T'ocynapcTBeHHOe 010/1:KeTHOE 00pa3oBaTe/ibHOE YUpe:KIeHUe BhICIIEro npogeccuoHaJILHOro 00pa3oBaHus
«HoBocuOupckuii rocyiapcTBeHHbI MeIUIITUHCKH YHUBEPCUTET)
MuHucTtepcTBa 3apaBooxpaHenns Poccuiickoii ®@enepanun
(I'BOY BIIO HI'MY Munsapasa Poccun)

YTBEPXJIAIO

3aBenyrommii kadeapoit
MenuinHCKON reHeTUKY U OMOJI0T U
Maxkcumosna 10.B.

«29» aBrycra 2014 r.

METOAUYECKUE YKA3ZAHUSA A CTYAEHTOB

[IpakTueckoe 3anstue Ne 6

Tema: Xpomocomusie Gones3Hu.

Hucnunnuaa CB 2. B. BJA. 1 OcHOBBI MEIUIIMHCKOMN I'€HETUKHU

Hanpasienue noarorosku 31.05.02 Ileauarpus
KBanuduxamnus (crenens) Cnenuanuct
®opma 00yuenus OuHas
Kypc 1
Perucrpanuonnsiit Nelb

Ox3zemiuisip Nel



Meroanueckue ykazaHus i CTYJEHTOB IO JUCHMUILUIMHE «OCHOBBI MEIMIIMHCKOM TE€HETHUKH
COCTaBJICHBI Ha OCHOBaHWUHU TpeOoBaHUs DenepasbHOTO TOCYAapCTBEHHOTO 00pa30BaTEeIbHOTO CTaHAapTa
BBICIIIETO MPOQPECCHOHATHHOTO O0pa30BaHMs YTBEPKIECHHOTO MUHUCTEPCTBOM OOpa3oBaHUS U HAYKU
Poccutickoii ®enepanuu ot «08» Hoss6ps 2010 r. No 1122.

Meroandeckue ykazanus pa3padoTai(u):

Damuins U.0. JoxHOCTH Y4eHnasi creneHb, Kadgeapa
YueHoe 3BaHUE
1 2 3 4
XopomieBckas S.A. Cr.npenogaBaTenb Memunuackon
T€HETUKU U
ouoJornu
Peuenzent(b)
®amuiausa U.0. JoxHOCTH Y4eHnas creneHb, Kadgeapa
YuceHO¢ 3BaHHUC
1 2 3 4
MaxkcumoBa 1O.B. 3aBeqyromui J.M.H., podeccop Menunuackon
kadeapou TCHETUKU U
ouoornu

MeTtonudeckue peKOMEHIAIMA PACCMOTPEHBI U 0JI0OPEHBI Ha 3aceaHnuu KadeIapsl MEAUIIMHCKON
reretuku u ouonoruu ' bOY BITO HITMY
[Iportokon Ne 1 ot «28» aBrycra 2014 r.
3aBenyromuii kageapoit
npocdeccop, 1.M.H. P
Makcumona 1O.B.

Metoauueckue YKa3zaHusg paCCMOTPCHBI U O,Z[O6peHBI Ha 3aCCJaHuHn HMK

ITpoToxom Ne OT «__ » 20 1.
IIpencenarens [IIMK




1. BBeaenue

XPOMOCOMHBIMU OO0JIE3HIMHU (XPOMOCOMHBIMU CUHIPOMaMHM) Ha3bIBAIOTCS KOMILIEKChI
MHOYECTBEHHBIX BPOKJAECHHBIX IIOPOKOB Pa3BUTHSI, BbI3bIBAEMbBIX YMCIOBBIMH (T€HOMHBIE MYyTaIlUH) WIN
CTPYKTYPHBIMH (XpOMOCOMHBIE a0eppaliii) U3MEHEHUSIMU XPOMOCOM, BUJUMBIMU B CBETOBON MUKPOCKOII.

XpoMOCOMHBIEe abeppaliui U U3MEHEHHs KOJIMYECTBA XPOMOCOM, KaK U T€HHbIE MyTallluH, MOTYT
BO3HUKATh HA Pa3HbIX 3Tanax pa3BUTUs opraHu3ma. Eciy oHM BO3HHMKAIOT B TaMeTax pOJIUTENEH, TO
aHoMauusi Oy/ieT HaOII0IaThCSI BO BCEX KJIETKAX Pa3BUBAIOIIETOCS OpraHu3Ma (oiaHbIi MyTanT). Eciu
AHOMAaJIMsI BO3HHUKAET B MPOIIECCe SMOPHUOHAIBHOTO Pa3BUTHS MIPH JPOOJICHUN 3UTOTHI, KAPUOTHUI 11014
Oyzaer Mo3anyHbIM. Mo3anyHble OPraHU3Mbl MOT'YT COZIEPKaTh HECKOJIBKO (2, 3, 4 1 Oosee) KIeTOYHbIX
KJIOHOB C Pa3JIMYHBIMU KapUOTHUIIAMU. DTO SIBIIEHHE MOKET CONPOBOXKIATHCS MO3aUIIM3MOM BO BCEX JINOO B
OTJEJIbHBIX OpraHax U cucremax. IIpu He3HAUMTEIbHOM KOJIMUYECTBE aHOMAJIBHBIX KJIETOK (PEHOTHIIMYECKHE
IPOSIBJIICHUS] MOTYT HE OOHAPYKHUBATHCS.

OTHOJOrMYECKUMHU (PaKTOpaMH XPOMOCOMHOM MATOJIOTUU SIBJISIOTCS BCE BUJIbI XPOMOCOMHBIX
MyTalui (XpOMOCOMHBIE a0eppali) U HEKOTOPbIE TEHOMHBIE MyTallUK (M3MEHEHUS Ynciaa XpoMocoM). Y
YeJI0BEKa BCTPEUAIOTCS TOJBKO 3 THUIIA TEHOMHBIX MYTallMil: TETPArIONANs, TPUILJIOUIUS U AaHEYTIIOUIUSL.
W3 Bcex BapuaHTOB aHEYIJIOWIUI BCTPEUAIOTCS TOJIBKO TPUCOMUU 110 ayTOCOMaM, IOJIMCOMHUU IO MOJIOBBIM
XpoMocoMaM (TpHU-, TeTpa- U NEHTAaCOMHUU), & U3 MOHOCOMHUH - TOJIbKO MOHOCOMUS X.

VY yenoBeka 0OHAPYKEHBI BCE TUIIBI XPOMOCOMHBIX MYTAallUN: JIEJICIUH, TYTUTMKAIUU, UHBEPCUU U
TpaHcnokaiuu. [lenenus (HexBaTka y4acTka) B OJJHOM U3 TOMOJOTHYHBIX XPOMOCOM O3HAYaeT YACTUUHYIO
MOHOCOMHIO 110 ATOMY YYacTKY, a IyIUTuKanus (yIBOCHHE y4acTKa) - YACTUYHYIO TPHUCOMHUIO.

2. IloaroroBka Kk 3aHATHIO

J1J1s MOATOTOBKM K 3aHSTHIO CTY/IEHTY HEOOXOAUMO:

Ne Coxaepxanue ®opma KOHTPOJIS
n/n
2.1. | Ilpounrats yueObuuk boukos H.Il. Kaunuueckas cenemuxa : y4eOHux 0 Camorxonmpons

cmyo.meo.6y306/ H. I1. boukos. -3-e uz0.,ucnp.u oon.. -M.: [DOTAP-
Meoua, 2006. -480 c.
YYJI - Vueonux, Y4JI - Pekomen0o8aHo ompaciesbim MUH-60M

3. TpedoBanus k opme o1€eKIbl, OCHALEHUIO

Ha 3aHATHSAX HY)KHO UMETh TETPaab JUIsl KOHCIIEKTOB, YYEOHUK M JIMYHYIO HanKy Uil pUKCaun
MPOTOKOJIA MPAKTUUYECKOTO 3aHATUS. Ha 3aHsaTHsIX 00s3aTebHBI ONbIi Xanar U IIanoyka.

B cocraBe ocHameHus — cpescTBa Uit AEMOHCTPAIMH IPE3CHTAIMN U BHICOKITUTIOB.

4. e u 3apaum (pe3yJbTaT 3aHATHS)

Ilocme IMPAKTUYCCKOr'o 3aHATH 110 TEME CTYACHT JOJIKCH!

E «+..00J121aTh CJICAYIOLIUMH Kpartkoe cogep:kanue U CTPYKTypa KOMIETEHIINH.
5 a:) KOMIIeTeHIUSIMH XapakTepHncTuKa 00513aTeJILHOT0 NOPOTrOBOro YPOBHS
=z cnocoonocmoio u ¢()OPMHPOBAHHOCTH KOMIIETCHIIUH

E 20MOGHOCHIbIO: y 00y4aeMoro no JaHHOH TUCHUILINHE




OomekyabTypHble KomnereHunu (OK)

OK - CriocoOHOCTRIO U TloporoBwlii ypoBeHb:

Nel FOTOBHOCTBIO aHAIM3upoBarh | OK-1, 3u.1. — OCHOBHbIE (PM3UYECKUE SBICHUS U 3aKOHOMEPHOCTH,
COLMAaJIbHO-3HAYNMBbIE JIeXallKe B OCHOBE MPOLECCOB, IPOTEKAIOUIUX B OPraHU3ME YEIOBEKA;
MPOOJIEMBI U TIPOIIECCHI,

HCIIONb30BaTh HA MPAKTHKE 1 300G
METOMBI TyMaHHTAPHEIX, OK-1, 3H . — OO0111e 3aKOHOMEPHOCTU IIPOUCXOKIECHUS U Pa3BUTHUSA
€CTECTBEHHOHAYYHBIX, KUSHH,
ME/THKO-GHONOrMIECKUX H OK-1, 3n.3. — 3aKOHBI T€HETUKH, €€ 3HAUYEHUE JJI1 MEIULINHEI;
KIMHUYECKUX HAyK B YMmerb (¥YM.):
pasInYHbBIX BUAAX OK-1, Ym.1 - Tlonp3oBatbes yueOHOM, HAYYHOM, HAYYHO-TIOMYJISIPHOM
npoecCHOHABHOI 1 TUTEepaTypoH, cetbto HTepHET Tt MpohecCHOHATbHOMN NEATEbHOCTH;
COIIMAJIbHOM JeATEeNbHOCTU

Baaners (Bia.):

OK-1, Bn.1 — Meanko-aHaTOMUYECKUM MOHATUWHBIM annapaToM;

Ipodeccuonanbubie komnerenuu (1K)

IIK - CriocoOHOCTBIO U IIK-3, 3n.1. — XUMHKO-OMOJIOTMYECKYIO CYIIIHOCTH MTPOIECCOB,

Ne3 TOTOBHOCTBIO K MPOUCXOSIINX B dKUBOM OpraHU3Me peOeHKa U MOAPOCTKA Ha
(hopMHPOBaHUIO CUCTEMHOTO | MOJIEKYJISIPHOM ¥ KIIETOYHOM YPOBHSX;

MOJX0/1a K aHAIU3Y

N IIK-3, 3n.2. — AHTPOIIOr€HE3 U OHTOT€HE3 YETIOBEKA;

METUITNHCKON

undopmauum, <...> IIK-3, 3u.3. — 3aKOHBI TCHETHKH, €€ 3HAUYCHUE 1T MEIUINHEI,
IIK-3, 3n.4. — 3aKOHOMEPHOCTH HACTIEACTBEHHOCTU Y U3BMEHUYHUBOCTH B
WHJIUBUIYAJIbHOM PAa3BUTUHU KaK OCHOBBI IOHUMAaHHUS [TaTOT€HE3a U
STHOJIOTHH HACJIEJCTBEHHBIX U MYJIbTH(aKTOPHAIHHBIX 3a00I€BaHUH 1
JleTed ¥ IOJPOCTKOB;
Ymerb (YM.):
IIK-3, ¥m.1 - Ilonp30BaThes yueOHOMN, HAYIHOW, HAYIHO-TIOTYJISIPHOM
JUTEpaTypou, ceTbio MHTepHET 1ist Mpo(eCCUOHATBHOMN IeATEIIBHOCTH;
Baaners (Bi.):
IIK-3, Ba.1 — Menuko-aHaTOMUYECKUM MOHSATUWHBIM annapaToM;

3HaTh:

L4 XpOMOCOMHBIe CUHAPOMBI, BBI3ZBBAHHBIC H3MCHCHHUCM 4YHCJId IIOJOBBIX XPOMOCOM:
KJIMHUKO-LIUTOT€HETHYECKasi XapaKTepUCTUKA HanboJiee 4acThIX CUHAPOMOB. YacToTa
B IONIYJAAOUAX, METOABI ANAIrHOCTUKH, IIPUHIUIIBI KOHCYJIbTUPOBAHUSI;

® XpOMOCOMHBIC CHUHAPOMBI, BBI3BAHHBIC HW3MCHCHHUCM 4YHCJIAa ayTOCOM. Knnuuko-
MUTOI'CHCTUYCCKASA XAapaKTCPHUCTHKA HaI/I6OJ'Iee YaCTbIX CHHAPOMOB. YacToTbl cpeaun
JKUBOPOXKJICHHBIX JE€T€M MU B TIpynmax JAeTed pasJIu4yHOro BoO3pacTa. MeToasl
JUAarHOCTHKU, OCO6€HHOCTH KOHCYJIbTUPOBAHMHA,

L4 XpOMOCOMHI)Ie CUHAPOMBI, O6YCJ'IOBJ'I6HHBIG HJYaCTUYHBIMU TPUCOMUAMHU J51
MOHOCOMUSMU: KIHMHHUKO-OHUTOI'CHCTHYCCKAA XapaKTCPHUCTUKAa MW YaCTOTbl CpCAu
JKUBOPOKJICHHBIX JIETEH;

YMeTs:
e AHanu3MpOBaTh KAPUOTPAMMBI U COMOCTABIAThH ¢ (PEHOTUIIOM NMPOOAH/A;
e pemaTh 33Ja4M PUCKAa XPOMOCOMHOW MATOJIOTHH B CEMBE;



5. XpoHOKapTa 3aHATHSA U ayAUTOPHAs 1eATEJbHOCTD CTYJAeHTa

Peznamenm npOBB@EHM}l RPAKMUYECKO20 3aHAmMUA

Ne i/ JTan NPakTHYeCKOro 3aHsATHSI Bpems
(MHUH)
1. Oprasu3anMoHHasi YacTh. 5
1.1 IIpusercTBUE. 1
1.2 Peructparus npucyTCTBYIOIIUX B KypHAJE. 4
2. BBenienue. 10
2.1 O3By4rBaHHE TEMbI U €€ aKTyaJIbHOCTD, [IEJIU U TUIaHA MIPAKTHYECKOTO 3aHATHSL. 3
2.2 OTBeTHl Ha BONPOCHI CTYACHTOB, BOSHUKIINE PH MOJITOTOBKE K 3aHATHIO. 4
2.3 Brliaya MeToM4ecKnX yKa3aHui, HHCTPYKLUI, HEOOXOJUMBIX JJIs TPOBEICHHS 3aHSTHSL. 3
3. Pa36op TeopeTnyeckoro MaTepuaja 20
3.1 OO6cyx1eHne OCHOBHBIX MOJIOKEHUH TeMBI, HEOOXOAUMBIX AJIS BHITOJIHEHHUS TPAKTUIECKON 15
paboTHI
3.2 BBoaHBII HHCTPYKTaX MO TEXHHUKE 6€30I1aCHOCTH 5
[TepepsiB 10
4. IpakTHyeckas 4acTb 50
4.1 CaMocCTOsITeNbHAS IPaKTHYeCcKas paboTa CTyIEHTOB. 30
4.2. | UnauBuayansHOE ¥ TPYINIOBOE KOHCYJILTHPOBAHHUE ITPH BHITTOJHEHUH 3aJJaHHH. 10
4.3. KoHTpob ycnenHOCTH BHINOJIHEHHS] TPAKTHUECKUX 3a/IaHUH C BHICTABJICHUEM OIIGHKU B kypHai. | 10
5. 3ak/I04YUTeNbHAS YACTh: 3a[JaHHe HA cJIelyIolee 3aHsITHe. 5

6. BHeaynuTopHasi caMocTOsITe/IbHASI padoTa

v
v
v

npopabamuvieaem yyeOHblil Mamepual N0 KOHCNEeKmYy JeKyutl, Y4eOHOU U HAYYHOU 1umepamype,
BbINOIHSEM 3A0aHUsl 0151 CAMOKOHMPOJIS
20MOBUM Npe3eHmayuio no UHOUSUOYAILHOU meme

7. Kpurepun o11eHOK /1esiTeJIbHOCTH CTYAEeHTA, IPH OCBOCHUH Y4eOHOI0 MaTepHuaJia npeacTaBJieHbl
Ha caiiTe kadeapsbl.

v
v

v

OIIGHI/IB&IOTC?I TCOPCTUUCCKHUEC U MTPAKTUYCCKUC 3HAHUA B OTACIIBHOCTH.

TeOpeTI/I‘leCKI/IC 3HaHUA OICHUBAIOTCA KOMIIIICKCHO B XOZAC CO6€C€)IOB&HI/I5{ U Yepe3 OTBCTHI Ha
BOIIPOCHI TECTA.

HpaKTI/I‘leCKaH YaCTb OLUCHUBACTCS 110 YMCHHUIO CTYICHTA PCHIATh CUTYAlIMOHHBIC 3a/1a4H.

8. Pexomenganuu aJs CTYACHTOB, IPONIYCTUBIIUX MPAKTUYICCKOC 3aHATHUC.

v
v
v

v

BBINONMHNTE MHCEMEHHO 33/1aHUS JUTsl CAMOCTOSATENBHOM padoThI.

3aKOHCIIEKTUPOBATh PEKOMEHIOBAHHBIN pa3en yueOHuKa.

YMeTh OTBETUTH Ha BOIIPOCHI, CBA3aHHBIE C OCHOBHBIMU 3aKOHOMEPHOCTSIMM HACJIEOBAHUSA U
nepesayd reHeTUYeCKo HHPOpMaIIiH.

OdopMHUTh TPOTOKOJI MPAKTUYECKOTO 3aHATHUS.

9. IlpuitoskeHns 1JIs1 CAMOCTOSATEJIbLHOM PadOThI CTYAeHTOB
9.1 MudopmanroHHbIE U CIIPAaBOYHBIE MAaTEPUAIIBI:

10. Cnucok 0CHOBHOIi M 10TIOJTHUTEIbHOI JINTEPATYPHI

1. Kinnanyeckas TeHeTHKA | Vu4eOHUK JUIst cTyaeHToB Meaunnackux By30B / H. I1. boukos. - M. : TDOTAP-

Meana, 2006. - 480 c.

JlonoJHHUTENbHAs JUTEPATYPA.



http://www.ngmu.ru/library/card/14258
http://www.ngmu.ru/library/card/14258

npoiiecca,

Knnnnyeckas ¢papMakOreHETHKA | yaeOHO€e T0Cco0Me I CTYASHTOB MENUIIMHCKUX BY30B / JI. A.
Crrues, I'. B. Pamenckas, M. B. UrnateeB [m ap.] ; pen. B. I'. Kykec [u np.]. - M. : IDOTAP-Menna,
Memnnackas reaetuka. Mrorosbiit kKoHTpodb / FO. B. Makcumosa, B. H. Makcumos, O. B.
JIncuuenko. - HoBocubupck : 6/u, 2012. - 58 c. ™

Memnackas reaernka. Ocrarounsle 3uanns / 0. B. Makcumosa, B. H. Makcumos, O. B.
JIncuyenko. - HoBocubupck : 6/u, 2012. - 12 c. ™

MeaunuHcKas reHeTUKA [ DIEKTPOHHBINA pecypc] : ¢0. TECTOBBIX 3aJaHUN C 3TaI0OHAMH OTBETOB IS
CTYJCHTOB 10 cnenuanbHocTH - Ilequarpus / coct. H. A. Inaiiaep, H. A. Illnaiinep, E. A.
Kosymunua [u ap.] ; KpacHosipckuii MequumHcKuil yausepcurer [u ap.]. - Kpacuosipek : KpacTMYVY,
2013. - 148 c.

MeaunuacKas reHeTUKa [ DIeKTPOHHBIA pecypc] : ¢6. CUTYAI[HOHHBIX 3a1a4 C DTAJIOHAMH OTBETOB
U1 CTYAEHTOB neauarpuyeckoro dakyaereTa / coct. H. A. Inaiigep, H. A. Illnaiinep, E. A.
Kosvn%a [ np.] ; KpacHosipckuii Meqununackud yausepcuteT. - Kpacuosipck : KpacIT'MYVY, 2013. -
102 c.

Huple OubnnoreyHo-uH(GOPMALIMOHHBIE PECYpChl M CpeACcTBa oOecreueHuss 00pa3oBaTENbHOTO
B T.4. D3JCKTPOHHO-OMOJIMOTEYHBIE CHCTEMBI M 3JEKTPOHHO-0Opa30BaTENbHBIE PECYPCHI

(2JIeKTpOHHBIE U3aHUs U HH(OOPMAITMOHHBIC 0a3bl JAHHBIX ).

NoNe Haumenosanue pecypca Kpamxas xapakmepucmuxa

1 | Hayunas snexkmponnas Kpynnetiwuii poccutickutl unghopmayuoruslii nopmai 6 obnacmu HayKu,
oubnuomexa: MexXHoL02UU, MEOUYUHBL U 0OPA308AHUS, COOepI’cAULl pedhepambl U
http://elibrary.ru/defaultx.asp noinvle mekcmol 6onee 12 Min HayuHblx cmametl u nyOIuKayuil.

2 | Eounoe okHo docmyna K Obecneyusaem c60000HbIL OOCMYN K UHMESPATbHOMY KAMAL02Y
00pa3068amenrbHbIM PeCcypcam. 06pPa308aMeENbHBIX UHMEPHEM-PECYPCO8, K INEKMPOHHOU OubIuomexe
http://window.edu.ru/ VUEOHO-MEMOOUUECKUX MAMEPUALO8, K PECYPCAM CUCTEMbL

Ghedepanvhvix 0OpaA306aMeENbHLIX HOPINALOS.
Cucmema cozoana no 3axazy PedepanvbHoco azeHmcmea no
00pazosanuio.

3 | Online Mendelian Ingeritance | Kpynuetiwuii anenosizvlunbiil unmeprHem-pecype, co30aHHbll OOKMOPOM
in Man (OMIM) V.A.McKusick, npeonasnauennoiii ons epauei, nayunviit pabomHuKos,
http://www.nslij- CMYOeHmo8 MEOUYUHCKUX 8)308.
genetics.org/search_omim.html

Ha cecoonsunuii denv sma nauboaee noanas 6aza no ceHemudeckum
3a001€8AHUAM YENOBEKA, C KAPMUPOBAHUEM XPOMOCOM, NPAKMUYHA U
VOOOHA 8 NOIYUeHUU ONePamuUBHOU UHGOPMAYUU O HACLEOCMBEHHBIX

3abonesanusx yenogexa.. baza obnosnsaemcesn exceonesno!l!!
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