJaMu
KJIMHUYECKOT'O TEUCHHS | HACIIEACTBEHHBIX | JICUCHUS),
3a00JIeBaHUM y I€Te | U XPOHUUYECKUX | MOpsIKaMU
paHHEro BO3pacTa; 3a00JieBaHUN y OKa3aHus
DTHONOTHS U O KaUIIIHIX MEIULIMHCKON

rmaToreHes 0oJie3HEeH 1
COCTOSIHUM y JIETEH,
KJIIMHAYECKasI
CHMIITOMATHKA
0oIe3HEH U COCTOSTHHUM
C y4eTOM Bo3pacTa
pebeHKa ¥ UCXOTHOTO
COCTOSIHUS 3I0POBBSI

POJICTBEHHUKOB U
L,
OCYIICCTBJISIONIN
X YX0JI 3a
pebeHKoM;

MTOMOIITHU U C
Y4€TOM CTaHIapTOB
MEIULUHCKOU
MTOMOIIIY; TIPU
HEO0OXOMMOCTU
uH()OPMUPOBAHHE
pOIUTENEH IETEN
(X 3aKOHHBIX
MpeACTaBUTENEH) U
nereut ctapuie 15
JIET O TOJITOTOBKE K
71a00paTOPHOMY U
WHCTPYMEHTAJILHOM
y 00CJIeIOBAaHUIO




10. YYEBHBIA ILJIAH

JOTIOTHUTENbHOM MPOdECCUOHATIBHOMN MPOTpaMMBI
NOBBIIICHU KBaTUpuKaluy Bpauei «['eHOM YesioBeKa: HMTOr€eHETHKA) 110
cnenuanbHocTu «llequaTpusi»

Hean: Pacmmpenne u yrinyOsneHue 3HaHUNA 00 OpraHu3ali TE€HETHYECKOTO
MaTepuasa 4enoBeka. Vcronp3oBaHUE MONMYYEHHBIX 3HAHUW A TUAarHOCTUKUA U
3¢ deKTUBHON MPOPUITAKTHKY HACIEACTBEHHBIX 3a00I€BaHUN.

Kareropusi oOyuamommxcsi: Bpaud, HMEIOLIME BbICIIEE NPO(ECCUOHATIBLHOE
oOpa3oBaHMe 10 OHON U3 ciennanbHocTel: «llenuatpusy», «JleuebHoe neno» umm
1o crnenraibHOCTAM: «JleueOHoe neno», «I'eHetnka», «JlaboparopHasi reHETUKay.

TpynoemkocTb 00yueHusi: 36 akaieMHUUECKUX YacOB — 36 3aYETHBIX €UHHUII.

Pe:xum 3ansaTHH: 6 aKaJeMHUYECKUX YacOB B JICHb, 6 JHEH B HEJCIIIO.

®opma 00y4YeHHU: JUCTAHIIMOHHAS.

Ne HaumenoBanmue Bceero JIucTaHIIMOHHOE 00y4YeHHue
pa3/iesoB, TeM
n/n ak.yac./ B Tom uncie phopmbl
- KOHTPOJI
|
JeKIU | MPaKTU4 | CaMOCT
U €CKUE | OsTEelb
3aHATHUS Has
pabora

2. | Moayasb Nel. 20 12 6 2 Ipome:x
CrpykrypHO- YTOYHas
(GyHKUHOHATBHAS arrecrall
OpraHu3anus us (T3%)
XPOMOCOM Y€JIOBEKA.

3. | Moayab Ne2. 14 - 8 6 IIpome:x
OTtpaboTka YTO4YHasA
PAKTUYECKUX aTrecTaiy
HaBBIKOB aHaJIN3a usn (T3%)
KapuUOTHUIIA YEJIOBEKa.

d. Hrorosas 2 - 2 - BAP

arrecranus

6. Hroro: 36 12 16 8




Y4eOHO-TeMaTHUYEeCKHU IVIAH U COJAePKaAaHUE MPOrPaMMbl

Ne | Ha3Banue teMbl OcHOBHOE coaepKaHue

1 MoayJb 1. CTPYKTYPHO-(PYHKIIMOHAJILHASI OPraHU3aIUsA XPOMOCOM
YyeJIOBEKa.

1.1 | Tema 1. Xpomatun. OcHoBHbIe | XpomaTuH. CTpOECHHUE HYKJICOCOM.
MEXaHHU3MBbI PETYJISILIUU €T0 VYkilagka v cBepXyKiajaKa
FEHETUYECKON aKTUBHOCTH. HYKJICOCOMHBIX HUTeW. KoHteHcanus u

JEKOHJICHCAIUsI XPOMOCOMHBIX HUTEH
KAaK OCHOBHBIE MEXaHU3MBbI PETYJISUN
UX TEHETUYECKOW aKTUBHOCTH

1.2. | Tema 2. XpomocomHble | Mopdosorust XpoMmocoM. DyXpoMaTUH U

abeppanuu. rEeTEPOXPOMATHUH. XPOMOCOMHBIE
MyTauuu. MexaHn3Mbl BOSHUKHOBEHUS
XPOMOCOMHBIX TIEPECTPOCK.

1.3. | Tema 3. XpOMOCOMHBIE | AHOMAJIMUA CTPOCHUS XPOMOCOM.
CUHIPOMBI (oburas | HacnenctBeHHble OOJIE3HU YETIOBEKA,
XapaKTEPUCTHKA). 00yCIIOBJICHHBIC HAPYIIICHUEM

CTPYKTYpPBl XPOMOCOM. AHOMAJIUU YHCIIa
xpoMocoM. HacneactBennbie 00sie3Hu
YeJI0BEKa, 00YCIOBICHHBIE T€HOMHBIMU
MyTalUsIMHU.

2 Moayb 2. «OTpadoTKa NPAKTHYECKHUX HABBIKOB AHAJIN3a KAPUOTHIIA
yeJI0BeKa»

2.1 |Tema 2.1. OtpaboTtka AJNTOPUTM IIUTOTEHETUYECKOTO aHAIIN3a
MPAKTUYECKHUX HABBIKOB IIPU B HOpME.
aHaJI13€ HOPMAJIBLHOTO
KapuOTHUIIa YeJIOBEKa.

2.2 AJITOPUTM ITUTOTCHETUYECKOTO aHAJIN3a

Tewma 2.2. OtpaboTka
IIPAKTUYECKUX HABBIKOB IIPU
aHaJIM3€ XPOMOCOMHBIX U
T€HOMHBIX MYyTalUM.

IIPY XPOMOCOMHBIX CUHAPOMAX.
BrisiBiieHME CTPYKTYpPHBIX
XPOMOCOMHBIX HapylleHUM. BelsiBieHne
T€HOMHBIX MYTAalUH.

Henab0 AMCTAHUMOHHOTO O0Y4YeHHs SIBJISIETCS MPEIOCTaBICHUE O0ydarouuMcs

BO3MOXKHOCTH OCBOEHHMSI 00pa30BaTeNbHOW MpPOrpaMMbl B yIOOHOM TEMIIE,

HCTIOCPCACTBCHHO II0 MCECTY JKHUTCIIBCTBA C IPOXOKICHHCM HpOMG)I(YTO‘—IHOﬁ u




UTOTOBOM aTtecTanueit. [IpomMexyTouHas arTecTalds BKIIOYAE€T TECTOBBIC
3aJJaHus, JUIS WMTOTOBOW AaTTECTAllMd HEOOXOAMMO BBIIIOJHUTH BBHITYCKHYIO
aTTeCTAllMOHHYIO padoTy B hopMare nmpoekTHoro 3aaanus (BAP).

[Ipu peanuzanuu JOMOTHUTEIBHON MPOdEeCcCHOHAIBHON MPOrpaMMBbl MOBBIIICHUS
KBaMpukanuu Bpauel «['eHOM 4YesoBeKka: NIUTOrEHETHUKA» HCIOJIb3YyeTCs
TEeXHOJIOTHS Kerc-meroaa. /s aTtoro Ha ob6pazoBarensHoM noptaie ®I'BOY BO
BI'MY B pazgene UJAIIO ¢opmupyercss keiic, BHYTpH KOTOPOTO TAamKd IO
y4eOHOMY MOJIYJIIO: BOIPOCHI KOHTPOJISL UCXOIHOTO YPOBHS 3HAHUM, BOIIPOCHI JJIS
CAaMOKOHTPOJISI N0 Ka)XXIOMy pa3feily, TECTOBbIC 3aJaHusl, HWHTEPHET-CCHUIKH,
HOPMAaTUBHbBIE TOKYMEHTBI, TPOCKTHBIC 3a/IaHUS JJIS BBITYCKHOM aTTECTAlMOHHON
paboThl. Kaxxp1ii oOyJaromuiics moydaeT CBOM OpUTHHAIBHBINA Mapojib, KOTOPBIH
JIaeT IOCTYM K y4eOHBIM MaTepuajiaM mopraia.



3.YCJIOBUSA PEAJIM3ALIMU ITPOI'PAMMBI

3.1. TpeboBanusi K MATEPUATIBLHO-TEXHUYECKOMY 00eCedeHUIo

Peanuzanus snektpoHHoro yueobHoro kypca «I'eHoM 4esoBeka:

HUTOIr€HETUKA) IIPCAIOIaracT HaJln4dnue O60py,I[0BaHI/IH N TCXHUYCCKUX CPCACTB

oOy4eHHUsI: HOyTOYK/TIepCOHANIbHBIN KOMIIBIOTEP C BBIXOJOM B CETh UHTEPHET.

3.2. MudopmanuonHoe odecrnedenne 00ydeHust

Ne n/m HaumenoBanue ABTop I'oa, MecTo n3nanus

1. | Axynenko, JI. B. JloporoBas npo@uiakTuka reHeTH4ecKoi
narojoruu mioga: pykosoactso / JI. B. Akynenko, T. B.
3omoryxuHa, M. b. Manyxus. - M.: IDOTAP-MEJIMA, 2013. -
292 [1] c.

2. I'enomuka — meguunne. Hayunoe n3nanue nox pen. B.M. MiBanosa u
JI.JI. Kucenesa / M.: «Akanemkuura», 2005. 392 c.

3. | Koznosa C.U., JlemukoBa H.C. HacneacTBeHHbIE CHHIPOMBI U
MEJIMKO-TEHETHUECKOE KOHCYIbTUPOBaHUE: ATiac-ClIpaBOYHUK. M.,
2007. 448 c.

4, Mamaesa C.E. ATiiac XpoMOCOM MOCTOSIHHBIX KJIETOYHBIX JIMHUI
yenoBeka U kuBoTHBIX /C.E.Mamaesa. - M.: Hayunsrit mup, 2002.

5. | KOpos, U. YO. I'eHOMHBIE 1 XPOMOCOMHBIE 00JIE3HU IIEHTPATILHON

HEPBHOW CHCTEMBI : MOJICKYJISPHBIC U IIUTOTEHETUUECKUE ACTICKTHI :
HayuHoe n3nanue / U. 0. FOpos, C. I'. Bopcanosa, 1O. b. IOpos. -
M. : MEJITPAKTUKA-M, 2014. - 384 c.

HuTepHeT-pecypcesbi:

1.

boctok K. XpoMocoma 3ykapruoTHUeCKOU KIETKU — Pexxum
nocrymna: http:// medbiol.ru/medbiol/moldiagn/0002€980.htm

boukos, H. I1. Knunnueckas renetuka [ DJI€KTPOHHBINA pecypc]:
yueOnuk / H. I1. Boukos. - 3-e u3., ucnp. u J0II. - DJIEKTPOH.
TekcToBbIe HaH. - M.: I DOTAP-Menma, 2004. - 480 c. — Pexxum
noctymna: http://www.studmedlib.ru/book/ISBN5923104539.html

3axapoBa A.®., bentom B.A., Kynemos H.I1., bapanosckas JI.I.
XpomMocoMsl uesioBeka (ATinac) — Pexxum poctyma: http://




window.edu.ru/resource/484/26484/files/krasu031.pdf

Wmmynomnorus. [IpakTHKyM : KJIIE€TOYHBIC, MOJICKYJISIPHBIC
TeHETHYECKUE METOIBI McCiieioBanus — Pexxum moctyna: http:/
/www.kantiana.ru/upload/iblock/a64/immunologiya.doc

Uyganus, A. I'. DHIIUKIONE S peIKUX OOJE3HEH [ DICKTPOHHBIHN
pecypc] / A. T'. Uyganun. - M.: Jlutteppa, 2014. - 672 c. — Pexxum
J0CTyIna:
http://www.studmedlib.ru/ru/book/ISBN9785423501365.html




