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PABOYASA NPOrPAMMA YYEEHOW OAUCLUMUNINHDI

B51.0.49 O6was n meguUMHCKasa reHeTUKa

1. Kog u HaumeHoOBaHMe HanpaBleHusA noarotoBku/cneynanbHOCTH:

30.05.01 MepguumHckas buoxmmug

2. Mpodcdunb noaroroBku/cneumanmnsauymsa: MeaunumHckasa buoxmmms

3. KBanudumkaumsa BbINnyCKHUKA: Bpay-bMoXnmmKk

4. dopma obyyeHusn: oYHas

5. Kachegpa, oTBevarLan 3a peanmsaumio QUCLUNIUHBI: T€HETUKU, LUTONOIrMnN "
OrounHXxeHepumn

6. CocTtaBuTENM NpOrpaMmmbil:
CbipomatHukos Muxaumn KOpbeBud  K.0.H., [O0OLL.;
'ypeeB ApTtem lNeTpoBuY — K.O.H.

7. PekoMeHaoBaHa: Hay4YHO-METOAMYECKMM COBETOM MEAMKO-Omonornyeckoro dakynbTeTa,
npoTtokon Ne 5 ot 23.06.2021

8. YuebHbIn roa: _ 2023-2024 CemecTtp(bl)/TpumecTp(bl): 5-6




9. Llenu n 3apauvm y4e6HON AUCLIMNNUHBI

Llensimu oceoeHusi y4ebHOoU OucyurniuHbl 61150 mcs:

NOHMMaHWe Ponn HacneacTBEHHOCTU B OonpedeneHun 340pOoBbs M NaTonornn venoseka,
obyyeHne CTyOeHTOB MPUMEHEHUIO TFEHETUYEeCKMX MeTOOOB B [AMarHoctuke OGonesHewn,
NpMHUMNaM neYeHns n npodunakTMKM HacrneACTBEHHOM NaTonorMuM, a Takke 3anoXuTb
OCHOBbI FEHETUYECKNX NOAXOAO0B NPU PeLLeHnn 3aaay NPodecCnoHanbHONM AeATENBHOCTY.

3adayu y4yebHoU OuCyUMNIUHbI:

- OCBOEHME TEeOPETUYECKNX OCHOB FrEHETUKN;

- hopMmMpoBaHME 3HaAHMM O pPasnNU4HbIX Kraccax HacneacTBEeHHbIX 6onesHen venoseka,
MexaHu3Max WX pasBuUTUS W XapakTepa HacnegoBaHus, KIUHUYECKUX MNPOSBIIEHUSIX,
OCOBEHHOCTSX TeYeHUs, MeTofax ANarHOCTUKU, NeYeHns N NPoOUNaKTUKK;

- oBnageHve MeTodamMu  U3YYEeHUS  HACreACTBEHHOCTW,  BKMOYaA  KIMHUKO-
reHeanornyeckmm aHanms JaHHbIX CEMEHHOro aHaMHes3a 1 onpejereHme Tuna HacrnegoBaHus
GonesHn, UMTOreHeTUYecknx, OMOXMMUMYECKMX W  MOMEKYNAPHO-TEHETUYECKUX MEeToO0B
nccnenoBaHus;

- OCBOEHME TeopeTU4ecKMx 3HaHuh 06 opraHusaumm u QYHKLMOHUPOBAHUN reHoMma
yenoBeka B HOpME M MNpu NaToNoOrMn, reHeTU4EeCKOW reTeporeHHOCTU W KIMHUYECKOM
nonumopduame HacrneacTBeHHbIX 6onesHen, AHK-nonmopdpuame;

- O3HaKOMSIEHWE C COBPEMEHHbIMU BO3MOXHOCTSMW W MeTodaMu, HarnpaBlieHHbIMU Ha
BbIsIBIIEHNE HACMeACTBEHHOM NpeapacrnosioXEHHOCTM K LUMPOKO  pacnpocTpaHeHHbIM
(MynbTudakTopmanbHbiM) 3aboneBaHnsM;

- dopMnpoBaHue npeacTaBfieHUA O MNpUHUMNAX feyvyeHus n NyTsax  npodunakTukm
HacneaCTBEHHbIX U BPOXAEHHbIX 3aboneBaHui, BKNOYas U3yYeHne MeTogudecKMX OCHOB U
opraHuMsauun Meguko-reHeTudeckon cnyxbol B Poccuinckon depepaumm n nokasaHuin Ons
HanpasfeHnsa NauneHToB Ha MeANKO-TeHETUYECKOe KOHCYbTUPOBaHME.

10. MecTo y4yebHOM AncUMNNUHBLI B cTpyKType OOI:

YyebHasa gucuunnumua «Obwasa n meguLUHCKasa reHeTuka» OTHOCUTCH K obsizaTenbHOn
yacTu broka1 «dmcumnnuHbl (mogynu)» depeparnbHoro rocygapcTBEHHOro
obpasoBaTenbHOro0 crtaHgapTa Bbiclwero obpasoBaHna no cneuuansHoctT 30.05.01
MeguumHckasn Guoxumms (cneunanmct).

11. MnaHupyemMble pe3ynbTaTbl 00y4YeHUsi MO AucuUnNnuHe/Moaynio (3HaHUA, yYMeHwus,
HaBbIKW), COOTHECEHHbIe C NNaHUPYeMbIMU pe3ynbTaTaMM OCBOEHUsi 06pa3oBaTeNibHOMN
nporpaMmmbl (KOMNETEHLUMSAMU) U MHAUKATOPaMU UX OOCTUXKEHUA:

Kog HasBaHwe koMmneTeHuun Kog(bl) WHavkaTop(bl) lMnaHupyemble pesynbTaTtbl 00y4eHus
OlK- | CnocobeH ncnonb3oatb 1 | OMNK-1.2 | NcnoneayeT 3HaTb: OCHOBHble MeTObl FTEHETUYECKNX
1 NPUMEHATb OCHOBHbIE uccrnegoBaHUn  And  pelweHus  3agad
dyHAaMeHTarnbHble " €CTEeCTBEHHOHaYy4Hbl | NpodeccrnoHansHON AeATENbLHOCTU
npuKknagHble € MOHATUSA U METOAbI
MeauumHCKue, uccregoBaHun  npu | YMeTb: ucnonb3oBaTtb mMeToabl
€CTEeCTBEHHOHay4Hble peLueHnn reHeTNYeCcKmx nccnegoBaHun ans
3HaHMSA AnS NOCTaHOBKU U npodeccuoHanbHbIX | peweHns  3agad  npodeccnoHanbHom
pelweHns cTaHdapTHbIX U 3agay AesaTensHoCcTH
MHHOBALMOHHbIX 3agad
npodeccuoHarnsHon Bnagetb: HaBblkamMW  UCMOMb30BaHUSA
AesaTensHoCcTH METOOB FEHeTUYECKUX UCcCnefoBaHnn
ans peLueHus 3apav
npodeccuoHanbHON AEATENBHOCTH
OlK- | CnocobeH BbisenATe 1 | OMNK-2.1 | UcnonbayeT 3HaThb: obLwyto XapakTepucTuky
2 oueHnBaTb pasnuyHble HacneacTBEHHbIX NaToNornn
MOpPOYHKLNOHATbHbIE, noaxoAsl ans
dmsmonormyeckme onpegenexHus n | YmeTb: COCTaBUTb nporpammy




COCTOSIHUS " OLEHKM obcrnenoBaHUs MauueHToB Ha npeamet
naTonornyeckme npoLeccol MOpPPOYHKLUMOHAN | BbISBNEHNS HacneacTBeHHON
B OpraHuMame 4eroBeka, BHOTO, npeapacrnonoXeHHOCTH K 3aboneBaHnsIM
MoOennpoBaTb hU3MONIOTMYECKOro
naTonornyeckme COCTOSIHMSA n | Bnagetb: HaBbIKaMK MOCTaHOBKM
COCTOSIHMSA in Vivo u in vitro NaTosIornMyecKmx MporHo3a K COCTaBfeHus  nfaHa
npu npoBegeHun npoLeccoB B | obcnepoBaHus 6onbHOro c
BGromeanLMHCKNX opraHuame HacneacTBEHHOW NaTorornen
nccnegoBaHun YyenoBeka
OlK- | CnocobeH onpegenate | OMNK-4.1 | OpraHusyet 3HaTb: NpUHLMNbI, 3Tanbl U coOaepXaHue
4 cTpaTeruio " npoBeaeHune NpakTU4eckoro  MeguKo-reHeTUYecKoro
npobnemaTuky Hay4HbIX KOHCYNbTUPOBaHMS GOonbHbIX
uccnegoBsaHun, BblIbupatb nccnegoBaHui, pasnuyHbIMKM BuAAMKU HacneACTBEHHON
onTMManbHble CnocoObl KX BKItOYas BbIGOp | natonorum
peLueHms, NpoBOANTb uenm n
CUCTEMHBIN aHanus hOpMynmMpoBKy YmeTsb: NHTEepNpeTnpoBaThb
0OBEKTOB  MCCNeaoBaHus, 3agav, MHOPMALMIO O TEHETUYECKOM pUCKe
OTBeYaTb 3a NPaBUIbHOCTb NnaHMpoBaHws, pasBUTMSA pasnuYHbIX HaCMNEACTBEHHbIX
n 060CHOBaHHOCTb nogbop ageksaTHbIX | GonesHen, oKkasbiBaTb nomMoLlb
BbIBOAOB, BHeOpeHue MEeTOA0B, cbop, | KOHCYNbTUPYEMbBIM CEMBbAM B MPUHATUM
Mony4YeHHbIX pe3ynbTaToB 06paboTKy M aHanu3 | NpaBWUiIbHOrO  peLUeHNss No  BOMPOCY
B npakTnyeckoe OaHHbIX BEPOSITHOCTU W MOCNeaCTBUA POXAEHWN
34paBooxpaHeHune B CeMbsX OOmMbHbIX HaCNeACTBEHHON
naronorvemn
Bnagetb: HaBblkaMm MOCTaHOBKM
MporHo3a M COCTaBfeHus  nnaHa
obcnenoBaHus 6onbHOro c
HacneacTBEHHOM NaTonornemn
OlK- | CnocobeH k opraHmsauun n | OlNK-5.1 | MNMoHnmaeT 3HaThb: nabopaTtopHble mMeToabl
5 OCYLLECTBMNEHUIO CYLLHOCTb ONarHoCTUKM HacneacTBEHHbIX
NpVKNagHbIX n BMOXUMUNYECKNX 3aboneBaHui
NpaKkTUYECKUX MPOEKTOB U npoLieccoB,
WHbIX  MEeponpuUsTUA Mo NMPOUCXOAALLMX B | YMeTb: AmnarHoctupoBaTb

n3yyeHno Grnodunsnyeckmx
M WHbIX MNpPOLECcCCOB U
ABMEHUN,  NPOUCXOASALLNX
Ha KNeTO4YHOM, OpraHHOM U1
CUCTEMHOM  YpPOBHSAX B
opraHusmMe yernoseka

KneTke YyefioBeka

HacneacTBeHHble 3aboneBaHus

BnapeTb: WHTepnpeTaumen
nabopaTopHbIX METOAOB AMArHOCTUKM
HacneacTBeHHbIX 3aboneBaHui

12. O6beM gcuUnnuHbI B 3a4eTHbIX eguHuuyax/yac. — 9/324.

dopma NPoMeXyTOYHOMW aTTecTauumn

3a4eT C OLIEHKOWN, 9K3aMeH

13. TpyaoemkocTb No BMaam yuyebHon paboTbl

TpynoemMKocTb
Bug yuebHol paboTbl Bcero [lo cemecTpam
5 cemecTp 6 cemecTp
AyaNTOpPHbIE 3aHATUSA 214 102 112
nekumnmn 66 34 32
B ToM Ynche: |-IRaKTUdeckue
nabopaTtopHbie 82 34 48
[pynnoBble KOHCYNLTaLmm 66 34 32
CamocTosaTenbHasi paborta 74 42 32
B TOM YMUcne: Kypcosas paboTa (NpoekT)
dopma NpoMeEXyTOYHON aTTecTaumm 36 36
(ak3ameH — 36 4yac.)
WToro: 324 144 180




13.1. CogepxaHue QUCLUMNIUHDI

Peannsauus
pasgena
HaumeHoBaHwue pasgena ONCUUNNUHBI C
Ne n/n CopepxaHue pasgena AMCUnninHbl
ANCUUNNNHBI NOMOLLIbIO
OHnamnH-Kypca,
QYMK*
1. Jlekuumn
1.1 BBeneHue B reHeTuky MpeomeTt, 3agaun, MeTodbl M OCHOBHblE 3Tanbl
cTaHoBNeHnsa reHeTukn. OCHOBHbIE MOHATUSA FrEeHETUKM:
reH, reHoTun, eHoTMN, reHoM, annenb, annenbHble
reHbl, roMo3uroTa, reTepo3urota, AOMWHAHTHbIE W
peueccrBHbIE MPU3HAKMW.
1.2 Ctpoenune OHK Ctpyktypa wmonekynel [OHK, oTpaxaiwwas ee
CBOMCTBA Kak MaTepuanbHoro HocuTens
HacrneacTBEHHOCTMU.
13 HacnepgcteeHHOCTb Lintonorunyeckne OCHOBBI HacrneaCcTBEHHOCTH.
afnepHas n BHesgepHas OcHoBHbIe 3aKOHOMEPHOCTH HacrefoBaHuUs
npusHakoB (no . Mengenio). XpoMocoMHasi Teopusi
HacrneacTBeHHOCTU. Bsanmogencreue reHos.
14 eHeTuka onpefeneHus | MeHeTuka nona. HexpomocoMHas HacrneaCTBEHHOCTb.
nona.
15 CoBpemeHHoe KoanposaHue reHeTn4ecKomn nHopmaumm.
npeacTaBreHne o reHe. CoBpeMeHHOe NpeacTaBneHMe O CTPYKType M Tunax
reHoB. OCHOBHble NOAXOAbl K W3Yy4eHUO YHKUUK
reHoB. 'eHeTMka nonynaunin.
1.6 N3meH4mBOCTb HeHnacnegcrteeHHas (MoamdmkaunoHHas)
reHeTU4ecKoro matepmana. | nameH4mBocTb. Penapaumsa nospexaeHunn AHK.
1.7 Mytn nepegaum | LeHtpansHaa gorma monekynspHou 6uonornn. MNytu
reHeTuyeckon MHdopmauuun | nepegadm reHeTU4eckon MHopMaunn B KneTke.
B KneTke.
1.8 Perynauusa akcnpeccun | OCOBEHHOCTM  CTPYKTYPHOW OpraHu3aumsi reHoma
reHoB. npokapuvor W aykapuoT. MobBunbHOCTbL reHoma.
MaTtpuyHas akTMBHOCTb rEeHOB.
1.9 BeegeHve B MeauuMHCKy | HanpaeneHus pasBuTUS  COBPEMEHHOW reHeTUKM,
reHeTuKy. OCHOBHbIEe | reHeTUKM 4enoBeka, MeOULUUHCKON U KITMHUYECKOW
MOMNOXEHNss U MOHATUSA | reHeTUKN. VICTopus u porb OTEYECTBEHHbLIX YYEHbIX B
KITUHNYECKON rEHETUKU pasBuUTUN MeaULMHCKON reHeTukn. OCHOBHbIE 3Tanbl
pasBUTUS TEHETUKN YeroBeka.
Mpeomer w©  33agauM  MEOULUHCKOW  TEHETUKM.
3HauMMocCTb MEOMKO-TEHETUYECKUX  3HaHUN B
npakTudeckon pabore. MecTo MeaULMHCKOWN FEeHETUKN
B CUCTEME MELMUMUHCKMX N BGMOMOrMyeckmx 3HaHWw,
B3aMMOCBAI3b MEOULUHCKOW TeHeTUKM C ApyruMmu
Haykamu. Ponb HacneacTBeHHOW natonoruM B
CTPYKTYpEe HacefneHusi, MYXCKOr0O U XEHCKOro
oecnnogua u T.4.
1.10 | MpuHUunbI KnuHuyeckon | O6WwmMe K YacTHble acnekTbl  HacneaCTBEHHbIX
ONarHoCTUKM 3aboneBaHuin. [NeroTPONHOCTL OEWCTBUS TEHOB, WX
HacneacTBEHHbIX 6ONe3Hen | MHOXECTBEHHbIN Xapakrep nopaxeHus npwm
HacreAcTBeHHOW naTonorun. lNepBuyHas n BTopuyHas
nnenotponusa. KrnuHMYecKM acnekt nnernoTponuu,
CBS3aHHbIM € AuddpepeHunansHON  OMarHoCTUKOWN
CUHOPOMAsbHON U HECMHAPOMAarbHOW NaToNormu.
1.11 FeHoMm yenoseka. | OCHOBHbIE MPUHLUMMNbI OpraHn3aumMy reHoma 4YeroBeka.
HacnencTBeHHbIN HacneoctBeHHas  M3MEHYMBOCTb.  TWUMbl  FEHHbIX
mMaTtepuan " ero | MyTauum: MUCCEHC- U HOHCEHC-MyTauuu, Aeneuuu,

N3MEHYMNBOCTb. MyTau,vm n
HacneacrtBeHHada natonormnda

/J,y6nv||<au,|/|m, MHBEPCUN, MyTaumm Tuna «casura pamMkm
CYUTBIBAHUAY, CMS1aln-CUHIOBbIE MyTauun.

MyTaLI,MM MUTOXOHOPWAnNbHbIX TEHOB KaK TMPUYnHbI
HacneacTtBEeHHbIX OonesHen. «[JnHamun4eckmne
MyTauun», WU 3KCMaHCUA HYKINeoTUAHbIX NOBTOPOB




KaKk MpuWyYuHbl  “HOBOr0” Knacca HacneCTBEeHHbIX
bonesHen. OPdeKTbl POANTENBCKOrO NPOUCXOXKAEHMUS
MyTauUWW:  TEHOMHbIM ~ UMMAPUHTUHE,  TEHHbIN U
XPOMOCOMHBIV UMMNPUHTUHT, oAHopoauTernbcKas
ancomusi. PasHooOpasve  NpOsiBEHUM  TEHHbIX
MyTauMiA Ha  pasHblX  YPOBHAX  (KIMHUYECKUNA,
BroxmmMumyeckni, MOEKYNSIPHO-TEHETUYECKUIA).
OdhekTbl NOCTHaTaNbHOW peanusaunyM BO3AENCTBUS
MYTaHTHbIX FE€HOB.

1.12 MeToapbl ONArHOCTUKM | -
HacneaCTBEHHbIX
naTonorum Yyenoseka
1.13 | XpomocoMHble 6onesHn Ob6wan xapakTepucTuka XpPOMOCOMHbIX ©GonesHen.
Mecto xpomMocOoMHbIX 6GonesHe B  CTPyKType
HacneacTBEHHOM naTtonormu. Knaccudumkaunsa
XPOMOCOMHbIX 60one3Hen. XpOMOCOMHBIN UMIPUHTUHT.
MeToabl AMArHOCTMKN XPOMOCOMHbIX 6OMne3Hen.
XapaktepucTtuka KNUHNYECKON KapTuHbI y
HOBOPOXAEHHbIX. CneundmnyHocTb "Habopa"
BPOXOEHHbIX NMOpOKOB pasBuTUA "
MOpPdOreHeTU4YECKUX BapuUaHTOB NPU XPOMOCOMHbIX
bonesHsaAx. Wcxogbl XpOMOCOMHbIX — 3aboneBaHun.
BosmoxHOCTM Tepanuu n peabunutauumn 60MbHbIX.

1.14 | HacnegctBeHHble 6Gonesun | OOwme  BOMPOCHI  3TMOMOMMM U naToreHesa
obwmeHa. MoOHOreHHble | MOHOreHHbIX 3aboneBaHui.
oonesHu MexaHn3mbl naToreHesa MOHOreHHbIX 3aboneBaHuii:

cneumMpu4HOCTb MyTauun, MHOXECTBEHHOCTb
mMeTabonuyecknx nyTen, MHOXECTBEHHOCTb (DYHKLMM
Genkos.

HacnepctBeHHble 6GonesHn obmeHa. CoBpemeHHas
Kknaccudukaums, KpaTkas XapaktepucTtuka rpynn,
TpygHocTn  knaccudpukauun. Cxema nartoreHesa
HacneacTBeHHbIX boneaHer obMeHa, meTabonuyeckne
Gnoku.

1.15 | bonesHu ¢ | MHoroo6pasne B3aMMOOTHOLLUEHWIA HACNeACTBEHHOCTU
HacneaCTBEHHbIM W cpedbl B pasBuTUM noObIX BWMAOB MATONOMMK.
npeapacnonoxXeHnem. lMoHATME O HacneacTBEHHOW NpenpacrnonoXeHHOCTH
[[eHeTMKa OHKONOrM4eckux | Unu MNOABEPXKEHHOCTU. [eHeTnyeckun nonuMopdu3m
3abonesaHun nonynsauun.

O6wan  xapakTepucTuka  MyrnbTudaKkTopnanbHbIX
3aboneBaHu.

eHeTMKa  HeKoTOpbIX  (hopM  3roKa4yeCTBEHHbIX
3aboneBaHnii. MoOHOreHHblE U MynbTUaKTOpuansHo
06ycnoBneHHble OPMBI.

1.16 | O6wwme npuHUMNbl nedveHms | OOwmne  MpuHUMNBI W MOAXOo4bl K Tepanuu
HacrneaCcTBEHHbIX HacrneacTBeHHoW  naTtonormn.  CumnTomaTuyeckas
OonesHen, npodunakTuka | Tepanus. MaToreHeTnuyeckoe neyeHwue.
HacneaCcTBEHHOM 3OTnonornyeckas Tepanusi HacneaCTBEHHbIX
naTonoruu GonesHen.

"eHeTuKo-gemorpadudeckue npoteccsl 7
pacnpocTpaHeHHOCTb  HACMeACTBEHHbIX  ©onesHen.
Bugpl " HanpasneHus NpoUNakTUKn
HacneacTBeHHbIX BOMNe3Hen: NepBnYHas 1 BTOPUYHAS
npodunakTuka.

1.17 MpumeHeHne MEeTo[oB | -

MOMEKynsipHON reHeTuKu
npwu ANarHoCTUKK
3aboneBaHni YenoBeka
2. JlabopaTopHbIe 3aHATUA

2.1 BBegeHve B reHeTuky -

2.2 CtpoeHune JHK -

2.3 HacnenctBeHHOCTb -
safepHas n BHesaepHas

2.4 leHeTuKa onpegenenus | OnpegenexHme nona ¢ nomowsbto MUP SRY n DAZ




nona. NOKYCOB.

2.5 CoBpemeHHoe -
npeacTaBrneHne o reHe.

2.6 M3mMeH4YnBOCTb WaoeHTudukaums nonmmopdunaMon B reHax
reHeTUYecKoro MaTtepuvana. | oTBeTCTBEHHbIX 3a penapauuto OHK.

2.7 MyTtn nepegauu | -
reHeTU4ecKon WHgopmaunm
B KneTke.

2.8 Perynaunsa akcnpeccumn | PeHon-xnopodopMHbii MeToq BolaeneHue OHK.
reHoB. Boligenennem [OHK ¢ nomowbl  COpOLMOHHBIX

KOMNOHOK.

O6HapyxeHue Alu- nosTopoB metogom [LP.
O6HapyxeHue hot-spot mytauun MNMLUP.

OnpepneneHue cpegHerW ANUHbI TeNomep MeTOAOM
rnypP.

lMocTpoeHne dunoreHeTU4YeCcKnx OepeBbLEB.
O6HapyxeHue u npeackasaHne NpoOMOTOPOB U CanuTOB
CBSA3bIBAHUA TPAHCKPUMNLMOHHBLIX DaKTOPOB.
O6GHapyXeHune canTom METUNMPOBaHUS.
MeTun-cneumdunynas MNUP.

2.9 BBegeHne B MeOUUMHCKYLO | -
reHeTuKy. OcHoBHbIE
MOMOXEHNs MU MOHATUSA
KIUHNYECKOWN reHeTrKU

2.10 | MpwuHUMnbI KIMMHUYECKON | -

ONarHOCTUKM
HacneaCcTBEHHbIX 6onesHewn

2.11 | leHom yernoseka. | -
HacnepcreeHHbIN
Martepuan " ero
N3MeH4YMBOCTb. MyTaumm wu
HacrneacTBeHHasa naTonorus

2.12 | MeToabl avarHocTukn | OCHOBHBbIE aTansl nposefeHus KNUHWKO-
HacrneaCTBEHHbIX reHeanornyeckoro obcnegoBaHus. CemwnoTuka.
naTonorum Yyenoseka CvHOPOMONOrMYECKMN METOA.

2.13 | XpomocomMHble 6onesHn OCOBGEHHOCTN KIMMHUYECKNX MPOSIBNEHWI OTAENbHbIX

XPOMOCOMHbIX cuHapomoB: JayHa, MNaTay, 3Sasapaca,
"Kolaybero Kpuka", Bonbga-XupLixopHa,
LepelweBckoro-TepHepa, KnanHdenbTtepa, Tpunno-X,
NosIMCoOMMM Mo Y-XpOMOCOME.

2.14 | HacnepctBeHHble 6ones3Hn | MoOHOreHHble bonesHu c YCTaHOBIEHHOM
obmeHa. MoHOreHHble | NOBpeXAEHHON BUoXumMmYeckon yHKUnen; 6onesHn ¢
©onesHu MOEHTUUUMPOBAHHBIM MPOAYKTOM MYTAHTHOIO reHa.

2.15 | bonesnu c|-

HacneaCTBEHHbIM
npeapacnonoxXeHnem.
[eHeTMKa OHKONOrM4EeCKMX
3aboneBaHui

2.16 | O6wwme npuHUMnbl NneyveHnst | Gopmbl MPOPUNAKTUYECKUX MEPOMNPUATUA:  MELMKO-
HacrneaCcTBEHHbIX reHeTUyeckoe  KOHCYNbTUpOBaHWe; npeHaTanbHas
OonesHen, npodunakTMka | QUarHocTuka; MaccoBble npoceusatoLine
HacrneaCcTBEeHHOM (ckpyHUupyloWwne) nporpamMmmbl;  MNEPUKOHLIENLUMOHHAsNA
naTtonormm npodunaktuka, "reHetudeckas" gucnaHcepusauma

HacerneHus (perucTpbl); OXpaHa OKpyXaroLen cpeabl
KOHTPOJIb 32 MYTAreHHOCTbH DaKTOPOB cpenbl.
2.17 MpumeHeHne meToaoB | Boigenernne OHK n PHK.
MOJEKYsipHON reHeTukn | OBpaTHas TpaHCKpMnNuuS.
npu anarHoctuku | MNMonvMmepasHas uenHas peakums.

3aboneBaHuit Yenoseka

OnekTpogopes.

MUP B peansHOM BpemeHu.

[Mouck HykneoTUAHbIX nocrnenoBaTensHOCTEN FEHOB B
cucteme  Genbank. [MogGop npalimepoB  Ans
amnnudukaumm reHoB. Pabota B cucteme BLAST.




Bbasa gaHHbIx Central Mutation & SNP Databases.
Mouck SNP accoummpoBaHHbIMU C  BPOXAEHHbIMU
naTonornsiMun.

Mopbop npanmMepoB M 3HOOHYKIEea3 pPecTpuKLMM Ans
naeHTumkaumm  MyTauum B reHe. MpuHUMN
nposegeHns mytareHHon MUP-MOP®.

Paspabotka Tagman 30HAOB ANa wuaeHTudukauum
MyTauumn, onTumMm3auus peakuumu, OCHOBHble
NPUHLMMNbLI NPOBEAEHNS aHanun3a.

MogroToBka Npob K NPOBEAEHUIO CEKBEHUPOBAHUA MO
Cenrepy. Ounctka npoaykrta MNUP, nurnposarne OHK
B Nnasmuay.

MoaroToBka npo6 K npoBeaeHunto NGS
cekBeHMpoBaHus Ha nnatdopme lon tor-rent. AHanua
BbIXOAHbIX AaHHbIX.

13.2. Tembl (pasgenbl) QUCUUNIIMHBI U BUAbI 3aHATUN

Ne
n/n

HanmeHoBaHne TemMsbl
(pasgena) gucumnnuHbl

Buabl 3aHATU (KONTMYECTBO YacoB)

JNekuumn

Fpynnosie JlabopaTopHble

CamocTtosaTenbHas
KOHCynbTaumm paborta

Bcero

1

BBegeHue B reHeTuky

2 0 0 4

2

Crtpoenune OHK

2 0 0 4

HacnenctBeHHOCTb
HﬂepHaﬂ n BHeFl,lJ,epHaFl

4 6 0 6

16

leHeTuka onpegeneHus
nona.

19

CoBpeMeHHoe
NnpeAcTaBrieHne o reHe.

19

MN3meH4YnBOCTb
reHeTn4yecKoro
MaTtepuana.

20

MyTtn nepenayn
reHeTUu4eckom
MHpopMaLInM B KIETKe.

14

Pel’yﬂﬂU,I/IFI JKCnpeccumn
reHOB.

44

BBenenne B MEIULIMHCKYIO
TEHETHUKY. OcHoOBHBIE
MOJOKEHUSI M TOHSITHSI
KIMHUYECKOU T€HETUKHU

10

MpuHUMNBI  KNUHWYECKON
ANarHoCTUKN
HacreACTBEHHbIX
BonesHen

11

FeHom yernoseka.
HacnenctBeHHbIN
Marepuan n ero
nU3MeH4MBoCTb. MyTauum
" HacneacTBeHHas
natonorus

10

12

MeToabl JMarHoCTUKK
HacneacTBeHHbIX
naTosiornn Yyenoseka

14

13

XpOMOCOMHbIe 6onesHu

18

14

HacnencTBeHHble
bonesHun obmeHa.
MoHoreHHble 6onesHn

18

15

Bonesuun c
HacneacTBeHHbIM
npeapacnonoXeHnem.
FeHeTKa OHKOMNOrM4ecknx

12




3aboneBaHuin

Obuime NPUHUMNBI
neyeHuns
HacneacTBEHHbIX
OonesHen, npodunakTnka
HacneacTBEeHHON
naTosiornm

16

MpumeHeHue MeTo[0B
MOIEKYNSAPHON  FeHETUKN
npu JNarHoCTUKN
3aboneBaHuin YenoBeka

17

OKk3ameH 36

WToro: 66 66 82 74 324

14. MeToaM4eckue yKkasaHus Ansi 00y4aroLWwmxca N0 OCBOEHUIO AUCLUMIIVHDI:

CTyOoeHTbl 3HaKOMATCS C TEOPETUYECKUM MaTepuarnom B npoLlecce NeKUUoHHOro Kypca,
CaMOCTOATENBHO NpopabaTbiBalOT U yCBauBaKT TeOpeTUYEeCKNe 3HaHUA C UCNOSb30BaHUEM
pekomMeHayeMon yyebHon nutepaTypbl, y4ebHO-MeToan4ecKnx Nnocobun cornacHo ykasaHHOMY
cnuncky ( n.15).

OucumnnuHa  peanusdyeTcad C  NPUMEHEHWEM  OUCTAHLUMOHHBbIX  TEXHOJSIOrnn
(https://edu.vsu.ru/course/view.php?id=10081).

Ha nabopaTopHbIX 3aHATUAX CTyAeHTbl Nnbo nHameuayanbHo, NMbo B cocTaBe Maromn
rpynnbl  BbINONHAT nabopaTopHyto paboTy. B xoge BbinonHeHusi nabopaTopHbiX pabot
CTYOEHTbl NpuobpeTaloT HaBblkM ObpaleHns ¢ Guonormyeckumm obbekTamu, nabopaTopHbIM
obopyaoBaHMEM W UWHCTPYMEHTaApUEM, CaMOCTOATENIbHO OCYLLUECTBASAT 3KCNEePUMEHTDI,
PErMCTPUPYIOT, aHANU3NPYT U UHTEPNPETUPYIOT pesynbTaTbl reHeTUYEeCKNX MccrneaoBaHun.
Peasynbtatel nabopatopHon paboTbl, BKMYasi  HeEoOXoOuMble pacyeTbl, 3aKNYeHus u
BbIBOAbI, OTBETbI HA BOMpPOCHI (3agaHusa) ocdopmnsaoTca B paboyen TeTpagu CTyaeHTa B Buae
oTyeTa. B «koHue nabopaTopHOro 3aHATUA  pesynbTatel WM Matepuanbl  y4yebHo-
nuccrnegoBartenbckon paboTbl  AoknagblBalOTCA  npenogasaTtento, npu  HeobxogumocTu
obcyxpgatotca B rpynne (otyeTr O nabopaTopHOM 3aHATMKM). B cnyyasx nponycka
nabopaTopHOro 3aHATUS NO KaknMm-nmbo npuymHam cTygeHT obsi3aH ero camMoCTOSATESIbHO
BbINOSTHUTbL NOA KOHTPONEM NpenofaBaTens BO BpeMsl MHAMBUAYaNbHbIX KOHCYNbTaLMWNA.

Tekywas arttectauma obecneuvBaeT nNpPoOBEPKY OCBOeHUs Yy4yebHOro martepmana,
npuobpeTeHnsi 3HaHWA, YMEHWA M HaBbLIKOB B MpoLecce ayauToOpHOM M CaMOCTOATENbHOM
paboTbl CTY4EHTOB.

Mpn noprotoBke K TeKyllen aTtTectaumm CTyOeHTbl W3y4alT U KOHCMEKTUPYHT
pekoMeHayeMyto npenogaBaTteneMm y4yebHyo nuTepaTtypy No TemMaM JNEKUMOHHbIX U
nabopaTopHbIX 3aHATUIA, CaMOCTOATENIbHO OCBaMBaltOT MOHATUMHBIA annapaT, 3akpennsawT
TeopeTu4eckme 3HaHus.

Tekywas aTtrectauma saBnseTca obsisaTenbHOW, ee pe3ynbTaTbl OLEHMBAKTCA B
GannbHOM cucTeMe M MO pelleHuo kadeapbl MOryT ObiTb yYTEHbl MPU MPOMEXYTOYHOM
aTTectayumn oby4varowmxca. PopmMor NPOMEXYTOUHON aTTecTauumn 3HaHUM, YMEHUN U HaBbIKOB
obyyvalLMXCH ABNAETCS YCTHbIN 3a4eT C OLEHKOM U 3K3aMeH.

O6y4yeHune nuy, ¢ orpaHUYeHHbIMN BO3MOXXHOCTSIMWN 300POBbS OCYLLECTBNAETCS C Yy4eTOM
X NHAMBMAYAIbHbIX NCUXOPU3NYECKUX OCOBEHHOCTEN M B COOTBETCTBUN C MHAUBUAYASNbHOM
nporpammon peabunuraumn.

Ana nuy ¢ HapyweHneM criyxa Ha NEeKUMOHHbIX 3aHATUAX M NnabopaTopHbIX 3aHATUSAX
npu HeoBXoANMMOCTU onycKaeTcsl NPUCYTCTBME aCCUCTEHTA, a TakK Xe CypAonepeBOaYNKOB W
TUdnocypaonepeBoaYmKOB.

lMpomexyTouHass aTTecTaums Ans niy C  HapylweHuMsaMuM Ccryxa npoBOAUTCA B
NMMCbMEHHOW (popme, NpuM 3ITOM UCMOMb3YHTCA o0bwue Kputepun oueHuBaHudA. [lpu
HeobXoaMMOCTH, BpeEMSA NOArOTOBKN Ha 9K3aMeHe 1 3a4eTe C OLEHKON MOXET ObITb YBEMNYEHO.

Ona nuu C HapyweHueMm 3peHus [OOorMycKkaeTca ayauarnbHoe npegocTaBrieHve




WHpopmauun (Hanpumep, C WUCNOSMb30BaHMEM MPOrpaMM-CUHTE3aTOPOB peyun), a TakK Xe
NCroNb30BaHME Ha meKUMax 3BYKO3anucbiBalLWMX YCTPOUCTB (auMkTtodoHoB UM T.4.). Ha
NEKUMOHHbIX 3aHATUAX U nabopaTopHbIX 3aHATUSAX MNpU  HeobXxoaMMOCTM AonyckaeTcs
NPUCYTCTBUE acCUCTEHTa.

Ana nyy ¢ HapyLeHNsSMN ONopHO-ABUraTenbHOro annaparta 4acTb 3aHATUI MOXET ObITb
peanu3oBaHa OUCTAHUMOHHO. Ha NeKUMOHHbLIX 3aHATUAX U NabopaTopHbIX 3aHATUAX NpU
HeobXxo4MMOCTN AonycKaeTcs NpUCyTCTBUE accucteHTa. lNpomexyTodHas aTrectaunsa anga nuu
C HapyLlleHUsIMW OMOPHO-ABUraTENbHOrO annaparta NpoBOAMTCS Ha O6GLIMX OCHOBaHMAX, Npu
Heobxo4MMOCTU Npoueaypa 3k3aMeHa MoxeT bbITb peanu3oBaHa ANCTAHLUNOHHO.

15. lNepeyeHb OCHOBHOM W [OOMOJIHUTENILHOW NUTEpaTypbl, PECYPCOB WHTEpPHeT,
Heo6Xx0AMMbIX AN OCBOEHUA AUCLUNIUHbI

a) OCHOBHag nuTeparypa:
Ne n/n McTOYHNK

1 NHre-BeutomoB C.I". [eHeTuka ¢ ocHoBamu cenekuun: ydebHuk ans ctyq. sy3oB / C.I". WHre-
BeuytomoB —. CI16 ;. N3a-Bo H-J1, 2010. — 718 c.
KypuaHoB H.A. l'eHeTuka yenoeeka c ocHoBamu obuien reHetukn / H .A. KypuaHos. — CI16.: CneuJluT,
2009. — 192 c. — Pexxum goctyna: http://biblioclub.ru/index.php?page=book&id=105728

2

6) gononHuUTenNbHasa nNuTeparypa:
Ne n/n McToYHUK

1 Kumynes UN.®. Obwasa n monekynspHasa reHetuka / N.®. XumyneB. — Hoeocubupck: M3g-so CO
PAH, 2007. — 480 c. — Pexum goctyna: http://www.knigafund.ru/books/18890
Hukonaes A.[1. OcHoBbl yutonorum un redetukn / A.l. Hukonaes. — M.: Usg-so MI'TY um. H.O.
BaymaHa, 2011. — 39 c. — Pexum goctyna: http://e.lanbook.com/books/element.php?pll id=52549
Abpamosa 3.B. lNpaktukym no reHetuke / 3.B. Abpamosa. — M.:. ArpoHnpomusgar, 1992. —225 c.
leHetuka / B.W. MBaHoB [ agp.]. — M.: AkagemkHura, 2006. — 638 c.
3agayn no coBpemMeHHON reHeTuke: ydebHoe nocobue / B.M. Masep [v ap.]. — M.: KOY, 2005. - 224
C.
KapmaHosa E.[. Mpaktukym no reHetuke / E. . KapmaHoBa, A.E. bonros. - NeTpo3asoack: N3a-8o
MetplyY, 2004. — 204 c.
7 Knar Y. OcHoBbl reHeTukmn / Y. Knar, M.P. KammuHre. - M.: TexHocdepa, 2007. — 896 c.
Kopskos [O.E. Xpomocombl. Ctpyktypa u  dyHkumm / O.E. Kopskos, N.®. Xumynes. —

g |l N

D

8 | HosocuBupck: Mag-8o CO PAH, 2009. — 258 c.

9 KoHunyes A.C. MonekynsipHas 6uonorus / A.C. KoHnyes, I'.A. CeBacTbsaHoBa. - M.: Akagemus, 2005. —
400 c.

B) MH(pOPMaALIMOHHbIE SNEKTPOHHO-06pa3oBaTenbHble pecypchl (omunaneHble pecypcbl MHTEPHET)™:
Ne n/n Pecypc

1 OnexTponHbIit Katagor Hay4noit 6ubnnotekn BOpOHEKCKOTO roCymapcTBEHHOTO yHHBepcuTera. — http://
www.lib.vsu.ru

2 AnekmpoHHbIl yHU8epcumem - https://edu.vsu.ru/course/view.php?id=10081

3 OBC YHuBepcutetckasa 6ubnuoteka onnavH. — URL: http://biblioclub.ru

16. NMepe4veHb y4eOHO-MeTOaNYECKOrO obecnevyeHns ANs CaMoOCTOATEeNbHON paboTbl

Ne n/n NcTouHuK
1 MpakTukym no reHeTuke Yenoseka / B. H. Kanaes [ u gp.] ; nog obw,. pea. B. H. Kanaesa ;
BopoHexckuii rocygapcTBeHHbIN yHuBepcuTeT. — BopoHex : Misgatenbckuin gom BI'Y, 2019. — 206 c.

17. OOpa3oBaTesfibHble TEXHONOrMMU, UCNONb3yeMble Npu peanusauum y4eOHOMU
AUCLUUNSINHBLI, BKIOYas AUCTaHUMOHHble obpa3oBaTtenbHble TexHonoruu (OOT,
3aneKkTpoHHoe oby4yeHue (J0), cmewaHHOe oGy4YeHue):

https://edu.vsu.ru/course/view.php?id=10081



http://www.knigafund.ru/books/18890
http://e.lanbook.com/books/element.php?pl1_id=52549
http://www.lib.vsu.ru/
http://www.lib.vsu.ru/
http://biblioclub.ru/

18. MaTtepnanbHO-TeXHU4YECKoe obecneyeHne AUCUUNIINHBI:

YuyebHas ayautopus Ansa npoBeAeHUs 3aHATUN NIEKLUMOHHOro Tuna: 394018, r. BopoHex, nnowagb
crneumanuaupoBaHHaa Mebenb, npoektop ACER x115 H, HoytOGyk Lenovo | YHuBepcuteTckas, 4.1, nom.l,
B590 ¢ BO3MOXHOCTbIO MOAKIMIOYEHUS K ceTu «MHTepHeT», 3KpaH HacTeHHbin | aya. 190

Digis optimal, WinPro 8 RUS Upgrd OLP NL Acdmc, OfficeSTD 2013 RUS
OLP NL Acdmc

YyebHas ayauTopus Onsi NpoBeAeHUst 3aHATUM ceMuHapckoro Tuna | 394018, r. BopoHex, nnowagb
(nabopaTtopHble  3aHATUA), AnNA npoBeAeHNWA  rpynnoBbIX U | YHuBepcuteTtckas, 4.1, nom.l,
MHAMBUAYanNbHbIX KOHCYMNbTauun, TeKyLiero KOHTpons m | aya. 187

NPOMEXYTOYHOM aTTecTauuu:

crneumanuanpoBaHHaa mebenb, npoektop NEC V281W, akpaH HaCTeHHbI
Digis optimal, HoyTOyk Lenovo B590 ¢ BO3MOXHOCTbIO MOOKIHOYEHMST K CETU
«UHTepHeT», WKad C BbITSXKHbIM YCTPOWCTBOM Marblid, MUKPOLLEHTpUdyra-
BopTekc "MukpocnuH" FV-2400, amnnudukatop "Mastercycler personal”,
[03aTopbl, KaMepa Ang ropu3oHTanbHOro anekTpodopesa, ueHtpudyra 5418
C pOTOPOM, TEpMOCTaT TBepPAOTENbHLIN ¢ Tanmepom TT-2-"Tepmut", WinPro 8
RUS Upgrd OLP NL Acdmc, OfficeSTD 2013 RUS OLP NL Acdmc

OucnnenHbIn Knacc, ayautopuss Ansi npoBedeHus rpynnoBbix u | 394018, r. BopoHex, nnowanb
MHOMBUAYaAlbHbLIX KOHCYNbTauun, NMoOMelieHWe ANSA CaMOCTOATeNbHOW | YHuBepcuTeTckas, 4.1, nom.l,
paboThbl: ayn. 67

cneumanuaupoBaHHasa mebenb, komnbloTepbl (cuctemHbin 6nok Intel Celeron
CPU 430 1.8 GHz, monutop Samsung SyncMaster 17) (12 wTt.) cC
BO3MOXXHOCTbIO NOAKIMIOYEHUS K ceTU «IHTEepHET»

KomnbloTepHbI Knacc, ayautopusi AnA npoBedeHus rpynnoBbix u | 394018, r. BopoHex, nnowanb
MHOMBMAYaNbHbLIX KOHCYMNbTauuni, MOMeELleHWe ANA CaMOCTOATENbHOW | YHuBepcuTeTckasd, A4.1, nom.l,
paboThbl: aya. 40/5
cneumanuanpoBaHHaa Mebenb, KOMNblOTepbl (CMCTEMHBIM 6nok Pentium Dual
Core CPU E6500, moHutop LG Flatron L1742 (17 wT.) ¢ BO3MOXHOCTbIO
NOAKMYeHUs K ceTn «MHTepHeT»

KomMmnbloTepHbIN Knacc, noMmelleHne ans caMocToATeNnbHOW paboThl: 394018, r. BopoHex, nnowiagb
crneumanmampoBaHHaa Mebenb, KoMnbloTepbl (cuctemHbin 6nok Intel Core i5- | YHuBepcutetckas, 4.1, nom.l,
2300 CPU, wmoHutOop LG Flatron E2251 (10 wTt.) ¢ BO3MOXHOCTbO | ayg. 40/3

NOAKMYeHUs K ceTn «MHTepHeT»

MomeweHne pOnsa XxpaHeHus u npodunakTnyeckoro o6enyxuBaHusa | 394018, r. BopoHex, nnowagb
y4ye6Horo o6opyaoBaHuA: YHuBepcuteTtckas, 4.1, nom.l,
cneumanuaupoBaHHasa mebenb, npoektop ACER x115 H, HoytOyk Lenovo | ayg. 184a

B590 ¢ BO3MOXHOCTbIO NogkmntoyeHus Kk cetun «UMHTepHet», WinPro 8 RUS
Upgrd OLP NL Acdmc, OfficeSTD 2013 RUS OLP NL Acdmc

19. OueHou4HbIe cpeacTBa ANsl NPOBeAEHUA TEKYLEeNn U NPOMEXYTOYHOM aTTecTauum

Mopsiaok OueHKkM ocBoeHusi obyvarowmmuncss ydebGHOro maTepuana onpepensietcs
coepXxaHMeM crneayLwmnx pasaenoB ANCLUMMINHBI

No K WNHankaTop(bl) o
- HanmeHoBaHwWe pasgena ancunnnuHel (Mogynsi) OMMNETEH OOCTUXKEHUS HEeHOUHbIE
n/n umna(un) cpefctea
KOMMNeTEeHLMMN
1 BBegeHue B reHeTuky OrK-1 OrK-1.2 Tect
2 Crtpoenune OHK OrlK-1 OriK-1.2 Tect
3 HacnegcTBeHHOCTb sgepHas U BHesgepHas OrlK-1 OriK-1.2 Tect
"eHeTuka onpegeneHus nona. OrikK-1.2 Tect
4 OrK-1 MpakTnyeckne
3agaHus
5 CoBpeMeHHOe NpeAcTaBeHNe O reHe. OlK-1 OrK-1.2 Tect
M3MeH4YnBOCTb FreHeTUYeCcKoro maTepuana. OrK-1.2 Tect
6 OrK-1 MpakTnyeckue
3agaHus
7 MMyt nepenayn reHeTUHECKOM MHpOpMaLIMK B KNETKeE. OrlK-1 Orl1K-1.2 Tect
Perynauua akcnpeccuu reHos. Tect
8 Or1K-2 OriK-2.1 MpakTnyeckne
3afaHus




NHaukaTop(bl)
Ne HaumeHoBaHwWe pasgena ancunnnuHel (Mogyns) Komnetex JOCTWXEHUS OueHouHLle
n/n P y ums(un) cpeacTea
KoMNeTeHuumn
BeenoeHne B MeguuUMHCKYyt0 reHeTuky. OCHOBHbIe Tect
9 A AnLnHcKy STVKY OnMK-1 OMK-1.2
NONOXXEHNSA N MOHATUS KIMUMHUYECKOWN FEHETUKN
MpuHUMnbI KITMHNYECKoMn MarHoCTUKN Tect
10 | PvHl ¢ A ONMK-4 OnMK-4.1
HacneacTBeHHbIX bonesHen
FeHOM yenoBeka. HacnencTtBeHHbI maTepuan v ero Tect
11 | N3MEHYMBOCTD. MyTauun " HacneacTBeHHas OrlK-2 Ork-2.1
naTonorus
12 MeToabl AMArHOCTUKM HacCNeACTBEHHbIX MNaToNornn OriK-4 OnK-4.1 Tect
yerioBeka )
XpOMOCOMHble BonesHn Orik-4 TecTt
13 | P OmMK-4.1
Pedepart
HacneactBeHHble 6o0ne3Hn obmeHa. MoOHOreHHble OriKk-4 TecT
14 OrikK-4.1
6onesHu Pecbepar
15 bonesHn ¢ HacneacTBEHHbIM MpPeapacnonoXeHUeM. Orik-4 OMK-4.1 TecTt
"eHeTnKka OHKONornyeckmx 3abonesaHnn )
O6bwme  npuHUMNBLI  NevYeHns HacneacTBEHHbIX Orik-4 TecTt
16 | 6onesHewn, npodumnakTuka HacneacTBEHHOWN OrkK-4.1 Pedepart
naTtonorum
lMpumeHeHne MeTodOoB MOMEKYNSAPHON FeHEeTUKU npu OrlK-5 Tect
17 | gmnarHocTukmn 3aboneBaHuii YeroBeka OrK-5.1 MpakTnyeckne
3a4aHuns
lMpomexyToyHas aTTecTtaumsi MepeyeHb
dhopma KOHTPOIISt — 3a4€T C OLEHKOW, 3K3aMeH BOMpPOCOB

20. TunoBble OLEHOYHble cpeacTBa U MeToAMYECKMe MaTepuanbl, onpegensilowume
npoueaypbl oLleHUBaHUA

20.1. TekyLW M KOHTPOSb YCNeBaeMocTu

KoHTponb ycneBaeMocTu N0 AUCLMMNIIMHE OCYLLECTBNSAETCA C MOMOLLbIO CreaytoLWmnX OLEeHOYHbIX
cpeacTs:

Pedepar

Tect

lNpakTndeckme 3agaHus

lMpumepHble TeMbl pedepaToB

1. Knaccudpmkauma HacneacTBeHHbIX 3abonesaHnin HEpPBHOWM CUCTEMBI.

2. Knaccndmkaumsi HacnegcTBEHHbIX HEPBHOMbILLEYHbLIX 3a6oneBaHni.

3.Xopest [eHTHHIToHa.

4. CnuHouepebennsapHble gereHepauun. bonesub ®pugperixa.

5. Henpodubpomartos PeknuHrayseHa.

6. X-cuenneHHasa nporpeccupytowas moiwevHasa anctpodpus (bonesnb Aiowena, bonesHb Bekepa).

7. HacnepcteeHHble nonuHesponatun. bonesHs Lapko- Mapw.

8. HacnepgctBeHHble cnvHanbHble amuoTpodun (6onesHbs BepgHura- [oddmaHa, bonesHb
Kyrenbbepra Benangepa).

9. lNenaTo-uepebpanbHaa gereHepaums.

10. Atakcua — TeneaHrnoaktasms — 6onesHb Jlyn-bap.

11. HacnencTtBeHHble HapyLleHna obMeHa aMUHOKUCTIOT. PEeHUNKETOHYPUN.

12. MuacteHu4.

13. CupvHromuenusa n cupmHrommenobynsous.

14. HacnencTtBeHHble HapyLeHNs NnnMaHoro obmeHa.

15. OpdbaHHble 3abonesaHusa — bonesHb Momne.

16. bonesHb ®abpw.

17. KnuHunyeckne n napaknuHuyeckne meTodbl ANArHOCTUMKM BPOXAEHHOW W HacneACTBEHHOW
naTtonoruu.



18. MeanKo-reHeTU4eCcKoe KOHCYNbTUPOBaHMe.

TpeboBaHNA K BbINOMHEHMIO 3a4aHUIA (UMK LWKanbl U KPUTEPUN OLIEHMBAHMS)
CrpykTypa pedepara:

. TUTYNbHbIN NINCT.

. OrnaeneHue.

. BeBegeHue.

. OcHoBHas 4acTb.

. 3akrntoyeHue.

. Bubnmorpadumyeckun cnmcok.

. MpunoxeHus (npm1 HeobxognumMocTw).

~NOoO O, WN -

Kputepum oueHkn pedepaTa.

CteneHb packpbiTUsi CyLWHOCTM BOMpPOCa: a) COOTBeTCTBME nMnaHa Teme pedeparta; 06)
COOTBETCTBME COAEepXaHWs Teme W nnaHy pedyepara; B) nonHota M rrnybuHa 3HaHWA No Teme; )
060CHOBaHHOCTbL CNOCOBOB U MeToAOB paboThl C MaTepuanom; €) ymeHne obobwaTtb, AenaTb BbIBOAbI,
COMOCTaBNATb pa3fMyHble TOYKM 3pEeHUs MO OgHOMY Bornpocy (npobneme).

O60cHOBaHHOCTb BbIOOpa MCTOYHMKOB: @) OLIEHKA MCMOSIb30BAHHOW NUTEpaTypbl: MPUBIIEYEHDI
nu Hambornee M3BeCTHble paboTbl NO TeMe UcCneaoBaHus (B T.4. XypHarnbHble NyGnvkaumMm nocnegHnx
neT, nocrnegHue ctTaTUCTUYeckue AaHHble, CBOAKW, CpaBkM 1 T.4.).

CobniiogeHne TpeboBaHM K OMOPMITEHMIO: @) HACKONbKO BEPHO OGOPMIEHbI CChLITKM Ha
ncnonb3yemyto nuTepaTypy, CNMCOK nNuTepaTtypbl; 6) oueHKka rpaMOTHOCTM WU KynbTypbl M3NoXeHus (B
T.4. opdrorpaddmyecKkomn, NyHKTYaUMOHHON, CTUNIMCTUYECKON KyNbTypbl), BiafeHne TEpMUHONOrmen.

OueHka 5 - BbINONHeHbI BCce TpeboBaHWS K HanMcaHuio pedepaTta: Tema packpbiTa MNOMHOCTbIO,
AaHbl NPaBUIibHbIE OTBETLI HA AOMNOSTHUTENbHbIE BOMPOCHI.

OueHka 4 — ocHOBHble TpeboBaHuA K pedpepaTy BbINOMHEHbI, HO MMEKTCSH HETOYHOCTU B
N3NOXeHnn Martepuana; OTCYTCTBYeT formdeckas nocnefoBaTernibHOCTb B CYXXAEHUSAX; UMeTCH
ynyLwieHns B oopMIIEHNN; Ha AONOSNHUTENbHbIE BONPOCHI NPU 3almTe AaHbl HEMOSHbIE OTBETHI.

OueHka 3 — MMelTCHA CyleCTBeHHble OTCTynneHus oT TpebosaHun K pedepupoBaHuio. B
4YaCTHOCTW, TeMa OCBeLleHa nub YacTUYHO; AONyLleHbl akTnyeckme owunbkM B copepXaHum
pecdepaTa nnun Npm oTBETE Ha AOMNOMHUTENbHbIE BONPOCHI.

OueHka 2 — pedepaT OTCyTCTBYET.

MpumepHbIe TecToBble 3a4aHUA
1. HaszoBuTe roa poxageHus reHetukn: a) 1865; 6) 1900; B) 1953
2. Hanuwute popmyrbl FOMO3UIOT MO OAHOM N ABYM MAPAM TE€HOB ......cvvveiveneirieieaneinanns
3. Bblgenute Tmnbl HacnegCcTBEHHOW N3MEHYUBOCTMU.
a) MogndukaumoHHas; 6) KombuHaTtneHas; B) MyTtaumoHHas; r) OHToreHeTuyeckas
4. Kak HasblBaeTcsl MyTaums, CBA3aHHasa C HEKpaTHbIM YMHOXEHWEM reHoma Buaa?
a) AsTononunnoungus; 6) Annononunnongus; B) AHeynnongms
5. Kak Ha3biBaeTca xpoMocomMHasi abeppauus, cBa3aHHas ¢ NepeHOCOM y4acTka O4HOW XPOMOCOMbI Ha
OPYTYHO (HETOMOJSTOTUMHYEO)? ooueiie et ettt
6. K10 aBnseTcsa cosgarenem XpoMOCOMHOW TEOPUM HaCneACTBEHHOCTN?
a) T. Mopran; 6) I'. Mennep; B) e ®pu3s;r) Y. CettoH m T. Boepu
7. K KakoMy Tvny reHOMHOM MyTaumn MOXHO OTHECTU KapmoTun yenoseka 945, x?
a) AHeynnonaus; 6) MNannovans; B) Nonunnonams
8. Kakom non siBnsieTca romorameTHbIM y NTuy, n 6aboyex?
9. Npwn kakoM TMNe B3aMMOLENCTBUA rEHOB OAVH annenbHblv reH NoaasnseT AencTene Apyroro?
a) KogomuHmnposaHuy; 6) [JloMMHaHTHO-peLeCccMBHOM; B) AnucTtase
10. Kak HasblBaeTcs HenposiBNeHWEe MyTaHTHOMO reHa Yy HEKOTOPbIX ero HocuTenen B nonynauun?
a) OkcnpeccuBHocTb; 6) MeHeTpaHTHOCTL; B) JlabunbHOCTL
11. Kak HasbiBaeTCcs opraHu3m, y KOTOporo OTCYTCTBYeT 0fHa Xpomocoma?
a) MoHocomuk; 6) Hynnucomuk; B) Tprcommk
12. Kak Ha3blBaeTCsi CMHAPOM Yy YerioBeKa C KOMMIIEKCOM MOMOBbIX XPOMOCOM XXY?
a) WepweBsckoro-TepHepa; 6) KnanHdenbTtepa; B) [kekobca
Ykaxute, Kakor npu 3ToM peHOTUMN — MYXXCKOM (') AN KEHCKUM (D)2 ooveeneeiiiiieeeeeeeieanne



13. Y notomctBa 6OMbHbIX XOpeen [eHTUHITOHa MPOUCXOAUT YBENUYEeHUEe 4ucra TPUHYKIEOTUOHbIX
NMOBTOPOB, YCUNeHne TsxKecTn 3aboneBaHua n bonee paHHee ero nposiBneHve. Kak HasblBaeTcst 310
SIBITEHUE? .ottt e

14. Ha3oBUTE OCHOBHbIE XapPaKTEPUCTUKN TEHETUYECKOTO KOLA. +.ueuvenereneeeniaraneinanannnnns

Kputepun oueHku:

«OTIIMYHO» BbICTaBNSAETCA CTYAEHTY, ecnn oH HabupaeT 75-100 % oT MakcumarnbHO BO3MOXHOMO
6anna 3a TecT.

«XOpOLLO» BbICTaBNAETCS CTYAEHTY, ecnu OH HabupaeT 50-74 % OT MakcumanbHO BO3MOXHOMO
6anna 3a TecT.

«YOOBMNETBOPUTENBHOY» BbICTABMAETCS CTYAEHTY, ecnu oH HabupaeT 30-49 % OT mMakcMMmanbHO
BO3MOXHoOro 6anna 3a Tecr.

«HEeY[40BNeTBOPUTENbHO» BbICTABMAETCHA CTyAEeHTY, ecnn OH HabupaeT meHee 49 % % ot
MakcMMaribHO BO3MOXHOro 6anna 3a TecrT.

MprMepbl NpakTU4eckoro 3agaHus

1. XeHwuHa 42 net, 6epemeHHOCTb 11 Hepenb. [peHaTanbHbIA CKPUHWHT NEePBOro TPUMECTpa
6epeMeHHOCTN He BbISiBUI NOBLILWEHNE pUcKa poaeHna pebéHka ¢ XxpOMOCOMHOM natornornen. Tem He
MEeHee, >XEeHLLUMHa Xenana WUCKMYnMTb XPOMOCOMHble 6onesHn y Byayuwiero pebeHka n HactavBana Ha
npoBeaeHnn npeHaTanbHON ANarHOCTUKM.

Bonpoc: KakoB Hanbonee 6e3onacHbiil METOA WCKIHOYEHUA XPOMOCOMHLIX 6onesHen nnoga B
nepuog BHyTPUYTPOOHOro pasBuTunNa?

2. MpobaHg, manbumk 1 mecsd, 2-n pebEHOK y heHOTUNMYECKM 340pOoBbIX poauTenen, 1-n
pebEHOK — peHOTUNMYECKM 3a0poBas AeBoYka. AHaMHE3 BoNesHn - AnMTenbHOEe KPOBOTEYEHME NOchne
B3ATUA KPOBM M3 MATKA HOBOPOXAEHHOro Ans npoBedeHuss ckpuHuHra Ha HBO. MonekynspHo-
reHeTM4yecKoe nccnegoBaHme BbIIBUNO MyTaLMiO MHBEPCUIO B MHTPOHe 22 reHa F8, B cBA3M ¢ Yem Gbina
AnarHoctTupoBaHa remogunus A.

Bonpoc: lNpegnonoxnte Tun HacrnegoBaHWst 4aHHOW reHeTudeckon natonornn? KakoBbl pUCKM
poxaeHusl ewé ogHoro GonbHoro pebéHka B gaHHOM cembe? KakoBbl COBpEMEHHbIE BO3MOXHOCTU
nabopaTopHOM reHeTUKM NOMOYb 3TON Nape poauTb 3qopoBoro pebeHka?

3. Manbuuk 1,5 net, nepBbii pebeHOK OT MONOALIX 340POBbLIX poguTenen. bpak HEpOACTBEHHbIN.
BepemeHHOCTb, poabl — 6e3 ocobeHHocTen. C poxaeHns — NynoyvHasi, naxoBas rpbbku, ¢ 1-x mecsiueB
XWN3HU — pUHOAPUHIUT, 3aepKKka MOTOPHOMo, JOPEYEBOro 1 PeYeBOro pasB1Tus, ¢ roga — HebonbLlioe
nomMyTHeHne poroBuubl. deHoTMn: rapraunmam (Makpouedanusi, BbINYKMblA, HaBUCAKOWWA 106,
KOPOTKWI, YNMOLLEHHBIV C LUMPOKOW NEPEeHOCULEN HOC, TONCTbIE rybbl), rMasHon runepTenopuam, rycrole
)KECTKMe BOSOCbl, TMNEPTPUX03, peakMe 3yObl. YKOpOYeHWe TyroBulia, KUOCKONMO3 cpepHe- u
HWKHErpyaHblX  OTAENOB  MO3BOHOMHMKA,  TYrOMOABWXKHOCTb  MPaKTUYECKM  BCEX  CYCTaBOB,
KaMNTOAaKTUNNA, «KOITUCTas KUCTb», runepTpodumyeckas kapavomuonaTtnsa. >XuBOT  yBENUYEH,
renatomMeranus, NynovHas rpbixa. 3agepxka NCUXoMOTOPHOIO Pa3BUTUSA N PEYEBOrO Pas3BUTUA.

Bonpoc: Kakoe 3abonesaHve MOXHO 3anogo3puTb?

4. Manbuuk 12 neT, eQUHCTBEHHbIN pebeHOK 0T MOMoAdbIX 340POBLIX poanTenen. bepemeHHoOCTb,
poabl — 6e3 ocobeHHocTen. C poxXaeHus — apaxHO4aKTUNUS U TEHOEHUMS K YBENUYEHUIO ANVHbI Tena, B
roq — AuMarHocTMpoBaH nMoABbIBUX XpycTanuka; B 4,5 roga — cdopmmpoBanucb KuneBuaHas
aedopmauma rpyaHon KNneTkn 1 LONMXOCTEHOMENWS, K 7 rogaM — BbiIBlieHa TEHAEHUMSA K YBENUYEHUIO
AnameTpa aopTbl HA YpOBHE cvHyca Banbcanbsbl.

Bonpoc: Kakoe 3aboneBaHMe MOXHO 3anogo3puTb?

20.2. NpomexyTo4Has atTrecTayms

lMpomexyTouHaa aTTectaums MO AUCUMMANHE OCYLLEeCTBNAETCA C MOMOLLbI  CcreayoLwmx
OLIeHOYHbIX CPeaCTB:

Bonpochkl kK 3a4eTy C OLUEHKOM U aK3aMeHy

lMepeyeHb BOMPOCOB K 3a4ETYy C OLIEHKOM
1. Uctopusa reHeTukn. OCHOBHbIE 3Tanbl pa3BuTUA reHeTukn: oT MeHgensa go Hawmx gHen. OCHOBHble
pasnernbl COBPEMEHHON FEHETUKMN.
2. MoHornbpugHoe ckpelwmaHue. NepBbii 1 BTOpoW 3akoH . MeHaens. LluTonormyeckne OCHOBbI
pacwienneHus. MNoHATUE JOMUHAHTHOCTU N PELIECCMBHOCTM, annennsama, romMmo- 1 reTepo3uroTHOCTHU.
eH, reHoTun, doeHoTMN.



3. OurmbpugHoe ckpewmBaHue. Tpetu 3akoH . MeHgensa. KombuHauUMOHHas M3MEHYMBOCTbL U €é
3Ha4yeHue.

4. TpurnbpmaHoe ckpewmBaHue. PacwenneHve no geHotuny n reHotuny. NpuHUMN AUCKPETHOCTH
reHoTuna.

5. Tvnbl B 3aMmogencTBus annenbHbIX reHoB. PeuunpokHoe, BO3BpaTHOe, aHanusupylowiee
CKpeLLUuBaHME N NX 3Ha4YeHme.

6. HacnepoBaHve npu B3auMOAEWCTBUM HeanmneflbHbIX [EHOB. KOMMSIEMEHTApPHOCTb, 3MNUCTa3,
nonmmepus, NnenoTponna n MmoanduumnpytoLee 4ENCTBUE FrEeHOB.

7. Onpenenexne nona. Tunbl XpOMOCOMHOIO onpeaeneHns nona. banaHcoBasa Teopus onpeaeneHns
nona. lNonoBon xpoMaTuH.

8. HacnepoBaHune npunsHakoB, cLUeneHHbIX ¢ NosioM. COOTHOLLEHWE MOMNOB B MPUPOAE U 3HAYEHME.

9. 3akoH cuenneHus reHoB T. Moprana. PacwenneHme y rubpngos npm CUensiEHHOM HacrnegoBaHU.
KpocuHroesep v ero aHa4yeHume.

10. OCHOBHbIE MOMOXEHNST XPOMOCOMHOW TEOPUN HACNeaCTBEHHOCTM.

11. LUunTtonnasamatmyeckas HacneactBeHHOCTb. OcobeHHOCTM HacnedoBaHus depes3 nnacTtugpl,
MWUTOXOHAPUM.

12. OpraHu3aumsi TreHeTM4Yeckoro maTepuana y npokapuoT W 3ykapuoT. [lpocTpaHcTBeHHasi
OopraHm3aumsi XpOMOCOM Yy 3yKapuoT.

13. NameHumnBocTb. Knaccudmkaums nameH4YnBoctn. KOMOUHALMOHHAA M3MEHYMBOCTb, MEXaHU3MbI €e
BO3HWKHOBEHMUS U 3HaYeHMe.

14. Knaccndmkaumst mytauuin. 3HadeHne MyTaumMoHHOW M3MEHUYMBOCTU. ['eHHble MyTauun. MpruymnHbI 1
MeXaHU3Mbl UX BO3HUKHOBEHUS, 3HaYeHune.

15. MHOXeCTBeHHbIN annenmam. MexaHn3mMbl BO3HUKHOBEHMSI, 3HA4YEHNE U MPUMEHEHNE.

[MepedeHb BONPOCOB K 3K3aMeHy

1. OnpegeneHne MeANUMHCKON reHeTUKN Kak Hayku. MNpeameT v 3agadun MeanLUHCKON reHEeTUKMN.
KpaTkasa ncrtopusa MeguumMHCKON reHeTUKN. 3HavyeHne reHeTukn ons MeguumHbl.

2. Knaccndmkaumsi HacnencTBeHHbIX 6onesHern yenoeeka. NoHATHME 0 MynbTUdakTopuanbHbIX
3aboneBaHusX.

3. OTnonormnst HacneacteBeHHbix GonesHen. Knaccudukaums mytaumn. O6wme ocobeHHOCTM
natoreHesa u CEMMOTUKN HacNeaCcTBEHHbIX BonesHewn.

4. MonekynsapHas guarHoctuka. Metogbl. O6nacty npuMeHeHMsI.

5. HenHBasunBHble METOOLI NPEHATANbLHON ANArHOCTUKN.

6. ViHBa3nBHblE METOALI NPeHaTanbHOW ANArHOCTUKN.

7. XpoMmocoMHas natornorus. PacnpocTpaHeHHOCTb B nonynaunn. 'eHOMHble MyTaLuuu.

8. XpoMoCcOMHble MyTaumn. Ix Buapl.

9. MNaToreHe3 n HOMeHKNaTypa KapnoTUNnoB XPOMOCOMHbIX 3aboneBaHun.

10. CuHgpom KnanHdenbTepa. BapuaHThl. PacnpoctpaHeHHocTb. KnuHuka. JleueHue.

11. CuHapom Tpucommm no X-xpomocome. BapuaHTel. PacnpoctpaHeHHoCTb. KnuHuka. JleueHue.
12. CuHopomllepelueBckoro-TepHepa. BapmaHThl. PacnpocTpaHeHHoCTb. KnvHuka. JledeHne.
13. Cungpom JdayHa. BapuaHTbl. PacnpoctpaHeHHoCTb. KnuHuka. JleueHue.

14. Cuupowm lMatay n cungpom 3aBapaca. PacnpocTtpaHeHHocTb. KnvHuka. JledeHue.

15. Knaccudmkaums reHHbix 6onesHein.

16. MeHeTMYecKkasa reTeporeHHOCTb U KMMHUYECKMI NoniMMopchusm.

17. HacnepgcrBeHHble gedektbl obmeHa yrnesogos. anakrosemus. NatoreHes. [QuarHocTtuka.
KnuHuka. JleueHne.

18. [Oedbektbl obmeHa aMuHOKUCNOT. DeHunketToHypus. AnbObuHu3M. Tunbl HacnegoBaHus.
PacnpocTtpaHeHHocTb. [narHocTtuka. KnuHuka. Jleuenme.

19. HacneactBeHHble gedekTbl obmeHa nunuaoB. bonesHn Tes-Cakca, Humana-luka, Nowe.
PacnpocTtpaHeHHocTb. [narHocTtuka. KnuHuka. Jleuenme.

20. HacnegcteeHHble fedekTbl BuocMHTe3a ropmoHoB. CuHapom JloypeHca-MyHa-bapaebnans.
AppeHoreHuTarnbHbI cuHgpoM. PacnpoctpaHeHHocTb. [uarHoctuka. KnuHuka. JledeHue.

21. HacnepgctBeHHble pedbekTbl coeauHuTenoHon TkaHu. CwuHgpom MapdaHa. CuHgpom
Onepca[anno. PacnpoctpaHeHHocTb. [uarHocTuka. KnuHuka. JleyeHwe.



22. HacnegctBeHHble 6onesHn cuctembl kpoBu. Nemonutnyeckasi 60ne3Hb HOBOPOXAEHHbIX.
remocpunumsa A. PacnpoctpaHeHHOoCTb. [uarHocTtuka. KnmHuka. JledeHue.

23. OcHoBbl natoreHesa MynbTUakTopuanbHbliX 3abonesaHunin. 'eHbl NPeapacnonoXeHHOCTU.
HacneactBeHHble W HEHACNEeACTBEHHblE  KOMMOHEHTbl  MynbTUakTopmanbHbiX — 3abonesaHuin.
HacnegyemocTs.

24. YpoBHU N MeToAbl NPOUNAKTUKA HACNeaCTBEHHbLIX 60ne3Hen.

25. Uenb ¥ 3agauMm  MeAOMKO-TeHETUYECKOro  KOHCynbTupoBaHus. [MokasaHus  ans
KOHCYNbTUPOBaAHMSI.

26. OTanbl MEOUKO-TEHETUYECKOTO KOHCYNbTUPOBAHMA.

27. HenHBasuBHble METOObLI NPEHaTaNbLHOW ANArHOCTUKN.

28. HBa3nBHbIE METOAbI NPeHaTanbHON AMarHOCTUKM.

29. MNpodunakTnka HacnegcTBeHHbIX 60n1e3Hen Ha NOCTHaTaNbHOM YPOBHE.

MpuMep KOHTPONBHO-U3MEPUTENbLHOIrO MaTepuana ansi 3Kk3aMmeHa

YTBEPXOAKO
3aBenytowmin kacegpomn
reHEeTUKM, LMTONOrm

N BMOVHXeHepun

B.H. Nonos
20
CneumanbHOCTb 30.05.01 MeamumHckasa bnoxmmms
OucumnnuHa 61.0.49 O6Lwaga n MmeamuUmnHcKasa reHeTuka
dopma 0by4veHns OYHas
Bua koHTpong 3K3aMeH
Bug attectauum NMPOMEXYTOYHbIN

KoHTponbHO-u3meputenbHbin matepmnan Ne1
1. CuvHgpomlUepelwieckoro-TepHepa. BapuaHTtbl. PacnpoctpaHeHHOCTb. KnuHuka. JleveHue.
2. HenHBa3mBHble MeToAbl NpeHaTanbHON ANAarHOCTUKM.

MpenogaBaTenb M.1O. CblpOMATHUKOB

KpuTepumn oLeHKu:

«OTNMYHO» BbICTABNSAETCA CTYAEHTY, €Cnv OH packpbiBaeT BOMPOCbI No Teme buneta u
OTBeYaeT Ha AOoMNoNHUTENbHbIE BONPOCHI.

«XOpOLLUO» BbICTABNSAETCH CTYAEHTY, €CN OH packpbiBaeT BOMPOCbl GuneTa, HO He oTBeYaeT
Ha HeKoTopble A0MNONHUTENbHbIE BOMPOCHI.

«y[OBMNETBOPUTENBLHO» BbICTaBMAETCA CTYAEHTY, eCnv OH OTBe4yaeT OGuneT no HaeBoasALLMM
BOMNPOCaM U HETOYHO OTBeYaeT Ha JONONHUTENbHbIE BOMPOCHI.

«HEeYOOBMNEeTBOPUTENbHOY» BbICTABNSAETCS CTYAEHTY, €CNN OH He pacKpbiBaeT Tembl MO
BOMnpocam 6uneta u He oTBeYaeT Ha AONONMHUTENbHbIE BOMPOCHI.

MepeyeHb 3aaaHui Ans NpoBepKku chOpPMUPOBAHHOCTU KOMMNETEHLUMU:

®0C

OnK-1

TecTOBbIE 3aaaHNA
1. Kakvue HacnepgcCtBeHHbl 3aboneBaHusi OUMArHOCTUPYIOTCA C  MOMOLLBK  LIMTOrEHETMYECKOro
nccnenoBaHnNa?
1) ayTOCOMHO-OOMUHAHTHbIE;
2) MmynbTuakTopmanbHble 3aboneBaHus;
3) 3aboneBaHus obMeHa BELLECTB;
4) XpOMOCOMHble 3ab0neBaHus.



OTBeT: 4

2. Y mMonogon XeHWwMuHbl Habnogaetcsa Hegopas3sutve aundHukoB. O6GHapyxeHa Tpucomust no X-
xpomocome (kapuotun XXX). Ckonbko Teney bappa 6yaeTt HangeHo B COMaTUYECKUX KreTKax?

1) 1;

2)3;

3) 4;

4) 2.

OtBeT: 4

KopoTkue oTBeTbI
1. Kakor kapmnoTtun noareepxgaeTt gMarHo3 «nonmcommsa X»?
OTtBeT: 47, XXX

KopoTkoe acce
lMepeuncnute OCHOBHblE KOMMOHEHTbl Ana npoBegeHust [LP. Kakol KOMNOHeHT obecneumBaeT
cneumndmnyHocTb MUP.
OtBeT — Hykneotugbl, ©Oydep, MarHui, npanmepbl, nonumepasa, AHK. CneuudmyHocts [LP
obecneynBatoT npanmepsbl.

OnunHHoe acce
Bam Heobxoammo paspaboTtatb MeTon maeHTudumkaumm natoreHHon SNP myTtauumn ¢ nomoudbto MLP-
MAOP®. MNepeuncnnte OCHOBHLIE 3Tanbl NpU pa3paboTke Takoro metoaa.
OTBeT — nepBoHa4vanbHO HeobxoamMMo nogobpaTtb PEPMEHT PECTPUKLMKU, CaWT y3HaBaHUSA KOTOPOro
COBMagaeT C CcanWToOM, B KOTOPOM HaxoauTca myTauus. [Janee Heobxogumo paspaboTaTb npanmepbl,
KOTOopylo amnnudpumumpytoT obnactb, B KOTOPOM HaxoAUTCA MyTauua Tak, u4Tobbl dparMeHTbl
pPecTpuKLuMM, KoTopble cdopmupytoTca nocne pacwennenna [OHK pecTtpukTason, MOXHO Obliio
pas3aennTb C NOMOLLbIO arekTpodopesa. 3aTeM HY>KHO ONTUMU3NPOBAaTbL TeMNepaTypHbIN LMK peakumm
MUP. Ha dwmHanbHOM aTane Heobxoanmo BepudUUMPOBaTb METOA Ha KOHTPONbHbIX o6pasuax OHK
340pOBOro YerioBeka 1 YernoBeka, HeCyLLLEro NaToreHHy MyTauumio.
Kputepun oLeHKu:
10 6annoB — nocneaoBaTenibHOCTL 3TanoB BbIMNOMHEHUA METOAA YKa3aHa NpaBuUibHO.
8 6annos — nponyLleH aTan B NpOBeAEHNN METOAA, HO B LIENIOM NOCNeaoBaTeNbHOCTL 3TanoB BepHas.
5 GannoB — nponyweH OAWH WM HECKONMbKO 3TanoB B NPOBeAEeHUM mMeToda, UMEKTCs owubku B
TEPMUHOSOMUN.
2 Ganna — nocnegoBaTenbHOCTb BbLINOMIHEHWME METO4Aa W ONMcaHMe 3TanoB C  CYLECTBEHHbIMMU
oLumodKamu;
0 6annos — aTanbl MeTo4a He NpUBEAEHbI NN NPUBEAEHDBI HE NPaBUNBHO.

OnK-2
TecTOoBble 3agaHus
1. MyTauumn B Kakmx reHax aBngaTCcs B NOoAaBNAOLLEM YNCTIE ClyYaeM SABMSAKTCS NPUYNHON
HacneacTBeHHou 6onesHn Anburenmepa
A) APP/PSENI
B) PARKIN/DJ1
B) p53/MDM2
N VEGFR1/EGFR1
OTtBeT: A

2. Kak HasbiBaeTcs knaccudeckas KnetovHas nvHus, kotopas bbina nonyyeHa u3 pakoBon Onyxonu
LUEMKN MaTKMU U UCNONb3YEeTCsl BO MHOXECTBE Hay4YHbIX UccnegoBaHui B obnactun 6uonormum un
drapmakonorum

A) MeTa

B) HelLa

B) LaLa

D)HaNa

OteeT: b



3. Mertop BbIsiBrieHWs TOYHOM NoKanm3aumm Toro UM MHOro KNEeToYHOro UM TKAHEBOTO KOMMOHEHTA
6Gnarogaps cBA3bIBAHUIO €r0 C MEeYEHbIMU aHTUTeNaMm HasblBaeTCs:

A) nupP

B) CekBeHnpoBaHue

B) MMmmyHorncroxmmmns

M NPA

OtBeT: B

CutyaumoHHasa cnoxHas
CwutyaumoHHas 3agada. M3BecTHo, YTO Hannune Mytaumi B reHe HER2 koppenupyeTt c arpeccuBHbIM
npotekaHnem 6onesHu paka xenyaka. MytaHTHasa annenb reHa HER2 He coaepXuT calT pecTpukumum
ANA 9HAOHYyKneasbl pecTpukumm Ahll, Torga kak B HOpMarbHOW annenu OH MPUCYTCTBYET. YKaxute
Homepa HER2 nonoxuTenbHbiX NauMeHTOB Ha OCHOBaHUWM 3anekTpodhoperpammbl NOSTyYEHHOW nocne
MUP-NAoP® aHanus.

OtBeT: 1,3,4,5,7,8,9.

Kputepum oueHmBaHus:

10 6annoB — BepHO yka3aHbl Bce 8 npob

8 bannoe — BeEpHO yKka3aHbl 6 Npob

5 6annoB — BepHO ykasaHbl 5 npob

2 6anna — BepHO ykasaHbl 2 Npobbl

0 — AaHbl He BEPHbIE OTBETLI UM OTBET OTCYTCTBYET

CuUTyauMOHHasA ¢ pa3BepHYTbIM OTBETOM
Mocne cekBeHnpoBaHus no metony CaHrepa Gbina nony4yeHa crneaytowasi HykneotTuaHas
rnocrneaoBaTenbHOCTb:

200 210 220
T G A G T G 6 C A G G C G G G A G C A G G

YKaxuTe, B KAKOM MOJIOXKEHUM 1 Kakasi MyTaLusi COOEPXUTCS, ecnv pedepeHcHasi nocreaoBaTenbHOCTb
crepytowas:



200 TGAGTGGCAGCCGGGAGCAGG 220
OTBeT: ogHOHYKNeoTuaHas 3ameHa (unm SNP) B nonoxexHun 210

3apaHusa ¢ KOPOTKUM OTBETOM
Kak HasbiBaeTca meton penapaumm gsyxuenoveyHon [AHK, n3obpakeHHbI Ha nNpuBEOEHHOW HMKe
cxeme?
Paspbie uenu
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OTtBeT: HR, roMmonornyHasa pekomonHauus

MpurotoBneHne OUGNMOTEKM ONS1 CEKBEHMPOBaHUSA TpebyeT o00s3aTenbHbI 3Tan  KNoHanbHOW
amnnudpukaumn. Kakon ns tunoe MNMLP ncnonb3dyembix 4ns KnoHanbHon amnnmdukaumm n3obpaxeH Ha

pyCyHKe ﬁi
I 'ml'lﬂnliu i Jﬂﬁn'.(“\] unal[flu\” 0 lllnIﬂIUlg | I ﬂ l

OrtBeT: moctukoBas MNLP

OonkK-4
TecToBble 3apaHus
1. Kakne un3 nepedncrieHHbIX CUMNTOMOB SABMAAOTCA OWArHOCTMYECKUMM NpU3Hakamu cuHapoma
MapdaHa:
a) yMCTBEHHas OTCTanoCTb, yBENMYeHe NeYeHn n ceneseHku, obias guctpodus, kKatapakra;
b) mukpouedanua, mukpodTanemMus, AByXCTOPOHHME pacLUEennHbl BepXHen rydbl  Heba, cuHOaKTUNnS
nanbueB Hor, AeeKTbl MeXOKeNy404KOBOW Neperopoaku cepaua, 3agepxka nCUXmy4eckoro passutus;
C) NOABbLIBMX XpyCTanuka, NOPOKN cepAaua, BbICOKUA POCT, ASIMHHbIE TOHKME NarnbLbl, BOPOHKOOOpa3Hoe
BOABNEHWE rPYaANHbI;
d) rony6on LBeT cknep, BPOXOEHHasA rnyxoTa, IOMKOCTb KOCTEMN;
OTBeT: C

2. YKaxnte BO3MOXHble BapuaHTbl UBMEHEHUI CTPYKTYPbl FEHETMYECKOro MaTepuana, KoTopble nexar B
OCHOBE BO3HMKHOBEHNS XPOMOCOMHbIX BOMne3Hen:

a) TPMCOMUM, HOHCEHC-MyTauun, aeneunm;

b) HOHCEHC-MyTaUMn, MUCCEHC-MyTaUUK, CABUT PaMKW CHUTbIBAHUS;

C) MHBEPCMX, MOHOCOMUMU, COBUI PAaMKN CYMTbIBAHWUSI TEHETMYECKOTO KOAa;

d) aynnukaumm, TpaHcnokaumu, geneuuu;

OTtBeT: d

3. YKaxnte BO3MOXHbl€ BapuaHTbl UIBMEHEHWUI CTPYKTYPbl FEHETUYECKOro Matepuana, Kotopble nexaT B
OCHOBE BO3HWKHOBEHUS1 bone3Heln obMeHa BeLLecTB:

a) TPMCOMUN, HOHCEHC-MyTauUun, aeneuunm;

b) HOHCeHC-MyTauun, MUCCEHC-MyTaLMK, CABUT PAMKU CHUTbIBAHUS;



C) UHBEPCMM, MOHOCOMMU, CABUM PaMKM CYMTbIBAHWUSI TEHETUYECKOro Koaa;
d) aynnukaumm, TpaHcnokaumu, geneuuu;
OTBeT: b

4. [1ns yTOYHEHMS AnarHo3a «tanacceMmsay» OOMNOHUTENbHO HEOBX0ANMO NPOBECTUN NUCCNEeAOBaHME:
a) anekTpogopes pakumii reMorrnobunHa;

b) onpenenenune cogepxaHnsa ButammHa B12 B CbIBOPOTKE KPOBUY;

C) onpegeneHune coaepxaHusa onaToB B CbIBOPOTKE KPOBY;

d) onpefeneHne TpaHcepprHa B CbIBOPOTKE KPOBU.

OTBeT: a

5. [Ina yTouHEeHUsA anarHo3a «CeprnoBUOHOKNETOYHas aHeEMUs» HeobXo4MMO NPOBECTM UCCneaoBaHue:
a) oueHka meTabonunama xenesa;

b) onpenenenune cogepxaHnsa ButammHa B12 B CbIBOpOTKE KPOBUY;

C) uccnepoBaHue ¢ MetTabucynbuUToM HaTpus;

d) peakuus Kymb6ea.

OTBeT: C

6. Novemy muogmctpocms [ioeHa NpeuMyLLLECTBEHHO NopaxaeT ManbyYnKoB?
a) MYTaHTHbINA FreH HAXOANUTCS Ha X-XPOMOCOME;

b) MyTaHTHLIN reH HaxoaMTCA Ha Y-XpOMOCOME;

C) HacnegyeTcd N0 ayTOCOMHO-AOMUHAHTHOMY TUMY;

d) HacnegyeTcs N0 ayTOCOMHO-PeLeCcCUBHOMY TUNy.

OTBeT: a

7. TMoyemy HekoTOpble 3aboneBaHusi, Hacrnegyemble MO ayTOCOMHO-AOMWHAHTHOMY Tuny, Ha
NPOTSAXEHNUN MHOTNX MOKOMEHU COXPaHATCA B NOMynauumn?

a) aKTMBHOCTb rOMOSIOMMYHbIX TEHOB Y MHAUBMAA 3aBUCUT OT POAMTENBLCKOro nona;

b) nosiBrneHne HOBbLIX MyTaL M Y NOTOMKOB;

C) MaHuecTaums CMMNTOMOB MOCIE MOMOBOro CO3PEBaHNS;

d) pasHble KNUHUYECKNE NPOSIBNEHWS.

OTtBeT: C

8. K 6onesHsam HakonneHnst OoTHOCUTCS:

a) HacneacTBEHHbI MUKPOCHEPOLINTOS;

b) mykoBucungos.

c) cmHgpom Anepca — [aHno;

d) mykononucaxapvao3s | Tuna (cuHgpom Nypnepa);
OteeT: d

9. dakTopamMmu pucka Arist MHCYJIMHO3aBUCKMMOIO caxapHoro anabeTta ABnsIOTCA:
a) n3bbIToyHaa macca Tena;

b) HecbanaHcupoBaHHOE NUTaHMeE ¢ N36bITKOM YrNeBOOOB;

C) BUPYCHbIE MHMEKL MM,

d) apTepuanbHas runepTeH3us

OTBeT: C

10. Ana naeHTuduKauum XxpoMoCcoM UCMNONb3YITCA cnefyoLwne rnaBHble NPU3HaKku:
a) Benm4ynHa XpoMOCOM, pacnornoxeHne LeHTpoOMephI;

b) pacnonoxeHne nepBUYHON NEPETAKKM;

C) HanNn4yMe BTOPUYHOW NEPETSKKM;

d) nonocaras nc4epyeHHOCTb Npu AMddepeHLManbHOM OKpaLlLMBaHUN.

OtBeT: a

CuTyaumoHHble C pa3BepHYTbIM OTBETOM MpocCThie
1. B cembe nmeeTcs pebeHoK 5 neT ¢ yMCTBEHHOW OTCTanocTbio, Mukpouedanmen, «MbILLUHBIMY»
3anaxoMm, MOBbILWEHHbIM TOHYCOM MbILUL, CYOOPOXHbIMWU 3NUNEnTUAOPMHBIMA Npunagkammn, criabon
nNUrMeHTaLmnen KoXxu 1 Boroc:



a) Kakoe 3aboneBaHMe MOXHO NPEeaNoNOXNUTL?

b) kak noctaBuTb AnarHos?

C) KakoBa BEPOATHOCTb MOSABNEHMS B 3TON CEMbe crieytoLLero pebeHka C Takow xe natonornen?

d) Kakve MeToAbl MpeHaTanbHOM AMAarHOCTUKM MOXHO MNPUMEHUTb AN YCTaHOBMEHWUS 3TOW
HacneacTBEHHOW naToriornm?

OTBeThbi:

a) ®PeHunkeToHypus

b) MonekynapHo-reHeTu4eckme n Buoxmmmyeckme MeToabl

c) 25%

d) WMHBa3MBHblE METOAbI B 3aBMCUMOCTM OT CPOKOB BEPEMEHHOCTU

2. B monogon cembe pogunca pebeHoK, nnad KOTOporo HanoMWHaeT Kowadybe MmsykaHbe. [pu
oOpalleHm B MeOUKO-TEHETMYECKYHD KOHCynbTaumio y pebeHka obHapyxunmn nyHoobpasHoe nuvuo,
MbILLUEYHYIO TMNOTOHMIO, MUKpoLedanuio, KOCOornasme, HU3KO pacriofioXeHHble AedOopMUPOBaHHbIE
YLLUHbIE PAKOBMWHbI, 3a4EPXKKY NCUXNYECKOTro Pa3BUTUSA:

a) Kakoe 3aboneBaHMe MOXHO NPEeaNoNOXNUTL?

b) kakve meTogbl criegyeT ucnonb3oBaTh ANs NOCTAHOBKWM AnarHo3a?

C) Kakon NPOrHo3 AanbHenLwemn xm3HecnocobHOCTN 3Toro pebeHka?

d) kakne meToAbl NpeHaTanbHOM AMarHOCTUKM credyeT NPMMEHUTb AN BbisiBIieHNa 3abonesaHns?

OTBeThbl:

a) CuHOPOM «KOLIaYbero Kpukay

b) LwutoreHetnyecknin metoq

c) BbonblwMHCTBO AeTen He AOXMBAKOT 4O rofa BCreacTBME TSKENbIX COMYTCTBYOLWMX 3aboneBaHun.
[o noapocTkoBOro Bo3pacrta AoxueatoT npumMepHo 10 % 6onbHbIX

d) He nHBa3MBHbIE N NHBA3MBHbIE METOAbLI B 3aBUCUMOCTW OT CPOKOB 6epeMeHHOCTH

3apaHusn, Tpebylowero KOPoTKOro oTeeTa

1. CblH amepukaHckoro 6GaHkmpa TBucTepa CcTpagan OAHOBPEMEHHO Tpemsi 6onesHamMM:
remodounnen, 0anbTOHM3MOM M MOfMHbIM OTCYyTCTBMEM 3y0OoB. T 6GonesHn oOycrnoBneHbl reHamu,
HaxoaAWwmMMnca B X-XxpoMocome. TBMCTEp MMagluii MHOro neT npoXwun BAanu OT poauTenen, B
Mapwxe, rae n ymep B 1944 ropy. lNMocne ero cmeptu kK TBUCTEPY cTaplleMy sBunach opaHuyXeHka ¢
15-neTHUM Marnb4MKoM, y KOTOPOro TOXe coveTanucb remModunus, AanbTOHU3M U OTCYTCTBME 3y6O0B.
JKeHwmHa coobuwmna, 4YToO 3TOT Manb4MK — CblH MOKOMHOro TBMUCTepa MIagwero U ero 3akOoHHbIN
HacnegHWK, Ho NOATBEpPXAalLWmMe JOKYMEHTbI yTpayeHbl BO BpeMs okkynaumm dpaHuun. HecmoTps Ha
OTCYTCTBUE AOKYMEHTOB, TBUCTEP NpuU3Han manbynka cBoum BHykOM. CemenHbin Bpay ybeaun ero, 4To
Takoe COBNajeHve peakoro coveTaHus Tpex HacneacTBeHHblX GonesHen [okasbiBaeT, YTO 3TOT
Marnb4uK — ero BHyk. CornacHol N1 Bbl ¢ MHeHMeM gokTopa?

OtBeT: Het, T.K. ManbuuMkum nony4awT OT OTua Y-XpOMOCOMY, a BCe MNepeyvncreHHble
3aboneBaHns cuenneHbl ¢ X-XpOMOCOMOW.

2. bepemeHHOM XeHwuHe 50-TM neT, oTel KoTopon Obin remMounuUKoMm, MpPoun3Benun
aMHMOLEHTE3 And Toro, 4ToObl onpedenuTb MON MNfoda, a TakKe BbIIBUTb Y HEro BO3MOXHbIE
XPOMOCOMHbIe aHOManuu. Ho BblpacTuTb KynbTypy KMETOK nnoga Ans KapuoTunupoBaHUs He yaanochb,
3TN KNEeTKM Nornbnu. Noatomy umMToreHeTM4eckue nccnegoBaHns NPULLSIOCh OFPaHNYNTL onpeaeneHmem
NOSIOBOrO XpOMaTUHA. YCTaHOBIEHO, YTO KIMETKN Nnoda He cogepaTt nonoBoro xpomaTuHa. Crneagyet
1N Ha 3TOM OCHOBAaHWUN PEKOMEHOO0BAaTL NnpepbiBaHne 6epemMeHHOCTUN?

OtBeT: NonoBon xpomaTuH He Gbin 0OHapyXeH, COOTBETCTBEHHO, M0 MY>XCKOro nona. Bpau-
reHeTUK O0IMKEH OOBbACHUTb TEXKECTb MeANLMHCKUX NOCNeAcTBui 3aboneBaHus.

3.Ykaxute popmyny kapuoTuna My4mHbl Npu cuHapome fdayHa:
OtBeT: & 47, XY, +21

4. «MeaneHHble» annenbHble BapuaHTbl reHa NAT2 obecneynBaloT BbICOKUIA PUCK OCIOXHEHUMN
npu neyvyeHnn kakoro sabonesaHna?
OTtBeT: WwnsopeHun



5. F'eH GSTM1 npuHUMaeT y4yacTne B MHaKTMBaLUN Yero?
OTBeT: KaHLEeporeHoB

6. penndpyToBbIN COK MOXET Bbi3BaTb CEpPbE3Hble HebnaronpusaTHble NOGOYHbIE peakuMm Ha
nekapcTBeHHbIE cpeacTBa npu nonumMopgusme:
OTBeT: yUMTOXPOMOKCUHAAa3

CuTyaumoHHas crnoxHas 3agada
3apayva 1. bonbHbIM caxapHbiM AnabeTom pekoMeHAyeTCs NULLLEBOW paunoH, 6oraTtei 6enkamu.
Kak nameHsietcss obmeH 6enkoB npu caxapHom gnabere?
KakoBbl NpuynHbI caxapHoro guabeTta u ero Buabl?
KakoB MexaHu3m gencTBusi ropMOHa, C KOTOPbIM CBSI3aHbl HapyLUEHWst Npy caxapHoMm anabete?
KakoB 6uonorunyeckunin aghpekT 4aHHOro ropmoHa?
Kak nameHstotcst bnoxmmmyeckmne nokasaTtenu KpoBm 1 MoYM Npu caxapHom gnabete?

arwbdE

JTanoH oreeTa:

1. Y 60nbHbIX caxapHbiM AnabeTom pes3ko yCUIMBAETCH MHOKOHEOreHe3 — obpasoBaHme MHKO3bl
n3 6enkoB U amMHOKUCIOT. NoaToMy HeEO6X0AMMO YBENNUMUTL KONNYECTBO Genka B paumoHe, YTobbl
Ha rMOKOHeOoreHe3 He pacxogoBanuch 6enku opraHmama 605bHOro

2. CaxapHbln gmnabeT BO3HMKAeT B pes3ynbTaTe MopaXeHus NOoMKenygodHOM >Xenesbl, [-KreTok
OCTPOBKOB JlaHrepraHca, MyTauuMu reHa WHCYrvMHa, NOpPaXeHusi peLenTopoB WHCYNuHa. BbiBatoT
WNHCYIMH-3aBUCUMbIN N NHCYSNIMH-HE3AaBMCUMbIV CaxapHbiin anabeT

3. OPMOH MHCYNMH nNO Xxumudeckon npupoge 6Genok. Peuentopbl wWHCynuMHa obnagatoT
TUPO3NHKMHA3HOW aKTMBHOCTbO. Peuentop coctouT w3 ABYyX O- W ABYX [-cybbeavHuu,.
[MpncoeanHeHne MHCYNWHa K LEeHTPY CBA3bIBaHUS a-Cy6beauHUL, akTuBMpyeT dhepMeHT, cybcTpaTom
KOTOPOrO  CMYXWUT  TMPO3MHOBas  MNPOTEUHKMHa3a B  P-cybbeavHuMuax M NPOUCXOAUT
docopmnupoBaHme ee No octaTkam TUPO3NHa

4. WHCYynuH cHwxaeT coaepaHue rNioKo3bl B KPOBM 3a CYET YCUNEHUs Bcex NyTen yTunusauum
rNIOKO3bl B KNeTke (CMHTe3a rnuKkoreHa, rnmkonuaa, NneHTo30-ocdaTHOro nyTn, 3a cYeT akTuBaLumm
nupyBaT-AerMaporeHasHoro komnnekca). Bnuser Ha TpaHCNoOpT rMtoKo3bl U3 KPOBU B TKaHb (Kpome
neyexun, LUIHC, sputpountoB). OQHOBPEMEHHO WHCYINNMH UHIMOMPYET FMOKOHEoreHes, Mobunmsaumto
rnukoreHa. VIHCynuH ycunueaeT nvnoreHes, HoO TOPMO3UT Nunonmns. AKTUBHO ycunmBaeT GUocuHTes
6enkos

5. Mpn caxapHom fguabeTe B KPOBW YBENUYMBAETCHA COAEPXKaHWE T[OKO3bl (rMnepriankemms),
KETOHOBbIX Ten (keToHemus), MoyeBMHbl (a3oTemusi). HakannumBaeTcs rMMKO3UNNPOBAHHbBIN
remornobuH, xonectepon. B moye — pH caBuraetcsi B KACMyHO CTOPOHY, FIOKO3YpUsi, KETOHYpUS,
a30Typwus, NOBbILIAETCH YAENbHbIN BEC MOYM U MPOUCXOANT CABUM pH MOYM B KNCNYIO CTOPOHY

Kputepun oueHnBaHus:

10 6annos — B OTBETE CTyAEHTa NPUCYTCTBYIOT BCE 5 BbILLEN3NOXEHHbIX NYHKTa;

8 B6annoB — CTyOEeHT M3NOoXun MaTtepuarn B OonpeferieHHON Norm4yeckor nocrenoBaTenbHOCTU, HO Npwu
3TOM [JonyuieHbl 2-3 HecywecTBeHHble ownbkn. B oTBeTe cTygeHTa MpuUCYTCTBYOT He MeHee 4
BbILUEN3MNOXEHHbIX MYHKTA;

5 6annos — otcytctByeT 50 % npaBuribHbIX OTBETOB Ha BOMPOC;

2 B6anna — B OTBETE CTyAEHTa HET YEeTKOCTU, NMOrMYHOCTW, CMbICIIOBOrO €AMHCTBA U3NOXEHUS, a Takke
oTcyTcTByeT 6onee 50 % npaBunbHbIX OTBETOB Ha BOMNPOC;

0 6annoB — nNpu oTBETE OOHAPY>XEHO HEMOHMMaHWe CTYAEHTOM OCHOBHOIO COAEpPXaHUsa TEOPETUYECKOro
mMaTepuana unu gonyLeH psg CyLLeCTBEHHbIX OLINBOK.

3apgaya 2. Manb4vMk B BO3pacte 2 MecC., MOCTynui B CTauMoHap C NOJO3PEHMEM Ha Hamnuudue
BpOXAEHHOro nopoka cepaua (OAMXKI). Mama xanyeTtca Ha nnoxow annetut pebeHka (B Bece 3a
nepBsbi Mecsal, npubaBun B YeTblpe pasa MeHbLUe HOpPMbl), OTCYTCTBUE UKCaumMM B3rnsga, Yacrtoe
BecrnokoncTBo M nnavy. AHamHe3: pebGeHOK OT TpeTben BGepemMeHHOCTU, NpoTeKkaBLleh C recTto3om,
MHorosoavem (Mame 28 net), BTOPbIX POAOB B CPOK (NepBble poAbl 3aKOHYMITUCL POXAEHNEM 340POBON
aeBodkn). Macca Tena npu poxgenum 2130 r. Ha wuckycctBeHHOM BckapmnuBaHum. OcmoTp:
ponuxouedanunyeckas opma vYepena, MUKPOreHUss U MUKPOCTOMUS, KOPOTKME rMnasHble LWenu, CTonbl ¢
BblaloLLEenca NATKONW U NpOBMUCAIOLMM CBOAOM, MynoyvHas rpbbka. MblweyHas runoToHWs, NPU3HaKK
ancnnasum TazobeapeHHbIX CyCTaBOB.



MocTaBbTe NpeaBapuUTENbHbIN narHo3. Yem xapakrepmsyeTtcsa gaHHoe 3aboneBaHme?
KakoBa yactoTa ero Bctpe4aemocTu?

Cpeaw kakoro nona BCTpeyaeTcs vaile?

Kakve aHomanuu passuTtns npu gaHHoMm 3abonesaHun Bbl 3HaeTe?

Kak anarHoctmpoBaTb AaHHoe 3aboneBaHune?

arwNPE

JTanoH oTBeTa

1. MpenBaputenbHbii guarHo3 - CuHgpom J3pgBapaca. OT0 — XPOMOCOMHoe 3abonesaHue,
XapakTepuayeTcst KOMMNIEKCOM MHOXECTBEHHbIX MOPOKOB Pa3BuUTUS U Tpucommen 18 xpoMocombl.

2. YactoTa nosieneHus cuHgpoma Japapaca coctaenset ~ 1:7000 3avatum u 1:8000 poxaeHwui
XXUBbIX OeTen.

3. [leBoYkM ¢ cuHapoMoM JQABap/Aca poXxaatTcsl B TPY pasa Yalle Manb4uKoB.

4, AHOManun pasBuUTUSA: M3MEHeHWe OopMbl 4Yepena; M3MeHeHWe OPMbl YLIHbIX PaKOBUH;

aHoManuu passuTusa Heba; cTona-kadarnka; aHomarnbHasa gnvHa nanbueB; U3MeHeHME PopMbl HUXKHEN
4YencTn; cpaweHne nanbueB; aHoManuu pasBUTUS MOSIOBbIX OpraHoB; (PfIEKCOPHOE MnoroXeHne
KMUCTen; nepmartornndunyeckme npusHaku.

5. 3aboneBaHne MOXHO YBMAOETb €lle [0 poxaeHust pebeHka, MposiBNSETCSs OHO  Kak
Onoxnmmyeckne M3MEHEHUA B KPOBM MaTepu (YpOBEHb XOPWOHUYECKOrO roHagOTPOMNUHA 3aMETHO
cHmxaeTcs). Ecnn Takke ecTb Apyrve HacneacTBeHHbIe NPU3HaKM, TO HEOBXOAMMO MPOWTU Npoueaypy
Y3U n obpatntbcst 3a KOHCynbTauMen K MEAULMHCKOMY FE€HETUKY, YTOObl MOroBOPUTL O MpPEpbLIBAHUN
©epemMeHHOCTM Ha paHHEM CpOKE.

[Ons nocTtaHoBKkM AunarHo3a "cuHApom 3asapaca”, HeobXoOuMO MPOBECTU  MHOXECTBO
ONarHoCTMK, Ha OCHOBAHWMN TOMNbKO OA4HOrO NULLb OCMOTPa MOATBEPAUTL TOT AMArHO3 He yaacTes, Tak
KaKk HanniMe Takux CUMNTOMOB BCTpevaeTcs U B Opyrmx 3aboneBaHusax. YToObl OKOH4YaTENbHO
nogTBepauTb AMarHo3, HeobGXOAMMO MPOBECTU MCCredoBaHME XPOMOCOMHOro Habopa (onpenenvtb
KapuoTwun).

[ononHuTenbHble MeToabl UCCNEeOOBaHUs!, KOTOpble NPUMEHSOT: Y3 BHYTPEHHMX OpPraHoB U
cepaua; Tomorpadusa rOfIOBHOTMO MO3ra; KOHCynbTauum Yy [OETCKMX Bpaden: odTanbmorora,
9HOOKPMHONOra, HeBpoOsiora, OTOMAPWMHIonora; Tawkke Heobxoauma KOHCyNnbTauus y Xupypra Aans
onepaTUBHOroO neveHnsi 3aboneBaHus.

Kputepun oueHnBaHus:

10 6annoB — B OTBETE CTyAEHTa NPUCYTCTBYIOT BCE 5 BbILLENINOXKEHHbIX NYHKTA;

8 6annoB — CTyAEHT M3NOXWUN MaTepuan B OnNpeaeneHHon NOornmyeckon nocnegoBaTenbHOCTU, HO Npwu
3TOM [JonyuieHbl 2-3 HecylwleCTBeHHble ownbkn. B oTBeTe CTygeHTa MpuCYTCTBYIOT He MeHee 4
BbILUEN3MOXEHHbIX MYHKTA;

5 GannoB — OCHOBHblE MOHATUS YNOTPeOneHbl NpPaBWUNbHO, HO OBHapyXMBaeTCA HedoCTaToOvyHOe
pacKpbITUe TeopeTn4eckoro matepuana, otcytctsyeT 50 % npaBurbHbIX OTBETOB Ha BOMNPOC;

2 6anna — B OTBETE CTyAEHTA HET YETKOCTU, JIOTMYHOCTU, CMbICIIOBOrO €ANHCTBA U3NOXEHUS, a Takke
otcytctByeT 6onee 50 % npaBusbHbIX OTBETOB Ha BOMNPOC;

0 6annos — npu oTBeTE OOGHAPYKEHO HEMOHMMAHNE CTYAEHTOM OCHOBHOIO COAEPXKaHUS TEOPETUYECKOrO
mMaTepuana unv gonywieH psa CyLeCTBEHHbIX OLWMOOK.

OrK-5

TecToBble 3apaHus
1. B reHe M3MEHWNCsi COCTaB HECKOSMbKWX TPUMMETOB, HO, HECMOTPS Ha 3TO, KneTka npoaorkana
CMHTe3upoBaThb TOT e 6enok. C kakuMm CBOMCTBOM reHeTUYECKOro koga 3To MOXeT ObiTb CBA3aHO?
1) yHMBEpCanbHOCTbIO;
2) TpUNNEeTHOCTbI;
3) BbIPOXAEHHOCTbIO;
4) HenepeKpbIBAEMOCTbHO.
OtBeT: 3

2. lMpu pasroBope C poaUTENsIMA Bbl BBIACHUNKN, YTO Y CEMENHOW napbl poaunca CbiH, 6onbHON
remounuein. Janee Bbl yCTaHOBUMW, YTO POAUTENU 300POBbI, a AedylwKa Mo MaTePUHCKON NUHUK
6orneH remodunuen. Kakon Tvn HacnegosaHus y 6onesHn?

1) peueccuBHbIN, CLENSIEHHbIN C NOSIOM;

2) ayTOCOMHO-PELLECCUBHbIN;



3) LOMUHAHTHbIN, CLENSEHHbIA C NOSTOM;
4) ayTOCOMHO-AOMUHAHTHBIN.
OTtBeT: 1

3. Mpun ocmoTpe pebeHka HabniogaeTca OkpalMBaHWE CKNep, CNM3MCTbix oborovek. BbigcHeHo, 4To
BblAensieTca Moya, TeMHerowasn Ha Bo3ayxe. [Npn ganbHenwmnx nabopaTopHbIX NCCIeL0BaHNSX B KPOBU
1 Mo4ve OBHapy)xeHa roMOreHTU3nHoBas kucnota. Yto moxeT BbITb MPUYNHON JAHHOIO COCTOSHUA?

1) anbbuHM3Mm;

2) ranakrosemusi;

3) uncTUHYpUS;

4) ankanToHypwusi.

OtgeT: 4

KopoTtkue oTBeTbl
1. MNpwn NnpoBegeHUN reHeTUYECKOro UccregoBaHmsa nnoga Bbl 06HapyXunu geneuunto KOpoTKoro nneva 5
Xpomocomebl. Kakoe 3aboneeaHne aTo MoXeT Bbl3BaTb?
OtBeT — CMHOPOM «KOLIa4ybero Kpukay
2. Bbl npoBoguTe obcnenoBaHne pebeHka n BuavTe crieayowmne npusHaku: okpyrnas gopma rosioa ¢
YNMOLWEHHbIM 3aTbISIKOM, LUMPOKOE, NSI0CKOE NNLO, MOHIONMOMAHbIA pa3pes rnas, aMnuMKaHT, YTONLWEeHHbIN
A3bIK, KOTOPbIA BbICTYNaeT M30 pTa, HEMpaBuIlbHbIA POCT 3y06OB, BbLICOKOE HEBO, YMCTBEHHas
OTCTanocTb, MOPOKM cepaevHococyaucTon cuctembl. O KakoMm 3aboneBaHnn 3T0 MOXET FrOBOPUTL?
OtBeT — cnHapom [layHa

KopoTkoe acce
Bawa 3agava paspaboTtaTb MeTog ngeHTuduKaumm natoreHHon Mmytaunm (OgQHOHYKNeoTnagHas 3ameHa)
N NPOBECTM LUMPOKUIA CKPUHUHI HAaCeNeHus Ha Hanuume aTon Mytaumu. Kakonm meton Bbl Bbibepute u
noyemy?
OtBeT: Hambonee onTumanbHbIM B 3TOM cnyyae ©Oyget metog lNUP ¢ TagMan 3oHgamu, T.K. 37O
Hanbonee ObICTPLIN U OTHOCUTESNBbHO AELIEBON MeTon, TPebyrownin Tonbko NpoBeAeHUs BblaeneHus
OHK u MNUP B peansHOM BpeMeHW, NO3TOMY OH NOAXOAUT A1 MacCOBOro CKPUHMHIA HaceneHus.

OnuHHOe 3cce

Ha akcneptudy noctynuna kpoBb pebeHka u npegnonaraeMoro oTua Ans YCTaHOBMEHUSA OTLOBCTBA.
Bam Heob6xooumMO nNpoOBECTM TrEeHEeTUYECKUA aHanm3 Ha YycTaHoBreHue oTuoscTBa. Onuwwute
nocneposartenbHOCTb Aenctaui. Kakon ydactok JHK aHanunsmpyetcs n noyemy?

OtBeT — Ha nepBom aTtane Heobxoaumo Bbigenutb OHK n3 kpoBu pebeHka n otua. Takke and
npoBedeHnss aHanusa Heobxognmmo Hanumume [OHK wmartepn. [Ona  ycrtaHoOBRNeHWMst OTLOBCTBA
aHanmsnpyeTcs HECKONbKO y4acTKOB OHK, KoTopble BKNtOYatoT MUKpOCaTenUTHbIE
nocrneaoBaTenbHOCTU. OTU NOCNeAoBaTENbHOCTM UCNOMb3YOTCA NOTOMY, YTO ANMHA MUKPOCATENNUTOB
MOXeT OTNnn4YaThCs y pasHbIX nHansnayymos. Heobxoommo npoeectn aMnnumuKaumio 3TUX y4acTkoB C
nomowpto TMUP. [Hanee amnnnduumpoBaHHble parMeHTbl HYXHO pas3gefniMTb € MOMOLLbHO
KannunapHoro anektpodopesa. Ha oCHOBaHUM CpaBHEHWA ANWH aMinuuUuUpoBaHHbIX dparMeHTOB
oTua, maTtepu n pebeHka genaetcs BbIBOA 0 Buonormyeckom poactee pebeHka u otua.

Kputepuun otBeTa:

10 6annoB — npegnoxeHue no Bblbopy yyactka [HK aprymeHTUpoBaHbl, NocnegoBaTeNbHOCTL 3TanoB
BbIMOSHEHNS aHanM3a ykasaHa MofHOCTbIO Y MPaBUIbHO.

8 6annoB — npegnoxeHue no Bbibopy yvactka OHK aprymeHTUpoBaHbI, NponyLlieH 3Tan B BbIMOMHEHUN
aHanusa, HO B LiefloM nocnegoBaTeribHOCTb 3TanoB BepHasi.

5 6annos — npegnoxeHune no Bbibopy yyactka JHK He NONHOCTBIO apryMeHTMpOBaHbI, NPONyLeH OauH
NN HECKOSbKO 3TanoB BbIMOMHEHUSA aHanusa, HO NpuM 3TOM yKasaHo, YTo Heobxoammo Hanuuve OHK
MaTepw.

2 6anna — npegnoxeHue no Bblbopy ydactka [HK He M3noXeHO, NponywleHO HECKOSbKO 3TanoB
BbINOSIHEHWSI aHaNn3a, He ykasaHo, YTO ANs NPoBeAeHMs aHanm3a Hy>xHO umeTb JHK matepun.

0 6annoB —npegnoxexHue no Bblbopy ydyactka OHK He n3noxeHo, aTanbl BbIMNOMHEHUSA aHanu3a He
npencraBneHbl.



